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dvHamika HapoaKyBaHOCTI Ta CMepPTHOCTI B YKpaiHi
(Ha 1000 HaceslieHHs)

O N & & &> &»
\) \} ) \} \) O

—— HapoAaXyBaHiCTb CMepTHICTb

MopiBHANbHa xapakTepuctuka NBP no gaHnm moHiTopuHry B XapkiBcbKin o6nacTi 3 2009-2012pp.
2009p. 2010p. 2011 p. 2012 p.
Jaxopiosanus x/:ai A In. nok. BAaﬁu * In. mok. AG.x.Bax  In. nok. AG.k.Ban  In. nok.
1. Anennedais | - - - - 2 0,75 1 0,36
2. CiMHOMO3KOBa KHJIa | 6 2,19 9 3,39 6 2,26 3 1,09
3. Meninrouene | 3 1,09 1 0,37 1 0,38 - -
4. l'ipponedanis | 9 3,28 8 3,02 6 2,26 5 1,82
5. Mikponedanis | 9 3,28 8 3,02 8 3,01 8 2,92
6. AHOTist 3 1,09 5 1,88 - - 2 0,73
7. Anodranemis - - - - 1 0,38 - -
8. Mikpodranemis - - 3 1,13 - - 1 0,36
9. Atpesis xoan - - - - - - 1 0,36
10. Mikporis 3 1,09 3 - 1 0,38 1 0,36
11. TpaHCHIO3NUList BETUKUX CYIUH 7 2,55 5 1,88 5 1,88 4 1,46
12. lNimomasist iBoro cepiist 1 0,36 2 0,75 2 0,75 2 0,73
13. TIBC 1 277 100,99 246 92,87 288 108,62 294 107,22
L 14. Ilinuua ry6u i migHeOiHHsA 28 10,20 25 9,43 37 13,95 23 8,39
15. ToranbHa minuna ryou - - - - - - - -
16. Atpesis ctpasoxony 1 6 2,19 7 2,64 7 2,64 14 5,11
17. Atpesis anycy T 4 1,45 5 1,88 4 1,45 9 3,28
18. ATpesist TOHKOTO KHILIEYHHKY T 10 3,64 11 4,15 6 2,26 11 4,01
19. Arenesist uu fjisrenesis Hupox | 38 13,85 44 16,61 36 13,57 42 15,32
20. KicTo3He ypakeHHs HUPOK 7 2,55 5 1,88 9 3,39 10 3,65

[

. Tlinocmagis 1 44 16,04 63 23,78 65 24,51 74 26,99
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FeHeTUYHUI MOHITOPUHI Aa€e MOXNUBICTbL Hag4aBaTU MegUKo-
reHeTM4HY AOMNOMOry B HeOHaTanbLHOMY Ta paHHLOMY
AUTAYOMY Nepiogax oHToreHes

‘Qr % 4

Bunaaok npeHaTtanbHOI yNbTpa3BYKOBOI AiarHOCTUKM
nimcpaHriommn Tynyba y nnoaa y BariTHoi 3
rinepromouucTeiHemicro

HeOHaTaJIbHOMY nep
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PenykuinHi Baan po3BUTKY KiHLIBOK

I 5. BMHZ
3. CH
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[[amMapTOo3 MaTKu Npu CUHAPOMI
Kninena-TpeHoHe

BariTHicTb 28-29 TMxHiB. MNMoniopraHHMK Tpom603 y nnopa.

Bapuko3Ho po3mmpeHuii YepeBHUH
BiAAIA IIynIKOBOi BeHH

MepuBackynsipHa iHdinbTpaLuis neviHku,
ManbdopMallis NynKoBUX CyaAMH Po3wmnpeHHs neTni TOBCTOro KULIKOBHUKA,

niaBuLLeHa eXxoreHHicTb eHAoTenito
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BaritHicTb 29-30 TXHiB. Ninepnnasia nnaueHTw.
XopioaHrioma nnaueHTn. fledeKkT honaTtHOro Lukny.
Jlerka ¢popma romoumcTuHypii. BpoaxeHa aHomanis
CYAWH ronoBHoro Mo3Ky. CyamHHa manbdopmauis B

GacenHi niBoi cepeaHbOI MO3KOBOI apTepii. CTaH nicns
CMOHTaHHOro cybapaxHoifanbHOro KPOBOBUIIUBY Y
mMaTepi. XpOHiYHMN apaxHOIgUT.

CimenHa dopma rinepromoumncTUHypIl (4eTBepo Aiten 3arnHysno B
nepuHaTanbHoMmy nepioai Big natonorii ULHC i cyauH). Micna
NikyBaHHs1 Hapoaunoca 3-e 3040poBuUx Aiteu, 1 3 nerkoro opmoto
romouicTuHypii. BaritHictb 33-34 TMXXHiIB. CyANUHHI 3MiHN y
nnaueHTi. Po3wmnpeHa nynkoBa BeHa. [liaBuLleHa eXoreHHicTb
eHpoTenio KNLWKOBHMKA.
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S—— e LTI
mEarvEy AmEe

ATPIOBEHTPUKYNSAPHUIA

ATPIOBEHTPUKYISIPHWIA KNanaH ’ J = 5 HopmMa
nomipHa neperpy3ska (E ta A
BPOBEH) B MATKOBIih apT

AikpoTnyna BUIMKa B MaTKOBIN ApPTPIOBEHTPUKYNSPHII KNanaH neperpyaka
apTepil KpoBoOGir No gopocrnomy Tuny
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[ikpoTuyHa BMiMKa B MaTKOBIl

KomneHcoBaHwuit KpoBOOGIr B
apTepii 1

apTepii NynoB1HW MaTKOBOI
apTepii

Hopwma B apTtepii
NynOBMHN MaTKOBOI
apTepii

=5

CyAVHHI 3MiHN B MiOMETpIi
eHepreTM4YHOMY Jonnepi B MaTKOBIl
apTepii
i

B L

TaxiapuTMmis B MaTko
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—_—

- CTPYKTYPA ITIPEHATAJILHO JIAT'HACTOBAHMHMX BIIP
BUI'JIAJA€ HACTYIIHUM YNHOM

m Hyc (o0%)

O Ckenet-3,8%

O WKT-1,4%

B YepesHa cTiHka -1,4%

D

B BBPcyaun-119%

O BBPkucrennicton-0,5%

B 06nuyun-2,4%

a MBBP-

O nereni-2,8%

O Cratesiopranu-0,5%

W Nivpotmuna cuctema -7,6%

O Xpomocomua natonoris -

B lHwi-7,1%

B Mapkepu xpom ocouo'l'naTonoril'

O Nyxnnuu-1,9%

CIIEKTP BCTAHOBJIEHUX JIAI'HO3IB Y BAI'ITHUX ITPHA

3BEPHEHHI B XCMI'I]
Cunnpom Banpnep-Byna-1
Cunapom Kunwsbepa-3
Cunapom 6a3apHO-KIIITHHHOTO HEBYyCa-2
Cunnpom Binbsimca-1
Cunnpom Kninens-Tpenone-1
INnoxonaporuiazis-2
Amnriomaros-3
I'omoumctunypis -3
CriomyyHO-TKaHUHHA JTUCIIIA31sI-628
Me3zoaepmanbHa quciiaszisa-298
[Tonmimopdi3m reHisB GoxaTHOro MUKITY-96
Cunnpom Penni-Ocnepa-1
Cunnpom Kninens-®Deiins-1
Cunapowm Peitno-1
Eninentuynuii cunapom-12
CucreMHa CKeJIeTHA JUCIIIa3is-S
Cunapom Enepca-Jlamioca-3
Cungpowm lltypra-Bebepa-1
Cunapom YepBoHOTO BOBUKa-2
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BITAJIBHA ITATOJIOI'TA Y IVIOIIB

Cepen BiTaIbHOI MMAaTOJIOTIT HAMU OYJIM 1IarHOCTOBAHI:
MynbTHKICTO3 J1IBOT HUPKHU - 9
INpponedpos I-1I cT. - 20
Kicra aupox - 7
IlonBO€EHHSI HUPOK - 7
Jucromnis J1iBOT HUPKH - |
Kicra sieunuka - 3
O/HOCTOPOHHS YIIEeTIHHA BEPXHHOI ry0u - 2
XinoTtopakce - 2
Kictu cyaunnux crmertins - 105
Kocomnamicts - 2
AxoHzporuiasis - 3
CroHainokocTanbHa AUCIIasis - 1
Jlimpanrioma Tymyo6a - 1
C-m Kuninens-Tpenone - 1
[Tinopactenos - 4
ATpe3ist KUIIKIiBHUKA - |
ATpe3sist IBaHAIATHITAION KHIIKH - |

‘YACTOTA BIP 3A 5 POKIB

O6crexeno 28 910 saritaux, suaiineno - 996 BIIP (3,45%).
BIIP x 10 000

KinbkicTh HOBOHAPOIKEHHUX

2008 pik — 27 407 HOB.
2009 pix — 27 428 HOB.
2010 pix — 26 487 HoB.
2011 pik — 26 513 HoB.
2012 pix — 27 421 HOB.

BCBHOI'O : 135 256 HoB.

N Yacrora BIIP 3a 5 pokis cknana 223,11 ma 10 000 HOB.

Yacrora BIIP, 3Haliiennx npeHaTaibHO 32 5 pokiB - 996.

996 x 10 000
=7364 1a 10 000 HOB.
135256
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O B renepimHiit yac pob moaiMopdi3MiB y
3JI0POBOi Ta XBOPOI JIFOJUHHU IHTEHCUBHO
BUBYAETHCS Y BcboMy CBITI. [TommopdHi anem
PO3TJISAIAI0THCS B SIKOCTI TEHETUYHUX (PAKTOPIB
PHU3HUKY 3 ypaxXyBaHHSIM iX PI3HOTO BIUIMBY Ha
CTYMIHB MOIIKO/KYIOUNX €(PEeKTIB B (DYHKITIT
reHa.

QO Ti renn, noaimMopdHi ajeni, siki TpUUMaroTh
y4acTh y (pOpMyBaHHI CIaJIKOBOI CXUJIBHOCTI,
HA3UBAIOTHCA T'€HaMU-KaHIUIaTaMu 1 JJIs]
KO>KHOTO TIOIITMPEHOr0 3aXBOPIOBAHHS 1X
MOX€E OyTH JECSITKH.
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O ®yHKIIOHATBHO 3HAYYIII HoIIMOp(dHI ajei, siki
BIUIMBAIOTh HA aKTUBHICTh OLJIKIB, III0 KOJAYIOTh,
pO3TallloBaHl B HPOMOTOPHUX paliOHAX I'EHIB.

0 Came TOMy Yy Hali€HTIB, SIK1 € HOCISIMU
nosimopduux reniB pepmentise MTHFR,
MTRR, MTR mu cnocrepiraemo BiJICyTHICTh

CYTTEBUX KJIIHIYHUX O3HAK a00 MPOsBIB, K1

npUTaMaHHI TOMOIMCTUHYPIi a00 MOPYIIEHHIO

METWIIOBaHHS, a00 AedexTam (oaaTHOro

UKITY.

POAOBIA BATATOAITHOI CIM’I 3 PI3BHUMH 'rEHOTHUIIAMM
IIOAIMOP®I3MIB

4
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T'OMOLIMCTUHYPII:

[MucTaTioHiH 6eTa-ciHTa3u HegocTaTHICTh (CBS);

Mertunenrerparigpodosiat peayKra3u HeJJOCTaTHICTh
(MTHFR);

KoM0iHOBaHa TOMOILIUCTUHYPISl Ta METHIIMAJIOHOBA allUayPis,
tun C (Cbl C);

KomOiHOBaHa TOMOIIMCTUHYPISl Ta METHIIMAJIOHOBA allUAYPis,
tun D (Cbl D);

MerTioHiH cuHTa3u peaykTasu HegoctatHicTh (Cbl E);

KomM0iHOBaHa TOMOLIMCTUHYPISl Ta METUIMAIOHOBA allU Ty pis,
tun F (Cbl F);

MertioHin cunTaszu HepoctatHicTh (Cbl G);

KoMOiHOBaHa TOMOLIUCTUHYPISl TA METUIMAIOHOBA AUy Pis,
tun J (Cbl J).
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O MertioHiH aJieHO31ITpaHcepasu
HenocratHicTh I/I 11(MAT)

O I'mioua N-metuntpancdepasu
HesmoctaTHICTh (GNMT);

0 S-ageHo3UITOMONUCTETH
T1JpoJia3u HEeJIOCTATHICTh
(SAHH);

- O AeHO3MH KIHA3W HEJOCTATHICTH
(ADK).

Metunenterpariapodoiar
JeT1IPOreHa3n HeJI0OCTATHICTh
(MTHEFD).

QO BikoBa manbabcopOiris ponaTiB
(GFT).

O dopmimiHOTpaHCcepa3u

HenoctatHicTh (FCTD).
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Y 90 % BunaakiB KOH(PIIKTH
MDX ITaIllIEHTOM 1 JIIKapEM
BUHUKAIOTh Y€PE3 HEJOCTATHICTh
KOMYHIKaTUBHUX HABUYOK JI1KAPS.

ETnut
camMmum

1. “MopalnbHICTh HE BCTUTAE 3a TEXHIYHUM
POTPECOM.

2. I'eHeTHKA 3aJIMIIIAETHCS “3a60p0HeH0}o”
TEMOIO, 3 TOYKH 30py MOpaJll, HE3BAKA0UH
Ha Te, [0 O0araTo4rceabHl MMTaHHS
MEIUIIUHU MOXXYTh OyTH BUPIILICHUMU
TUIBKH 3 TEHETUYHUX ITO3UIIIH.
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lNMpoBeaeHHIO NpeHaTarbHOI AiarHOCTUKM CNagKoBUX XBOPOO
NOBUHHE NepeayBaT MeAUKO-TeHeTUYHE KOHCYIbTYBaHHA CiM T

ETUYHI ITPABUJIA IBOI'O IMTPOLECY:

1. Menuko-TreHeTHYHa JOTIOMOTa Ta MpeHaTadbHa I1arHOCTUKA
MOBUHHI OyTH B PIBHII MIpi TOCTYMHI YCIM.

2. IHBa3MBHA MpeHaTajbHA J[1arHOCTHKA TTOBUHHA HaJlaBaTUCS
THUM, XTO i1 TOTpEOYE.

3. IlpenaranbHa AlarHOCTUKA MOBUHHA OYTH TOOPOBUIBHOIO.

4. CimM’st moBruHHA OyTH IiATOTOBJICHOO J0 HAPOHKEHHS TUTHHH
13 CIIQIKOBOIO ITATOJIOTICIO.

5. Jlikap 3a00B’s13aHU#1 PO3'SICHUTH XKiHIII PE3YJIbTaTH
MpEeHATaIbHOI J1arHOCTUKH.

6. [IpuiiHATTS pillIcHHS 3aJIMIIAETHCS 3a CiM €10,

¢  BiamoBigaabHICTh JIIKaps 3a TOYHICTh CKJIATHOTO
J1arHO3Y;

¢ JIMOBIpHUI pU3MK NIEpEPHBaHHS BariTHOCTI;

¢ VcknaaHeHHs 1HBa3uBHUX MeToaiB I1/] — 61omcii
aMHI10Ha, XOp10HA, MIAllCHTH;

¢ PllIeHHs po NepepruBaHHs BariTHOCTI;

¢ BUHHUKHEHHS MOPAIHHO-TICUXOJOTTYHUX IPOOJIEM B

ciM’T SIK HacJIIIOK OTpUMaHHS iH(OpMaIIil mpo

CHAJKOBY MMATOJIOTIIO Y TJI0/A.
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3pocrtatrounm obcsirom dhopm 1 metoais I1]] Ta
nepeaiMILIaHTaIiiHO1 JlarHoCTUKU CX;

2. 3ampoBaJPKEHHS HOBITHIX Cy4YaCHUX TE€XHOJIOT1M
paHHbO1 AlarHocTuku CX y TOMYy YHUCIII 1 Ha
nepeiMIIaHTAI[IMHOMY €Tarll;

3. IlomumpeHHsSM Ta BUCOKUM PIBHEM JIOCIIIKEHb 3
T'C€HHOI 1H)XeHepii (BU3HAYECHHS MyTalliii, po3pooka
M1JIXO/1B 10 T€HOTEeparii 13 BUKOPUCTAHHSIM I'€HHUX
KOHCTPYKIIIH, BIDYCHUX BEKTOPIB).

4. TT1IBUILIEHHAM MOJIUBOCTEH MEIUKO-
T€HETUYHOTO KOHCYJIbTYBAaHHS 32 PaXyHOK
rE€TEPO3UTOTHOTO HOCIMCTBA, MOMIUPEHHS
METOMIB €KCTPAKOPIIOPAJILHOI'O 3aIlI1THCHHS,
MAHIITYJISLIH 13 KYJbTYPOIO KIIITHH,
3aIUIITHEHHS 1n Vitro;

5. 3pocTaHHAM €KOJIOTTYHOT HANPYKEHOCTI B
OTOYYIOUOMY CEpEJAOBHUII Ta IPOOIECMHU
OXOpPOHHU I'€HETUYHOI 1H(POpMaIIii Bif
HETaTUBHUX (haKTOPIB.
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HOBI MOPAJIbHO-ETUYHI TA AEOHTONOI4YHI
NMPOBJIEMU MOB'A3AHI 13:

= 3pocTaHHAM MacOBOCTI BUKOPUCTAHHS BUCOKHUX MEIUYHUX 1
T€HETUYHUX TEXHOJIOT1H;

4 Komepiianizaiiero MeIUKO-TeHETUYHOL JIOMMOMOTH JIITSM 13
CITaJIKOBOIO MATOJIOTIECI0 Ta TX ciM sIM;

J ®dopmyBaHHSIM 0aTHKIBCHKHUX acoriallii 13 pizaumMu CX;

4 TlocTynmoBUM 3pOCTaHHSAM MaTEpPiaIbHOTO 3a0e3MeYCHHS
HayKOBHX JIOCIIKEHb Ta BUKOPHCTAHHS
BHUCOKOTEXHOJIOTTYHUX BUIIB JOHOMOIH I1TaIM 13 CX
(BUIITIEHHS KOIITIB JJIsI TIarHOCTUKH, JIIKYBaHHS 1 BUPIIICHHS
COLIIAJIBHUX MTPOOIIEM).

H.II. boukos (2001) Bka3yBaB Ha €TUYHI MPOOJIEMHU
norpuMmanHs 4otupbox IIPUHIUIIIB 6ioetnku B
MEIUYH1 Te€HETHUIL:

> poOu Ouaro,

» HE€ HAIIKOIb,

> aBTOHOMIiS 0COOMCTOCTI,
> CIIPaBEJIUBICTD,

1 Tppox [IPABWJI:

| » IpaBIMBICTH,
1 > KOH(QIICHIIIHHICTbD,

> 1H(pOpMOBaHYy 3rouy.
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3aeXuTh B1J] ETUUHUX MPUHIIAIIB CYCHILCTBA, 1110
BH3HAYAIOTh MPUOPHUTET OJIara KOHKPETHOTO
1HIMB1/1a YK Oj1ara rpymnu JroAen, CyCIJbCTBa B
IIJIOMY.

Came na min migcrasi B CIIIA, danii, IIBseii,
HimeuyuuHi Ta iHIIKMX KpaiHaX BUHUKJIM €BMeHIYH1
IporpaMy HaCWJILHUIILKO1 CTEPHITI3allii MAIIEHTIB 3
BIIXWJICHHSIMH B PO3yMOBOMY 1 (pI3UIHOMY
PO3BUTKY, OyJI0 CTEpUIII30BAHO MOHAJ MIBMiIbAOHA
JIIOJICH.

CyuacHi TPUHIAITI 0ioeTuku 30008’ A3YIOTh IIyKaTH
KOMITIPOMIC M1 1THT€pECaMH CYCIIbCTBA 1 IHAUBIA.

0 Oco0iMBO BaKKO TOTPUMYBATUCS TIPU
MPOBEICHHI KJIIHIYHUX BUIIPOOYBaHb F'€HHOT
Teparii 1 HOBUX JIKIB.

0 OOGOB'SI3KOBICTh TPYII MOPIBHSHHS CTAaBUTH MEPE]T
JTIKapeM Ba)KKE 3aBJIaHHS - YOMY OJTHOTO
nai€eHTa Tpeda JIKyBaTH JTOMYCTUMO BUCOKO
¢(DEKTUBHUMU JIIKAMH, a 1HIIIOTO - M030aBJIATH
MOYJIMBOCTI OUIBII SIKICHOTO JIIKYBaHHS?
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BusHaHHs ¢BOOO/IY 1 IAHOCTI MAIIEHTIB: Y pasi
3roJii Ha OyJib-siKl BTpy4YaHHs (y TOMY YUCJI1
nyOikalito gororpadii i T. A.), MOXKE JIETKO
NOPYIITYyBATUCS JIKAPEM — FTEHETUKOM IIpU
nepenaul 3pa3kiB JIHK 3a 3anutom,
30€pPEKEHHSIM 1 PO3MHOKEHHSM KJIITHH 1 T.1.

He Moxe OyTH peanizoBaHu# SIK piBHA JOCTYITHICTh MEAUKO-
TEHETUYHOI JOIMOMOI'A YEPE3 CUCTEMY JEPKABHOI OXOPOHU
3I0pOB'sl, 3 OJHOTO OOKY, 1 MOPaJIbHOI BUIIPABAAHOCTI
HEPIBHOCTI PiBHSI MEAMKO-T€HETUYHOI IONOMOTH B
IPUBATHOMY CEKTOP1 OXOPOHH 3710POB'sl, 00yMOBJIEHOTO
PUHKOBUMU BIIHOCUHAMM, - 3 1HIIIOTO.

[IpuHUMII CrIpaBEITTMBOCTI BIAHOCUTHCS 1 A0 PO3MOILTY
CYCHUIBHUX PECYPCIB MK MOKOJIIHHSIMU, SIK1 BXKE€ HKUBYTb, 1

MalOyTHIX.
H. I1. boukoB crpaBeIMBO HAMKCAB: «BAYXKO MPHUITYCTUTH, IO
OyJle KOJIu-HeOYyAb NPUUHATUN TPUHIUIT O€3YMOBHOTO
OPIOPUTETY TPaB Ta IHTEPECIB MAHOYTHHOT JIFOJUHU TIEPEN
paBaMU Ta IHTEPECAMM JIFOJCH, SIKI BXKE JKUBYThY.
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O SIk BYMHUTH, SKIIO JOTPUMAHHS
KOH(D1AEHIIMHOCT1 HE CHIBIAJIAE 3
JOTPUMAHHSM IIPUHIIUITY «poOur OJj1aro» ado
BUPIIITUTHA MUTAHHS PO MPOBEICHHS
KOHKPETHOT'O KJIIHIYHOT'O BUITPOOYBaHHSA?

O Came ToMy JJIsl IPUMHSITTS PIICHHS
JTiKapeM B CKJIaJHUX MOPaJIbHUX BUMAIKaX
noTpi10HA MIATPUMEKA KOJIET a00 BUCHOBOK

€TUYHOTO KOMITETY IIPH YCTaHOBI.

O IIpeHaranbHa J1arHOCTUKA MOYKE BBAYKaTHCS
MOpaJIbHO BUIIPABIAHOIO, SIKIIIO BOHA
HaIllJICHa Ha JIIKYBaHHS BUSBJIICHUX HEIYT
Ha MOXJIMBO PaHHIX CTaJlIsIX, a TAKOXK Ha
M1ATOTOBKY 0aThKIB 10 OCOOJUBOrO
MIKJIYBaHHS PO XBOPY AUTHUHY.

0 AOCOJIFOTHO HEMPHUITYCTUMO 3aCTOCYBAaHHS
METO/IIB MPEHATAJIbHOI J1arHOCTUKH 3

METOI0 BUOOPY OakaHO1 11 OaThKIB CTaTl
MailOyTHBOI TUTHHH.
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3 MeTOo NOoAOJIaHHSA ICHYHOUMX Npo6sieM npeHaTasibHOI AiarHoctuku B XCMrI'L B 1998
poui BiAKPUTUHA LIEHTP AONOSIOroBOro BUXOBaHHSA AiTel. AHanoriyHi LeHTpu B Ton Yac
.BXe icHyBanu y Benukin BpuTaHii i y ®paHuii

KinbKkicTb ciMen, SiKi NpouLLIIN O0MosiIoroBe
BuxoBaHHs B XCMI'L, 3 2000 no 2013 pik
0 Pix KinskicTh cimeit
mn/
1 2000 21
2 2001 48
3 2002 37
4 2003 55 3a 13 poki
5 2004 68 A0MNONoroBoro
6 2005 59 BXOBaHHA LleHTp
7 2006 64 BigBigano 1643 cim’i. 3
HUX Hapogunocsa — 1432
8 2007 188
3[0POBUX OUTUHMN.
9 2008 164

R T A et MR = 1 —
TSRO M SO — Y >
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o

o

o

3HallOMCTBO 3 BHYTPIIIHBOYTPOOHUM
PO3BUTKOM JIUTHHU;

3HAUOMCTBO 3 IICUXOJIOTTYHUM
CTaHOM JUTHHU,

Kommieke BpaB, siki HaIrpaBJIeHI Ha
(13MYHY MiATOTOBKY BariTHOI J0
ITOJIOTB;

BuxoBaHHs IMOOKOTO KOHTAKTy MIXK
O0aThbKOM, MaTIP'to 1 IUIOJIOM Yepe3
YEepeBHY CTIHKY (3a JOMIOMOTOIO
JIOTHUKY, PO3MOBHU, TEJIEKOMYHIKaIIi1);

o PO3BUTOK 1HTENEKTyalIbHOI chepu
IOy IIUISIXOM MY3WYHOTO Ta MOBHOTO
3BEpPHEHHS, XOPOBOTO CIIBY, YUTAHHS
BIpIIIB, 110 BUXOBY€E B JUTHHI MOYYTTS
MPEKPACHOT0, TOTIOMAra€e JI0CATTH
BHYTPIIIHBOTO CTAHy TapMOHIi,
MOKpaILye cCaMONIOYyTTs MaTepi,
3aCIOKINJIEBO JII€ HA TUTiA, TiBUIIYE
3IaTHICTh MaOyTHBOI TUTUHH JI0
aJarnTarii;

o EwmorrifiHa maTpuMKa *KiHKU Ha
MMO3UTUBHUMN HACTPiHl 11]T Yac
BariTHOCTI Ta I10JIOTIB, 3a0€31CUeHHS
HOPMAaJILHOTO TIepebiry MoJIOT1B;

o CTBOpEHHS MO3UTUBHOT €MOIIHHO1
chepu oy yepe3 CIpUUHATTS
KOJIPHOTO 300paykKeHHS i1 Yyac
MaJIOBaHHS MaTip'to.
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BUCHOBKH -

1) Hianor 3 MAJTIOKOM BCTaHOBJIHOE MILHUH
BHYTPIIIHIN 3B'SI30K MK OaThKaMH 1
JITUTUHOIO.

2)  CHuiKyBaHHSA 3 MaJIIOKOM IIiJ] 4ac
BariTHOCTI JIOIIOMArae MpoOKMHYTHCS
MATEPUHCHKOMY IHCTHHKTY 1 CIIPUSIE
(bopMyBaHHIO JIAKTAI[IHHOTO HEHPO-
TOPMOHAJIBHOTO pedieKcy.

3) beciay 3 Mamokom, JI03BOJISIIOTH
IiJroTyBaTH i HAJIAIITYBATH Or0 Ha
TMIOJIOTH, TaK K BIH € PIBHOIPABHUM
YYaCHUKOM aKTY CBOT'O HAPOJXKCHHS.

4)  HalroIoOBHINIKM JUIS PO3BUTKY TUTHHH
R B yTpoOi MaTepi € BCTAHOBJICHHS

"‘"’-‘ CHCTEMH B3a€MOBIJTHOCHH, TaK K MaMa €
«BcecBiTOMY U1 CBO€ET TUTHHU.

XXeHeBcCcbKa geknapaudia BcecBiTHbOI Mean4HoOI acoudiauii

Bcerymaroun B uieHN MEAMYHO1 CIIIIBHOTH 3000B's13aHi:
MIPUCBSITUTH CBOE JKUTTS CIYKIHHIO i/leaiaM TYMaHHOCTI;
BiIaBaTH CBOIM BUMTEISAM IIOBArY i MOSKY; /
BHKOHYBATH CBil ipodeciitHmii 000B'SI30K MO COBICTI 1 3 T1AHICTIO;
310pOB'sl MarfieHTa Oyjie HAMMepIIo BUHATOPO/IOK0;

MOBaXKaTH JOBIPEHI CEKPETH, HABITh MiCIS CMEPTi MAlli€HTa;

SN N O NN

Hl,E[TpI/IMyBaTI/I BCIMa CHJIaMHM Y€CTbh 1 IIIIXCTHI Tpa}muu MCIHUYHOI'O
CHIBTOBapI/ICTBa

KOJIETH CTaHyTh OpaTaMu i cecTpamu;

HE JI03BOJISITH CTaTi a0o BiKY, XBOpoOi a00 HEI€31aTHOCTI,
BipOCl'IOBiI[aHHIO STHIYHIN Y1 HaIllOHAJIbHIA KJIAHOBOCTI, napTiﬁHo-
MOJIITUYHIN 14€070Tr11, paCOBII/I anHgnexcHocn CeKCyanbHIN 0p1€HTaH11 qn
COI_IlaJ'IBHOMy CTaHy BCTATH MiXX BUKOHAHHSIM CBOIX 000B’SI3KiB 1
MaIi€HTOM;

MIPOSIBJISITH HAMBUIILY MTOBAry M0 JIFOJICHKOTO KUTTS 3 MOMEHTY ii 3a4atTs 1
HIKOJIM, HaBITh MiJ 3arp03010, HE BUKOPUCTOBYBATH CBOI MEIMYHI 3HAHHS
Ha IIKOJy HOpMaM I'yMaHHOCTI;

MPUAHATH Ha ceOe 111 3000B'13aHHS YPOUHCTO, BIILHO 1 YECHO.
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KNMIHIYHI CNOCTEPEXEHHA

CIIYYAL A-AMUHOAJIMIIMHOBOW AITV/IYPUU Y PEBEHKA ITPY1 HAPYIIIEHUU
PEITPOAYKTUBHOUN ®YHKIINU POIUTEJIEN

byeaeea E. B., Awueea T. JI.
Yrkpaunckuii uncmumym xaunuueckoii eenemuku XHMY
Xapvrosckuil cneyuaruzuposantvlii MeOuKo-eeHemuueckuil uenmp, e. Xapvkos, Ykpauna

BBenenne

MCCJ’[@HOB&HI/IC pPOJIM  TCHETHUYECKHX CbaKTOpOB
IIpY pa3INYHBIX (hopMax HapYyIICHUS pEIIPOXYKTUBHOM
(YHKIIMU Y CYNPYXKECKOM Mapbl SIBJISIETCS OMHUM U3 Hau-
0oJiee TIEPCIIEKTUBHBIX HaHpaBJ’IeHHfI COBpCMeHHOfI Ire-
HECTUKU U HpI/IOpHTCTHOﬁ 00JIaCTBIO 30PpaBOOXpaHECHU .
Hamu IIPOBOIATCA MCCIECA0OBaHMA B3aUMOCBA3HU CbO]:)MI/I—
POBaHUA PCIIPOAYKTHMBHLBIX ITOTEPb B CEMbIAX C pa3jiny-
HBIM OTATOLIEHHBIM T€HETUYECCKUM CbOHOM.

PesynbraTbl

H]I)I/IBOI[I/IM OOJHO M3 KIIMHHUYECCKUX Ha6J'IIOI[CHI/H7L
Cemps 4. cocrout Ha yyete B XCMI'Ll ¢ 2000 .
O6paTtuiiack B CpoKe OepeMeHHOCTH 4-5 Henelab B
CBSI3U C OTSATOIICHHBIM aHAMHE30M (CaMOIIPOM3-
BOJIbHBIIA ab0OpT B CpoKe 6-7 Hemelb) U YIpo30i
npepbiBaHUs OepeMeHHOCTU. bepeMeHHas ObLia
OTHECEHa K TPYIIE BBICOKOIO aKyIIEPCKOIO pPH-
CKa 110 TeMOpparu4ecKuM OCJIOXHEHHMSIM, TaK Kak
P OCMOTPE BBISIBICHH (PEHOTUIIMYECKUE ITPU-
3HaKM ME30IepMaIbHOM M COCIMHUTEILHO-TKAH-
Ho#t mucrutasuu. Ilpm o00cCiIemoBaHWN BBISIBICHO
HOCUTEJIBCTBO  TOKCOIUIA3MEHHON  MH(EKIUH,
MpoBeleH Kypc JedeHuWs. B cpoke recramumm 39
Hededb poAWICSd MaldbuuK (IyTeM onepanuu Ke-
capeBo ceuyeHMe) ¢ BecoM 2600 T BbIMMCAH TOMOM
Ha 10-e cytku. B Bospacte 3-x Hemelb B CBSI3U
C IedUIUTOM Macchl Tejla peOEHOK rOCHUTAIU3U-
pPOBaH B HEBPOJIOTMYECKMIi cTaliMoHap. B (peHoTHIIE
pebeHkaobpallaau Ha ce0ss BHUMaHUE MHOXKECTBEH -
HbIE CTUTMbI IM33MOpuroreHe3a. B nanbpHeiiieM co-
CTOSIHME peOeHKa YXYALIWIOCh 3a CUET HEBPOJIO-
TMYECKO CHUMIITOMATUKK, COXPAaHWJIUCh BSJIOCTb,
TUOOAWHAMUS, Trunopedaekcus, TUIOTPodus.
Haxonuiacg B peaHMMalLlMOHHOM OTAEICHUHU, CO-
XpaHSJIUCh MeTaboIMYecKue HapylueHUsl, He-
BpoJIOTMYECKasl cuMnOToMaTuka, pBota. Cymopor
He OBLTO.

Ilpy wuccienoBaHUM CBOOOAHBIX aMMWHO-
KHMCJIOT  BBISIBJIEGHO  MOBBIIIEHHOE  BblICJCHUE
0-aMMHOAQIUMMHOBON KHUCJIOThI C MOYOI, B KPOBU
— CHMWXXKEHHUE IIyTaMuHa, TJULMHA, ajJaHuHa, Mpo-
JIMHA, TUPO31HAa, BaJIMHA, U30JeilnHa, (peHUIana-
HWHAa, JeWUMHA, OpHUTMHA. B Moue BbISIBJICH MUK
HeauddepeHIMpoBaHHOTO BelliecTBa. [1o pe3yabra-
TaM OMOXMMMYECKOro o0Ce0BaHUS 3aloA03peHa
0-aMUHOAIUTIMHOBAS allUaypHUs Yy peOeHKa.

B cBs131 ¢ BBISIBJICHHOM MAaTOJIOTUEH y peOeHKa ¢
LIEJIBIO MMPEKOHLIETTLMOHHOM TPO(UIAKTUKH CYIIPY-
ru oocnenoBanHbl B XCMI'L. M3 aHamHe3a n3BecT-
HO, UTO paHee CYIPYTH IIPOXKWBAJIN B 30HE aBapuu
Ha YADC. IIpu uuToreHeTUYECKOM UCCIAEAOBAHUN
KapuoTuil cynpyru — 46, XX, G-okpacka, 2 % xpo-
MOCOMHOI HecTabwiIbHOCTUA, cynpyra — 46,XY,
G-okpacka, 3 % XpOMOCOMHOI HeCTaOWIBLHOCTH.
Pesynbratel OMOXMMMYECKOTO OOCIeAOBAHUS MO -
TBEPOIWIM HOCUTEILCTBO CYIIpyraMM alUaypuH.
B xowmImiekc NPEeKOHLEIIIMOHHONW ITOATOTOBKH
BKJIIOU€HA WHAWBUAYaJIbHO ITOAOOpaHHAS ITHETO-
Tepanusi, Mocjie IPOBeAcHUs KOTOPOM HAaCTyIHIa
III 6epeMeHHOCTb, KOTOpasi B paHHEM CPOKeE COIpO-
BOXIAJach BBIPaXXEHHOM CIa00CTbIO, SBICHUSIMU
CHUJIBHOTO TOKCHKO3a. B cpoke 8-9 Henenb OepeMeH-
HocTb3aMmepia. [IprunuroreHeTHIECKOM UCCIeI0Ba-
HUM METOJIOM KYJIETUBMPOBAaHMS KJICTOK BOPCUH XO-
puoHa — kapuotui: 46,XX(80 %)/92,XXXX(20 %).
B maHe MpeKOHLENMIIMOHHOM Tepaluy IIpoBele-
Ha crienuduueckasi AUETO- W BUTAMUHOTEpPAIIHUS.
Ha ¢one mpoBommMmoii Tepanum HacTymuiaa IV
OepeMeHHOCTh, KOTOpasl 3aMepia B Cpoke 6-7
Henmellb. bepeMeHHOCTh TakKe IIpOTeKaja C BBI-
paXeHHBIMM  SIBJICHUSIMA paHHEro TOKCHUKO3a.
I1pu nccnegoBaHUKM BOPCHH XOPUOHA — KapUOTHII:
mos 45,X[5]/45,XX,-18[3]/46,XX [12].

YuuteiBasg maHHBIE aHaAMHE3a, JOIOJTHUTEIb-
HBIX METONOB MWCCJIeAOBaHUs, (PEeHOTUITMUECKHE
MpU3HAKM peOeHKa C o-aMMHOATUIIMHOBOM ally-
Iypueil, MOXHO IyMaTh O HAaJWYUM SIUTEHETUIC-
CKOI1 00JIE3HU Y CYNIPYroB. YUUTHIBAsI HATMYUE JBYX
MOCJIEAYIONINX TUIOJOB C MO3aMYHBIMM BapHaHTa-
MU XpOMOCOMHOI ITaTOJIOTUH, UMEET MECTO Bpej-
HO€ BIIMSIHWE Ha paHHEW CTaguy NeJeHMSI 3UTOTHI
(Henb3s UCKIIIOUUTH BO3IEUCTBHE MOHU3UPYIOLIEH
paguanyv U UHQEKIN ).

BriBog,

HaHHBI ciiydaii MOXET CBUACTEIbCTBOBATH
0 Pa3BUTHN XPOMOCOMHOI HECTAOMJIBHOCTU BCIE-
CTBUE BIUSIHUSI BPeAHBIX BHEIIHUX (haKTOPOB (pa-
ouanusg v uHbekuus). Jloza pagdauuy IpuBesia
K HapylleH1Io (OYHKLIMN FTeHOMa U CITocOOCTBOBAJIa
BO3HMKHOBEHUIO MOBTOPHOIO Ciyyas MO3au4yHO
¢GOpMBI XPOMOCOMHOI MAaTOJIOTUH.
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®EHOMEH CUHTPOIIII — MIOE€THAHHA PIAKICHOTO
CIIAIKOBOT'O 3AXBOPIOBAHHA XBOPOBU XAHTEPA
(MYKOITOJICAXAPUJO3Y 11 TUITY) TA TOMOIIMCTUHYPII 11 TUITY

Ipeuanina O. A., Ipeuanina IO. b., Moaoodan JI. B., 30ubcoxa O. II., Byzaiioea O. B.
Ykpaincoxuii incmumym kainiunoi eenemuxu XHMY, Xapkis, Ykpaina

Beryn

Benuke noivpeHHs B Cy4acHiii MeaAULIMHI Ha-
O0yBae (peHOMEH cuHTpoTii. CHHTpOMIS — 1Ie HasIB-
HiCTh IBOX a00 Oijbliie 3B’s13aHUX MixX CO00I0 Ta 3a-
KOHOMipHO Tepebirarounx 3axBoproBaHb. KoxHe 3
LIMX 3aXBOPIOBaHb MA€ BILUIMB Ha Mepeoir iHIIMX na-
TOJIOTiYHMX cTaHiB. [IpMBOAMMO BjIaCHE crocTepe-
JKEHHSI TTOETHAHHSI PiIKOTO CITaIKOBOIO 3aXBOPIO-
BaHHS — XBopobu XaHTepa (Mykonosicaxapuaosy 11
TUITYy) Ta roMOUUCTUHYpil IT Trmy.

PesynbraTi Ta 00roBOpeHHs

Hutuna O., 2009 poky HapomkeHHs, Oyna Ha-
npaBjieHa XapKiBCbKOIO 00JIACHOIO  KJIIHIYHOIO
TPaBMOTOJIOTIYHOIO JIiKapHEIO Y 3B’SI3KY 3 AMCILIA-
3i€10 CITOJyYHOI TKAHMHU, CTUTMAMM auceMopiore-
He3y, BpOAXKEHHUM Ki(h030M 151 YTOUHEHHS 1iarHO3Y
B XapKiBCbKUI CIeliali3oBaHUN MEIUKO-TeHETUY -
HUI LEHTp, A€ 3HAXOAUThCS Mia HarmisiaoMm. Ilpu
3BepHeHHI B XCMI'Tl 6aTbku npen’ sSIBIsIM CKapru
Ha BaJIblyCHY Jedopmallilo JIiBOi CTONU AUTUHU,
KihocKoMioTUUHY AedopMallilo TpyaHOro Biadildy
XpeOTa, Myno4yHy Kuiy. [3 aHaMHe3y KUTTS Ta 3aXBO-
PIOBaHHS BCTAHOBJICHO, 1110 JUTHHA BiJ MepIIol Ba-
TiITHOCTI, 1110 MPOTiKaJia Ha TJ1i 3arpO3M IepepUBaHHS
y 16 ta 28 Tk nHiB. [Tooru B TepMiHi 39-40 TUXHIB,
LIUISIXOM omepallii KecapeBoro po3TuHy (y 3B’SI3KY 3
KpalloBUM TMepeayiexXaHHSIM ILIaleHTH). Bara npu
HapomxeHHi 3500,0, 3picT 52 cM. 3a mKajnow Arrap
7-9 6aniB. BpaxoBylouu MOJOroBy TpaBMy LIMITHOTO
Bipmiy xpeoTa, acdikciio, AuTUHA Oyja repeBeaeHa
Ha LITYYHY BEHTUJISLIiIO JIETeHiB, HA SKiil 3HaXOAU-
Jlacsg Ha npoT3i 7 1i6. Ha npyry noOy quTtuHa nepe-
BelleHa B NTEpUHATAJIBHUN LIEHTP, € 3HAXOIWIacs 3
JiarTHO30M: CIIMHAaJbHA IOJIOrOBa TpaBMa IIMIHO-
ro Bimgioy, CMHAPOM BepTeOpOoOa3UISAPHOIL illeMmii.
IlepriHaTanbHE TiMOKCUYHO-ilIEMiYHE YpaKeHHS
HIHC, rocTtpuii nepioa, TsSxKKuii nepedir, CUHIPOM
npurHiyeHHsa HHC, cuHapoM JiKBOpHO-AWHAMUY-
Hux nopymeHs. @yHkioHanpHa Kapaionatis: @OB.
BHyTpilliHLOYTpOOHA BOTHUILIEBA THEBMOHIS, TiMO-
Merainis 3 cryneHto. ITpu AMPT BusiBiaeHi o3HaKu
JIeTKOiI BHYTPILIHBbO1, MOMIipHOI Hapy>XHOI Tigpo-
nedanii. Ilicnsg mpoBeaeHOro JiKyBaHHSI ITUTHHA
B 3aJ0BIJIBHOMY CTaHi BuIMcaHa gpoaoMy. IToBrop-
Ho OyJa rocmiTajizoBaHa yepe3 Micsllb ISl KOHTP-
OJIbHOTO OOCTEeXXEeHHS Ta JiKyBaHHM. Y Bili 4 Mi-
CSLIB XJIOITYMK IOYaB JAepKaTH TOJIOBY, B 5-6 Mics-
L[iB — mepeBepTaBcs, B 7 MicsliB — cufiB, B 1 pik
XOIMB caMocTiitHO. B Bili 1 pik 4 micsaui 6yno aia-

THOCTOBAHO MYITOYHY KWJTy, peKOMEHJIOBAaHO CIIO-
cTepexXeHHs B AvHaMilli. B 1eit nepion jikapi Briep-
llle BCTAHOBWJIM [iarHo3: Kipo3 IrpygHOro Bigminy
xpeota. [Ipu mIaHOBOMY OTJISMI JIiKapsl-T€HETHUKA
IUTHHA Oyyia CIIpsIMOBaHa Ha KOHcyabrauio B O06-
JIAaCHY KJIiHiYHY TpaBMAaTOJIOTiYHY JIiKapHIO i peKo-
MEHJIOBAaHO 0OCTEeKeHHSI B XapKiBCbKOMY CITellialli-
30BaHOMY MEIMKO-T€HETUYHOMY LICHTPI.

B XCMTI'II 6yno mpoBeaeHO HACTyIHE oOCTe-
>KEHHSI:

1. ComaTo-reHeTuYHe OOCTEXKEHHS i3 CUHIPO-
MOJIOTIYHMM aHaJjli30M, Ha IilICTaBi SIKOTO BCTAHOB-
JICHUI [JiarHO3 MYKOIIojlicaxapuao3 i IpoBeaeHe
BignosigHe oOcTexkeHHs. Ilpu ornsiai 3BepTano Ha
cebe ymary: Makpouedatisi, TpOTeCKHUIA BUIJISI
00MYYsl, 3aTpuMMKa TICUXO(i3UYHOTO PO3BUTKY,
Ki(hOCKOJ1i03 HUXKHBOTO TPYJAHOTIO i MOIMEPEKOBOTO
Binginy xpeOra, remaToMeralisi, MOPYLUEHHS 30Dy,
MiOITiYHUIA aCTUTMATU3M.

2. bioxiMiuHMt aHai3 KpoBi: JyxKHa (pocarta-
3a 1647,1 On/n (N: no 1107 On/n), ACT 52,76 On/n
(N:<48 On/m), AJIT 53,73 On/n (N:<33 On/m), Kpe-
atuHin 20,04 Mxmonb/i1 (N: 27-62 MKMOJIb/JT).

3. Ilpu mocigKeHHi CIEeKTPY BUTBHUX aMiHO-
KHCJIOT KPOBi METOIOM BUCOKOE(EKTUBHOI PiIUH-
HOi1 Xxpomartorpacdii — MOKa3HUKU B Mexax pede-
peHTHMX 3HauyeHb. TIHIX amiHOKMCIOT cedi — B
Mexax pedepeHTHUX 3HaueHb. TIIIX ByrieBoaiB —
CJIiIN TJIIOKO3U.

4. IITX Tect (TAI ceui) - 831 (N: mo 244 on.
LITX/r xpear.).

5. bioxiMiuHM aHaJTi3 DpaKIliii ITiKO3aMiHOTTi-
KaHiB cedyi MeTOJOM TOHKOIIApOBO1 XxpoMaTorpadii:
JIepMaTaHCcyIbdaT- He BUSBICHUMN, TremapaHCyb-
¢ar- +++, xoHapoeTiH-4-cynbpara- +++, XOH-
IpoeTiH-6-cynbdaTa- +++, KepaTtaHCynbbhar- He
BusiBieHUIA. Bussneni 3minu Bignosigaiots MITC 11
THITY.

6. [azoBa xpomatorpadist / Mac CIIeKTpOMETpist
OpraHiYHUX KUCJOT Ceyi: 3HalAeHi MeTaOOoJIiTH Ji-
KapChbKUX TpernapaTiB, 03HAKU MOPYLIEHHS OOMiHY
DJTLAHY.

7. Y3]I BHyTpilIHiX opraHis: IemarocruieHoMe-
ramig. JudysHi 3MiHM MapeHxiMu nediHku. [imo-
KiHETUYHUI XOBYHMI MiXyp 3 MeperuHoM. 30ib-
meHHs pancreas. IlepuBackynsipHa iHQiIBTpalis
B cefjediHli. MeTtabosiyHi 3MiHU B HUpKax. Ogu-
HUYHI KaJiKoeKTas3ii.

JuTtuHa Oyla KOHCYJBTOBaHA €KCIEPTHOIO pa-
noo XCMI' y cknaai Begydix crielianicTiB giarHo3
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Mykonosicaxapuao3s Il Tuny ninTBepakeHu i peKo-

MeHI0BaHa (DepPMEHTHO-YTOUHIOYA JiaTrHOCTHUKA.

YV 3B’513Ky 3 BCTAHOBJICHUM KJIiHiYHUM JiarHO-
30M MYKOIIOJIicaxapumo3a IPOBeACHO OOCTEKECHHS
B LICHTPi MeTa0oJIiYHMX 3axBoproBaHb Iipu OXMAT -
ANT m. Kuis:

* TOCJiI>KeHHSI aKTUBHOCTI J1i30COMHUX (DePMEHTIB
a-imyponunasza 21 (N: 25-55) Hmonb/roa/mr 6i-
Ka;

* imypoHarcynbdaTaza 0 (N: 19-82) HMOJIB/TON/MT;

* a-mnoko3aminigasza 33 (N: 17-35) HMomb/Ton/MT.

BucHOBOK: aKTMBHICTb (pepMeHTa imypoHaT-
cynbdarasu BiACYTHSI.

IIpu KOHTPOJBHOMY OIJISIAI AUTUHU OyJia 3Bep-
HeHa yBara Ha HasiBHiCTb y Hei 03HaK CyAMHHOI ITaTo-
JIOTii — MiKpOaHTiomnarii, 3MiHM IIKipH, MTOPYILUEHHS
30py, O3HAKU JIiKBOPHO-TiMEepTeH3iMHOr0 CUHAPO-
Mmy. IIpoBeneHe exoeHledanorpagidHe Ta peoeHIIe-
danorpadiune gocaimkenHs 15.01.2011p. minTBep-
JKYBaJo HasIBHICTh CYAMHHOI MAaTOJIOrii: 3HaNIeHi
o3Haku BUT 3a paxyHOK CyIMHHOIO KOMITOHEHTY.
JIikBOpHO-TinepTeH3IAHUI CUHAPOM, 3HUXKEHHS Ha
59% TOHYCY BeHyJI, TilIOTOHYC CYAWH, MOPYILIEHHS
BEHO3HOro BiaTOKY. B 0GaceliHi xpeOTOBOiI apTepii
KPOBOHAITOBHEHHS 3HUKEHE, BEHO3HUI BiATOK I10-
pyieHuii. CripaBa KpOBOHAIIOBHEHHSI 3HIKEHE Ha
41%, BeHO3HUI BiITOK mopyiieHuii. JIiBob6iuHa acu-
METpisl KPOBOHAIIOBHEHHSI, aCUMETPisl TOHYCY Api0-
HUX apTepiil Ta apTepion, 3HUXKEHHS TOHYCY BEHYI.
s 3’scyBaHHS TPUYMHU CYOIWMHHUX MOPYLIEHb
MpoBeIeHE MOJIEKYISIPHO-TEHETUUHE AOCTiIKEHHS
noaiMop(hHMX BapiaHTIiB TeHiB (pepMeHTIiB ¢oJart-

HOTO LIMKJITY, Tpu sikoMy BusBaeHuii reH MTHFR C
677T B reTepo3uroTHOMy cTaHi. B renax dakropis
3ropTaHHs nojiMopdizmu He BUsiBAeHi. I1pu mocii-
JKeHHi MoJiMOop¢hHUX BapiaHTIB, acoLiilOBaHUX 3
apTepiayibHOIO TiMepTEeH3i€10 BUSBICHUI TeTepO3u-
rotHuii KommnayHn AGTI T174M/AGTII M235T.

3HaiineHi JaHHi MiATBEpAXKEHi MOCTiIXEHHIM
PiBHSI TOMOLIMCTEIHY, IKUIA B IMHAMilli OyB BUCOKUM
i cknamaB 11,4 mxmonb/a 16.03.2012p. (ped. 3Ha-
yeHHs MeHIe 5). [TpoBeneHe nOCTiIKEHHS JO3BO-
JIWIO OOMOBHUTHU AiarHo3: Mykonosmicaxapuao3 I1
THITYy, X-34EeIUICHUIA TUIT ycriaakyBaHHs. [TopyiieH-
Ha aktuBHOcTi ¢epmeHTy MTHFR. T'imepromo-
nucteineMist. Tomoumctunypis 11 tunmy. ®enoMmen
cuHTpomii (KoHrjaoMmepaT xBopo0O). EmireHeruuyHa
XBOpoOa (MopylLIeHHsI METUIIOBaHHS). ¥ poJli TpU-
repiB BUCTYIA€ MiKCTiH(MEKIIis.

V BiANOBIAHOCTI i3 «MHOXMHHICTIO» XBOpPOOU
JUTWHI peKOMEHI0BAaHO A0JATU A0 JiKyBaHHS BiTa-
MiH B, 10 Mr Ha 100y 2 TvXHi, (OJTiEBY KMCIOTY —
1 mr Ha noOy, OioTuH — 1 Kamcyia Ha mo0y. Yepes 2
TUKHI BUMIp PiBHIO TOMOLIMCTEIHY.

ITpu KOHTPOJIBLHOMY NOCIiIXKEHHI piBEHb TOMO-
LUCTeiHy 3HM3UBCS A0 7,8 MKMOJIb//, CTaH IUTUHU
MOJIIILMBCS.

BuchoBok

TakuM 4yMHOM, aHaji3 CIOCTEPEXEHHS CBil-
YUTb TPO T€, 11O AUTHUHA MA€E YCKIaAHEHUI mepedir
ocHoBHoro 3axBoptroBaHHs1 MIIC II Ttuny i notpe-
Oy€e MaTOreHeTUYHOro JiKyBaHHSI TOMOLMCTUHYPil
II Tumny.
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EINITEHETUYHA XBOPOBA. OJIIBOIIOHTOLIEPEBE/IVIIPHA ATPO®IA.
BTOPNHHA MITOXOHPIOIIATIA
TETEPO3UTOTHUI KOMITAYH]I MTHFR C677T/MTRR A66G

Ipeuanina O. 4.
Ykpaunckuii unemumym xaunuueckoil eenemuxu XHMY, Xapvkos, Ykpauna
Xapvrosckuii cneyuaauzuposantuiii Meduko-eenemuyeckuil [lenmp,
2. Xapvkoe, Yxpauna, e-mail: mgc@ukr.net

Ckapru 3arajbHa c1abKicTh, 0COOJIMBO B HUKHIX KiHIIiBKaxX, XMTKICTh ITPY XO/i, c1a0-
KiCTb B KOJIIHHMX Cyr100ax, 00J1i B XpeOTi, MOCTiiiHO mporpecywoyi

KiiniuHi o3HaKu Mo03Xe4KOBO-aTaAKTUYHUIN CUHIPOM, MiIKOPKOBUN CUHIPOM, ABOOIYHA ITi-
paMinHa HeJOCTaTHICTh

Oco6mmBocTi penotuna | [ligBuimeHa Bara, HeBycu. KiniHOBUIHMIA picT Booccs Ha 4OJIi, BUCTyMao4da
MOTUJIULS, TiMOIJIa3is cepedHbOi YaCTMHU O0JUYYsl, KM(pOCKOIIi03, Tinep-
PYXJIMBICTh Cyra006iB, cMuHO(PU3, eK30dTaabM biimicTe, MpaMyppBiCTh IIKi-
pH, aKpOLIMAaHO3 IOJIOHB, IIMPOKE OOJNIUS, MiOTTisl, KOPOTKHUI Hic, IIMPOKa
rpyIHa KJIITUHA, CKOJTi03.

Jle61oT 3aXBOpIOBAHHS 24 poku

PesynsraTti ooctexenns | LlepynomnasmiH 1

Minp — B Mekax pedepeHTHNX 3HaYeHb

KoepilieHT 1MXaJlbHOI0 KOHTPOJIIO |

IBuakicte bochoprmoBaHHS |

Manar |

CykuuHar |

CynbdiTHUI TecT +

TomouucTein 1

®onieBa Kucnora |

uaHokob6anaMiH — B MexXax pechepeHTHUX 3Ha4eHb

JlakTar - B Mexax pepepeHTHUX 3HaYCHb

CeyoBuHa |

CedoBa kuciora |

Exorpacdiuno — rermaromerais, IMiIBUAIIEHHS €XOIIWILHOCTI B TIEPUITOPTATh-
Hilt obnacti, o3Haku HZKBII, nepuBackyaspHa iHGIIBTpallis B CeJe3iHIl,
MiABUILEHA PYXJIUBICTb HUPOK, META0O0iUHI 3MiHM B HUPKaAX, MiKPOJIiTH.
HuTtorenernyHo — kapiotun — 46,XY, G-, C-3abapsieHHs, 1 % XpOMOCOMHOI
HECTaOiTbHOCTI

ITpu nocnimkeHHi noaiMop(HUX BapiaHTIB FeHiB CUCTEMU (POJATHOTO LIMKITY
BUSIBIIeHO TeTepo3urotHuii komraynn MTHFR C677T/MTRR A66G.

Ponosin OHKoOJIOTiYHA MaTOJOTis, MaTONOTis CyauH (TpoMOO3M, BApUKO3HE PO3LIU-
perHsa BeH, IXC, iHdapKT Miokappma), IaTOJIOTiS IIIYHKOBO-KHUIITKOBOTO
TPaKTy.

JIikyBaHHS Biramin B, dosieBa kuciora, 6eTai, 6i10TiH, YOIXiHOH-KOMITO3IiTYM, IIMTO(D-

JIaBiH, TenTpa.
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ACCOLIMALIA CUHJIPOMA BEPAPINHEJJIN-CENIIA
" HACJIEACTBEHHOI OCTEOAVICTPO®UU OJIBPANTA

Ipevanuna E. 4., Jlebeduney H. A.
Yrkpaunckuii unemumym xaunuueckoii eenemuxu XHMY, Xapvkos, Ykpauna
Xapvrosckuii cheyuaruzuposantblii MeOUKo-eeHemuueckuil yeHmp
61022, Xapvkos, np. Ilpasoet, 13; e-mail: mgc @ukr.net

Baenenue

Cunnpom OnOpaiita- HacleqCTBEHHBI CUM-
NITOMOKOMIUIEKC, XapaKTepu3yIoIuiics (puopos-
HOW Oucruiadveil KocTteid (4acTo OZHOCTOPOHHE)
C TUIIEPIIMTMEHTAIIE ! KOXM U IIPeXKIeBPEeMEHHBIM
TOJIOBBIM co3peBaHMeM. boseioT mpenmyInecTBeH-
HO JuIa XeHCKoro mona. KimHuyeckas KapTUHA:
MHOXXECTBEHBIE KMCTO3HBIE OYard OCTEOIopo3a
C yJ9acTKaMM OCTEOCKJIepo3a M THIlepocTo3a (0co-
OEHHO B KOCTSX 4yepemna). DTo 00yCAOBJIMBAET Ma-
TOJOTUYECKYIO JIOMKOCTh KOCTel, medopMaliuio
KOCTHBIX OTBEPCTHI, BBHI3BIBAsSI HEBPOJIOTUUYECKYIO
CUMITOMATHKY, 00M. JIIMHHBIE KOCTH Mpeapac-
MOJIOXKEHBl K WMCKpUBIeHMIO. YacTo Imarojormde-
CKMI1 IIPOLIECC HOCUT OTHOCTOPOHHUIA XapaKTep.
ITpy peHTTeHOMOTMYECKOM WCCIENOBAHUN KOCTEH
00HAapy>XMBaIOT MHOXECTBO HEPABHOMEPHO PacIio-
JIOXKEHHBIX KMCT Ha (DOHE AeKaNblIN(UKALINU 1 JIe-
reHepaTuBHO-(PUOPO3HBIXM3MEHEHUIKOCTE!. Briep-
BbI€ 2 ToJla XU3HU Ha KOXE TOSBISIOTCS CBETJIO-
KOPUYHEBBIE IISITHA pa3IMYHbIX pa3MepOB M HEIIpa-
BUJIbHBIX O4epTaHuil. BO3MOXHEI TUTICPTHUPEO3, K-
30(pTaIbM, TUTIEPTPUXO3.

Cunnpom Bepapmunenmm — Ceiima — ayTocom-
HO-pEIIECCUBHOE HACJEACTBEHHOE 3abojieBaHUE,
XapakTeppe3ymlleecss: TOTATbHBIM OTCYTCTBUEM
MOJKOXHO-KIPOBOTO CJIOS, OOJIBIINMU KUCTSIMU 1
CTOTIaMU, TIOBBIIIIEHHBIM OBOJIOCEHUEM JIUIIA, 1IIeH,
KOHEUHOCTEH, TYCTHIMUA KypuYaBBIMU BOJIOCAMHU Ha
TOJIOBE, TUTIEPIUTMEHTALIMS IIeW U MOIMBIIIICIHBIX
BIIAJVH, OTTOIIBIPEHHBIE YIIIHBIC pAKOBUHBI, TUTIEP-
TUTa3WsI MUHJAJIWH, YBEJIWYEHUE TOJOBOTO WIeHa
(k1uTopa), BHYTPEHHUX OPraHoB (TenaTocIIeHO-
Meranus, HeppoMeTanus, pexe — KapauoMeTanus).
Y B3pOCHBIX BBISIBISIIOT WHCYJIMHOPE3UCTEHTHBIN
caxapHblii guabeT 0e3 keroauumo3a. IIpu peHtre-
HoTpad U KUCTU KOCTHBIN BO3pACT OMepexaeT rmac-
MOPTHEIN. B KpoBM CHIKEHBI TTOKA3aTeJIM TOPMOHA
pocTa, UHCYJIMHA, TPUTIUIIEPUAOB.

IIpuBoaum name Haomonenue: bas O. C, 28 net
obpaTwiach C Jcarob6amu Ha TPUCTYIIbI TOHUKO-
KJIOHMYECKHUX CYIOPOT C TOTepel CO3HaHUSsI, OCTa-
HOBKOM IbIXaHMSI 10 3-4 pa3 B CYTKU IIpEeHMYIIE-
CTBEHHO B HOuHOe BpeMs. [locie mpuctyna otMme-
YaeT COHJIMBOCTb, TOJIOBOKPYXXEHHUE, CYXOCThb BO
PTY, HACWJIBCTBEHHOE TJIOTAHWE CJIIOHBI, ATKOCTh
npu xoapde. Takke oTMevaeT Holole 001U B BU-
COYHBIX 00JIACTAX, MepuoauYecKre 00U B Ta300e-

IPESHHBIX CyCTaBax, orpaHUYeHre (PYHKIUU JIEBOU
HWXXHEN KOHEYHOCTH.

Anamnes 3abonesanus: boneet ¢ 9 mecsiieB, KoOr-
na nocyue npuBuBKU AIICM nosiBuiaach pBoTa, ChIllb
Ha TeJjie, HACWJIbCTBEHHBIE TTIOBOPOTHI IJ1a3 B CTOPO-
Hbl. Ha 7 neHb 3a00yieBaHUSI C OCTAHOBKOM JbIXaHUS
pebeHoK rocrimTtanuzupoBadH B OPUT, roe ycraHoB-
JIeH JuarHo3 IOCTBAaKIIMHAJILHOTO BSHIMdanuTa.
B nocnenytomem Hadbmoaanack B 'Kb Ne 5, mpucty-
MBI MpoaoJDKach. Kaxkmple ol roga mpoxoauia
KypCHI JIeUeHHsI, TIOCTOSTHHO MPUHMMAala aHTUKOH-
BYJIbCaHTHI (OeH3oman, IMMUHUH, JIOMUHAI) U Op.,
0e3 nosioxuteabHoro adekra. B 9 ner nepeHecna
OCTPBIA TEeMATOTCHHBLII OCTEOMMENINT IIECHKHN JIe-
Boit 6eapeHHoit koctu. C 10 et (¢ 1993 roma) Ha-
omopaetcsa B XCMI'TI ¢ nmarHo30M: reHeTUYeCKUit
KOMIIayH/I B BHJE T€HETMYECKOTO BapuaHTa CUH-
apoma bepapnunemnu- Ceiina M HacJieACTBEHHOM
octeoauctpodun Ondpaiita. B 2012 romy npouuia
KOMILJIeKCHOEe o0ciieoBaHre, YCTAaHOBJIEH AUATrHO3:
SMMWJIENICUS] C 4YacTBIMM TeHepalM3UpOBAHHBIMU
MPUCTYIIaMKM JIMKBUPHOI THUIIEPTEH3UU, YMEpEeH-
HBIM TICMXOOpPraHWYECKMM CUHIpOMOM bepapmm-
Hem-Cela U HacJIeACTBEHHOW OCTeOaUCTpohun
Onopaiita. ACENTUYECKNIT HEKPO3 TOJIOBKHU JIEBOTO
Oenpa. JlucrutacTiyeckuii 1echOpMUPYIOIINIA KOKC-
aptpo3 III-IV cT.BbIpaxkeHHBII 00JIEBOII CHHIPOM,
rpyboe orpaHndyeHre (YHKINM HIDKHEN KOHEYHO-
ctu. Oxupenue I1 ct. Auddy3Hblil HeTOKCUYECKUA
300 | cT., HapyllleHUe TOJIEPAHTHOCTU K YIJIEBOAAM.
DyHKIMOHATPHOE HAapyIIeHWe MEHCTPYaJBHOTO
mvkiaa. [lociencTBusi opraHUYecKoe MOJIOXKEHUE
HHHC ¢ nukBOpHON TMIIEPTEH3UEN, SMUCUHIPOM.
Metabonuueckas kapauomuonatus, CH II ct. Co-
CTOWUT Ha AUCIAHCEPHOM YUYeTe Yy DHIOKPMHOJIOTA,
HeBpoJiora, opromnena. [TocTossHHO MpUHUMAET Kap-
0aMa3eOuH, XJIOPUCTBIN KanbLiuii, BuTamMmuH D3. Ha
(boHe mpurema NpUCTYIIBI TPOAOJIKAIOTCS, B ITOCTEI-
Hee BpeMsI IPUCTYIbI yYacTUINCh A0 3-4 pa3 3a HOUb

Anamue3 cusnu: TIpodaHO OT TepBoi Oepe-
MEHHOCTH, TpoTeKaBIilel 6e3 ocioxHeHuid. Poabl
B cpoke recrauuu 39—40 Hen. I1pu poxxaeHUA pocT
58 cMm, Bec 4000 . DTambl MCUXOMOTOPHOTO Pa3BU-
THSI COOTBETCTBEHHO BO3PACTY.

Pooocnosnas, ceedenus o cocmosmuu 300posbs
podumeneil: y MaTepu JBa IepejioMa BEPXHUX KO-
HEYHOCTEM, y 0a0yIIKY 1 JeAYIIKHU 110 IMHUU MaTe-
pH MepeaoMbl KOHEYHOCTEA.
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B ¢genomune obpaiaer BHUMaHUE W30BITOK
TMOJKOXHOU KJIETYATKU, CMYTJIBIA HBET KOXHBIX
TMOKPOBOB, KPYIJIOE JYHOOOPA3HOE JUI0, HU3KAS
HOCOBas IeperopoaKa, BhICTYIAIOIMKA 1006, oTcTa-
BaHUE B POCTE, KOPOTKOE TYJOBUIIE, YKOPOUCHUE
MeTaTap3abHbIX, METAKAPMAIBHBIX U (DaTaHTOBBIX
KOCTeli, BajbrycHas aedopMalus HUKHUX KOHed-
HocTeit, nedpopMmanus 3y0oB, KaJbLIM(UKATHI B MO/~
KOXHBIX TKAHSIX, CYIOpPOIr'H, TUIIEPKUHE3BI, KOPOT-
KMe IIUPOKKE HOITHU.

Pe3ynbTaTbl NpoBeAEHHbIX UCCIEA0BAHMIA

B MoJtexyasipHOM aHaJIu3e BBISBACH MOJIUMOP-
(¢u3m B reHe aHruoreHsuHa Il B reTepo3UroTHOM
COCTOSTHUM, TTOJTUMOPGU3MEI B TeHaX CUCTEMbI (PO-
JIATHOTO LIMKJIa M TeHaX CUCTEMbI CBEPThIBAHUSI KPO-
BU HE OOHApYXKEHBbI.

KanpmuronuH kposu — 10,3 rir/mMc B IIpeaenax
HOpPMBbI; 3JekTpoauToB kposu: pH-7,4 Ex; Ca —
1,3 mmonb/m; Na-137,3 mmonb/n; K-3,93 MMonb/a
B mpeaeaax HOPMBIL.

B 6uoxuMuyeckoMm aHajiM3e KPOBU OTMEYaAeTCs
MOBBILIEHUE X0JecTeprHa — 6.6 MMOJIb/J1, TPULIM-
LIEpUIOB 10 1.68 MMOJIB/1T; OCTaJIbHBIE ITOKA3aTEe N —
B Mpeaeiax HOPMBL.

VY31 BHYTpEHHUMX OPraHoOB: II€pPUBACKYJISIP-
Hasg uHwiabTpauusd B nedyeHu. [Ipusznaku JI2KBIT,
naHkpearonatus. Iloyku: HeNmoJHoe YABOEHME
MOYEYHBIX CUHYCOB, METa0OJIMYECKUE W3MEHEHUS
(BKJIIOYEHME OT 3,2 MM.), YMEPEHHbII YpocTas cjieBa
(moxanka 25x14 mMM., yameuyku 9 mMm.); Hannoueu-
HYKU HE YBEJUYECHBI.

BriBoabl

ITpoaHanu3upoBaB JaHHbIE XKAJIOObI, aHAMHE3,
0co0eHHOCTU(DEHOTHUIIA, JAHHBIE COMATUIECKOTO, 10~
MMOJTHUTEJIEHBIX METOIOB MCCIICAOBAHNS YCTAHOBJICH
nuarHo3: Accoumanus cuHapoma bepapmunenmm —
Ceifina ¥ HacliencTBeHHOI octeoguctpodun Or-
Opaiira.

[IpuBemeHHOe HaOMIOAEHWE IEMOHCTPUPYET
¢eHOMEH curmponuyu — co4eTaHue y OIHOro 00Jb-
HOTO HECKOJILKUX 3a00JIeBaHUIA.
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SIIMTEHETUYECKAA BOJIE3Hb: HAPYIIEHUE OBMEHA CEPOCOAEPXAIIINX
AMUWHOKHUCIOT. PTEN-TAMAPTOMA, TUMOR ACCOLIMPOBAHHAS

Ipeuanuna E. 5., Moaooan JI. B., 30vi6ckasn E. II., Ipuniox A. B., byzaeea E. B., Jlumeunoea JI. C.
Yrpaunckuii unemumym xaunuueckoii eenemuxu XHMY, Xapvkos, Ykpauna
Xapvrosckuii cneyuaauzuposantuiii Meduko-eenemuyeckuil [lenmp,

2. Xapvkos, Yxpauna, e-mail: mgc@ukr.net

BBenenue

PTEN (phosphatase and tensin homolog,
(¢ocdaraza 1 roMmojior TeH3uHa) - OEJIOK, KOAu-
pyembiii reHoMm PTEN, yyactByeT B peryasinuu
KJIETOYHOIO 1IMKJa, SBISIETCSI OITyXOJI€BbIM CY-
npeccopoM, GYHKUMOHMpPYET Kak ¢ocdarTaza.
Mytamuu B reHe PTEN mnpuBomST K pa3sBUTUIO
OITyXOJICi1, YTO OOHApPYXMBaeTCSI BO MHOTHUX HO-
BOOOpa3oBaHMsSIX. benok, KoaupyeMblii 3TUM Te-
HOM, gBusercsa  (ochaTuaUIMHO3UTON-3,4,5-
Tpudocdar-3-docdarazoif.  belok  comepXKuT
TEH3WH-TIOJO0HBIN TOMEH B KayeCTBE KaTaJUTH-
YeCKOM 4YacTU M SBISIETCS OEJKOBOM THUPO3MHO-
Boli ocdaTazoii. B oTanume oT Apyrux 0eJKOBBIX
TUPO3UHOBBIX ¢ocdaTaz, 3TOT OEJIOK IpeuMylle-
CTBEHHO aedochopunupyeT (HocHOUHO3UTUIHBIE
cyoctpatbl. CHuXaer BHYTPUKIETOYHBIA Yypo-
BeHb  (ochoTUaANINHO3UTOII-3,4,5-Tpudocdara
(PIP3), a Takxke MNOIABISIET CUTHAIbHBIA TyTh
Akt/mporenakuHa3sl B. bemok PTEN comepxut
docdaraznbiit foMmeH u C2-goMeH: docdarazHblit
JOMEH COACPXKUT aKTUBHbBINA CAlT CBI3bIBAaHUS, KO-
TOPBIN M OCYILLIECTBIISIET epMEHTATUBHYIO (PYHKIIMIO
O0enka, C2-goMeH OCYIIECTBISIET MNpPUKpPEIUICHUE
K pochomununHoit Memopane. PTEN B3aumoneiic-
TBYeT ¢ MeMOpaHo-cBsi3aHHbIM PIP3 u necdocdopu-
qupyeT ero. PTEN gBisieTcsl 4acTbi0 CUTHAJIbHOTO
MYTU, KOTOPBIA OCTaHABIMBAET KJIETOYHOE eI HUE
W WHAYLUUPYET amnorTo3. DTO MpeaoTBpallaeT oec-
KOHTPOJIbHBIN POCT KJIETOK U pa3BUTUE OHKOJIOTH-
yeckoro npouecca. Ectb nanHbsie o Tom, uto PTEN
y4acTBYET B MUTPALIMU U aAre3UU KIJIETOK.

[1pu pa3zBUTHM OITyXOJICH, MyTaLIUSIX 1 IeJICI-
sax PTEN 06eok TepsieT cBo1o (hepMEHTATUBHYIO aK-
TUBHOCTb, UTO MIPUBOAUT K Mpoardepauru KIeTOK
W CHWXXEHUIO TMbenu KJIeToK. [eHeTnyeckast MHa-
ktuBanusi PTEN oTMmeuaercst ipu riauvodiacrome,
pake MaTKM, pake MpOCTaThl, a CHUXXEHUE aKTUB-
Hoctu PTEN oTmeyaeTcs Npu pake JEerkux, pake
rpyau. ITorepst PTEN yaiiie Bcero cornpoBoxaaeTcs
akTUBaUMen (ocHOMHO3UTOI-3-KUHA3HI.

Iean padoTh

M3y4yuTth KIIMHUYECKUE U OMOXUMUYECKUE OCO-
OEHHOCTH y MallMeHKU ¢ HapylleHueM oOMeHa ce-
pocoaepxamux amMmuHokuciaoT 1 PTEN- ramapro-
MOI1, tumor aCCOLIMMPOBAHHOM.

Marepuabl 1 METOAbI

MHoromnapamMeTpuyeckoe KJIMHUKO-TeHealo-
rMyekoe McciegoBaHue C IPUMEHEHUEM COMAaTo-
TeHEeTUYECKOro, OMOXMMUYECKOTO, MOJIEKYJISIp-
HO-T€HEeTUYECKOro, MHCTPYMEHTAJIbHBIX METONO0B
HUccIea0BaHuUsl.

Pe3ynbTaTbl HCce10BaHUS

B XCMTI'1LI o6patunachk cemMbs I1. ¢ pebeHKOM
12 net. IMarHo3 mpy HampaBjJeHUU: BPOXIEHHAas
nedopMariius mo3BOHOYHUKA. JIEBOCTOPOHHSISI KpU -
Boiest. Octeoma JOOHO-TeMeHHOU obOmactu. Co-
CTOSTHUME MocJie KpaHuoraacTuku. PakomMaros.

ZKanoObl Ha MOMeHT oOpaleHns: Ha MOBbIILIEH-
HY10 C1ab0CTh, yTOMJISIEMOCTD, 00JIM B PaBOii BEPX-
Heil KOHEYHOCTH, BO BpeMsI CHa HETOJIHOE CMbI-
KaHMe BeK, 00JIU B TO3BOHOYHMKE.

AHamHe3 3200J1eBaHUsA U XKU3HU: PeOCHOK eTMHC-
TBEHHBII B ceMbe. Ponunachk B cpoke 39-40 Henenb.
Ponwl dusuueckue. Bec npu poxaenun — 3350,0,
poctom 52 cM. B pomax — 06BUTHE MYMOBUHOI BOK-
pyr 1eu. Cpa3sy mociie poXIeHUs BbISIBICHBI «0ap-
JIOBOTO I[BETa» IISITHA HA KOXE MPaBOW HUXKHEW
KOHEYHOCTH, OT MU3MHIIA, TOJIEHU, TepexXonsiine
Ha 6eapo, Sroaully U MOSICHUYHYI0 001acTh. B Bo3-
pacte 1 mecsaua nposeaeHa HCI, BbIsABI€HBI MHO-
>KECTBEHHBIE KUCTHI TOJIOBHOTO Mo3ra. B 6 MecsiiieB
BBISIBJIEHA Aedopmalius rojaoBbel. B Bo3pacte 1 roga
BBISIBJIEHO yBeIMUYeHUE OyTpa ToOHOM KocTu. B Bo3-
pacte 2 jet (2003 r) — rocnuTaaIM3vupoOBaHa B Heli-
POXUPYPTUYECKOE OTACIICHUE s OOCIeI0BaHUs.
ITanbnaTopHO B JTJOOHOI 00JacTU ompeaescs Oy-
Trop KOCTHO# IIJIOTHOCTH, BEICTYHAIOIIMIA HaJl YPOB-
HEM HOpMaJIbHOM KocTH Ha 1,5 cMm.

PentreHorpaus depena B 2 MPOEKIUSIX —
ocTeomMa B JIOOHO-TEMEHHOM 00JlacTH CITpaBa.
YcTaHOBIEH IMAarHo3: ocTeoMma JIOOHO-TEeMEHHOM
obnactu. ITpoBeneHo jeyeHue B 2 3Tamna: OUOINCUs
KOCTHOI OMyXOJIX JIOOHO-TEeMEHHOI 00J1acTH, T10-
cle TIOMyYeHUS] THUCTOJOTMYECKOTO 3aKIIOYCHUS
0 J1I0OpPOKAYeCTBEHHOCTH IIpollecca, MPOBEIEHO
yaajieHue OCTeOMbl, KpaHMOIUIacTMKa. [ucroso-
TMYeCcKOoe 3aKJIIoueHUe: B mperaparax (pparMeHThHI
KOCTHOM TKaHM Pa3IMIHOM CTeNIEHU 3pETOCTH KOM-
MakTHOTO CcTpoeHusl. Mopdosiornyeckass KapTuHa
COOTBETCTBYEeT KOMITaKTHOU ocTeome. [loBTOpHas
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KOHCYJIbTalMs B 2 rofa 4 Mecsiia, TOCITATAIN3aIns
B HEHPOXUPYPTUUYECKOE JICUCHHUE.

PentreHorpacust 1IeiAHO-IpyaHOTO
MO3BOHOYHMKA — medopmanims Tena Th3.

OcMoTp opToliena — IUCIDIA3Us COSAUHUTEIb-
Hoil TkaHu. BITP mo3BoHOYHMKA — KJIIMHOBUIHbIA
Th3. JleBocTopoHHsIs1 KpuBolles. [T1ocko-Bajibryc-
Has yCTaHOBKA CTOIL.

OcMOTp OKYJINCTA - yMEPEHHO BhIpaKeHHAsI aH-
ruoIaTus ceTdyaTku. JlepMonaHast KUCTa KOHBIOHK-
THUBHI IIpaBOro I1a3a. Pacxopsimeecst kocornasue.

B 2005 roay mpoBeneHa peHTreHorpadus 4de-
pena B 2-X MPOEKLUSIX: BbISIBIEH AeMEeKT J00HOI
M TeMEHHOU KocTei pazMepamMu 9x9,5 cMm ¢ dpar-
MEHTaMM KOCTHBIX BKIIOYeHHI. KinmHMKO-peH-
TrEHOJIOTUYECKasl KapTWHaA TpeOyeT MUCKIIOYEHUS
runepocreotTnyeckoit? KoHBeHcuTanbHOU? Me-
HUHTHOMEL. PakomaTo3?

Koncynsraumst B MHCTUTYTE HEHpOXUPYPIUmn
uM. akan. PomananoBa. IlposeneHo KT ronoBHoro
Mo3ra — liepeOpalbHbIX U3MEHEHUIA HE BBISIBIICHO.
IIpn ucciaemoBaHUM B peXMME «KOCTHOTO OKHa»
HIXE MOCIeoIepallMOHHOTO yaaaeHUs U3MEHEHHO-
IO KOCTHOTO y4yacTKa JIOOHOW KOCTU OMpeaesieTcs
YTOJILLIEHUE KOCTH, PaCIPOCTPaHSIONIEeCs Ha KPhILTY
opouthl. OCMOTp HEUPOXUPYPrOB:- y peOCHKA UMe-
eTcsl ocTeo(puOpo3Hasl AUCILIA3Msl JTIOOHOM KOCTH,
COCTOSIHME TIOCJIe yIaJeHUs TUIIepOCTO3a U KpaHU-
ortactuku. OTMevaeTcs MpoJIOHTalMs Mpoliecca.

B 2006 roay npoBeneHo KT roioBHoro mosra.
KT — npusHaky ocTeoMbl Kpblia KJIMHOBUIHOM
KOCTH CIIpaBa, 04aroBbIX U3MEHEHUU HE BBISIBICHO.

ITo maHHBIM gomruieporpauyeckoro Mccie-
JOBaHUS MarucTpajibHbIX COCYIOB apTepUii rOJI0BbI
W 1IeU BbIIBEeHA runeprnepdy3us mo oOlIUM COH-
HBIM apTepusiM C 00EUX CTOPOH, Trumneprepdys3us
B OKCTpa — W MHTPaKpaHUAJIbHbIX CErMEHTax Ipa-
BOI IO3BOHOYHOI apTepUM.

B 2006 rony mpoBeneHa omepanus B . Kuese
B MHCTUTYTE HEelpoxupypruu uM. akaa. PoMagaHo-
Ba, yaaJieHWe TUIIepOCTO3a TOOHO KOCTH.

B utone 2007 roga npoBeaeHa onepauus — yaa-
JIeHWe JIepMoMaa KOHBIOHKTHMBBI IMPaBOro rjasa
M OCTEOMbI BHYTPEHHETO YIJIa MPaBoro rjiasa.

IIposeneno KT rpynHoro otaesia mo3BOHOYHM-
Ka: Ha TOJy4eHHbIX TOMOIpaMMax TpyaHOIO OTae-
JIa TI0O3BOHOYHHUKA ASCTPYKLUMU KOCTHOM TKaHU He
BBISIBJIEHBI. BepxHe-rpyaHoil oTaes M03BOHOYHMKA
S-06pa3Ho uckpusieH. Tena no3BoHkoB Th1—Th7
JehopMUpoBaHbl. BeicoTa MeXXMO3BOHOYHBIX AUC-
KOB cHuXeHa Ha ypoBHe Thl-Th9. Mexmo3BoH-
KOBBIE OTBEPCTHUSI HE CY>XKEHBI, ITapaBepTeOpaibHbIe
MSITKME TKaHU 0e3 BUAMMBIX MaTOJIOTHYECKUX 00pa-
3oBaHuii. 3akimoueHue: KT — kapTuHa KupOCKO-
JIN03a TPYyIHOIO OTAe/a MTO3BOHOYHHUKA.

IIposeneno KT mieitHoro otraejia IMO3BOHOY-
Huka — KT kapTuHa aHOMaJIMK pa3BUTUS LIEHHOTO
otaena no3BoHoyHuKa. [ToassiBux Teaa C2. CteHo-

oTAacjaa

3bI KOPEIIKOBBIX KaHAJIOB. OTHOCUTEIBHBIN CTEHO3
MO3BOHOYHOTO KaHana. CTeHO3 KaHaJjla O3BOHOY-
Ho1 apTepuu Ha ypoBHe C6.

B 2008 romy koHcynsTupoBaHa B MHcTuTyTE
HEHpOXUpYprur UM. akaa. PomagaHoBa, OTMEYEHO
MeIJIEHHOE MPOTPECCUPOBAHUE TTPOIIECCA OCTEOMBI.

B 2009 . Y3 opraHoB Manoro ta3a — BbISIBJIE-
HBI KNCThI SUYHUKOB.

KT o6prowHoit monoctu: KT-nipu3HakoB o0beM-
HBIX 00pa30oBaHWI B OPIONIHOW MOJOCTU HE BBI-
sapieHo. KT opraHoB manoro Ttaza: KT-kaptuna
00BbEeMHOro 00pa30BaHMs MPaBOro SIMYHUKA, C Ha-
UOOJbIIEeN BEPOSITHOCTBIO XapaKTepHO IS IUCTEP-
MUWHOTEHHOTO Tpouecca. Kucrto3zHoe oopa3oBaHue
JIEBOTO SIMYHMKA. MHOXECTBEHHBIE OOBI3BECTBIIC-
HUS KJIETYaTKU Ta3a — HEJIb3S UCKIIOYUTh CUCTEM-
HOe HapyllleHue KajiblieBoro oomMeHa. KT-mpu-
3HAKW TUCITIa3UM COeTUHUTETbHOI TKaHU.

B asrycte 2011 roga ynaneHa ¢pubpomMa CTOTIHI.
Tucronornyeckoe 3aK0ueHUE: ONMMCAaHHAs MOPdO-
Jlornyeckasi KapTUHA MOXET COOTBETCTBOBAThb TBEP-
Joil (pudbpome, OIHAKO HE IO3BOJISIET MCKIIOYUTh
(udpomaros. B mpenapartax — ¢pparMmeHTHI GUOPO3-
HOI TKaHU C PaclpOCTPaHEHHBIM I'MAJIMHO30M ITyY-
KOB KOJUIAr€HOBBIX BOJIOKOH, MECTaMU TTOKPBIThIE
BMUAEPMUCOM C BBIPAXKEHHBIM TMIIEPKEPATO30M.

V3U cepnua — IIMK 1 crenenu ¢ perypru-
tauueir 1 cremenu. HK Oct. MAPC-cunHapowm.
OTkphITOE OBasIbHOE OKHO. AXJIK.

B maprte 2012 r. npoenena KT nmouek: KT-kap-
ThHA TU(Y3HBIX U3BMEHEHUI MO3TOBOTO BellleCTBa
noyek (MUpaMMIOK), OObIIE MPaBOil MOYKU, Ha-
nboiee COOTBETCTBYIOIIMUX Hedputy. Crielupuyec-
KMX TaNWUITUT WA METa0O0JIMYECKOe IOpakKeHUe
nupamMuaok? Jdungranus mpaBoii TOYeYHOM, HIK-
Hell mosioit 1 3a0pIOIIMHHON BeH WJIeoLeKalbHOI
Jokanuzanuu. [Tpu3HaKoB maToJIOrMYECKUX oOpa-
30BaHU He BBISIBIEHO. 3a0plolliMHHas JuMdoaae-
HomaTusI.

04.05.2012 r. mpoBeaeHO OIepaTUBHOE BMeIla-
TEIbCTBO — yAaJleHWE KUCTOMBI MPABOTO SIMYHMKA.
Tucronornueckn — QOIUKYJISIpHAs KUCTOMA SIUY -
HUMKa C HaJIMYMEM CEPO3HOI KUCTOUKHU B CTEHKE.

B cdenorun odpamaer BauManue: pocT 148 cmM,
Bec 32 Kr, aHTMOMAaTO3 MPaBOil HMXKHENW KOHEYHOC-
TH, SITOAULIBI, MOSICHUYHON 00J1aCTU, MPAMOPHOCTD
KOXHBIX TOKPOBOB, BOJIOCHI TOHKME, TOMKHUE, ACUM-
MeTpus uLia, TIpe yiHas GUcTyJsa, AepMOUI BHYT-
P4 MpPaBoOTO yXa, JIMHHBIM HOC, KOPOTKUI (UIIBTD,
aHoMmasus (opMbl U JIOKAJIM3alUU 3yOOB, BEICOKOE
He0O, KOpOTKas Ies, JEBOCTOPOHHSSI KPUBOIIIEs,
acuMMmeTpusi, aedhopMaluusl TPYAHON KIIETKU, KH-
(bocKoIMO03 TPYAOMOSICHUYHOIO OTAeNIa, AEPMOUI
CaKpaJbHOTO OTAeJIa, AEPMOU/ CTOIIbI, pa3pacTaHue
KOXH Ha MOJO0IIBAX MO TUITY «MOKACUH».

PonocioBHas, cBeleHUs 0 COCTOSHHUHU 310POBbSA
poaMTeieii: POMOCIOBHAs OTSArolleHa MyJbTU(daK-
TOpPUAJbHBIMM 3a00JI€BaHUSIMH.
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Pe3ynbTaTbl NpoBeAEHHbIX UCCJIEA0BAHMIA
BroxuMmyeckuii aHaIu3 KPOBU:
* menoyHas docdaraza-691 En/m,
* 001U XOJIeCTepUH — 3,6 MMOJIB/J1, TJIIOKO-
3a — 4,7 MMOIIB/J1,
* ACT — 50,8 En/m,
* AJIT — 21,7 En/n,
* Tpuruuepunsl — 0,87 MMOJIB/J1,
* MOUYeBMHA — 3,2 MMOJIb/II,
* MoueBas kuciaora — 3,07 mr%,
* KajnbIuii — 2,34 MMOJIB/ I,
* pochop — 1,79 mmoinb/1,
* KpeaTUHUH — 35,1MKM/ 11,
* KpeaTuHKMHAa3a — 125,7 En/n,
* JakTaTaeruaporeHasa — 599 En/n,
* 001U OMITMPYOUH — 16,5 MKMOJIB/1,
* raMMariayraMuHTpaHcdepasa — 12,2 En/m,
* 0011 6emok — 77,4 1/,
* anbOymMuH — 44,5 r/n.
TomoumcrenH KpoBu — 12,1 MKMOJIB/;
®domueBasg kucnora — 6,7 HI /M.
Buramun B, — 249 nr/mo.
V3U BHYTpeHHHUX OpraHOB: AedopMaus Kej-
yHoro my3bips. [TpusHaku J2KBIT.
V3U modek: BETBUCTBII TUII CTPOCHMS ITOYCU -
HBIX CUHYCOB. Y3-IIpM3HaKK COJIEBOTO IMaTe3a.
VY3U opraHOB MaJIOTO Ta3a - KUCThI SMIHUKOB.
HccnenoBanbl 1oauMopdHEIE BapuUaHTHI Te-
HOB CUCTeMBI (pojlaTHOrO 1ukKiaa. ObHapyXeHO: TeH
MTHFR C677T B reTepO3UroTHOM COCTOSIHUM, T€H
MTRR A66G B TeTepO3UTOTHOM COCTOSHMU, Te€H
MTR A2756G B reTepO3UTOTHOM COCTOSIHUH.
LluToreHeTnyecKoe UCCIeIOBaHME:
kapuotui — 46,XX,G,C-okpacka, 1 % xpomo-
COMHOM HeCTaOMILHOCTH.
InukozamuHriukansl Mmoun — 120 En;
Okcutpoard Mo — 3,2 Mr/c;
Kpearnanx moun — 0,1 r/m.

BoiBoapl
Ha ocHoBaHuu Xano0, aHamHe3a 3a00JeBaHUS
(c paHHero Bo3pacTa BbIABIIeHa AechopMalys TOJo-
BBI, IMAaTHOCTHPOBAaHA OCTeOMa JIOOHO-TEMEHHOI 00-
JIacTy, onepaTMBHOe yaaieHue ocreoMbl B 2003 rony,
B JaJBHENIIEM IIPOrpEeCCHPOBAHUE POCTA OCTEOMEL,
¢ mmocaenytoieii onepauueii B 2006 romy, B 2007 romy
yaaJeHue AepMoKIa KOHbIOHKTHBBI MpaBoro rjiasa u
OCTEeOMBI BHYTPEHHETO yrIJjia rmpaBoro 1ya3a, B 2009 ro-
ny npu nposeaeHny Y3U u KT opraHoB Maioro taza —
BBISIBJIEHA KMCTOMA MPaBOro SIMYHMKA, MHOXECTBEH-
Hble OOBI3BECTBICHUSI KJIeTYaTKU Ta3a; yaaleHue puo-
POMBI Ha cToMax, ¢ MOCAEAYIOIIMM MPOpacTaHUEM €€
Ha 3TOM K€ MeCTe U MOSIBJIEHUE HOBBIX Ha APYroil CTO-
11e; yaaJeHue IepMoMaa BHYTpM MpaBoro yxa 1 paspac-
TaHVi€ HOBOT'O BBIIIE MeCTa orepainun), 0COOEHHOCTE
(peHOTHUIIA (AHTMOMATO3 TIPABOI HIKHEH KOHEUHOCTU C
MepexoIoM Ha OeIpo U TIPaBYIO SITOAMILY, TTOSICHAYHYIO
00J1aCTh, ACUMMETPHS TPYTHOU KJIETKU W TIO3BOHOYHM-
Ka, aechopMariyisi, BEIpaskeHHBIM KI(OCKOIO3 TPYHIOIIO-
SICHUYHOIO OTHENA, JIEPMOU], CAKPATbHOTO OTAE/A T103-
BOHOYHMKA, JEPMOWIbI CTOI, AEPMOW MpPaBOro yxa),
JAHHBIX TOMOJIHUTETbHBIX METONIOB MCC/IENOBaHMsI (00-
Hapy>KeH IeTepO3UTOTHBII KOMITayH I T€HOB CUCTEMBI (hO-
JIATHOTO LIMKJIa), YCTAHORJIEH AUArHO3: DIUTeHETUYECKasT
0one3Hb: HapyieHue ooMeHa cepocoaepKallix aMUHO-
kuciot. PTEN - ramaproma, tumor acCouMUpOBaHHAsI.
PekomennaoBaHo:
— JlueroTtepanus, odoraiieHHas B MPOayKTax
MUTaHUS BUTaMUHOM B6, doameBoii Kuc-
Jotoil. MCKIIOYNUTL TOBSIAMHY, OYJIbOHBI.
OrpaHn4uTh IMYHBIN 0€JIOK, TBOPOT, TBEP-
IBINA CBIP, TPEUKY, IIIEHO;
— Buramun B6 30 mr/cytku, 2 Henenu;
— @onueBast KUCJIOTa-3 MI/CYTKH, 2 HEACIIN;
— HabaroneHnue HeBpoJiora, KapAauoJora, op-
Tonena, HeMpoXupypra, reHeTHKa;
— KoHTpob roMoLiMcTenHa KpoOBH;
— TloBTOpPHBIN OCMOTP Uepe3 Mecsll.
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IroMOIMCTUHYPUA:
CJIOKHBIN TUATHO3 ITPU HAPYIIIEHUY METUWINPOBAHUSA

Ipeuanuna E. 4.
Yrkpaunckuii unemumym xaunuueckoii eenemuku XHMY, Xapvkos, Ykpauna,
Xapovkos, np. Ilpaeoei, 13, e-mail: mgc@ukr.net

IMauuent B., 16 net (01.09.1993 r.p.). Haxonun-
cs Ha JIeYEHUM B IMEAUATPUUYECKOM OTAEICHHHU 16
I'’IKB ¢ 5.12. 1m0 18.12.2009 ., ¢ 1.02. 110 15.02.2010 .

IIpu rocnuTaM3anuy xKajao0bl: TOJIOBHBIE OOJIH,
TOJIOBOKPYKEHHUE, IOTepsl CO3HAHMSI, 00JIM B 00J1ac-
THA Cepaila, o4aroBoe OOJIbICEHNE, OO B XKUBOTE,
00JIE3HEHHOCTD ITPaBOil KOHEYHOCTH.

N3 anamHe3a 00Jie3HH HM3BECTHO: IIPOSIBIICHUS
3a00JIeBaHMsI HAOMIOAAIOTCS C 4-X JIETHETO Bo3pacTa
M IO HACTOSIIIETO BpeMeHH, UMEIOT MEIJICHHO IIPOT'-
peccupylolliee MOporpeaueHTHOe TedeHue. I[lpem-
CTaBJICHHWE O AMArHO3¢ YTOUHSUIOCHh W IETaTU3UPO-
BaJIOCh B IIpollecce NMHAMUYECKOTO HAOJIOmeHUS
3a pebeHkoM. Ha HavanbHBIX 3Tallax ¢ y4eToOM Ha-
JINYUST  aJIOTICLINH, JIMKBOPHO-TUIIEPTEH3MOHHOIO
cuHapoma, ad@eKTUBHO-PECIIMPATOPHBIX ITapOK-
CHU3MOB, XpOHMYECKOIO TelaTnTa, JaHHBIX KIWHU-
YecKoro o0ciemoBaHMsI (YMEPEHHOE IIOBEHIIIICHUE
MeIW MOYM Y KPOBH, CHIDKEHUE 1IepyJIOILUIa3MIHA),
MUATHO3 TPaKTOBAJICS KaK TeIaTo-JICHTUKYISIpHAsI
nereHepanus (0one3Hb BunbcoHa-KoHoBasoBa).
C 2002 ., yuuTbiBasg MaHUGpeCTaLIMIO C BO3PACTOM
HOBEIX IIPU3HAKOB, IIPOBOAMIIACH TU( G epeHIINATb-
Hasg IMArHOCTUKA C TOMOIUCTUHYPHEH, CHHIPO-
MoM Djiepca-JlaHoca ¢ HapylleHrueM OOMeHa Meau
(IX tum) w remoxpomaro3oM. JlanbHellee Ha-
OmoneHue 3a pebeHKoM crieumanucramMm MI'TI
W BpadyaMHM CMEXHBIX CIIEIIMAJIbHOCTEH MOMTBEp-
I TIPOTPECCUPYIONIYIO MATOJIOTHIO CO CTOPOHBI
JIpyrux opraHoB u cucteM. [lopaxkeHue cepaedyHo-
COCYIHCTOM CUCTeMBI (ITOBBIIICHNE apTepUaIbHOTO
napieHust 1o 145/80 MM pT. CT., apUTMUSL, pa3BUTHE
MoCTKaTeTepU3allMOHHOro TpoM0o3a mpaBoil Oeli-
PEHHOM BeHbl, a B JajJbHelllIeM MmocTTpoMboddiie-
OMTUYECKOr0 CHMHIpOMA MpaBOi HIDKHEH KOHEU-
HOCTH), aJIOIIeINsI, IIPOTpecUpylolee oopa3oBaHUe
HeBycoB, nopaxeHue IHHC (1ukBopo-rumepreH-
3MOHHBIN CUHAPOM, apPeKTUBHO-PECIIMPATOPHEIC
MapOKCU3MBI, CMHKOIIE, MOIKOPKOBBII CHUHAPOM,
NUpaMuaHas CUMITOMATHKA), MOpaXKeHUE XKeIy-
JMOYHO-KUIIIEYHOTO TpaKTa (3pUTEMaTO3HO-3PO3UB-
HBIBI TACTPOAYOINCHUT) SIBUIMCH OCHOBOM JJISI pac-
IIMPEeHUsT U AeTaIu3alii TeHETUISCKOro IOMCKa.
TTosiBUBIIMECSI BO3MOXHOCTU 00Jiee YIIyOJIeHHOro
HCCIeIOBAaHUS aMUHOKMCIOTHOTO OOMeHa BEISIBU-
JI TIOBBIIIEHNWE YPOBHSI OKCHUIIPOJMHA, TOMOIIMC-
TeuHa, 4YTo no3Bojwio B 2005 . ycTaHOBUTH HaJIU-
Yre TOMOLMCTUHYPUH 2 TUTIA U JAJI0 BO3MOXHOCTD
TpakToBaTh 0ojie3Hb BuibcoHa-KoHoBamoBa Kak

BTOPMYHEIN TIPOLIECC, CUHAPOM, ITOpaxkKeHUs Tede-
HY ¢ HapylIeHreM oOMeHa Meau, IepynoIia3MUHa
BCJIENCTBME HapylIeHUs oOMeHa CepoCOoIep Kallnx
AMWHOKMCJIOT, TOMOLMCTEMHEMUN M TpoMOO(du-
mmn. [eHe3 mopaXkeHHsT IIeYeHU CBSI3aH C TPOMOO-
30M MEJKUX BeH. PebeHKy Obljla Ha3HaYeHa JIMMU-
HallMOHHAas J1eTa U COOTBETCTBYIOIIEE JICUCHHE.

JlanpHeliee HaOa0OAeHWEe 32 PEOSHKOM, MO-
JIEKYJIIPHO-TEHETUYECKHNE MWCCAeHOBaHUSA (BBISIB-
JICHHBbIE MyTallii T€HOB y peOeHKa 1 MaTepH) 1103~
BOJIMUIM YCTAHOBUTL IHUATHO3: DIHMICHETUYeCKast
00J1e3Hb, Je(ULIUT METUITeTparuapodosaTpenyk-
Tasbl, JU3WJIOKCUAA3bI, TPOMOOMDMIMS, 4YTO Aajio
OCHOBaHME HallpaBUTh peOeHKA Ha KOMMCCHIO IIJIst
pelIeHns BOIpoca O IIPeAOCTaBICHUN COIIUATBHBIX
nerot. IlpoBemeHHOE MO00OCIEIOBAHNE B YCIOBHSIX
JIETCKOM rOpOJACKON KJIMHUYECKO OOJMBHULIBI MTOJI-
HOCTBIO MOJATBEPKIAIOT BOBJIEUEHWE MHOTUX Opra-
HOB U CUCTEM B IaTOJOTMYECKUM ITPOLIECC, OCHOBOM
KOTOPOTO SIBIISIETCS HACJCACTBEHHOE HapyIlIeHUE
o0MeHa aMUHOKMCJIOT (CepocoaepKallix) — roMo-
LIUCTUHYPHSI- HapyIllIeHNe aKTUBHOCTU (DepMeHTA.

Pe6enok Habmomaerca B /1B Ne 19 ¢ 1998 roma
110 TTIOBOIY XPOHMYECKOIO KPUNTOTEHHOTO T'eIlaTh-
ta. C 2000 . IMarHOCTUPOBAH XPOHUYECKUI TacT-
pO-IyoneHUT (racTPUT 3PUTEMATO3HBINA, TYOIEeHUT
5pO3uBHEIN). MU3MEeHEHN CO CTOPOHBI ITIEYECHU IO
naHHbIM Y3W croiikue (medyeHp +1,5-2 cMm, yBe-
JIMYeHa B pa3Mepax, YIVIbI HOJIel 3aKPYIJICHBI, 3X0-
TeHHOCTh ITapeHXMMBl HEpPaBHOMEPHO IIOBEIIIEHA,
CTEHKH COCYIOB 3XOILIOTHBIE).

M3 anHamHe3a yCTAHOBJIEHO, YTO BIIEPBEIC
TpoM0OO3 OeNpeHHOU BEHBI BO3HUMK B pE3yJbTaTe
Katetepu3saum 6eapeHHoi BeHbl B 2000 T. ¢ mocne-
JOyoluM (popMUpPOBaHUEM MOCTTpoMOOGIeOUTH-
YeCKOro CMHIpOMA.

AHaMHe3 XKU3HHU:

Pe6eHok pomuicsa ot I moHoleHHOM, pusno-
Joruyeckoit 6epeMeHHocTH, I pomoB B cpoke recra-
uu 40 Henemb.

B pomax — omHOKpaTHOe OOBUTHE MYIOBUHBI
BOKpYT 1en. Macca tena rpu poxaeHnun — 3000 t.,
aHTponiomeTpus: 52-35-34 cMm. Ilo mkane Armrap
olieHeH — 8-9 GasutoB. K rpyay npuioxeH Ha BTO-
pble cyTkM xu3Hu. [lepron amanTaiuu mpoTeKal
0e3 ocobeHHOCTel. B poauyibHOM JOME MPUBUT
BII2K (05.09.1993, 0,05, cepus 320), ocMOTpeH op-
toneaoM, oociieroBaH Ha DKY.
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Brimmican u3 ponmIbHOIO JOMa Ha IIECThIE CYT-
ku xku3HU 06.09.1993 1., B yIOBJIETBOPUTEIHBHOM CO-
CTOSTHUM.

Ho 4,5 Mec. HaxoauJICsI Ha TPYITHOM BCKapMJIM -
BaHWU.

C 3-x MecsIYHOTr0 BO3pacTa HayaTa BaKIIMHAIIHS
NnpoTuB IU(TEepUH, KOKIIIOIIA, CTOJIOHSKA, ITOJIM-
omuenuta BakumHamu AKIIC, OI1B.

Ha mepBoM romy >XKW3HM MajbYUK POC M pa3-
BUBAJICSI COOTBETCTBEHHO BoO3pacTy, mo 4,5 Mec.
HaxXOAWJICA Ha TPYOTHOM BCKapMJIMBaHMU, IIepeHEC
OPBM, Kopb, KpacHyXy, B34IT Ha OUCHAHCEPHBIN
y4eT C OMarHo3oM: IlepMHaTajbHas 3HIedasoma-
TUSI, TUICPTEH3UMOHHO-TUApPONe(aIbHbIII CUHI-
POM, CUHAPOM TOHYCHBIX HapyllleHuiA. TpexkpaTHO
npuBut AKJIC, OIIB. C aByx 10 Tpex JIeT MaJIbuuK
MPUBUT MPOTHUB SIIMAIIAPOTUTA, mpoBemeHa I pe-
BakuuHausa AKJIC, 1 Typ UMMyHU3alLMM OPOTUB
MOJIMOMHUEIINTA, TIEPEHEC OCTPBIII OOCTPYKTUBHBIN
OopoHxut. B 2 roga 6 mec. BbIsIBIEH (PYHKIIMOHAJb-
HbII myM B cepatie. C Tpex 10 YeThIpeX JeT peOeHOK
MepeHec: OCTPhI OPOHXUT, 04aroBoe OOJIbICEHHUE.

HeoaHoKpaTHO OCMOTPEH HEBPOJOTOM KaK AUC-
NaHCepHBIM OOJILHOM C JMArHO30M: pe3uayajibHO-
opranuyeckas narojorus LIHC, runepreH3MOHHO-
ruaponedaIbHbIii CUHAPOM, ITOJIyYal KypChl aM-
OynatopHoro JjedyeHusi. KOHCYJBTUPOBaH CHELM-
aJCTaMU ITOJUKINHUKHU: OPTOIIEAOM, OTOJIApMH-
ToJIOTOM, XWpPYprom, cromarojioroM. Ilatosoruu
HE BBISIBJICHO

B 3 roga 8 mec. (Mait 1997 1) oGciienoBaH B Ha-
YYHO-UCCAEA0BATEIbCKOM MHCTUTYTE AEPMAaTOJIO-
Ty ¥ BeHeposioruu M3 YKkpauHbl, ycTaHOBJICH AUa-
THO3: oyaroBoe obsbiceHue. B uioHe-utone 1997 .,
B Bo3pacte 3 jeT 9 Mec, HaxoaWJICsl Ha 00caeaoBa-
HUU B TOPOACKOI aeTcKoil GonbHuULe Ne 16 ¢ aua-
THO30M: OCTpasl peclimpaTopHasl BUpycHasi MH(PEK-
s, QUCIUIaCTUYeCKasl KapauomnaTus (IBe J0XHEIe
XOPIBI B MOJIOCTHU JIEBOIO Xeayaouka). KoHCcyabTh-
poBaH 1 obcienoBaH (BDOI') B YKpanuHCKOM Hay4yHO-
HCCJIEIOBATEIbCKOM WHCTUTYTE KIMHUYECKOU U
SKCICPUMEHTAJIBHOM HEBpPOJOTMM U IICUXHUAT-
puu. 3akiioueHue: sH1edagonaTus ¢ CUHAPOMOM
JINKBOPHOM TuUmepTeH3un (rumpouedanns), Iie-
peOpOCTEHUYECKUM CHUHAPOMOM Ha Pe3uayaibHO-
opraHu4yeckom (oHe.

B aBrycte 1998 1., B Bo3pacTe 5 jeT nocje Jg0-
POXXHO-TPAaHCIIOPTHOIO IIPOUCIISCTBUSI PEOEHOK
HaxoauJjIcs Ha CTallMOHAapHOM JieueHnU B UyryeBc-
KOl LIeHTpaJIbHOU paiilOHHOW OOJbHMIIE C IMATHO-
30M: OCTpasl YepemHO-MO3roBasl TpaBMa, COTpsice-
HHE TOJIOBHOIO MO3ra, yiuubjieHHasl paHa MpaBoit
TeMEHHOI 00JlacTH, pBaHas paHa IpaBOil OKOJIO-
INIA3HWYHO# 00JIaCTU, 3aKPHITHIM ITepesioM 00eux
KOCTEi IpaBOro Mpenruiedbsl B HIDKHEH TPETU CO
CMEILLIEHUEM.

B okTa6pe 2000 r. KOHCYJABTUPOBaH (TU3UA-
TpoM, nipodeccopoM M. A. CupeHKoO B CBSI3U C ycTa-

HOBJIEHHBIM Ty0. KOHTakTOoM. Ilofyyan u30HUO3U
3 Mecdra.

MayibuvK mpomoKkan 0oJieTh peCHUpaTOPHBI-
MU 3a0oJieBaHUSIMUA OpraHoB abixaHus u JIOP-op-
TaHOB: TIPABOCTOPOHHSS OYaroBO-CJIWBHAs ITHEB-
moHus, OPBH, HazohapuHIUT cpegHeill TsKecTu
C KHAIIIEYHBIM CUHIPOMOM, TYOOOTHUTHI, ABYCTOPOH-
HUI THOWHBIA 3TMOUINT.

B 2004 r., B Bo3pacTte 11 jeT, nepeHec 3aKphIThIiA
TIepesIoM IISICTHOM KOCTU MpPaBOii KUCTU CO CMeEIIIe-
HUEM.

Oren (42 roga) — 310pOB.

Martb (37 5ner) — mpU3HAKUM MUKpOAHTMOIa-
TUIA, OOHApyXeH MOJMMOpP(QHBLIA BapuMaHT reHa
MTHFR TT.

bpart (3 roga) — 3mopoB.

Annepronornyeckuii aHaMHe3 He OTSITOILEH.

TeHeaornyeckre uccaeqoBaHUS B POTOCTOB-
HOH (TIcMxuaTtpuyecKkasl MaTojorusi, OHKOMATOI0-
rus, 3aboneBanust KKT, 6ecruiogHbie Opaku).

OO0BEKTHBHO:

t-36.7,

Ps-80 B1”,

AJl — 110/60 — 140/95 MM. pT. CT.

CocrosiHUe cpemaHell TsoKecTu. IIpaBUIBHOTO
TEJOCIOXEHUS, YIOBJIETBOPUTEIHLHOTO THATAHUS.
Bec — 67kr, poct — 172 cMm. Koxka 0ObIYHOI OK-
packM, Ha CIIMHE MHOXECTBEHHbIE HeByChl. Ouar
00JIBICEHUS B 3aThJIOYHON 00JJaCTW HETIPaBUIbLHOMU
dopmbI okoJ10 4-5 cM. CIU3KUCTBIE PO30BEIE, H/M
pbixible. KOCTHO-MBIIIIEYHAs CUCTEMA: OOJIE3HEH-
HOCTb MpaBoro 6enpa. OKpy>KHOCTb MpaBoro Oen-
pa — 57 cM, OKpPYXXHOCTb JieBoro oeapa — 53 cMm.
ITepudepryeckue Tpynmsl TUMEOOY3IOB MO TUITY
MUKpornoavaaeHun. Ham ierkumMu mepKyTOpHO Jie-
TOYHBIN 3BYK, ayCKYJBTaTUBHO IbIXaHUE KECTKOE,
xpunoB HeT. Cepaue — TOHbI apUTMUYHbBIE, CUCTO-
JIM4eckuii 1myM. 2KMBOT MSITKU, 0OJIe3HEHHBbIN B
snuracTpaibHoii obnactu. ITeyens mo 2.0 cM HUXe
Kpasi pedepHOI AyTH, ceyle3€HKa He MaJIbIIUpPyeTCs.
C-Mm IlaTepHaikoro oTpuiaTeJbHbIN ¢ 00euX CTO-
poH. CTyJ1 1 MOUYEUCITYCKaHUE B HOPME.

KJIHHPl‘leCKl/lﬁ AHAJIU3 KPOBMU:

=N 2
a — Q R Q\
= |s sle |l [=S|elsls R
2= 2552 F 1251252 1|2
2= o | FR2E |4 Elos |85 =8
8.12.117515.4 10.9 |- [28217.19|3 |42]16|- |29 |10
2.02 {14514.5(0.9 |- (200 (5.0 |2 [65|1 |- |29 |3. |3

Octpodazossie mokazarem 02.02.10: raukompo-
tennbl — 0.349, cepomykounsl — 3.4.

IIporeunorpamma: oGuiunii 6enok 74.8 r/m, anb-
oymunsl 54.1 %, rmobymunsl: o, 5.0%, o, 7.6 %,
B 14.4%,v21.9%.

DyHKIMOHAbHBIE TIPOODI MEeYEeHH:

AJIT 0.4 mmonb/n;

mein.gocdar. 2.2 exn.;

TUMOJIOBad npoba 1.7 ex.;
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ommupyonH oommii 20.0 MKMOJIB/IT;

psiMOi1 5.0 MKMOJIB/ T,

HempsiMoii 15.0 MKMOh/1.

Ananm3 KpoBu Ha caxap — 5.0MMoOJIb/11.

XC kpoBu — 4.9 mmonb/n, B-nm 42 en.

MoueBas KucaoTa KpoBu — 0.37 MOIb/II.

Onekrposutel KpoBu — Ca 2.3 MMmoub/1,
P — 1.02 mmonb/i.

TpomGomurorpamma  10.02.10. —
3p. — 71 %, ct — 10%, dp — 2 %, ner. — 2%.

AnresuBHocTh TpomOomuToB 7.12.09. —23.8%,
2.02.10 — 23.6%;

Perpakuus 7.12.09 — 56 %, 2.02.10 — 56%.

AKT 4.02.10 A-25, T1-3.2, T2-10, MA-102,
®-54, MUNUT-2.2, mnpoTpoMOMHOBOE BpeMs -
93 %.

N®A aH. kposu: 11.12.09 rematut B (HBsAg) —
oTp., rernatut C (cym. AT) — otp.

Knunanyeckuii anaams Mo4n:

15%,
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AH. moun no 3umaEIKpMy 1015 - 1032,

I'emopeHnanbHbIE MPOOBI: MOUCBHHA KPOBU - 7.0,
ModeBWHa MouM - 450, KpeaTuHUH KpoBH - 94.0, pe-
atuHUH MouHd - 19300, dunasrpamnus - 82, peadbcop-
omus - 98 %.

Konporpamma — B HOpME.

Cocko0 Ha 3HTepo0H03 — $1/T He OOH., aH. Kajia
Ha s1,/TJ1 — He OOH.

AI'/IC 08.12.09 . spuTeMaTo3Hast TacTpoIaTus,
IYOIeHOIIATHSI,

12.02.10 . apuTemMaTo3Hasl racTponaTusi, 3po-
3MBHAasI TyOACHOIIATHS;

OKI' (3.02.10) CunoaypukyispHas Ojlokana
II crenenu, Il Tuna. HopmanabHoe TOJOXEHMUE
3JIEKTpUYECKOM ocu cepaua. HapymeHue mpoBoau-
MOCTHU.

XonarepoBckoe MonuTopupoBanue (08.02.-09.02.10)
3a Imepuom XOJITEPOBCKOIO MOHUTOPHUPOBAHUS B
TedeHne 24 JacoB 3aperMCTPUPOBAHEI CIICAYIOIINE
HapyILIeHUs] pUTMA U IIPOBOIUMOCTH:

1) cunycoBast 6pamukapaust 14:05. HCC 558 1';
21:054YCC47-52B17;22:054CC 42-46 B 1°; 23:05-
0:054CC39B17;2:254UCC 34-35B1".

2) cunycoBas taxukapaus 18:05 HCC 115 B 1';
18:454CC 103B17;09:444YCC 107 B 1".

3) cunycoBas aputMus B 20:25, 20:45, 10:20.

4) Murpauusi BOOIUTEIS pUTMa OT CHMHYCOBOIO
y3j1a K nmpaBomy nipeacepauio B 22:05,22:45,0:05,0:
25,4:05.

5) cuHoaTpuanbHas 61o0kaga II ct. I Tuma B
14:26,15:05,05:25,11:44.

VY3U 7.12.10: moYKM pacmoaoXeHBI OOBIYHO,
KOHTYPBI POBHBIE, IXOCTPYKTypa HE HapylleHa.
OpraHbl OPIOIIHON MOJOCTU: Me4YyeHb a0 1.5 - 2.0
CM. YBeJMYeHa B pa3Mepax, YIJbl A0Jieil 3aKpyr-
JIEHbI, IXOTC€HHOCTb TAapeHXWUMbl HEPaBHOMEPHO
MoBbIlIeHa. JInamMeTp cocyioB B HOpME, CTEHKHU X
AXOTUIOTHBIE. 2KeJTYHBIN My3bIpb, Cele3eHKa MaTo-
Joruu He BoIsiBIeHO. Cepale: NaToJOTUU HE BbI-
SIBJICHO.

V3U pomnmieporpadus cocyIoB HIZKHUX KOHEY-
Hoctei ot 29.12.09. CneBa-riy0okue, MOAKOXHBIE
BEHbI MPOXOAMMBI, TTPU3HAKOB TpoMOO3a, KilamaH-
HOI HEAOCTATOUHOCTU He BbIsiBIeHO. OTTOK 13 BeH
ToJieHeil U cTol He HapylieH. TpoMObl B MpoCBeTe
He Jiouupytorcs. CrpaBa — B BEpXHEH TpeTu oo1eit
OepeHHOU BeHBl BU3YaTU3UPYIOTCS YYaCTKU CTe-
HO3a, CTeHKa YIJIOTHEeHa, JoMieporpaduiyeckn —
MaTOJOrMYeCKUil pedoKe (MOCTIPOMOOTHYECKUIA
cTeHo3). OCHOBHOI CTBOJI OOJBIION MOIKOXHOM
BEHBI JUJIaTUPOBAH Ha BCEM MPOTSKEHUU BU3Yyasu-
3aluu. Y3 Npu3HaKyd MOCTTPOMOO(PIeOUTUYECKOTO
CHUHpOMA CITpaBa.

PeoBa3orpadms ot 15.12.09 B Gacceline Oen-
pa. CineBa — KpOBEHAIOJHEHME B HOpPME, TOHYC
KPYITHBIX ¥ CPEIHUX apTepuii B HOPME, TOHYC MeJ-
KUX apTepuii U apTepuoy B HOPME, TOHYC BEHYJI B
HopMe. CripaBa — KpOBEHAIMOJHEHNE CHIKEHO Ha
26 %, TOHYyC BeHYJI CHUKEH Ha 17 %, Jerkuii TuIo-
ToHyc. BeHo3HbIil oTrTOK HapymieH. Ot 09.02.10 B
OacceiiHe Oelpa ciaeBa — KpOBeHAIIOJIHEHME B HOP-
M€, TOHYC KPYITHBIX U CPEIHUX apTepyii OBHIIIEH,
TOHYC MEJIKUX apTepyii U apTeproJ B HOpME, TOHYC
BeHYJ cHXeH Ha 17 %, nerkuii runoronyc. Crpa-
Ba - KPOBEHAIOJHEHNE B HOPME, TOHYC KPYIHBIX U
CPEeHUX apTepuil B HOPME, TOHYC MEJIKUX apTepuit
M apTeproJI B HOpMe, TOHYC BeHYJI CHUKeH Ha 32 %,
JIeTKUi TuroToHyc. ITpaBocTOpOHHSST acCUMMETpUst
KpoBeHarnojHeHus. [IpaBoCcTOpOHHSIS aCUMMETPUS
TOHYCa KPYIMHBIX U CPEAHUX apTepHuil.

V3U nonmieporpacdusi cocyaoB 0CHOBAHUS MO3ra
u ux BetBeii oT 02.02.10 [Mpu3Haku AUCIUPKYISIINN
B BepTeOpoOa3IsIpHOM M KapaTUIHOM OacceifHax.
KapatunHoBepTeOpaibHas He10CTaTOUHOCTh. [1pu-
3HaKM BEHO3HOTO CTa3a B BepTeOpOOa3nLIIPHOM U
KapaTUIHOM OacceitHax. AputMus!

OxosH1edamockonusa or 02.02.10 BHyTpuue-
pernHas rumnepteHs3us 1 ct. [Ipu3Haku aHTMOAUCTO-
HUM BBIPAXKEHEI.

Peorpagusa ot 02.02.10 ToHyc nepebpaabHBIX
COCY/IOB MEJIKOTO KaJuOpa CHUXEH. YPOBEHDb MYJib-
coBoro kpopeHanonHeHuss B BBCA cHuxeH. Kpo-
BeHanosiHeHMe B Bbb acummerpuuHoe. KBBK
CHWXXeH. BeHO3HBII OTTOK 3aTpyqHEH.
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Koncyasranym cnenuajiucToB:

Hespomatomor 2.02.10. [I-3: BereTaTUBHas
ITUCHOYHKIMS, CUHIPOM JIKBOPHO-BEHO3HOM IHC-
TEH3UU, CHHAPOM IepudeprIeCcKoii IIepBUKATbHOMN
HEIOCTaTOYHOCTH, IIepMaHeHTHOe TeueHue. OKy-
et 3.02.10. I-3: HaclieacTBEHHAass MUOMUS 000UX
I1a3.

CepnedyHo-COCYIUCThIA XUPYPT OTACICHUS CO-
CYIUCTOM XUPYPTUM MHCTUTYTA OOILIEi 1 HEOTIOX-
Hoii xupypruu AMH VYkpaunbsl baOGeinkunHa ILI1.
29.12.09. JI-3: mocTTpoMOOGIeOUTUUECKNI CTEHO3
npaBoit HuxXHel KoHeyHocTu. XBH II cT.

22.02.2010 ., 13.00 mpoBeaeH KOHCHIUYM

Cocmas Koncuauyma:

Hupextop XCMI'1I, uneH-kopp. AMHY 1. men.
H. ipod. E.A. IpeuanuHa.

3aB. kadenpoii meguatpun Ne 2 XHMY 1. men.
H. ipod. OnuHen FO.B.

3aB. Kadempoil AETCKOM TIacTPOIHTEPOJIOTHH
XMAIIO a. men. H. npod. benoycos FO.B.

CepaeyHO-COCYIUCThI XUPYPT OTAEJICHUS CO-
CYOUCTOM XAPYPTUM MHCTUTYTA OOIIEi 1 HEOTIOX-
Holi xupypruu AMH Ykpaunsl ba6binkuHa I.11.

InaBHblil cnenuanuct-neguatp YO3 demnapra-
MEHTa OXpaHBI 300POBBS W COLMAIBHBIX BOIIPOCOB
XapbKOBCKOTro ropojackoro copeta buuena C. B.

InaBHbIil Bpau KYO3 [IeTcKoii TopoaCKOM K-
Huveckoi 6onpHULBL Ne 16 Xapuenko T. B.

InaBHbiil Bpau KYO3 JleTckass MOJMMKIMHUKA
Ne 16 boxko T. H.

3am. rnaBHoro Bpaya o MY KVYO3 Hderckoii
TOPOACKOM KJIMHUYECKOM 00abHUILI No 16, K. Mef.
H. PakoBckas JI.A.

3am. rimaBHoro Bpaya mo MY KYO3 Jletckas
nonukianHuka Ne 16 Kamoxnas O. A.

3aB. IlegnaTpuyeckuM oTaeJeHUEM JJISI AeTei
crapuiero Bo3pacta Ocbmauko M. E.

3akmoyenne. C y4eTOM pe3yJIbTaTOB OOCYXK-
JIeHUsT MHOTOJIETHUX KIMHUKO-JTA00paTOPHBIX U
MHCTPYMEHTAJIBHBIX JaHHBIX HAOIIONeHUS 3a OOJIb-
HBIM, KOHCUJIMYM MPUILEI K 3aKJII0YEeHUIO O TPaBo-
MOYHOCTH CJeAYIOLIero 1MarHo3a:

DrnureHeTndeckasi 00Jie3Hb: BPOXIEHHOE Ha-
pyllleHre oOMeHa aMWHOKUCIOT (cepocoaepxka-
1K1X) — romouucrennypus, 11 Tum, ¢ HapylieHueM
aktTuBHocTU pepmeHTa MTHFR, nedbuuurom nu-
3uioKkcuaasbl. TpoMbopuaus ¢ mopaxkeHUeM op-
TaHOB U CUCTEM — XKEJIyIOUYHO-KUIIIEYHOTO TpaKTa
(PpUTEMAaTO3HBII TaCTPUT, SPO3UBHEINA ITYOICHUT,
TeraThuT); CepAeYHO-COCYINCTON CUCTEMBI (Hapy-
IIeHNE CEPIEIHOr0 PUTMA ¥ IIPOBOJUMOCTH, ITOCT-
TpoMOO(JIEOUTUUECKUIA CUHAPOM ITPaBO HUKHE
KOHEYHOCTH, XPOHMYECKasi BEHO3Has HeIoCTa-
TOYHOCTH IleT.); IeHTpaJbHOI HEepPBHOI CHUCTEMEI
(BereTaTMBHAS AUCHYHKIINS, CHHIPOM JTUKBOPHO-
BEHO3HOU ITMCTEH3UM, CUHAPOM NepudeprudecKoit
LEPBUKAJIBHOM HEJOCTAaTOYHOCTH, IIepMaHEHT-
Hoe TedyeHue. KapoTruamHo-BepTeOpanbHas HeIO-
CTaTOYHOCTh C apuTMHuel). Asoneunus. Muonwus,
cpeaHel crerneHu, odboux ria3. JucnaacTuyeckuia
OCTEOXOHJPO3 IIEHHOro OTAe]a MO3BOHOYHMKA,
MepULYpaTbHBIN peaKTUBHBIN IIpoIecC Ha YPOBHE
C5-C6.

PekomennoBaHo:

— HelipoBuTaH 110 1 T. X 2 pa3a/cyt 1 Mec, Oera-
uH no 1 xaricyne x 1 paz/cyr 14 gHeit, 3aTeM
ackopbuHoBas kucioTa o 0.5 x 2 paza/cyT
1 mec,3aTemBuTamMuH Ero 100mrx 1 paza/cyT.
1 mec;
netpanekc 1 Tab x 2 paza/cyT 2 Mec;
anbTaH 1 a6 x 3 paza/cyr 1 mec;

— acceHnuae 1 karcyna x 3 paza/cyr 1 mec;
conkocepwra 2.0 i x 1 paza B/mM Nel10
putMokop 1 1ab x 2 pas/cyr 1 mec, 3aTeM
KapaoHar 1 xaricyna x 3 pa3za/cyT 1 mec;
HoogeH 250 mr x 3 paza/cyT 2 Mec;

— marHe B, 1 1p x 3 pasa/cyr 1 mec;

2. OrpanmyeHye (GU3MIECKOI HArPy3KHU, 3IaCTH-
JecKoe OMHTOBAaHME IIPAaBOil HIDKHEW KOHEYHOCTH.

3. CaHOTOPHO-KypOPTHOE JICUCHHUE.

PeGeHok BBIMMCAaH B YHOOBJICTBOPUTEIBHOM
cocTossHMM. Haxomutcss Ha OHMCIIAHCEpPHOM y4eTe
B XCMI'LI.




KniHiyHa reHeTuKa i nepuMHaTanbHa giarHocTtuka, sun. 1, 2013

MUO-HENPO-XKEJTYIOYHO-KUIITEYHAA DHIIEPATIOTIATHA.
HAPYINIEHNE AKTUBHOCTU ®PEPMEHTA MTHFR

Ipeuanuna E. 5., Moaooan JI. B.
Yrpaunckuii unemumym xaunuueckoii eenemuku XHMY, Xapvkos, Ykpauna,
Xapokos, np. Ilpaeoei, 13, e-mail: mgc@ukr.net

bonwnas T, 19 net, xkutenpHUIIA 3a4eTTUIIOB-
CKOro paiioHa, He padoraer. B 2008 romy TprKmbl
Haxoaujach B ITyJbMOHOJOTMYECKOM OTHCICHUU
XOKHDb. 5 neT Ha3zan y 6071bHOM MOSIBUIKCH XKaTOObI
Ha auckoMdopt co ctopoHbl KKT: cHuXXeHue ar-
MeTUTa, B3OyTHE XMBOTA, YpUyaHue, 3aropbl. beuim
MPOBEACHBl PEHTICHOJIOTUYECKOe MCCIIeAOBaHNIE
XKT, wuppurockommsi, ®I'ZIC, mmarHocTMpoBaH
XPOHUYECKMI TacTpPUT, AyOomeHUT, KoiauT. IIpoBe-
JieHa Tepalms oMe30M, (Pypa3oJIuaoHOM, JSHOJIOM
apdexTa He okazana. B mocienyrolieM Bce yaille
o6ecnokoun auckoMpopt XKKT, u, ocobeHHO, OH
CTaJl BBIPaXXEHHBIM B IociaenHue 1,5 roma: 6oabHast
OTKa3blBajach OT MpreMa IMIIM, HapacTajo MC-
xygaHue. IIprucoenMHUINCh XaloObl CO CTOPOHBI
HEPBHOI CUCTEMBI: TOJIOBHBIE 00JIM, TOJJOBOKPYKE-
HHUe, TUIoXol COH. bojbHas crajia pazapakuTeb-
HOW, mIakcuBoil. B xonomHoe BpeMsl rojaa IMosiBU-
JIUCh CUHIOIIHOCTb M TIOXOJIOJaHWE KUCTEH, CTOIL.
B nerckue roanl pa3BuBajgach HOPMaJIbHO, MPOSIB-
Jisiaa, UHTepeC K JIMTepaType, CIOpTy. 3aKOHYMUJa
c otinuureM 11 kiaaccoB, HO moctynaTh B BY3 He pe-
LIMJIACh MO COCTOSIHUIO 310POBbSI.

IIpy moCTyIuieHMH B OTAEJEHHE OTMEYaloCh
3HAYUTENIbHOE MCXydaHue: Bec 36 KrI, pocT 163 cM.
oOpamaiu Ha ce0sl BHUMaHUE BHEIIHUIA BUJ 00/Ib-
HOW, CKeJIeTHbIe aHOMaJWM: TPEeyrojabHoW ¢op-
MBI TIOZOOPOIOK, TOTHYEeCKoe Hebo /medopMaliust
nepeaHux 3y0oB, KO3 rpyaHOro OTaeja MO3BO-
HOYHHWKA, PE3KO BBICTYHAIOIINE OCTUCTBIE OTPOCT-
KM IIeHHO-TpYAHOTO OTAeaa Mo3BoHOYHMKA. Koxka
cyxasi, wenaymutcsa. Cunapom PeifHO BepXHUX U
HIDKHUX KOHEYHOCTEH: CTOIBI M KUCTU CUHIOIIHEIE,
XOJIOIHBIE, IMYyJIbC HAa COCYAaX He MpolilyIbiBaeTcs. B
JIETKUX U3MEHEHUS He ompenesiauch. ToHbI cepaua
sgcHble, ynucThie. [Tynbc 38-40 ynapos B 1 MmuHyTy, A/l
60/50 MM pT. CT., ITeUEHb, CeIe3eHKA HE MPOLIYIIbI-
BaJvcCh. bOIE3HEHHOCTh MO XOMY TOJCTOrO KUIIeU-
HUKa. bojibHasg Oblla 3MOLMOHAILHO JIAOWJIbHA:
Jernpeccus YepeaoBajach ¢ pe3KUM BO30YXKIEHUEM,
arpeCCUBHOCTBIO, TIaKCUBOCTbIO, KPUKaMM, OT-
Kas3blBajach OT OOCeA0BaHUs, MpUeMa MUIIH, Jie-
KapCTB.

KinuHunyeckuii aHaau3 KpoBU, OMOXUMUYECKIE
HUCCIeJoBaHus, caxap, KoaryjorpaMma, TpaHCaMu-
Hasbl, OMIUPYOMH KpOBHU ObLIU B IpeaesiaX HOPMBIL.
OnmHOKpaTHO onpeaesuics 0e10K B Moue - 0,033 1/

OKI: CUHYCOBBIIi PUTM, CUHYCOBasl OpaauKap-
aus (38-40 yo. B 1 MUH), HapylleHHE MPOLECCOB

penospus3aluu (oTpuuaTebHbIi 3yoel T B cTaH-
JApTHBIX W TPYIHBIX OTBEICHUSIX)

PBI: pe3koe cHUXeHUE 00BEMHOI0 KPOBOTOKA
JIEBOI CTOTbI, 3HAUUTEJIbHOE JIEBOI TOJIEHU U TMpa-
BOIi CTOTIBI, YMEPEHHOE TTPaBOii TOJCHU.

V3WU cepaua: mposanc MUTpaJbHOTO KjarnaHa I cT.

Pentrenonorndeckoe nccinenoBanue OI'K: ner-
KUe U cep/lie B Ipefiesax HOPMBbI.

BosibHasi KOHCYJIBTUpPOBAaHA HEBPOMATOJOIOM,
MCUXUATPOM, TICUXOTEparieBTOM: acTeHOAEIpec-
CHBHBIII CMHIPOM Ha ()OHE BBIPpAKEHHBIX COMATH-
YeCcKMX HapylieHuit. Tepanmst aHTUOEIIpecCaHTaMU
6e3 addekTa. YuutbiBasg KIMHUYECKYIO KapTUHY:
M3MEHEHHUS CO CTOPOHBI CKesleTa, KOXU, CepAeYHO-
COCYIMCTON CUCTEMBI, HEPBHOM CHCTEMBbI, BETETa-
TuBHBIe paccrpoiictBa XKKT, HapacTaHue gemnpec-
CHBHOTO CHUHIpPOMA 3arloJ03pEHO TeHEeTUYECKHU
JeTepMUHUpPOBaHHOE 3aboseBaHue. [laneHTKa Ha-
MpasjieHa Ha KoHcyapTanuio B XCMI'LL.

Ha momeHT ocmorpa B XCMI'LL cocrosiHue
CpenHel TSKeCTH, MalMeHTKA Xajlod He MpeabsiB-
JISIET, OTHOCUTCSI HE KPUTUYHO K COCTOSIHWIO CBOE-
IO 3I0POBbSI, BHICKA3BIBAET CYNIIUIATBHBIE MBICIIH.
HeratuBHo HacTpoeHa Ha ocMoTp. KpaiiHuii Hera-
TUBU3M TI0 OTHOIIEHWIO K MaTepu. OTKa3bIBaeT-
Csl OTBEYaTh Ha BOIIPOCHI, B CBSI3U C YeM Ha IIpUEM
npuriaiieHa Mama OoJibHOM. MaTrh NpeabsBiseT
>Kajo0bl Ha pe3Kuil JeUIIMT Macchl Teaa, aMeHO-
pero, 3aMKHYTOCTb, IJIOXON ammeTuT, B3AYTUE XKU-
BOTa, NIEPUOANYECKHE 3aITOPbl, HEUACThHIE TOJIOBHBIE
00J11, TMTOBBILLIEHHYIO C1a00CTh, YTOMJISIEMOCTb Y 10-
yepu, MOsIBJICHUE PEe3KOro HeraTUBU3Ma B IOCeI-
Hee BpeMs. Joyb OTKa3bIBaeTCS MITH HAa KOHTAKT
C MaTepbio.

JIomoTHUTEILHO K aHaMHEe3y COo0IIuIa, YTo B
2003 roay y npobaHaa MOSBUJIKUCH XKaja00bl Ha OOJIN
10 X0y KMIIIEYHNKA, B3AyTHE XMBOTA, YYBCTBO IIE-
pETOIHEHUS Xeayaka. 3a MeAULMHCKON TTOMOIIBIO
He oOpalanach.

B 2005 romy B cBSI3U C YXyIIIEHUEM COCTOSTHUS
3M0POBBS (YYaCTUIUCH OO B IIUTACTPATBLHON 00-
JIaCTH, TI0 XOIy KHWIIEYHWKA, yXyaiuics ¢oH Ha-
CTPOEHUsI, TOSBWIACh B3MOILIMOHAJbHAS JIAOWIb-
HOCTb, HAKJIOHHOCTb K IEIIPECCUBHOMY COCTOSTHUIO,
HEKOTOpasi 3aMKHYTOCTb), ObLa TOCIMUTAIU3UPO-
BaHa B OKb. [IuarHocTMpoBaH: XpOHUYECKHUA Tra-
CTPOJYOJEHUT C HapyIIEHUEM CEKPETOPHOI (hyHK-
LIMU KeJTyIKa, XPOHUYECKHI KOJIUT ¢ TUCPYHKIIUEH
KUIIIEYHUKA TI0 TUIIOMOTOPHOMY THITY, HEHPOLIMP-



KniHiyHa reHeTuKa i nepuMHaTanbHa giarHocTuka, sun. 1, 2013

KyJISITOpHAs TucTOHMUS cMemmanHoro tumna, CH-0 ct.
ACTeHO-IEeTIPeCUBHBIN CHHIPOM C CcOoMaTodOopM-
HOW BereTaTMBHON NUCGhYHKUMEN MUILEBAPUTEIb-
HOW CHCTeMBbl. bl peKoMeHI0BaH TIpreM aHTUIe-
TIPECCAHTOB.

Ha ¢done mpreMa maHHBIX TIpeTrapaToB COCTO-
STHE HECKOJIbKO VIIYUIIIOCH: TTOSIBUAJICS aIlIICTHUT,
VIIyYIIMIOCH HACTPOSHUE.

brlma BeITIMcana 1o HabmoieHe TaCTPOIHTE -
poJora, HeBpoItaToyora. MaTh Hayajia 3aMeJaTh Ha-
pyllleHe B IOBeIeHN pebeHKa: cTajla 3aMKHYTOM,
HEeA0BEPUYUBOIA, «Iepedupaa» Bele, 00571aCh ChbeCTh
«He3TopoByI0 NuITy». CheB HEOOJBITOE KOJTUUIEC-
TBO €Ibl TOBOPWJIA, YTO HACBITWIACK. llosBmimch
HapylIeHUs] OBapUaJIbHO-MEHCTPYaJIbHOTO IMKIIA.
Ha 3ameuyaHust MaTepu O COCTOSIHMU 3IOPOBbS pe-
arupoBajia oTpuilaHueM 0ose3Hu. Hagana xymers,
3a 2,5 roga moxyzaena Ha 14 xr (B 2006 rogy Bec —
50 xt, B HacTosIMit MOMeHT — 36 Kr). Ha (poHe BbI-
paxkeHHOTo nedHIINTa MacChl Tejia B MOCIeIHUE 2
roaa HabJloIaeTCs BTOPUYHAS aMEHOPEsl.

B mocaenyomem nmanmeHTKa Xano0 He Ipeab-
SBJISIIa, J€BOYKA CTAHOBWJIACH BCe 0ojiee 3aMKHY-
TOM, OTMeYayach BEIpaXXeHHAasl CIa00CTh, ITOSBU-
JIOCh YaCTOE «ypYaHUE KUILICUHUKA».

VxyauieHre COCTOSIHUSI HapacTaio U K (eB-
pamo-Mapty 2009 roga y mamyMeHTKM BeAyLIMMU
OBUIM: KaXeKCHUsI, HapylICHUE CTyJa, BEIpaXKeHHasI
€J1a00CTh, YTOMJISIEMOCTh, HAPOCI SMOLIMOHAIBHO-
BOJICBBIC HApYIICHUSI, OSIBUJICS HETATUBU3M, 3aM-
KHYTOCTb, TOTO3PUTEILHOCTh, HETATUBHOE OTHO-
leHue K cebe M okpyxawmuMm. B cBsa3u ¢ yxyna-
meHueM coctostHus 04.03.2008 r. mareHTKa ObLIa
noBTOpHO rocnutanusupoBaHa B OKb, rae nmpoxo-
JUT Kypc 00Ce10BaHMsI B HACTOSIIIEE BpeMsl.

M3 aHaMHe3a XM3HU H3BECTHO, YTO BO3pacT
poauTteneit Mpu poxaeHUU mpodaHma: oty — 34,
matepu — 27 neT. bepeMeHHOCTb npoTeKaia 6e3 oc-
JoxHeHuit. Ponsl B 39-40 Henenb — pusnoiornyec-
kue. Bec npu poxaenuu 3800, poct 51 cm. Ilepuon
HOBOPOXIEHHOCTU MpoTeKan 0e3 OCOOEHHOCTE,
pocjia U pa3BUBaJacCh COOTBETCTBEHHO BO3PACTYy.
B Bo3pacrte 6 JieT nepeHeca IPUIII, TSKEJI0e Teue-
HHUeE, MOocJIe Yero MosIBUWICS 3alax aleToHa U30 pTa.
IMTocne nHdyY3MOHHOM Tepaluyu COCTOSIHUAE YJIyYIIU -
Jiock. Mecsunble ¢ 13 set. C 2005 roga — BTopy4Has
aMeHopesl.

B denorumne — Bec 36 kI, poct 163 cMm, equ-
HUYHBIE HEBYCHI, TEJICAHTUAKTA3MH1, CYXOCTh, OJIe-
HOCTb KOXHM, aKpOIMaHO3, MPaMOPHEI PHUCYHOK
KOXH, JOMKOCTh HorTeit. ToHKIME, TOMKHE BOJIOCHI
Ha roJjioBe, rumneptpuxo3. HemoctaTok moaKoxXHO-
KMPOBOTO CJI0SI, MBIIIIEYHAsI TUITOTOHMSI. BEICTyITa-
IOIMIA 100, HU3KAs JUHUS pocTa Bojoc. aMHHoe
JINIIO, YBEJIMUEHHbBIE YITHBIE pAKOBUHBI, CHHO(DPU3,
KOPOTKHUIA HOC, MAaKpOCTOMUSI, HEIOPa3BUTHE BEP-
XHE M HIDKHEH 4YeJIIloCTH, KapHec, TOTUYECKOe
HEODO, MIMHHA e, y3Kasl rpyaHas KjaeTka, Kudos,
3aIlaBIINI KWBOT, TUIIEPMOOMIBLHOCTb CYCTABOB,

TUIOCKOCTOMMWE, BapycHas YCTAaHOBKa CTOI, Iepe-
pa3rubaHve KOJICHHBIX CYCTaBOB. bpaaukapaus
40 ymapoB B MUHYTY, IPOJIarc MUTpaJbHOIO KJiamna-
Ha, KaxeKcus.

KnuHuKo-reHealornyecKuii  aHainu3 BBISIBUAI
OTSAATOIIEHHOCTh  POAOCJIOBHOU TI0  CepAeYHO-
COCYIUCTOM, OHKOJIOTMYECKON IIaTOJIOTUU, YMC-
TBEHHOU OTCTAJIOCTU U OECTUIONUIO.

B HeBponornueckoM craryce — 60bHasI Kpaii-
HE HETaTUBHO HACTPOEHA Ha OCMOTP, OTKA3bIBA€TCS
OT OCMOTpa, COIJIalIaeTCs HA OCMOTP C OIpeAe/eH-
HOM 10J11 HEraTUBU3Ma, TTOCJIe IJTUTEJIbHO Oecebl.
Kareropuyecku otpuuaer aroodbie Xanodbl. B cra-
Tyc€é — YCTAaHOBOYHBI HHUCTarM, OCJAOJEH aKT
KOHBEPreHIIMA, B OCTAJIbHOM YEPEITHO-MO3TOBas
WHHepBalys 0e3 oco0eHHOCTeil. MblllieyHas cuia
U ToHyC 11 dy3HO cHUXeHbI. CyXOXUIbHbIE ped-
JIEKCBI OXXKUBJIeHBI, D=S, aXu10BbI TOJUKUHETUY-
Hele. He maer mpoBepuTh MaTOJOTWYECKHME CTOII-
HbIe 3HaKW, KOPIWMHATOPHbBIE MPOOBI OTKA3bIBAETCS
BBIMOJTHATE. Bo BpeMst XonbObl aTakcuu HeT. Pe3ko
CHIXeH (poH HacTpoeHus. Ha MoMeHT ocMoTpa B
CcTaTyce MMEET MECTO ABYCTOPOHHSIS MUpaMMIHas
HEIOCTaTOYHOCTh, NEMPECCUBHBINA CUHIPOM.

V3W BHYTpEHHMX OpraHOB: BbIpak€HHas Ie-
pUBacCKyJISIpHasd WHQWIBTpaUMs B TEYEHU, Iepe-
U0 XXeTYHOTO Iy3bIpsl, TPU3HAKY ITaHKpPeaTOMaThuu
(YMeHbIIIEeHHEe pa3MepoB, 3€pHUCTasl CTPYKTypa),
KOCBEHHBIE TPU3HAKKU TacTPUTA.

V3U noyek: mpaBOCTOPOHHMI HEDpONTO3, Me-
pUBaCKyJISIpHas WHGWIBTPALUs, IIOJHOKPOBHUE MO-
YEYHBIX CUHYCOB.

KoncynbrupoBana mupektopom XCMI'L,
ui.-kopp. AMHY, 1. men. H. E. 5. IpeyanuHo¥i.

YuuTthiBasg XaJloObl, aHaAaMHE€3, OCOOEHHOCTHU
(beHOTHMITA, TMHAMUKY Pa3BUTUS 3a00JI€BaHMS, TaH-
Hble KJIMHUKO-T€HEaJOrMYecKOro aHajau3a, coMa-
TUYECKOro, HEBPOJOTMYECKOIO CTaTyCOB, JOTOJ-
HUTEJBbHBIX METOAOB 00CIeTIOBAaHUS MOXHO TyMaTh
0 roMouMcTuHYpuu B couetanuu ¢ MNGIE cunn-
pOMOM.

PexoMeHnoBaHO 1000cCenOBaHUE U TIPOBEIE-
HUE KO-(haKTOPHOU Tepamnuu.

K tepanun nob6asuts: B, o 50 mr/cyr, donue-
Bast KMCJIOTA 1O 3 MT/cyT, puOodaaBuH 110 1 TabneT-
Ke 3 pa3a B JeHb.

OcmMoTp mocie n1oo0CIeqoBaHUs ST KOPpPeK-
LIUY TAKTUKY BEACHMUSI.

JaHHBIE IPOBEIEHHOTO 00CIeA0BAHUSI.

BB2XKX: mnoseimenue ypoHs jmiuHa 0,300
(mopma 0,083-0,238), ocTanbHBICE MOKa3aTeln
B IIpeesiax BO3pacTHOM HOPMEL.

B OmoxmmudyeckoMm aHaau3e KpOBU — IIOBBI-
IIeH OOIIMii XoJieCTepMH 5,5 MMOJbL/IT (HOpMa
3,08-5,18), ocTaibHbIE MOKA3aTeaU B Mpeaeaax Bo3-
PacTHOU HOPMBI.

B ypuHommsuce —
CynkoBuua.

B TCX yrieBogoB MOUM — CJI€AbI TJIOKO3bI.

oTpuliaTeNbHas IIpoba
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TCX AK u yrineponos kposu, TCX AK moun —
HOpMOTIpaMMa.

OKCHUIIPpOJIMH CyTOYHOM Moun — 29,4 (Hopma
24,9-48,5).

PBI BepxHUX Y HUXKHUX KOHEUHOCTEM — CUH/I-
poMm PeiiHo.

OKI — cuHyCOBBIN pUTM, CHHYCOBasI OpaanKap-
nust 40 ymapoB B MUHYTY, BepTUKAJIbHASI ITO3UIIUSI
cepala, HapylleHUe IIPOLIECCOB PEIOISIPU3AIIAMN.

Oxokapauorpaduss — npoaabupoBaHUE MUT-
paibHOro kjamaHa I creneHu.

MonekyasspHO-reHeTUYEeCKU It aHaJIu3 — HUCCe-
JIOBaHBI ITOJIMMOP(GU3MEI B TeHaX CUCTeMbI (ojaT-
Horo nukJja. O6HapyXeH noaMMOp@HbBIA BapuaHT
677 C—T MTHFR CT. HccnenoBaHbl ITOIUMOP-
(¢u3mebl pakTopa FV-reHHbIl moauMophu3M He 00-
HapyXeH.

IToBTOpHAs1 KOHCYAbTaLMS 3aB. Kadenpoil me-
JIULUUHCKONW reHetuku XHMY, un.-kopp. AMHY,
1. Mel. H., mpodeccopa IpeuannHoit E.A.

Kanobbl 60JbHOI, HUCTOPUS pa3BUTUS 3a00-
JIeBaHUS, CBEIECHUS IO POIOCIOBHOI, MpOraeau-
€HTHOE TeYeHUe, CUCTEMHbIC HapyIlIeHUs, a TaKXe
(peHOTUIIMYECKME OCOOEHHOCTU, OMMCAHHBIE paH-
Hee JalT OCHOBAaHME CUMTATh, YTO y OOJbHOU UMe-
€T MECTO HacJeICTBEHHOE HapylleHue OOMeHa
BELIECTB B BUAE FEHETUYECKOT0 KOMITAyH1a, pPe3y/ib-
TaTOM KOTOPOTO SIBUJIACh MMO-HEHPO-XKeayd0YHO-
KMIIIeuHas dHIedanonaTrsi, BOSBHUKHOBEHUE KOTO-
poii 00yCIOBIEHO MUTOXOHAPHUAIBHON MyTallieit u
CHUXXeHue akThBHOcTU ¢pepmeHTa MTHFR.

3a MOCIeTHIO HENETI0 OTMEYEHA TTOIOKUTEb-
Hasg auHamuka: npudasuia B Bece 400,0 1, cTana ak-
TUBHEE, YIyYILLIUIOCh HACTPOEHME, YIIIe] HETaTUBU3M,
MOJIOXKUTEIBHO pearupyeT Ha JieueHue, cTajaa o01IaTh-
Cs C MaMOM, YMEHBIIIWIACH CTA00CTh, YTOMJISIEMOCTD,
YTO CBUAETEILCTBYET O HEOOXOAMMOCTH AabHENIIeH
JUeToTepanuu 1 KohakTOpHOU Teparuu.

Heobxomumo ysemmuuts no3y B, mo 100 mr/cyr,
(omeBoii KucioTel 10 5 Mr/cyT. K Tepammm 1o6aBuUTE:

- youxuHoH 2,2 M B/M 1 pa3 B 3 mast Ne10.
- KooH3uM Q, 90 mMr/cyT.

JaHbl peKOMEHIALNHY 10 TUSTOTePATTHMN.
IToBTOpPHBII OCMOTp Yepe3 1 Mecsil.

3aKIIOUNTEeNbHBI ~ OMArHO3:  MUO-Heipo-
KeJIyIoYHO-KUIlIeuyHast sHuedanonatus. Hapymie-
HUe akTuBHOCTU (pepmeHTa MTHFR.

B nanbHeiiiem Ha (oHe KodaKTOpHON Tepa-
MMy y OOJIBHOM OTMeYeHa ITOJIOKUTEJbHAs IMHA-
MuKa. Yepes 4 Mecsia Ipy ITOBTOPHOM HCCIeI0Ba-
HUU COCTOSIHME OOJIbHOM YIOBJIETBOPUTEILHOE: BEC
YBEIMYWIICS Ha 4 KI, MCUYE3IN TPOSIBICHUS (PYHK-
IIMOHAJIBHEIX PACCTPONCTB CO CTOPOHBI HEPBHOI
cuctembl, XKKT, yien menpecCUBHBIA CUHAPOM.
Viy4immauch mokasarean reMOAMHAMUKU: ucuyessa
Opanukapaus. HopmannzoBaacs KPOBOTOK BEpXHMX
1 HU>XXKHUX KoHeuHocTtelt (PBI' B mpenenax HOpMbI),
MEHee BhIpaK€HHBIMM CTaJIM HapyIIeHUs Mpolecca
penoisipu3auuu no gfaHHbeIM DKIT.

Yepes 6 MmecaueB Ha ¢oHe LIUMKIOBOU Kodak-
TOPHOM Tepanuu W AUETOTepalMyd OTMEYeHa I10-
JIOXUTEebHAs TUHAMMKA W cTabuan3alus mpolec-
ca Bec 50 Kr, 4yBCTBYET ce0s1 yIOBJIETBOPUTEILHO,
B HEBPOJIOTMYECKOM CTaTyce 0e3 04aroBOCTH.
PekoMeHI0BaHO NPOAOIKUTh AUETOTEPAIIUIO.

BriBoabl

IIpencraBieHHble JaHHBIE JTEMOHCTPUPYIOT
HOBBIU MOAXOI B 00OCJIENOBAHUU U BeIeHUU OOJIb-
HOTO B HacTosIIee BpeMs Ha CTBIKE HECKOIBKMX
HayK (MEOWIIMHCKOW TeHETWKM, BHYTpEHHEl Me-
IUIIAHBI, OMOXWMUM, MOJIEKY/ISIPHON TEeHETHKH),
YTO JaeT BO3MOXHOCTD B KaXKIOM KOHKPETHOM CITy-
yae BBIOpaTh WHAWBHUAYAJIBbHO JIEUEOHYIO TAKTUKY C
Y9eTOM TIaTOTeHETUYECKNX MEXaHW3MOB Pa3BUTHS
MaTOJIOTUU, OOILLIEr0 COCTOSIHUSI OobHOro. JlaHHas
TaKTWKa ITO3BOJINT JOCTUYb HAWJTYJIIIETO pe3yabTaTa
B IUArHOCTUKE U JIEUEHUU OOJIbHBIX C ITATOJOrUeil
BHYTPEHHUX OPTaHOB.
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CUHAPOM PETTA 'Y MAJIDYMKA

Ipeuanuna E. A.
Yxpaunckuit uncmumym xaunuueckoii eenemuxu XHMY, Xapvkos, Ykpauna,
Xapokos, np. Ilpasost, 13, e-mail: mgc@ukr.net

Baenenue

Cunapom Perta — omHO 13 Hauboiee pacIpo-
CTpaHEHHBIX 3a00JIeBaHMUI B psIIy HACJIEACTBEHHBIX
(opM yMCTBEHHOI1 OTCTAJIOCTH Y JeBOYEK, Ha3BaH-
HOE T10 IMEHHU BIIEPBEIC €r0 OIMCABIIETO aBCTPUIi-
ckoro meauatpa AHapeaca Perra. B Hacrogiiee
BpeMsI HAKOIUIEHO JOCTATOYHO TOKA3aTeILCTB IeHe -
TUYECKOU ITpupoasl cuHapoMa Perra. Tak, marono-
TUsI BCTPEYaeTCsI IIOYTH MCKITIOUUTEILHO Y IeBOUYEK.
M3BecTHO HECKOIBKO ONMCAHHBIX CJTy4aeB BO3HUK-
HOBEHUsI CHHIpoMa PeTTa y MaJIb4MKOB.

JmarHocTrudeckue IIOMCKU cHHApoMma Perra
MOJDKHBI BKJIIOYATh CIIEAYIOIINE KPUTEPUM: Tede-
HUE TpPEeHATaJbHOIO M TEPMHATAJIBLHOTO IIepHOIa
0e3 OTKJIOHEHW, HOPMaJIbHYIO0 OKPYXKHOCTh T'OJIO-
BBI IPU POXIECHUN C MOCIECAYIOIINM 3aMeVICHUEM
pocCTa TOJIOBBI MeXAY 5 MecsliaMu U 4 rogaMu; To-
Tepsl IIPpUOOPETEHHBIX 1IeJIeHAIIPABICHHBIX IBIXKE-
HUI pyK B Bo3pacTe oT 6 10 30 Mecs1ieB, CBI3aHHYIO
MO0 BPEMEHM C HapylleHHeM OOIIeHUS; IIyOoKoe
MOBPEXICHNE SKCOPECCUBHON M HMMIIPECCUBHOM
peur u Tpybas 3amepkKa IICUXOMOTOPHOTO pa3BU-
THS, CTEPEOTUITHBIC OBYDKCHMSI PYK, HAIIOMUHAIO-
IIY¢ BbDKMMAaHUE, CTUCKUBAHUE, XJIONKHU, “MBIThe
pyK”, MOTHpaHUE, TOSBISIOLIMECS IOC]e IOoTepu
LeJIeHaNPaBICHHBIX ABIDKCHUI PYK; HapyIICHUS
MOXOIKHM (aIlpaKCUM M aTaKCHUM), BBISBIISIOIIECS
B Bo3pacTte 1 — 4 jet. B HacTos1ee BpeMsT METObI
TepareBTUYECKON KOPPEeKIUM JAHHOW ITaTOJIOTHH
KpaifHe OrpaHMYeHBl M CBOISATCS K CUMIITOMATH-
YECKUM CPEICTBAM.

ITox HamuMm HabIOAEHUEM COCTOUM 12 00JIb-
HBIX. Y OHOTO U3 HUX BIIEPBEIC B YKpanHE Haiime-
Ha Myrauust K286fs BHyTpy TpaHCKPUIILIMOHHOTO
JIOMEeHa.

IHenplo 1aHHOrO COOOLIEHMST SIBISIETCS  Je-
MOHCTpaLUs KJIMHUYECKOro HaOMI0IeHUsT peadu-
JMTanmu pedeHka ¢ cuHapoMoMm Pertra.

Marepuabl 1 METOAbI

Comaruueckue ucciaeJoBaHusl, KIMHUKO-TeHe-
aJlorn4yeckyre, CUHAPOMOJIOTUYECKUI aHaMHe3, 10-
MOJIHUTEIbHBIE METOABI 00CIeIOBAHNS.

Knunnyeckoe Ha0moneHne

B XCMI'LI HanpaBieH peObeHOK B Bo3pacTe 3
JIET B CBSI3M C 3alepKKOM CTaTO-KMHETHYECKOTO,
TICUXMIECKOTO Y PEUeBOT0 PA3BUTHSL.

Ha MOMeHT mocTyIieHIsT MMEeJINCh XKajlo0bl Ha
3aIEPKKY MHTEJIJICKTYaJIbHOTO M PEYEeBOTrO Pa3BU-
THSI, TIOBHIIIICHHYIO BO30YINMOCTb, Pa3IpakUTeIb-

HOCTh peOeHKa, OTCYTCTBHE HABBIKOB OMPSITHOCTH,
TMepUOANYECKIE TIPUCTYIIBI arpeccuu K cebe U oK-
PYKaroIIM, HaBI34YMBBIC OBIDKCHMSI PYK, IIEPHO-
MAYECKUE 3aMOPhI.

AnaMHe3 0Oone3Hu: Math cuuTaer pebeHKa
OOJIbHBIM C POXACHUS, KOrJa OTMedaslach MOBBI-
1IeHHast BO30yIMMOCTb, TIJIaKCUBOCTb, TOCTOSIHHBIE
3anopsl. Cocrosin Ha “J1” ydyeTe y HeBpoImaroJora.
B Bo3pacte 11 Mec., mocie nepeHeceHHON KuIey-
HOIl WH(PEKIUN, MCUYE3TIV HaBBIKM OIPSITHOCTH,
Y4acTUIMCh 3amophbl. B CBSI3U ¢ MOBBIIIIEHHON BO3-
OYIMMOCTBIO, 3aIepKKOI Pa3BUTHSI, HABSI3UUBBEIMU
JIBWXKEHUSMU PYK B Bo3pacTe 2 JieT KOHCYJIBTUPO-
BaH B ['JIb Ne5, roe ycTaHOBJIEH IUarHO3: CMHIPOM
TUTIEPBO3OYIMMOCTA Ha PE3UIyaIbHO OpraHudYec-
KoM ¢oHe. PexkomengoBaHo DuuuH, DKCTpakT
BasiepuaHbl, [lepceH. Tepanust 6e3 3HAYNUTETBHOTO
noJioxuresbHoro addexra. IIpu MOBTOpHON KOH-
CyJbTallMM B BO3pacTe 3 JIET YCTaHOBJIEH AWArHo3:
CUHAPOM THUITEPBO30YAMMOCTH, 3aJEepXKa pEYeBO-
ro pa3BuTus. Aytuam? C 3TUM IMarHo30M pedeHOK
obL1 HampaByieH B XCMI'LI.

AnamHe3 ku3HM. Poausics oT TpeTbeil Oepe-
MeHHOCTHU B cpoke 40 Henenb. Bec mpu poxaeHuun
3300 rp., poct 50 cM. Ha ecTrecTBEeHHOM BCKapMJIM-
BaHUM — 110 1,2 jieT. B aHaMHe3e —pecnupaTopHbIE,
KHIIeYHBIe MHPEKIINH.

KinnHuKo-reHealornyeckii  aHajaIu3 BBISIBUJ
OTSATOIIIEHHOCTb POJOCIOBHON MO CEepAEYHO-COCY-
JIMCTOI, OHKOJIOTUYECKOM ITaTOJIOTUU.

B denotune mpobaHma obpalaloT Ha cebs
BHMMaHWE 3aJepXKKa IICUXUYECKOTO pa3BUTHS,
HaBSI3UMBBIC ABIKEHHUS PYK, OJEIHOCTH KOX-

HBIX TTIOKPOBOB, MBIILIEYHAsI TUTIOTOHMS, IITUPOKOE
JINIIO, TUIIOTEJIOPU3M, TOJIyOble CKJIEPhI, IJIMHHBIN
(unBTp, KOPOTKad 1Ies, IMPOoKas rpyaHasl KJIeTKa,
OpaxuagaKTUIMS.

Puc. Denomun npobanda
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Bo Bpems mabmonenust B8 XCMI'Ll mpoBomu-

JIOCh 00C/IeIOBaHNUE:

+ Kapnorun — 46XY, 14pstk+, G-okpacka,
C-okpacka, 1% XpoOMOCOMHOI HECTaOMIIBHOC-
TH.

+  TCX aMMHOKMHCJIOT KPOBH — HOpMOTpaMMa;

+  TCX yrieBomoB KpOBH — HOPMOIPaMMa;

*  buoxumnueckuit anamus kposu (10.06.07) —
kanpuuit 2,05 MMmonb/n (N=2,2-2,7 MMoJib/n),
menoyHast ¢ocdarasza — 280,7 En/m (N 120-
275), obmmii ounupyouH — 22,0 Mxmonb/1 (N
1o 20,5), octalbHbIE IIOKa3aTeau B Ipeaeiax
(pM3MOTOrNIECKO HOPMBL.

»  Xnopunbl nota — 28,9 mmonb/n (N 1o 40)

*  HWccaegoBaHue aMMHOKHUCIOT MeTtogoM Piko-
Tag — moka3aTenu B mmpenesiax HOPMEI.

* AOGmoMuHaabHas 3xorpadus: yMepeHHbIe Tud-
(y3HBIC M3MEHEHMS ITapeHXUMEI edeHn. BoI-
paXeHHbIe MPU3HAKU XOJELHUCTOXOJAHIUTA,
naHkpearonatuu. MeTabonnyecKue H3MeHe-
HUS B IOYKaX, YMEPEeHHBI ypocTas

*  HWccaegoanue noiaumopdusma TeHOB dep-
MeHTOB ¢omatHoro nukina (MTHFR 667 C/T
u MTRR 66 A/G) —o6HapyxeH MoIUMOpOU3M
MTHEFR 677 TT, MTRR AG.

Ha ocHoBaHMM xXa100, JaHHBIX aHAMHE3a, KJTU -
HUKO-TeHEeaJOrMyeCcKoro aHajam3a, O0CoOeHHOCTei
(peHOTHINA, JAHHBIX HEBPOJOTMYECKOrO CTaryca W
pe3yJIbTaTOB JOIMOJHUTEIbHBIX METOIOB UCCAEA0BA-
HUS YCTAaHOBJIEH IMarHo3: cuHapoMm PeTTta Ha poHe
JeduluTa MeTWIEHTeTparuapodoaaTpeayKTasbl
(HapylleHre METUTUPOBaHMS ). XPOMOCOMHBIN MO-
JUMOp(hU3M. DNUreHeTUYeCKasi 00JIe3Hb.

Hasnayena tepanus — Butamun B, mo 0,5 Tab.
2 pa3 B 1eHb, @osmeBast Kc1oTa 1o 1 Mr B aeHb, [1o-
JIMBUTaMUHBI “ Mynsru—Ta0c” o 1 1ad. 2 pa3a B IeHb.

Ha ¢one mpoBomumoii Tepanmmu oTMedanach
MOJIOXKUTEJIbHAS AMHAMMKA - PEOCHOK CTaJI CITOKOM -
Hee, 0oJiee BHUMATEIbHBIM, JIYYIlle BOCIIPMHUMACT
00pallleHHYIO K HEMY peub, YBEJIMIWIICS CIIOBAaPHBIIA
3arrac, 3HaYUTEJIbHO YMEHBIINIIACH CTEPEOTUIINS.

BoiBog,

TakuM oOpa3zoM, TNpaBuibHAs MHTEpPIIpeTaLUs
KIIMHNYECKNX U OMOXUMMNYECKIUX JaHHBIX ITO3BOJISI-
€T OCYLIECTBUTh CBOEBPEMEHHYIO JUATHOCTUKY Ha-
CJIeICTBEHHOI MaTOJOTUY U pa3pabdoTaTh KOMILJIEKC
peadMIMTAaLlMOHHBIX MEPOIIPUSITUNA, CHU3UTh UHBA-
Juau3aluio ojgarogapsi UHAUBUAYATBHOU KOppeK-
LUU.
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SIIMTI'EHETUYECKAA BOJIE3Hb, ACCOLHMNPOBAHAA C CUHAPOMOM MNGIE
U TUITEPTOMOLIMCTEMHEMMEM

Ipevanuna E. 4., Ipewanuna IO. b., Moaooan JI. B., 30viockasn E. II.
Yrpaunckuii unemumym xaunuueckoii eenemuxu XHMY, Xapvkos, Ykpauna
Xapvrosckuii cheyuaruzuposantblii MeOUKo-eeHemuueckuil yeHmp
61022, Xapuvkos, np. Ilpasoet, 13; e-mail: mgc @ukr.net

BBenenue

Cunapom MNGIE (MuTtoxoHapualibHasl Heil-
pOTacTpOMHTECTUHAIbHAST  dHUEedaroMruonaTst)
(CUHOPOM MHMOHEWPOTACTPOMHTECTH-
HAJIBHOM BSBHIE®AJIOIIATHUN; MNGIE),
(MITOCHONDRIAL NEUROGASTROINTES-
TINAL ENCEPHALOPATHY SYNDROME;
MNGIE; MYONEUROGASTROINTESTINAL
ENCEPHALOPATHY SYNDROME; POLY-
NEUROPATHY, OPHTHALMOPLEGIA, LEU-
KOENCEPHALOPATHY, AND INTESTINAL
PSEUDOOBSTRUCTION; POLIP SYNDROME;
MNGIE WITHOUT LEUKOENCEPHALOPA-
THY, INCLUDED) o0ycioBiaeH MyTallMsIMU TeHa
TP, konupyrouero TuMuanH dpocdopuiazy (TYMP;
MIM *131222). Ien kapTupoBaH Ha JUIMHHOM ILjIe-
ye 22 xpomocoMmbl (Jiokyc 22ql3.32-qter.). Tum Ha-
clieI0BAHKUA: ayTOCOMHO-peliecCuBHbIN. IlaTorenes:
Tumuaun ¢docdopunaza yyacTByeT B MeETaOOIU3-
M€ HYKJICOTUAOB M €€ HEeNOCTaTOYHOCTb MPUBOAUT
K HapyllIeHUIO npoleccoB pernkauuu MTIHK.

Kinunanyeckue nposiBjieHust

Kputepusimu auarHoza MNGIE sasnsiorcs:
TSDKEJIbIe HapyIIeHUsS MOTOPHMKHU KEIyIOYHO-KU-
IIEYHOTO TPaKTa, 3afepXKa (PHU3NIECKOTO PA3BUTHS
BILIOTH IO KaXeKCHUH, IITO3 M HapyxKHas 0(pTaIbMO-
TJIETUsI, CCHCOMOTOPHA MoJIMHeBponaTust. Bospact
Hayaja BapbUpyeT OT 5 MecslieB A0 45 JieT, Kak Impa-
BUJIO, TIEPBBbIE CUMIITOMBI TIPOSIBIISTIOTCS 10 20 JIeT.
Yaiue Bcero 3aboeBaHMe MaHU(ECTUPYET CUMIITO-
MaMW TTOpaXKeHUs XKeJIyITOYHO-KUIIIEYHOTO TPaKTa,
KOTOpPBIE BKJIIOUAIOT METEOPU3M, aOIOMUHAIbHEIC
0o, HEYCTOMYMBHIA CTYJI, OBICTPYIO HACHIIIA-
€MOCTh, TOIIHOTY, PBOTY, CHUMIITOMbI KHWIICYHO
HerpoxoauMocTH, aucdaruio. HeBpoiormueckue
HapylleHUs] IIpA 3TOM 3a00JIeBaHMM XapaKTeph-
3YIOTCSI MOTOCEHCOPHOM ITOJIMHEBpONaTHUE ¢ Ha-
pYIIEHWEM IMOBEPXHOCTHOM UYyBCTBUTECIHLHOCTH IIO
TUITy “TIepyaToK” U “HOCKOB”, CHUXKEHUEM CHUJIbI B
JUCTAILHBIX OTAeNaX KoHeuHocTell. B 50% ciy4aes
OTMEYaeTcsl HeHpoceHCOpHas TyroyxocTb. Pemko
HaOIIOMAIOTCS MMTMEHTHAs JereHepalys ceTYaTKI
¥ MHTEJUIEKTYyaJIbHbIe HApYIICHUS.

JuarHocTuka
ITpu SHMI BBISIBASIOT NPU3HAKU aKCOHAb-

HOI I[eMHeJ'[PIHH3PIpy10Hleﬁ ITIOJIMHEBPOIIaTUMN.

YV 60bLIMHCTBA MAMEHTOB B LIepeOPOCITMHAIBHOM
KUJIKOCTU oOHapyxuBatoT ieiiouuros. [Ipyu MPT
TOJIOBHOT'O MO3ra BBISIBJISIIOT MpU3HAKU AU PYy3HOI
JefikosHUedantonatuy. B mia3zme KpoBU BBISBISIOT
MOBBIIIEHNE KOHLIEHTPAUUU TUMUAWHA U JEOKHU-
cypuauHa. AKTUBHOCTb TUMUIMH ¢ochopuasbl
B JIEKOLMTaX KPOBU CHMKEHA M COCTaBISIET Me-
Hee 10% oT HopMBI. Takke BO3MOXHO IPOBEAEHUE
JHK-auarHocTuku.

Ilean padoTh

ITpencraButh ciay4yaili SMUTEHETMYECKOTO 3a-
0oJieBaHUsI, COIMPOBOXKIAIOMIETOCSI CUMITTOMATH-
KO MUTOXOHIpUATIbHOM AUCPYHKLIMU — CUHIpOMA
MNGIE.

Marepuajibl H METObI

CoBpeMeHHbIe U KjIacCu4yeckue: KJIMHUKO-Te-
HeaJlorMYecKurii, coMaTOreHeTUYeCKUil, OMOXUMU-
YECKUM, LMUTOTCHETUYECKUI, MOJIEKYISIPHO-TEeHE-
TUYECKUM, METOMIBI BU3YaJIU3ALIVU.

Pesynbrarnbl uccien0Banus

B XCMTI obpatunacek cembs T. ¢ pebeHKOM
4 ner.

Jluaenos npu Hanpaeaenuu: XpoMOCOMHas MaTo-
norust: mukpozaenenust (1p36.21,p36.13). buare-
paJibHbIN LiepeOpaIbHbIA MapaJny CIacTUYECKON U
THUCTOHUYECKOU (popMBI (YPOBEHB V B COOTBETCTBUM
¢ knaccudukanueir GMFCS). 3anepxka ncuxomo-
TOPHOTO U (PU3UYECKOTO Pa3BUTHUSL.

ConyTcTByIOIMiA IUATHO3: 3ajep>kKKa KOCTHO-
ro Bo3pacta. Huctpodus. Tsaxenoe pacCTpoicTBO
npuema nuiu. JnarHo3 ycTaHOBJIEH B OTACICHUU
BPOXIEHHBIX W HACJEICTBEHHBIX 3a00JieBaHUI
¢ nnopaxenuem ITHC Mockosckoro HUU neauar-
PUM U ACTCKOU XUPYPIUU.

AHaMHe3 XKU3HU

PeGenok ot 2 6epeMeHHOCTH (1 GepeMeHHOCTb —
MEIULIMHCKUI abopT), mnporekasuieii ¢ OPBU
B 20 Henenb, 1 MpexaeBpeMeHHbBIX poaOB Ha 27 He-
neJie rectaliui. Ponuiicsst MajlbuuK ¢ 9KCTpeMajlbHO
HU3Koi Maccoi tena -950 rp., poct-32 cM. Poabl
CaMOCTOSITEIbHBIE, B UUCTO SATOAUYHOM ITpeasiexa-
HUM, olieHKa 1o wkajne Amnrap 3/3 6amna. CocTosi-
HUE TIpU POXIECHUU OUYEHb TSIXKenoe, O0yCIOBIEH-
HO€ CUMITOMAaMU AbIXaTeIbHON HEA0CTATOYHOCTH,
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CHHIPOMOM IbIXaTeIbHBIX PACCTPONCTB HE3PEIOTO
tuna. Ha 5 cyTku Xu3HU peOeHOK C AUarHO30M:
CIHP I tuma (atemexrasel). IlHeBMoHms. LlepeO-
panbHast umemus 1l (BHyTpmKeIymouyKOBBIE KpPO-
BOMBIIMSIHUS). TIEpeBeACH B OTHCIACHME peaHUMa-
MM ¥ MHTCHCHUBHOI Tepanuu. PedeHok 49 cyTok
Haxoawics Ha annapatHoi MBJI (McKyccTBeHHOM
BEHTUJISILIMU JIETKUX). JIMarHo3 B OTaeJIeHUN PeaH-
mauuu: BpoxaeHHas nH@peKuusl (MHEBMOHUS, OM-
(hanut, rHOMHBIA KOHBIOHKTUBUT). LlepedGpanbHas
W1IeMUsl, HeOHaTajbHble cymoporu, yrposza ITBJI
(TMepUBEHTUKYJISIpHOW JeiikoMansauuun). CHUHIPOM
OpaguapuT™MuM. IunepOwiaMpyOuMHeMuss B CTaauM
paspelneHus. Mimemuueckas Hepponatus I cremne-
HU. [To3aHuii MeTabonnyecKuii auuno3. BropuuHas
HaAATMOYEYHUKOBAsI HEAOCTaTOYHOCTh. MUKpod-
TaJIbMUSI.

Ha ¢oHe mpoBoaMMOTro JieueHUsI COCTOSIHUE pe-
OeHKa cTabuaM3upoBalioch K 2 Mecsuam. [lepeBeneH
B IETCKOE OTAeJeHHUe ¢ AUuarHo3oM: bpoHxonerou-
Hag aucrutasus 11 — IV. LepeopanbHas uinemus 111
creneHu, I1BJI (mepuBeHTUKYISIpHAS JeMKOMasI-
1), Kucro3Has opma. HeoHaTanabHbIE CyTOpPOTH.
BropuyHasg HagmoyeyHMKOBas HEIOCTAaTOYHOCTD.
PernHonarus: I — Il Ha OD, I ctenenu OS akTuB-
Hag daza. MHOXeCTBEHHbIE TeMaHTHOMBI.

JuarHo3 npu Beinucke: HegoHoleHHOCTh 27
Heaeab. BHyTpuyTpoOHas mHeBMoHuMs. I1BJI (mepu-
BEHTUKYJISIpHAS JIeMKOMasIuMsl) KUCTO3Has (pasa.
CuHapoM yrHetreHusi. PeTrHomaTusi HEIOHOILIEH-
Hbix II — III creneHu. ITeMaHTMOMBI TTOCIE KPUOA-
CTPYKLMU.

®eHoTHI: HEBYCH Ha KOXE, TeMaHTHOMBI, Mpa-
MOPHOCTb KOXXM, HEAOCTATOK MOAKOXHON KjleTyar-
KM, TUIIEPTOHYC MBIIIIL, MbIILIEYHAs! AUCTOHMS, ac-
CUMETPUYHBIC YIIIHbIE PAKOBUHBI.

PonocnoBHas, cBeleHHsA 0 COCTOSSHUM 370POBbS
poauTesieii: POAOCIOBHAS OTATOILIEHA IO MYJIbTH-
(hakTOpUANTBHOM MATONOTUM (MHCYJIBT, aJUIEprus Ha
pacteHus, 2KKb, runoreHsus).

Kanobsl MaTepu pebeHKa ¢ poXXIAEeHUS II0 ce-
TOOHSILTHUIA T€Hb:

1. Otka3 pebeHKa OT eAbl M BOIBI, HAYMHAS C
rpyAaHoOro Bo3pacTa. B cBsI3M ¢ 3TUM HEOOXOAUMOCTb
MUTAHUS Yepe3 30HT ¢ 1 roga XXKM3HU MO CeroaHsIII-
HUl neHb. [lmay u 6eCroKOMCTBO MOCE KaXJI0ro
nprvemMa MUILIW, B3OyTHE XXWBOTA, KOJMKU, PBOTHI
(poHTaHOM, B aHAMHE3€ OTCYTCTBUE CAMOCTOSITE/b-
Horo ctyaa. CTya nocjie KAu3Mbl WA CTUMYJISILAN
Hec(OPMUPOBAHHBIN, 3€JI€HOr0 1IBeTa, C KUCIbIM
3amnaxoM (IOX0X Ha aMMMaK) U CJIM3bIO, Yalle KU1~
KWM.

2. 3amep:kka Habopa Macchl Tejia M pOCTa B IH-
Hamuke. [unorpodus.

3. 3amepkka IICUXOMOTOPHOTO Pa3BUTUSI pe-
OeHKa.

4. Tlcuxuueckue paccTpoiicTBa (TajTIOIM-
HallMM, CTpaxu, UCTEPUKHU, TMOBBILICHHAS MOTIU-

BOCTb), MAHWYECKME aTaKu, apuTMMS Ha (oHE He-

KOTOPBIX MPOAYKTOB MTUTAHUSI.

Pesynabratel mpoBeNeHHBIX MCCICIOBaHUI B

XCMTI'L:

* buoxumuueckuii aHaau3 kpoBu (oT 13 maga
2013 1) — ACT 154,97 En/n (Hopma 1o 36), doc-
dop 11,87 mmons/n (Hopma no 1,78), KpeaTuH-
kuHa3a 1309,93 En/n (Hopma mo 149), nakratae-
ruaporeHasa 1639,75 En/n (Hopma mo 345), Bce
OCTaJIbHBbIE MOKa3aTeld B Mpeaesax BO3pacTHOM
HOPMBI.

+ Jlaktar kpoBu (ot 13.05.2013 1) — 62,13 MKMOJIB/1T
(HopMma 18-72);

* UccrnenoBaHre OpraHMYeCKUX KUCJIOT MOYU Me-
TOAOM Ta30BOI XxpoMaTorpaduu M Macc-CreKT-
pometpun (ot 13.05.2013 r) — BBISIBJIEHBI U3Me-
HEHUS MeTabOJIUTOB: HapYLIEHUS] MUKPODIIOPHI
XKT;

* YpoBeHb ToMoIMCTeMHa B KpoBuU (OT 13 wmas
2013 1) — 9,6 MKMOJIB/T1 (HOpMa 10 5);

* Y3 ObII(o113.05.20131) — decdopmarnims xemrd-
Horo my3bips. [Tpuznaku J2KBIT. Auddy3Hble u3-
MeHeHMs napeHxuMbl neyeHu. [Touku: CripaBa —
66x25,7 MM, TIoJIOXKeHUE TUITUYHOE. JlIoXaHKa He
pacimiupeHa. EamHUYHBIE B5XOTreHHBIE BKJIIOYE-
Hus. CneBa — BeTBUCTBIN TUIT cTpoeHus YJIK,
60%x26,5 mMm. JloxaHka He paciuupeHa. EnuHud-
Hble 3XoreHHble BKIOUYeHMs1. YJIK 6e3 yeTkoro
Hapy>XHOro KoHTypa. HaamoyeyHuku He BU3ya-
JIM3UPYIOTCS.

14.05.2013 r. peOGEHOK KOHCYJIBTUPOBAH WJICH-
kopp AMHY, 1. men. H., npodeccopom E. 4. Ipe-

YaHWHOM.

3ak/oueHne

O1nieHuBas BeChb CIIEKTP MPOBEACHHBIX UCCIIEIO0-
BaHW, IMHAMUKY Pa3BUTHUS 3a00JIeBaHUS OT Havya-
JIo 0epeMEeHHOCTH, MOXKHO MPEATIOJI0XUTh, UTO Y pe-
OeHKa MMeeT MeCTO CIIOXKHOEe HapylleHrue (pyHKINU
reHoma, oOyCJIOBJIEHHOE M3MEHEHHBIM SITUTCHETH -
YECKUM CTaTycoM. B posiu Tpurrepa BbICTyImuMIa UH-
(exuus, mepeHeceHHast BO BpeMsl O€peMEHHOCTH;
MEeIMaTOPOM IOCIYXWJI TeHeTUYeCKUil (poH poam-
TeJeil, KOTOphI U 00YCIOBIMBA HapylleHUE pe-
MPOAYKTUBHON (PYHKLIMKM CeMbM. XapakTep Tede-
HUSI OepeMEeHHOCTH TOATBEPKAaeT MaHUDECTAIUIO
MaTOJIOTMA C BHYTPUYTPOOHOIro mepuoaa, a Itocie
poxaeHus pedeHka (poabl B 27-28 Hell.) mMpoaoJiKa-
J1a MaHM(ECTUPOBATh BO3HUKILIAS BHYTPUYTPOOHAs
rnarojorus Ha (poHe TIyOOKON HETOHOILIEHHOCTH,
KOTOpas cama I1o cebe COMPOBOXKIAETCS TSKEIbIMU
MeTabOoJIMYECKUMM HapyLIEeHUSIMMU.

K Hactosiimemy BpeMeHM cdopMupoBaiach
CJIOXHasl KJIMHWYECKas KapThUHAa MUTOXOHIpUAIb-
HOW muCHYHKIMU, TpeOylolas MpPOBEAECHUS MO-
JIEKYJISIPHO-T€HETUYECKOTO HCCIea0BaHUS (ITOMCK
MYyTalU accoluupoBaHHoi ¢ cuHapomMoM MNGIE
y peberka u cunapomom MELAS y martepn).
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Karamnes: nocje peKOMEeHI0BaHHOM KOMILIEK-
CHOW Teparnuu, codyeTamlleil B cedbe (osaTHyIO Te-
panuio U Tepanuio, HampaBJIEHHYIO Ha KOPPEKIINIO
SHEPreTUYEeCKO TUCHYHKIIMU, IOJTyYeHa MO3UTUB-
Hasg TMHAMMKa B pa3BUTUU pedeHKa. PekomeHnoBa-
HO TPOJOXATh KypCOBYIO TE€pamuio ¢ KOHTPOJEM
nokazarejieil MUTOXOHAPUATbHOIO (MYHKIIMOHUPO-
BaHU U (poaaToB.

BriBoapl

IIpencraBiaeHHEBIN clydail SpKO XapaKTepU3yeT
KJIIMHUYECKUI MOJUMOP(U3M U FeHETUYECKYIO Te-
TepPOTeHHOCTb, CBOMWCTBEHHBIE SIUTEHETMYECKUM
00J1e3HSIM U TTIOATBEPKIAeT U3BECTHYIO MeTaboInue-
CKYIO UCTMHY O TOM, YTO COCTOSTHME MaLlMeHTa MOX-
HO YAIYYILUTb JaxXe IpU HaJIMYUM XPOMOCOMHOM na-
TOJIOTUU, €CJIM UMEETCsl 3HaYMMasl OMOXUMUUYeCcKasi
MUIIEHb, HA KOTOPYIO MOXKHO BO3J€iICTBOBATb.
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SIIMTEHETUYECKAA BOJIE3Hb: COYETAHUE XPOMOCOMHOIO,
TEHHOTI'O ITOJIMMOP®U3IMA U MUTOXOHIAPUAIIbHON TUCO®YHKIIUH

Ipevanuna E. 4., Ipewanuna IO. b.
Yxpaunckuii unemumym xaunuueckoil eenemuku XHMY, Xapvkos, Ykpauna
Xapvrosckuii cneyuaruzuposantblii MeOuKo-eeHemuueckuil yeHmp
61022, Xapvkos, np. Ilpasowt, 13; e-mail: mgc@ukr.net

BBenenne

TepMuH snureHeTndyeckoe 3aboJieBaHUE IIpa-
BOMEpPEH NpU HaJMYUM CTaTyca HaApyLIEHHOTO Me-
TUJIUPOBAHUSI. DMUIeHEeTUYecKoe 3a0ojieBaHUe
BKJIIOYaeT B ce0sl MHOXECTBEHHOCTb HapylleHUM
¢yHKLUMI TeHoMa, KaK SIAepHOro, TaKk U MUTOXOH-
JPUAJILHOTO.

Iean padoTh

IIpeacTaBuTh ciiydail SMUreHeTUYECKOro 3a00-
JICBaHMA, BK/IIOYAIOLIECIO B ce0s1 TEHHBIN 1 XpOMO-
COMHBII HOJ'II/IMOp(l)I/ISM, a TAKXKEC MUTOXOHAPpHUAIb-
HY10 IMC(YHKIIUIO, U, KaK CIAEACTBUE HAPYILLIEHHOM’
paGOTbI T€HOMOB — I'MII€EProMOUMCTCMHEMHUIO 1 HA-
PYLICHUEC obMeHa MUKPOIJIEMEHTOB.

Marepuabl 1 METOAbI

CoBpeMeHHbIEe 1 KJ1acCUYeCKHue: KJIMHUKO-Te-
HeaJIoTUYeCKUIl, COMAaTOTeHETUYECKUIA, OMOXUMU-
YeCKUI, LUATOTCHETUICCKUIA, MOJIEKYISIPHO-TEeHE-
TUYECKUI, METOBI BUYyUTU3ALINH.

Pe3ynbrarbl HCcae10BaHUS

B XCMI'Ll obpatumacek cembst @, ¢ pebeHKOM
1 rona.

JluarHo3 mnpM HampapleHMH: ITIepUHATAJIBHOE
nopaxkenue IHHC, OponHxojierouHas IMCILIa3us.
HamnpapieH XapbKOBCKOH J€TCKOU MOJMKIMHUKOMN
No 16.

2Ka100b1 HA MOMEHT NMEPBHYHOIl KOHCYJIbTAIMH:
Ha 3aepXKy ICUXOMOTOPHOIO Pa3BUTHS, HOYBIO
B3IparvBaHUe BO BpeMsI CHa, BO BpeMsI HOUHOT'O CHa
3aJiepKKa AbIXaHUs, TJIyX0Ta, 3aIIOPHI.

AnamHe3 0one3nd. C MOMEHTa POXICHUS CO-
CTOSTHME peOeHKa TsKeJIoe 3a CYST HEeBPOJIOTH-
YEeCKO CHUMITOMATHKH, KapIuOpeCIUPaTOPHBIX
HapylIeHW, BBeAeH Kypocopd 3HIOTpaxuaibHO.
B Tteuenun 56 cyrok Haxoauics Ha MBJI B mepuHa-
TaJbHOM LIEHTpPE, C MEPUOANICCKNA BO3ZHUKAIOIINM
OOCTPYKTUBHBIM CUHAPOMOM, KOTOPHII OB KyIH-
pOBaH MocJie Ha3HaueHUs1 OeH300eTana. YUuThiBasi
reMoAMHAMMYECKIE 3HAYMMBII apTepraIbHBIN 10-
POK, B Bo3pacTe 18 CyTOK XKM3HU ITpor3BeieHa Olle-
panus: KJIelMpoBaHUEe apTepuaIbHOro IIPOTOKa (OT
22.03.2011 r). ITocneonepalluOHHBIN TTEPUO, TTPO-
TeKaJ TJIaaKo.

ITpoBeneHHOE 0OCIENOBaHUE B CTALIMOHAPE:

— VY3 ronoBHOro Mo3ra - o4yaru Ijiuo3a;

— ¥Y3U nouek — 6e3 mMaToJIoruu;

— VY3U cepaa — @OO (2,0 Mmm);

— PeHrtreHorpadus opraHoB TpyaHOU KIETKU
(o1 04.03.2011 r) — pecnUpaTOPHBIii AUCTPECC-CUHI -
pom 1 cTenenu;

— pentreHorpagus OI'K (ot 10.03.2011 ) —
JIBYCTOPOHHSISI 0YaroBasi THEBMOHUS, KapaAXUOMeTa-
Tt

— penrreHorpagpusgs OI'K (ot 20.03.2011 r) —
T GY3HBINA OTEK JIETKUX, KapANOMETas;

— pentreHorpacdus OI'K (ot 26.03.2011 1) —
JIBYCTOPOHHSISI OyaroBas ITHEBMOHMSI, aTeleKTa3
BEpXHEUW HOJM CchpaBa, MocjeornepaloHHas Je-
(bopmanus rpynHoO KIETKU;

— pentreHorpadus OI'K (ot 29.03.2011 ) —
JIBYCTOPOHHSISI o4yaroBasi THeBMOHUS. bpoHxo-ye-
royHas aucruiazus I ctemeHu.

— pentreHorpadus OI'K (ot 15.04.2011 r.) —
JIBYCTOPOHHSISI 0YaroBasi THEBMOHUS B CTaAUU pac-
caceiBanusa BJIJ 1 crenenu.

— penrreHorpapus OI'K (ot 10,05.2011 1) —
OCTaTOYHbIE M3MEHEHUSI MEPEHECEHHON MHEBMO-
Huu. bpoHxo-nerouHas HegoctatroyHocTb II-I11
CTETIeHU.

B mae 2011 roga mpousBeneHa onepanus — Jja-
3epHas KOaryJsiusl aBacKyJsIpHOW 30HBI CETYATKU
MO TOBOMY AKTUBHOU pETMHONATUU HETOHOIIEH-
HBIX OOOUX IJIa3.

B nepuon ob6cienoBaHus B TepUHATAIbHOM
LIEHTpe IPOBEIEH Kypc JiedeHus: OeH300eTana 1o
5 MI/KT B CyTKM B 2 mpHema; AelakuH Mo 5 MI/Kr
B CYTKM B 2 mpuema; HoodeH 1o 20 MIr/KT B CYyTKU
B 4 mpueMa; MaHTOKaJIbLMH 1o 30 MI/KT B 4 mpuema;
akTudeppuH 1o 5 Karmejab/Kr B 2 mpueMa; CUIbie-
puit o 1 Mr/Kr B 2 mpuema; GJIUKCOTUA B HEOYIaxX
no 500 mr 2 pasza B IeHb. B CBSI3U ¢ TSKECThIO CO-
ctosiHug pedeHka BakuuHauuu BII2K, rematuta B
He npoBoawanck. 05.08.2011 . pebeHOK TepeBeaeH
B JeTckylo GonbHuUIy Nel6 ¢ muarHoszom: Ilepu-
HaTaJbHOE WIIEMUYECKU-TUITOKCUYECKOE Topa-
xeHue IIHC, BoccTtaHoBUTENbHBINA nepuon. CHH-
IPpOM TOHYCHBIX HapylieHuil. CUMNOTOM BereTo-
BUCILIEPAIBHBIX TUCPYHKIUN C BereTaTUBHBIMU
nmapoKcu3MaMu. DNUIeNTUIeCKuii cuHapoM. Cyo-
MuKpouedanus. bpoHXo-JleroyHas  AWCILIA3Us,
HoBas dopma, cTaaus peMUCCHUU. XPpOHUYECcKas
JbIXaTeJbHasl HeMOCTaTOYHOCTh. BTopuuHas Kap-
auoratusi, CH 0. CocTosiHue mocjie Xupypruyecko-
TO 3aKPBITUS TeMOAUHAMUYECKM 3HAYMMOTIO apTe-
pUaJIBLHOTO MPOTOKA.
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20.08.2011 1. cocTostHME pebeHKA YXYIIIIOCH,
HapacTaJja IbIXaTeJIbHass HeAOCTaTOIHOCTD, B CBSI3HU
cYyeM peOEHOK OBLI IIepeBeICH B OTACICHIEC MHTCH-
CUBHOM Tepanuu.

C 23.08.2011 r mo 12.09.2011 r. pebeHOK HeoI-
HOKpPaTHO OBLI OCMOTPEH 3aBedyIoIIUM Kadeapoit
nemuatpun Ne 2 mpodeccopom Ommumom B.1O., 3a-
MeCTUTEEM IIaBHOro Bpaya PakoBuHoii JI.A., He-
BpoIatojioroM Dk3apxoBoii A.W., myJ1bMOHOJI0roM
buprokosoii M.K. beliu mpoBeaeHbI AOMOJIHUTEb-
HbIE 00CIIeIOBaHNS:

— MWIOKAPIIMHOBEIA TeCT — 36 MMOJIB/JI;

— 0aKTeprOJIOTUIECKII ITOCEB 13 3¢Ba Ha (IIo-
Py — BBIAEJEH CTPENTOKOKK MHeBMOHUHU 5x10, 3H-
TePOKOKK (heKaabHbIi 1x10;

— 0aKTepHOJIOTUISCKUIT ITOCEB MO — BBIIE-
JIEH BHTEePOKOKK (peKanbHbIli 1x10;

— KOIlporpaMma — JIpOXK>KeBble I'PUOHI;

— 0aKTepHOJOrMYEeCKMiI MOoceB M3 Tpaxeu
(MBJI) — BeIgeneHa cMHETHOMHAs Tasiovuka 1x10;

— V3WU cepama — ®OO 2,2 MM, JIerodHasl T1-
nepteH3us I creneHu.

ITpoBeneHo JeyeHue:

— MHGY3UOHHAs Tepamus: 1eKCaMeTa30H, CHU-
6azoH, 'OMK, KKb, atponuH, aHaJbriH, aMAHO-
3UH, HOO(EH, BEKTOJMI, BEPOIUIIUPOH, (IUKCO-
TUA, JeTlaKuH, OMoTal, mpeaHu30J0H, KpeoH 10000,
HedTazuanH, nydanaekc, IKTepol.

20.12.2011 r. mpu npoBeaeHUU ayduOTrpaMMbl
BBISIBJIEHA HelipoceHCcopHas riiyxota IV creneHu.

07.04.2012 r. npoBeaeHa MPT rojioBHOTO MO3-
ra — JaHHBIX 32 04YaroBoe MOpaKeHWE TOJJOBHOTO
Mo3ra, 00beMHOE O00Opa3oBaHME MOCTOMO3XEUKO-
BBIX Y3JIOB HE BBISIBJICHO.

CocTouT Ha OUCIIAHCEPHOM ydeTe y HeBpoIla-
TOJIora JolLieHTa DK3apXOBOU ¢ AUArHO30M: Mepu-
HaTajJbHOE TMIIOKCUYECKU — HIIEMUYECcKoe mopa-
xkeHue IIHC, BoccTaHOBUTEIbHBIM NEpHOA, C-M
BEreTaTUBHO-BUCLIEPAIbHOM AUCHYHKLUU C Be-
TeTaTUBHBIMU MapOKCU3MaMU. ODNUICOTAYECKUN
cunapoMm. CyoOmukpouedanus. 3aaepxka IICHUXO-
MOTOPHOIO Pa3BUTHSI.

Anamue3 xu3Hu: Pe6eHok ot | 6epemenHocTH, |
POIOB, B CpOKe rectalinu 26 Henenb. [1pu poxneHnun
Bec 0,940rp, poct 36 cM, OKPYKHOCTb TOJIOBBI 24 CM,
OKPYXKHOCTb IpyJIHOM KIeTKU 22 cM. bepeMeHHOCTh
npoTekaga Ha (oHe Yrpo3bl MpepbIBaHUS, LEPBU-
KaJIbHO HEIOCTaTOYHOCTHU, BbIpAXKEHHOE MajlOBO-
aue. OueHka 1o 1mKkaje Amnrap 4-5 0ajjioB, B Teue-
HUe 56 cyToK pebeHOoK Obl1 moakiodeH K VUBJI.

PonocioBHas, cBegeHUs] 0 COCTOSSHHU 370pPOBbS
poauTesieii: POAOCIOBHAs OTArOlLIEeHA MO MYJBTH-
¢akTopuanbHOM narojgoruu (OpoHxXMalibHAsI acTMa,
rMnepToHuYecKasi 60Jae3Hb, BAPUMKO3HOE pacllivpe-
HUE BEH HUXKHUX KOHEYHOCTEM, MHCYJIBT).

Pe3ynbrarbl nocjieqHUX NMPOBeIEHHbIX HCCJeI0-
panmii B XCMI'1I:

* broxumunueckuii aHaiau3 KpoBu (OT 27 aBTycTa
2013 1) — menounHas doccaraza 1 1091,1 En/n

(mopma mo 720), ACT 1 50,01 En/n (Hopma no
48), kpeatuaun 1 71,28 En/n (Hopma mo 62),
nakrataerunporeHasa T 463,62 Ex/n (Hopma o
395), obmmit 6emok 171,29 r/a (Hopma ao 70),
BCe OCTaJIbHbIE TTIOKa3aTeIu B Ipeieiax Bo3pac-
THOM HOPMHBI.

* AHaIM3 CBOOOMHBIX aMUHOKHUCIOT KPOBU (OT
27.05.2013 r.) — rouumH 10,350 MMob/1 (HOp-
ma 10 0,343), Bce ocTajbHbIe OKA3aTeJIu B Ipe-
Jie1aX BO3PACTHON HOPMBI.

* Tomouucrenn 3,8 -6,09- 5

* ®onmueBast kuciota 18,07 (4.6-18.7), 3atem
38,64 (pedepeHTHBIE 3HaYeHMs 52,55-119,59);

* lnanoko6anamuH (ButamuH B, ) - 672.4 ir/mn
(pedepeHTHbBIC 3HaUYeHUs 191-663), 3aTem 0,156
(pedepencubie 3HaueHMs 0,20-0,40 HMOIB/I1;

» JlJaktatr kpoBu (ot 27.08.2013 r) — 0,84
(0’2_252)5
* [Torumopdusmel: reH  MTHFR — Hopwma,

MTRR-reTepo3urora;

» Kapuorun 46,XY,1gh+;

* CkpuHuHT-TecT MOuH (0T 29.05.2013r) — ynenb-
Ho1ii Bec 11,005 r/cm® (Hopma mo 1,03), mpoba
Ha KaJbLIM OTpUIIaTesbHAs (HOpMa IOJIOXKM-
TeJIbHAasI), BCE OCTaJbHBIC ITOKA3aTeIN B IIpee-
JIaX BO3PacTHOI HOPMBEL.

* UccnemoBaHue OpraHMIeCKUX KMCIOT MOYM Me-
TOIOM T'a30BOi1 XxpoMaTorpaduu 1 Macc-CIIeKT-
poMetpuu (ot 27.08.2013 ) — BBISIBJICHBI U3ME-
HEHUS MeTa0OJIUTOB:

— CHMXKeHUs1 MeTabonuToB nukiaa Kpeodcea;

— WCTOIICHMS [JIyTaTUOHA;

— ype3MmepHoro pocta 6akrepuii B KKT,

— HeJb3s UCKIIIOUNTh ITOHMKEHNE aMUHOKNC-
JIOT TJIMIIMHA, UCTOLICHUS TIyTaTHOHA;

— MOHIZKEH 001Nt (hOH OpraHNIeCKNX KHUCIIOT;

— TOYHOCTb aHaJIN3a CHIDKEHA B CBSI3M C HU3-
KHMM YPOBHEM KpeaTHHUHA.

* DirekTposHLedanorpauyeckoe McciaeaoBaHue
(ot 20.08.2013 r.) — Ha (pOHOBOI KPUBOM peruc-
TPUPYIOTCA yMepeHHBIE T Gy3HbIC U3BMEHESHUS
0€3 YeTKO JJOKaJIu30BaHHOTO ovyara. [Ipu3HakoB
JUC(YHKIIUM CTBOJIOBBIX CTPYKTYP HE 3aperuc-
TpupoBaHo. Ilapokcu3amanbHasi aKTUBHOCTb
He 3aperucTpupoBaHa.

* Y31 BHyTpeHHUX opraHoB (29.05.2013 r) —
ITpuznaku XKBII. TTouku: Metabonmyeckue
u3MeHeHus (BkaoueHus 1,2 mm). Hamnmoyeu-
HUKW HE U3MEHCHBI.

PeGeHKy Takxke ObLT ITPOBEAEH TECT Ha HEIOCTa-
TOYHOCTh T'YaHUINHAIIETATa B CBSI3U C BHISIBJICHHBIM
paHee Ha MPC cHuXeHueM KpeaTuHa, TECT OTpHU-
HaTeJbHBII, OOHAKO BBEACHUE B JIeUEHUE KpeaTuHa
BBI3BAJIO MO3UTUBHBIN 3(h(HEKT B IIaHE YKPETICHUS
MBI ¥ yJIydIlIeHre Typropa Koxxu. CaMocTosTeb-
HO pOAUTENSIMUA OBbLIO IIPOBEACHO HCCIACAOBaHME
Mop(UPUHOB, KOTOPOE BBISIBUJIO 3aTPy3Ky PTYThIO,
KCEHOOMOTHKAMU U MENblO, HapyIlEHUE YCBOCHUE
III0TeHAa W HapylLIeHHbIA TpaHCHOPT CEPOTOHMHA.
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PebeHOK mMOCTOSTHHO ITOJTyJYaeT KypCOBYIO TepaIlnio,
BKJIIOYAIOIIYIO OHETy, OOOTalleHHYyIO ¢oaaTaMH,
aKTUBHBIE (popMbl BUuTaMuHOB B, m B ,, sHepror-
POITHYIO TepaIuH.

3akmounTebHbI quarHo3: Ha ocHoBanum de-
HOTHIIA, KIMHUIECKON KapTHUHBI, POIOCIOBHOI,
JNAHHBIX TOIOJHUTEIbHBIX 1 JIA0OPATOPHBIX METO-
JIOB WCCIICAOBAHUS y IMAllIEHTa, TaKUM O0pa3oM,
Ha (hOHE DHEPreTUICCKOM HeAOCTATOTYHOCTH, MMEET
MECTO 3MIUTeHeTHYecKass 00Jie3Hb (XPOMOCOMHBIA,
TeHHBIN TTOJIUMOP(PU3M), MUTOXOHIPHAJIbHAS THC-
(yHKIIMS, TUIIEPTOMOLIMCTEHMHEMUSI, HapyIIeHUC
00MeHa MUKPOS3JIEMEHTOB.

Ha done pekomeHnoBaHHO# (hOJATHOU TUETHI,
aKTUBHBIX (hopM BuTamMuHa B, u B ,, GeranHa, riy-

122

12°

TaTHOHA, KpeaTHa ¢ pr0030i1 1 mepexoaa Ha CMeCh
MCT cocrostHre peOeHKa YIydInmiaoch. PebeHoK
HY>XJ1a€eTCsl B IOCTOSIHHOM Ha0I10IeHUM HEBPOJIOra,
TeHETHKa, IyJIbMOHOJI0ra, KapaAuoJIora.

BoiBoapl

TakuM oOpa3oM, TIpU KOMIUIEKCHOI OILIEHKeE
COCTOSTHASI BHYTPEHHUX OpPTraHOB, MO3Ta U M3Me-
HeHUil Ha OMOXMMHWYECKOM, IIMTOTe€HETMYECKOM
U MOJIEKYJIIPHOM YPOBHE MBI BUAUM MPOSIBICHUS
HapyIIeHHOTO 3IMMTeHETUYECKOTO CTaTyca, COCTOSI-
HUe NalMreHTa MOXHO PeryJupoBaTh TOJbKO C y4ye-
TOM BO3JEICTBUS Ha BCE UMEIOIINECS OMOXUMUYEC-
K€ MUIIICHMU.
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OIINCAHME CJIIYYAA COYETAHUA CUHAPOMA BUBEPA
Y MUTOXOHAPUAJIbHOM IUCOYHKIIUU

Ipeuanuna IO. b., Moaodan JI. B., Boaobyesa U. A.
Yxpauncxuii uncmumym xaunuueckoii eenemuxku XHMY, Xapvkos, Ykpauna
XapvkoscKkuil cneyuaru3upo8antblii MeGUKo-eeHemu4ueckKuili yeHmp
61022, Xapwvkos, np. lIpasowl, 13; e-mail: mgc@ukr.net

BBenenne

st cunapoma BruBepa xapakTepHbl JIETKOe Win
YMEpPEHHOE OTCTaBaHWE MCUXOMOTOPHOIO pa3BU-
THSI, HApYLIEHUSI MBIIIEYHOTO TOHYyca (yMepeHHas
runep- Wid TMnoTOHMS ), HU3KUM XPUIUIbIA ToJIoC,
MOBBIIIEHHbIA aNIeTUT MPU OTCYTCTBUU TUITOTA-
JIJAaMUYECKOU NUC(HYHKUMU, B HEKOTOPBIX CIydasx
OINMMCaHbl HapylLIeHMs TJIOTaHWS U XeBaHus. Ha
MPT o0GHapyXuBalOTCsI KUCThI MPO3pavyHOi Tepe-
TOPOAKM, yBEJUYEHUE XKEIYOOUYKOB, 0a3aibHOU M
CWIbBUEBOI LIUCTEPH, MEXITOIYILIAPHOM 11U, Ma-
XUrupus, Hecnenuduyeckas arpopus Mo3ra, pac-
LIIMPEHHBIE COCYbI, TTOBBILLIEHHAS BaCKYISIpU3aLIUs
B 00J1aCTU CpeIHel 1 JIeBOI 3aAHE MO3rOBBIX apTe-
puii. KputepusMu nuarHosa cuHapomMa BuBepa siB-
JISIIOTCSI: MAKpOCOMMSI; Makpoledanus; LIUPOKoe
JIMLIO; KOCOLJIa3ue.

Iean pabdoThl: IPEACTaBUTH CIIydail COUeTaHUS
cuHIpoMma BuBepa u MUTOXOHAPUATBHOU AUCHYH-
KLU,

Marepuaibl 1 METOAbI

CoBpeMeHHbIe 1 KJIacCUYeCKHe: KJIMHUKO-Te-
HeaJIOTUYECKUI, COMAaTOTeHETUYECKUIA, OMOXUMU-
YeCKUI, MOJEKYJISIPHO-TeHETUYECKMIA, METOIbI BU-
3yaqn3alvu.

Pe3ynbTarbl HCcae10BaHUS

B XCMI'1I o6patunack cembs 11, ¢ pebeHKOM
9 ner.

Jluarno3 npu Hanpapjenuu: OpraHU4YeCcKoe To-
paxkeHue TOJOBHOTO MO3ra, CTUTMbI AU39MOpUOTE-
He3a. CUHAPOM CMTAaCTUYeCKOW TUTLIErMY, KOHTPaK-
TYpbl TOJIEHOCTOIHBIX cycTaBoB. [loBemeHueckue
HapyleHus.

Kamnoosr: [Ilpy mocTyrieHMH kajaoObl Ha 3a-
JePKKY TICUXOMOTOPHOTO Pa3BUTHUS, KOHTPAKTYPhI
TOJIEHOCTOITHBIX CYCTaBOB, TMOBEIEHUECKUE Hapy-
IIEHUs, HapylIeHWe MBIIIEYHOTO TOHYCa, HU3KMI
XPUIUIBINA TOJIOC, OTNepeXkeHne TeMITOB (PU3NYECKO-
TO Pa3BUTHSI.

Anamue3 xu3uu: [lepuHaranbHBI aHaMHE3
OTATOIIEH (C1abOCTh POMOBOM ACSATENbLHOCTH, PO-
JOCTUMYJISIIIUS, KOpPOTKas mymnoBuHa). OueHkKa 1o
mkane Amnrap 7-8 6amioB. M3 poagoMa BbINKMcaHa
Ha 6 cyTKu. PeGeHOK OTCTaeT B pa3BUTUU C MEPBBIX
MecS1IeB XU3HU- IEPKUT FOJIOBY € 4-X MECSIIEB, TIe-

pEeBOpPaUYMBAETCSI CO CIIMHBI Ha KWBOT C 7 MECSIIEB,
OepeT UTPYILIKKU B pyKU ¢ 6-7 mecsies. 1o naHHbBIM
HellpocoHorpadum — KuUcTa B 00JIacTU OOKOBO-
To XedylAo4yKa, BEHTpUKYJIOoAWIaTaus 1 cTeneHu.
ITony4yasa neruapaTaliliOHHYIO TepaNnio, Maccax.

Oco0ennocTd (peHOTHNA: HEBYCHI, AHTMOMA;
MBIILIIEYHAS] TUTIOTOHUS; ToJauxouedanus; TMCMop-
(u3M; Kocormasue; KOPOTKWU (WIBTP; Kapuec;
CKOJIN03; (POJUTMKYJISIpHBINA KepaTo3; AcdopMauus
CTOITBI. OTTONLIPEHHBIC YIITHBIE PAKOBUHBI; BBICO-
Koe HEODO; TMIEPMOOMIBLHOCTb CYCTABOB HMIKHUX
KOHEYHOCTEM.

PonocioBHas, cBeeHUs 0 COCTOSHUHU 30POBbS
poaMTeieii: pOMOCIOBHAS OTATOIIEHA CEPACYHO —
COCYIMCTOU MaToJOTei, OHKOMAaTOJIOTHEMN.

Pe3yasTarbl mocjaeqHUX MPOBEIEHHBIX HCCIEN0-
panmii B XCMI'1I:

* broxumunueckuii aHanu3 KpoBu (oT 23 aBryc-
ta 2013 1) — kanbumii | 2,17MMomb/n (HOp-
ma 2,2-2,7), docdop |1,02mMmonb/1 (HopMma
1,45-1,78), ramanmoramuHTpaHcdepaza 119,52 En/n
(Hopma mo 17), Bce oCTaJibHbIE MOKa3aTesn
B Mpeeiax BO3pacTHOU HOPMBEI.

* BricokoadekTuBHAsT XMIKOCTHAs XpoMa-
TOrpaMMa aMWHOKMUCIOT KpoBu (oT 10 uroHs
2013 ) — cepun 1 0,200 mmonb/a (HOpMa
0,092-0,196) Bce ocTabHBIE ITOKA3ATEIN B IIpe-
JleJlax BO3pacTHOU HOPMBEI.

* CkpuHuHT — TecT Moun (ot 10.06.2013 1) —
cenbl peayLUpYIOIMX BEIIECTB (HOpMa OTpU-
LaTeJabHasd).

* UccaenoBanbl MojaMMOp(gHbIE BapuaHTHl Te-
HOB cHCTeMBbI (hojaTHOro umkia. (ot 20 uoHsS
2013 r.) OGHapyKeHO: reTePO3UTrOTHBINA KOMITa-
yua MTRR A66G/MTR A2756G.

* [azoBas xpomaTorpadus: HapylIeHHEe OKUCIE-
HUS XXUPHBIX KUCJIOT, HapylIeHue MUKpodIIo-
pb1 KKT, Henocrarounoctu B,, B..

» Kapuorun 46,XX, 3 % XpoMOCOMHOII HecTa-
OMJIBHOCTH,

* Y3U BHYTpeHHUX OopraHoB (oT 15.04.2013 1) —
Hepeskue aud@y3Hble N3MEHEHUS ITapeHXU-
MBI ICUCHM U ITOMXKeIyI0YHOM Xeme3bl. Ilepe-
b xeayHoro my3bips. ITpusnaku I2KBII, ra-
crputa. IlepuBackynsipHasts WHQUIBTpaluds B
cenie3eHKe. 104Ky — BETBUCTHII TUII CTPOSCHUSI
MOYEYHBIX CHHYCOB. MeTabonuecKre n3MeHe-
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HUs (BKIIOUYeHUS 10 2,5 MM). EnuHmaHbIe Ka-
JTMKO3KTa3uu 10 8§ MMm. Hagmoueynuku He yBe-
JINYEeHBI, HEOTHOPOIHBHI.

* YpoBeHb TOMOIIMCTEMHA B KpOBU (OT 22 WUIOHS
2013 ) — 5,74 mxmoinb/1 (HopMa 5).

* YpoBeHb (DOJIMEBOI KHUCIOTHI B KpoBU (OT
22.06.2013 ) — 7,43 ur/mn (HopMa 5,38).

* llnanokobanamun (ButamuH B,)) (ot 22 mions
2013 1) —1937 or/mi (Hopma 191-663,0).
3akimounTebHbI AMarHo3. Ha ocHoBaHUM ka-

7100 (3amepKKy ICUXOMOTOPHOIO pa3BUTHUsI, KOHT-
PaKTyphl TOJICHOCTOITHBIX CYCTAaBOB, IIOBEICHYEC-
KHe HapyIlIeHNs, HapyIlIeHWe MBIIICYHOIO TOHYCA,
HU3KUI XpUILIBIA TOJIOC, OIepeXeHUe TEMIIOB (h1-
3UYECKOr0 Pa3BUTHSA), aHAMHECTUUYCCKUX HAHHBIX
(GoJreeT ¢ poXIeHMs, IIPOrpecCUpyollee TeUCHUE
3a0o0JieBaHus), OCOOEHHOCTE (heHOTUIIa (HEBYCHI,
aHTHOMa, MBIIIIEYHAsI TUITOTOHMS, JOJIMXOLiehaInsl,
nrucMopdu3M, Kocormasue, KOPpOTKHUid (pUiIbTp, Ka-
puec, cKoaro3, QOJTUKYJISIPHBIA KepaTto3, aedop-
MallMsI CTOIIBI, OTTOIBIPEHHEIC YIITHBIE PAKOBUHHI,
BBICOKOE€ HEOO, TMIIEPMOOUIBHOCTh CYCTAaBOB HIXK-
HUX KOHEYHOCTel), KIMHUKO-TeHEaJTOIrMIeCKOTo
aHanu3a (CcepaeuyHO-COCYyaMCTasl, OHKOIATOJIOTHUSI),
a TaKXe pe3yJbTaTOB MOIMOJHUTEIbHBIX METOIOB
WuccieqoBaHus (OpU MCCAEAOBaHUM  IOJUMOPd-
HbIX BADMAHTOB T'€HOB CUCTEMBbI (DOJIATHOIO LIMKJIa B
reie MTHFR C677T BbIsiBiaeH noauMopdusM Te-
TEPO3UTOTHOM COCTOSIHUM; U3MEHEHHUSI B BBICOKO-

3¢ GEeKTUBHON KXKUIKOCTHON XpoMaToTpaMMe aMu-
HOKHCJIOT KPOBM — CEpHMH IIOBHIIICH; CHIXXCHUC
YPOBHSI Kaiblns U ¢ocdopa, MOBHIICHUS YPOBHS
raMarmoTaMuHTpaHcdepa3bl B OMOXMMHYECKOM
npoduiie) ycTaHOBJICH AUATHO3:

CHMUXeHMEe aKTUBHOCTU (DEpMEHTOB (pOJaTHO-
ro nukiaa. Cungpom Busepa. HapyiieHue ooMeHa
SKMPHBIX KHCIIOT.

YuuteiBasi HaIW4KWe MHUTOXOHAPHATHHOM IHC-
(yHKLIMKM, TPpOOaHA IIOCTOSIHHO TIOJydaeT IO/I-
JIep>KMBAIOIINEe SHEPTOTPOINLI, BBISIBIICHA 4YeTKasl
CBSI3b C PE3KMM YXYIIIEHHUEM COCTOSHMS IIPU OT-
MEHe IIperapaTroB 6oJyiee YeM Ha TP IHS, IO3TOMY
MOKHO TIPEAITOJI0XUTb BTOPUYHYIO KAPHUTHHOBYIO
HEeIO0CTaTOYHOCTh. MIMerolasics ITOBBIIIEHHAS XPO-
MOCOMHasI JIOMKOCTh CBUICTCILCTBYET O HapyIle-
Humn penapauuu HHK. Ha ¢oHe komriekcHoOro
JICYCHUs] C YYETOM BOCIIOJIHEHMSI KapHUTUHOBOM
HEIOCTaTOYHOCTH, (POJaTHOM AMETHI, MUKPO3JIE-
MEHTOB Y peOeHKa HaOmogaeTcs yaydiieHne COCTO-
SIHUSI, yMEHbBIIIEHNE ayTUYHBIX YSPT 1 aTpECCUBHOTO
MOBEACHMSI, YTO IOATBEPXKIAeT BaXKHOCTh OMOXMU-
MHWYECKOM MUIIEHU TP PACCTPOMCTBE ayTUYHO-
ro crnekrpa. Haauune xapakTepHO KIMHHYECKON
KapTUHBI cUHApoMa BuBepa, NOBEIIIEHHAs He-
CTaOMJIBHOCTh TeHOMa, HaJW4YKe MOJIMMOP(PU3MOB
(omaTHOTO IMKIIAa U MUTOXOHAPUATBLHON TUCHYHK-
IIUH TTO3BOJISIET TOBOPUTH 00 SITMICHETUYECKOM 3a-
0o0JIeBaHUU.
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CJIYYAY HAPYIHIEHUA JUITUTHOTO OBMEHA
(JAEOUINUT -JIUITOITPOTENHJ/INIIA3DI)

Ipeuanuna E. 4., Ipewanuna I10. b., beaeuxas C. B., Kanwxa M. B., be3poonas A. H., Ilaeauxoéa K. B.
XapvroscKkuil cneyuaiu3uposantblii MeOUKo-eeHemuveckKuii ueHmp,
XapbKo6cKuil HayUOHAAbHbIH MEOULUHCKULL YHUBepCUmen,
2. Xapwvkos, Yxpauna

BBenenue

JlunonporenHaunaza — GepMeHT, OTHO-
cammiicas K  knaccyaunai. JIIIJI  pacuieruis-
€T TPUITIUICPUABI CAMBIX KPYITHBIX II0 pa3sMepy H
OoraThIX JIMNUIAMU JUONPOTEMHOB ILJIa3Mbl KpO-
BU — XWJIOMUKPOHOB U JIMIIONIPOTEUHOB OYCHb
HU3Ko# miaotHocTu. JITIJI peryaupyer ypoBeHb JU-
MUOI0B B KPOBH, YTO OIpeAeisieT €€ BaXKHOe 3Hade-
Hue B atepockiiepose. JITTJI cuHTesupyercs B 60J1b-
IIMHCTBE TKAaHEH opraHm3Ma KpoMe ICUYeHM, TIe
CHHTEe3UpyeTCs clenudurdecKas ed€HoIHasT JIv-
na3a. HambGonee o6orarer JIIJI cepaite, cKeaeTHEIE
MBILILBI U XXHUPOBasl TKaHb.

Iean: npeacTtaBuTh Ciiydail HApyLIeHUs AW -
HOTO 00MeHa ¢ JeOULINTOM [B-JTUTIONPOTENHIAIAZHI.

Marepuaibl 1 METOAbI

IIpoBeneHa oleHKa Xano0, aHAMHECTUISCKIX
JAHHBIX, (PEHOTHUIIA, KIMHHKO-TEHEAJIOTUTISCKOIO
aHalm3a, a TakXKe JIabopaTOpHBIE WM WHCTPYMEH-
TajbHbIe UccaenoBaHus pedbenka C. 2009 . p.

Pe3ynbTaTbl Hccae10BaHUS

— Podocrosnas otsaromieHa MyJIBTU(MAKTOPU-
aJlbHOM TaTosiorhei (cepae4yHO-COCYIUCTONM U OH-
KOIaTOJIOTHEN );

— Y3H BHYTpeHHMX OpPraHOB: yMepeHHasl re-
nmaToMeranusi, IepUBaCKyJIsIpHas WHOUIBTpaus
B IICYCHM U CeJIe3EHKE; IePEeTr0 KETITHOTO ITy3bIpsI,
npusHaku JIZKBII. TTouku — Y3-nipu3Haku coaeBo-
To araTe3a;

— OMOXUMMIECKHIT TPOGUITb CBIBOPOTKY KPOBU:

* NOBbIUICHbl 3HAYUMENbHO. TPULIUIICPIIBI

16,10 mmounb/n (HopMa 0,4-1,24),

nosviuenst: AJIT 55,50 En/n (Hopma mo 33),

K®K 260,94 En/n (Hopma mo 228), ooiuit

6enok 147,25 r/n (HopMma 66-87); MmoueBast

kuciora 21,84 mxmonbs/n (HopMma 2,0-5,5),

ACT 66,90 En/a (nopma mo 48);docdop

5,52 mMonb/n (Hopma 1,45-1,78);

* 6 HopMme: OOIIUI1 XonecTepuH 4,97 MMOJIB/1,
menouHass gocdaraza 529,0 En/n, rimoko-
3a 4,55 mmonb/i1, MoueBUHA 3,21 MMOJIB/TI,
Kanbuuii 3,24 mmonb/n, JIAT 330,23 En/m,
obwmmit oumupyoun 6,34 mxmomn/n, I'TT
16,20 En/m;

— eomMoyucmeuH U 1aKkmam KpoBU YMEPEHHO MO~
BBILICHBI; B UCCIENOBAHUN AMUHOKUCAOM KPOBU ME-
TogoM BO2KX m3aMeHeHUI He BBISIBIEHO;

— UCCeA0BaHUe NOIUMOP(MU3MOB B reHaxX CHUC-
TeMbl osatHoro nukia — B renax MTFHR C677T
1 MTRR 66G obHapyXeHbI ITOTUMOPMU3MBI B Te-
T€PO3UTOTHOM COCTOSIHUU;

— 2a306as xpomamoezpaghus Mo4u — BbISIBIICHbI
MeTa0OJIUThI, KOTOPbIE MOTYT OBITh ITOBHIILICHEI IIPU
ype3MepHoM pocTe Oaktepuit B KKT, Henb3s uc-
KJTIOUNTh He3HAYNTETbHBIC MUTOXOHIpHAJIbHEIC Ha-
pylueHus (B T.4U. B CJIEACTBUM CHUKEHUST KOOH3MMa
Q10), manbabcopbLMIO (DeHUTATaHUHA U TUPO3UHA
B 2KKT, noBbliieHrE 3-TUAPOKCUMETHUITIYTapOBOit
KMCJIOTBI, KOTOPO€ MOXKET OBbITh BbI3BAHO Hapylle-
HUeM oOMeHa xoJiecTeposa uian KosHzuma Q10;

BoiBoabl

Ha ocHoBaHMu Xano0 (aeuuMuT Macchl Tena,
eXeMeCsTYHbIe pe3Kue 00U B XMBOTE (B aHAMHE-
3¢, JI0 HayaJla Teparuu), Mepuoaudeckas Xoapda
Ha HOCOYKAaX), aHAMHECTUUYECKUX JaHHbIX (0oseer
C paHHEro BO3pacTa, IOJIOXKUTEAbHBIN 3(h@PEeKT Ha
(oHe mMpuéMa HUKOTMHOBOUW KHUCIOTHI U OMaKO-
pa), ocobeHHocTell (eHoTUNA (ASULUT MAaCChI,
MPaMOPHOCTh KOXHBIX TTOKPOBOB, IOBEPXHOCT-
HOE pacroJIoKeHUE TOAKOXHBIX BEH, THMIIEPEeMUS
JIagoleK), KIWHUKO-TEHEAJOrMYeCKOTo aHajn3a
(cepaeyHO-COCyaUCTasl U OHKOIATOJIOT ), a TAKXKe
pe3yAbTaTOB AOMOTHUTENbHBIX METOAOB MCCIENO0-
BaHUS (TUTIEPTOMOLIUCTEMHEMUST, BHICOKHUE YPOBHU
tpurauuepuaon, ACT, AJIT, MoueBOI KUCIIOTHI; TPU
WCCJIENOBAaHUN TTOJMMOPGHBIX BapMaHTOB TE€HOB
cucteMbl postatHoro nukiia B renax MTFHR C677T
u MTRR 66G o6HapyXeHbI MOTUMOP(U3MBI B Te-
TEPO3UTOTHOM COCTOSTHUM) YCTAaHOBJIEH TUArHO3;

Hapymenve aunumHoro ooOmeHa (AeduuuT
B-munonpoTtenHnumnassl). I[lomuMopdusM reHOB
MTFHR C677T u MTRR 66G B rerepo3uroTHoM
cocrossHuu. IumepromonncrenHeMusi. HasHaue-
Ha KOppEeKTUpYIolas Tepanus U MoiaydeH 3(h¢heKT.
TakuM 00pa3oM, OMMCAHHBIN Cydall T€MOHCTPH-
pyeT 0COOEHHOCTH HapylIeHUs JUITUIHOTO OOMeHa
(meduunTa B-IUITONPOTENHINIA3HI).
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SIIMTEHETUYECKAA BOJE3Hb: COYETAHUE XPOMOCOMHOI'O
N T'EHHOT'O ITOJIUMOP®PU3MA, HEJOCTATOYHOCTU KOBAJIAMMNHA

Ipeuanuna IO. b., beaeuxas C. B., Moaodan JI. B., Koaocrok A. C., Kanroxa M. B.
Yrpaunckuii unemumym xaunuueckoii eenemuku XHMY, Xapvkos, Ykpauna
Xapvrosckuii cneyuaruzuposantblii MeOuKo-eeHemuueckKuil yeHmp
61022, Xapovkos, np. Ilpasdel, 13; e-mail: mgc@ukr.net

BBenenne
K HapylieHusiMm oOMeHa KodajaMUHa OTHOCSIT-
csl clleayrolre 3a00J1eBaHMsI.

Anuaypusi METHIIMAJIOHOBAS

Ilpu >TOi mMaTOJOrMM OTMEYaeTcsl BBICOKMIA
YPOBEHb METMUJIMAJTOHOBOU KMCIOTHI M MOBBIILIEH-
Has 2KCKpeuusi ee ¢ Mouyoil. MeTuamanoHoBas
alMaypusi MOXET BbI3bIBATbCI KaK HEAOCTAaTOY-
HBIM TIOCTYIUIEHHEM C TUILNEH BUTamMuHa B ,, Tak
W BPOXIECHHBIM HapyllIeHWEM €ro Meradosmu3Mma,
WU SBJSIETCSI HACJIEACTBEHHBIM 3a00JeBaHUEM, Xa-
PaKTepPU3YIOIIMMCST 3aAEPKKOM MCUXUYECKOro |
(pu3uyecKoro pa3BUTUS, HATUYUEM B MOYE METUJI-
MaJIOHOBOM KHWCJIOTbI, META0OJIMUYECKUM KeToalu-
no3oM. Ilo maroreHe3dy pasaMyarOT HeaoCTaTo4-
HOCTh MeTUAMaTOHUI-KOA MyTasbl, MeBaJOHAT
KMHa3bl, MeTWI-ManoHWI- KoA patiemasbl U aedek-
Thl MeTaboOIM3Ma KoOalaMMHa.

MaHudecTtauusg MeTUIMAIOHOBOU alUMAypUHr
MPOMCXOAUT B TEUEHME MEPBOTO roa XKM3HU pedeH-
Ka, XapakTepu3yeTcsl YIMOPHOU PBOTOM, KeToalu-
JI030M, HEUTpOMNeHUuei u TPOMOOLIUTOIIEHUEH, 3a-
JEeP>KKOI MCUXOMOTOPHOIO Pa3BUTHUS, CHUKEHHOM
COMPOTHUBISIEMOCTbIO K MH(PEKIIMOHHBIM 3a00J1eBa-
HUsIM. Merajio61acToB B KpoBU HeT. JluarHos moj-
TBEPXKAAETCS HA OCHOBAHUM ONpeaeeHNS BbICOKOI
KOHLICHTPALUMX METUJIMAJIOHOBOM KUCIOTHI B MOYE,
mia3Me KpOBU WM CIIMHHOMO3TOBOM >XUAKOCTH;
ypoBeHb BUTamMuHa Bl12 B KpoBU He U3MEHSIETCS,
YTO yKa3bIBaeT Ha BPOXIEHHBIU nedeKT ero yTu-
Jm3auuu (HO He BcacbiBaHMsI). 3a00jieBaHUE HOCUT
BBIPAXKEHHBI CEMEWHBIN XapaKTep.

KobGanamMrHOBBIE KOGEpMEHTHl 00pa3yloTcs
OyTEM BHAOLMTO3a MPEalleCTBEHHUKA, Ipolec-
CMHTa B JIM30COMAaX, OCBOOOXIECHUSI U3 JIM30COM,
BOCCTAHOBJICHUSI C MOCAEAYIOIINM aaeHO3UIUPOBa-
HUEM WJIM METUIMPOBAaHMEM

Hapymenue kobGanaMUHOB MOXET MPOUCXO-
JUTb Pa3HBIMU MYTSIMU C Y4ETOM KO(EPMEHTOB:

* MoxeT ObITh HapyllleHO oOpa3zoBaHue Kodep-
MEHTHOI (OpMbI BUTaMHUHA — AE30KCHUAdE-
HO3MH-KoOajdaMuHa, BCAEACTBHE YEro 3aTpyld-
HseTCsl TpeBpallleHue MeTWIMaloHWI-KoA B
cykunHuia-KoA. OTMmedaeTcs: U30BITOUHOE KO-
JIMYECTBO METUJIMAIOHOBOU KUCJIOThI B KPOBHU.

* MoxeT HapylIaTbcss 0Opa3oBaHue arnopepMeH-
Ta MeTUIManoHWI-KoA-MyTa3bl, 4TO Takxke

OJ0KUpyeT mpeBpalleHue MeTuaMaaoHwi-KoA

B CYKLMHWI- KOA.

* CoueTaHHBI OedeKT MOXET 3aTparuBaTh 00€
KodepMeHTHbIe (DOPMBI BUTAMWHA — METWJI-
B,, n n-aneHosun - B,,. [Ipx aTOM mpoucxomur
JTOMOJTHUTEIbHOE META00INYECKOE HApYILICHUE,
T.K. TIOMUMO HapylIeHHs] oOMeHa METUIMAao-
HOBOI KHCJIOTbI OJOKMpYETCSl TakKe OMOCUH-
T€3 METMOHMHA U3 FTOMOLUCTENHA, CIEACTBUEM
Yero SBJISIIOTCS TOMOLIMCTUHYPUSI U CHUKEHME
colepXKaHWsI METMOHMHA B KPOBM M TKaHSX.
B xpoBu 0obHapyXuBalOTCI Meraao01acThl, OT-
MeyYaloTCs JereHepaTUBHbIE MU3MEHEHUSI B He-
PBHOW TKaHU.

HakomieHue MeTUIMaI0HOBOM KMCIOThI U M€~
TUIMaJIOHWI- KOA TOPMO3UT CUHTE3 XKMPHBIX KUC-
JIOT. I3MeHeHure B1uaa MeTaboa1Ta, UCITOJIb3yeMOIo
(depmeHTOM anuMacUHTa30i (MeTuaManoHuI-KoA
BMecTO ManoHuI-KoA) mpuUBOAUT K MOSIBJICHUIO
SKMPHBIX KUCIOT HEOOBIYHOI CTPYKTYPbI C pa3BETB-
JICHHOM 1IeMbl0; KPOME TOr0, HAKOIUIEHUE B TKAHSIX
npornuoHui-KoA (mpealiecTBeHHUKA HE HCIIOJb-
3yeMOoro MeTuaMaioHua-KoA) NpuBOIUT K yBe-
JIMYEHUIO 0Opa30BaHUS KUPHBIX KUCIOT C HEyeT-
HBIM YKCJIOM aTOMOB yrieponaa. Bce aTo Hapyiaer
OMOCHHTE3 CIOXHBIX JUMUIOB B HEPBHOU TKaHMU,
MNPUBOAUT K €€ AEMUEIUMHU3ALUMU U PA3BUTUIO CO-
MYTCTBYIOIIEH TSXKETOU HEBPOJOTUYECKON CUMIITO-
MAaTUKMU.

Crnenymwoias GopMa — ae(pMUUET MeBaJOHAT
KHMHa3bl (JJokanuzauus Ha 12q24, ren MYK). Kiu-
HUYecku oTMevarorcs:t HapyuieHue LIHC, 3Haum-
TeJbHOE OTCTaBaHWE B POCTE U Pa3BUTUU, AHEMMSI,
renaTo-CIUICHOMETalus, KaTapakTa, MeBaJloHOBas
alyaeMus, MeBaJoHaTaLIUAyPUSI.

- neuIuT MeTUIMATOHWI- KOA MyTassl (amumy-
pUsT METUJIMAJIOHOBAs, JIOKIM3ALMSI Ha XPOMOCO-
Me 6p21.2-p12, ren MCM), MHOXeCTBO Ae(DEKTHBIX
ajulelieil, Tpymia KoOMIUIEeMEHTalluy mut, p). 3abo-
JIeBaHME OTHOCUTCS K Tpymime B, -pe3ucTeHTHBIM
(dopMaM METUIMAJIOHOBOI anuaypun (0T GeccuM-
NTOMHOM 10 OBICTPO MpOrpeccupyolleit, IpruBoAsI-
1IeH K JIeTaJIbHOMY UCXOIY Cpa3y IOCJIEe POXKACHUS ).
KiuHuyeckn oTmevaroTcsl : 3MU304bl MeTaboIu-
YeCKOro KeToaluuao3a, 3aaepXKa IMCUXUYECKOTo U
(pu3uyecKkoro pa3BUTHS, HEBPOJIOIMUYECKUE Hapy-
1IeHUs, HEATponeHusl, octeonopos. JlabopaTopHo:
HEMOCTOSIHHASl TUIMEPIIAMLMHEMUS, B MOUYe — Me-
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TWIMAJIOHOBAs1 KUCJIOTAa U KETOHbI C JJIMHHOM yr-
JiepomHol 1enblo. Butamuua B12 mis nedenus He
HCIIOJIb3YEeTCS.

Hedwumur MeTnamMaioHnmi-KoA  panemassl
(251120, metunmanonuin-KoA snmumMepasa, 10Kanm-
3aus Ha 1 p-xpoMocoMe;). KIMHUYECKH cXoxXa ¢
JIe(ULIMTOM MEBaJIOHAT KMHA3hI.

Pazimyaror crenyronve nedekTbl cuHTesa B -
Ko(epMeHTOB (aIeHO3UH- U METUIIKOOATaMUHBI):
KobOamaMnHA, KobaramuH B, ko6amamun C, Kkoba-
JamuH D, kobanamuH E, kobamamuH F (BuTamuH
B ,-4yBCTBUTEIBHBIE);

JlepekT cuHTe3a ajgeHo3MHKOOANAMUHA (KOOa-
nmamMuHA). CuHTe3 HapylleH B WHTAaKTHOM KIIET-
ke. KimmHM4Ieckn BO3MOXKHBI KETOAIIMIO3, COIIOP,
KOMa, CITaCTUYECKME Iape3bl, IUCTOHUS, CYyTOPOXK-
HbIC IPUNANKKI, HEATPOIICHUS, TPOMOOLIMTOIICHNSI,
OCTEOIIOPO3, CIIOHTAHHBIC TIEPEIOMBI, TUTIC PIIIAII -
HeMMUS.

JlepekT cuHTe3a ajgeHO3MHKOOANAMHUHA (KOOa-
namuH B). CuHre3 HapymaeTcs U B O€CKICTOIHOM
cucteMe. MeTWJIMaJOHOBasl alUaypus, YyBCTBU-
TeJibHA K BUTaMUHy B12

JledekT ocBOOOKIEHNS U3 TU30COM (KOOaTaMUH
F, 6one3Hb kob6anamuHa F). [lonoaHuTe bHbBIE TTPU-
3HAKW: KOXHas Chbillb, MakpoLuTo3. OTMevaeTcs
HapyIlIeH1e BHICBOOOXKIEHUST BUTaMuHa B, u3 yin-
30COM.

CoueraHHasi HeIOCTATOYHOCTh (KoOayaMuH
C) merwnmanionwn-KoA Mytasel U ToMouucre-
WH: (MeTuaTeTparuapodoaar MeTUITpaHcdepasbl)
— Haubosee yactas gopMa gedekra Merabosirzma
KoOaslaMMHa. B kjieTkax HapyllleH CUHTe3 KakK ajae-
HO3WUJI-, TaK U METUJIKOOaTaMrMHOB. OTMeUaeTcs Ha-
pylIeHME BbICBOOOXKAEHMs BUTaMuHa B, u3 mu3o-
coM. KimmHMYecKn: OCTphIii IICUX03, allaTs, COTIOop,
OTCTaBaHME B YMCTBEHHOM Pa3BUTUH, IIIATAIOIIASICS
MOXO0JIKa, TIOJOCTpast AeTeHepalnsl CIMHHOTO MO3-
ra, reMOJIMTUYECKas aHeMUs1, MerajaooacTHas aHe-
MUsI, TeMaTypus, IPOTeMHYpUsI, TeMOJUTUKO-ype-
MHWYECKUII CUHAPOM, IMIMEHTHAs pPEeTHMHOIATHS,
MapdanonnHbiii peroturn, BITC, nérouHoe cepiie,
MeTaboIMYeCKU auua03, racTpUT. buoxumMudyecku
OIIpeAe/IsIeTCS TOMOUMCTUHEMHSI Y TOMOLIMCTUHY-
pusi, LUCTAaTUOHYPHUS, METUIMATOHUIALIMAYPUS,
Merano6yacTo3, MaHLIUTONEeHUS

MeTuaManonoBasi anuaeMus U rOMOIUCTHHYPHS
(kobatamuH D). B kjeTkax HapyllleH CHHTE3 KakK
aleHO3uI-, TaK U MeTujakoOataMmuHoB OTMmeyaet-
¢S paHHsIs1 MaHUdecTanus, Tskenoe TedyeHue. [pu
JIabOpaTOPHOM MCCECAOBAHUM OTMEYaeTCsl TOMO-
LUACTUHEMUS, TOMOLMCTUHYPUSI; LIMCTAaTUOHEMMUS,
LUCTAaTUOHYPUSI, CHUKEHHE YPOBHS METHMOHMHA
B KPOBHU, Meraao01acTo3, HaHLIUTOIEHUSI.

Hedexr oomena suramuna B, tuna I (xiuHu-
yeckd Oim3kasg gopma — kobamamuH D, gedexrt
MeTaboau3Ma ButamuHa B12, tuma 11, Takke nMe-
HyeTcs kobaiamuH G).

TomonucTunypus (kobanamut E, 601e3Hb KoOa-
JlamyHa F) — HapylieHue BbICBOOOXKACHMS BUTAMU -
Ha B12 u3 1u3ocomMm; croaa Xe oTHeceHa KobaaaMuH
G — HEIOCTaTOYHOCTh METWIITETParuapodoiaT Me-
TUITPaHC(epas3bl

Henocrarounocts meTuamasionmi-KoA snume-
pa3bl (MeTunManioHUn-KoA paniemasa), cuyuTaB-
IIENCS TIPUYMHOW METWJIMAJIIOHOBOU allMaypyuu
tuna III, oTHeceHa K METUJIMAJIOHOBOW alUMAypUU
tuna [ (HEZOCTaTOYHOCTh MeTUIMATOHUI-KOoA
MyTasbl).

Iean padoTh

IMpencraBurh caydail SMUTEHETUYECKOIO 3a-
0osieBaHMs, CONPOBOXIAIOIIETOCS HapylIeHUeM
oO0MeHa cepocoaepKalnXx aMIHOKHUCIIOT (HeIocTa-
TOYHOCTBIO KOOaIaMI1HA).

Marepuabl 1 METOABI

CoBpeMeHHBIE U KJTaCCUYECKUE: KIWHUKO-Te-
HEaJoTUYECKUI, COMAaTOT€HETUYECKU, OMOXUMU-
YEeCKUI, IUTOTEHETUYECKUI, MOJEKYISIPHO-TEHEe-
TAUYECKUI, METOMIBI BU3YATU3AIIAU.

Pe3ynbraTbl HCcae10BaHUS

B XCMI'LI obpaTtunacek cembs JI. ¢ pedbeHKOM
5 et

Juaenoz npu nanpaeaenuu: OpraHndeckoe IMo-
paxenue ITHC B (opme BbIpakeHHON MHTEJICK-
TyaJIbHOI HEZOCTaTOYHOCTU, MUHUMAaIbHAsI MO3-
ropasg OUCHYHKOUS, IHPaMUIHO-IOIKOPKOBAs
HEIOCTaTOYHOCTbD.

XKanobvl Ha momenm obpaujenus: Ha 3aI€PXKKY
TICUXUIECKOTO M PEUEBOI0 Pa3BUTHUSI, HealeKBaTHOE
noseaeHue. PebeHok uzduparesieH B ene (He JIoOUT
rpeuHeByI0 Kalry). OTMe4yaeTcsl TUIIepaKTUBHOCTD.
[leprogmyecku OTMEUYAIOTCSI PBOTHI.

Anamnes 3abonesanus: MaTb cuuTaeT peOEHKa
OOJIBHBIM C POXIEHUS, TaK KaK peOCHOK POIMII-
Csl OTEUYHEIM, B CBSI3M C YeM HaXOAWJICS B KIOBE3e.
Yepe3 3 aHS mociie JIeUeHUsI COCTOSIHME peOeHKa
VIIYYIIWIOCH, OTEKH YMEHBIIINCE. B TeueHme nep-
BBIX 2-X MeCSIIeB HaXOOWJICS Ha TPYOTHOM BCKapM-
JINBAaHUM, 3aTEM, B CBS3M C arajakTUel y MaTepu,
OBLI TIepeBeieH Ha UICKYCCTBEHHOE.

B Bo3pacte 8 MecsilieB MaTh cTajia 3aMedaTh, YTO
pebCHOK He pa3BMBACTCS COOTBETCTBEHHO CBOEMY
BO3pacTy, 3aMKHYT B cebe, He MPOSIBIIIeT HUKAKOTO
HHTepeca K yemy-aubo. Torma xe poauteand odpa-
TWJINCH K HEBPOIIATOJIOTY 10 MECTY XXUTEIbCTBA, HO
JIMAaTHO3 He ObUT yCTAHOBJICH.

B 1,5 roga pebeHOK OBbLT KOHCYJIBTUPOBAH
JIOTOIIEIOM M TICUXUATPOM PaMOHHON OOJBHUIIBI,
OBLI yCTaHOBJICH IMArHO3: 3aJepKKa IICUXOPeUeBO-
ro pa3BUTHSI. PeKoOMeHIOBaHAa TOCIUTAIM3AlUAS B
JIETCKOE OTIEICHIE TICMXOHEBPOJIOTMISCKOM OOJIb-
Hunbl . Knesa, rme, mociae mMpoBeAeHHOTO KOMII-
JIEKCHOTO 00CJIeIOoBaHMs ObLIT BRICTaBJICH THArHO3:
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3aJepKKa IIcuxopedeBoro pasputus. [IpoBoguiock
neuenue: Ca romaHTteHar 0,25 Mr 2 pa3a B ieHb. Pe-
OCHOK OBLI BEITTMCAH B yIOBJIETBOPUTEIBHOM COCTO-
sHun. PekoMeHmoBaHa peaOMIUTAMS B PEUCBOM
LICHTpE.

C 08.04.2011 r. o 13.05.2011 r. HaxomwiICsT Ha
CTallMOHAPHOM JieueHNU B KueBCKOil ropomckoit
IICUXOHEeBpormdeckoii 0oapHuIe Ne 2. bulio rmpoBe-
JIEHO MeIUKaMEHTO3HOe JICUCHHE 1 JIOTOIIeIIecKast
koppekuwms (18 3anaruii). B amHaMuke — BHUMaHMUE
crajo Oojiee YCTOMYMBBIM, HO CaMOCTOSITEJIbHAsI
MO3HaBaTeJibHAsE aKTMBHOCTb He (OpMHpPOBaiach.
Bbbu1 BRIIMCAaH ¢ IMArHO30M: OpraHUYECKOe I1opa-
xeHue IITHC B ¢dopme MHTeNIEeKTyalbHON Hemo-
CTaTOYHOCTH BBIPAXKCHHOW CTEICHHW, IU3apTpuUeii
TsKeJIoW creneHu. IIpoBoauioch JiedeHUe: Kop-
T€KCUH, MarHUKyM, 3aHSTHUS ¢ Jiorornenom. C aToro
BpPEMEHM peOCHOK SIBJISIETCSI MHBAIUIOM JETCTBA.

C wenbio mpoUJIaKTUKU 1 TIEPEKOMUCCUM Ha
uHBanuaHocTh, ¢ 05.10.2012 ©. mo 26.10.2012 r,
peOeHOK HaxOAWJICS Ha CTAllMOHAPHOM JIEUEHUHU B
KwueBckoit cuxoHeBponorndeckoi 6oapHUIIE No2,
rae MoayYusl Kype MEeIWKaMEHTO3HOTO JIEUEHMS,
Jnoroneanyeckon koppekuuu, MCT, urpoBoii Tepa-
nuu. Ha ¢poHe mpoBeaeHHOro JIeUeHUs YyUILIUICS
3pUTEIbHBIII KOHTAKT, PACIIMPUJICS TIACCUBHBIN
cJioBapb. BeInmucaH ¢ yaydyiieHUeM.

C uenplo JajbHEHRIero JieueHus:, oocaeaoBa-
HUS ¥ YTOUHEeHUS nuarHo3a HampasjiieH B XCMI'1I.

Anamne3 xusan: Pommicsa or IV 6epeMenHoc-
1, III pomoB. bepeMeHHOCTh MpoTeKaaa Ha (hoHe
yrpo3bl nipepbiBaHus, OPBU, anemuu Bo I1-M Tpu-
MecTpe. Poabl cpouHblie, MaTOJI0rMYecKue, co CTU-
MyJsIUMel (BbICKAOJMBaHUE IUIALIEHTBI) B CPOKE
rectauuu 40 Hemenb. Bec pebeHKa nMpu poxXaeHUU
3850 rp., pocT 52 ¢M, olieHKa no 1kaae Anrap 7-8
0asios.

OTanbl N1CUX0(U3NIECKOTO Pa3BUTHUSI:

— CHUJUT C 6 MeCSILIEB,;

— xomuT ¢ 11 mecslieB;

— nepBble ca0Ba ¢ 1-ro roaa, pazoBas peub OT-
CYTCTBYET;

W3 nepeHeceHHbIX 3a0oaeBaHuii: OPBU, aTo-
nuueckuit nepmatut. Ha npuBuBky AKJIC oTmeue-
HO 1 t Tena 1o cyodeOpuabHBIX TUdDP.

C 2010 roma coCTOMT Ha AMCIAHCEPHOM Yy4e-
Te y IETCKOro IICMXWATpa, SBJISIETCS WHBAIUIOM
nerctBa. [Tocemwaer getckmii can, rpymy 3I1P.

®eHoTHN: TIPU3HAKU ME30IepMaIbHOM TUCITIA-
3UM.

PonociioBHasi, cBeleHHs O COCTOSIHMM 310POBbS
poaMTelieii: pOIOCIOBHAs OTATOIIEHA IO MyJIbTU(DAK-
TOPUAIBHOM ITaTOIOTNY (MHCYIIBT, XOJISLIUCTHUT, YXYI-
1LIeHUe 3peHus, pak nuiuesona, BCJ, murpeHu).

Hepposornyeckuii cTaTyc: Npu3HaKy MUPaMU -
HOM HETOCTaTOYHOCTH.

Pe3yasTaTbl mocjaeqHUX MPOBEIEHHBIX HCCIEN0-
panmii B XCMTI'11:

* buoxumunueckuit ananus kposu (0T 09 HOSIOPs
2012 r) — nakrataeruaporeHasa 1370,75 En/n
(Hopma 1o 345), Bce ocTajbHbIe IOKAa3aTeau
B Mpeeiax BO3pacTHOU HOPMBEL.

TCX amuHokucnot kposu (ot 09.11.2012 ) —
(beHmIanaHuH, TUPO3UH, TpUIITOPaH — 8-9mr %,
BaJIvH 1, IPOJIVH 1, IJIMIUH 1.

TCX yrneBonos kpoBu (o1 09.11.2012 ) — HOp-
Morpamma.

VYpunonuzuc (ot 09.11.2012 ) — ynenbHbI Bec
11,025 r/cm? (HopMa 10 1,03), mpoba Ha MpoTuH
MOJIOXKUTEIbHASA (HOpMa OTpUlIaTesibHasI), BCE
OCTaJIbHbIC ITOKA3aTe/IN B IIpeaesIaX BO3pacTHOM
HOPMHEI.

HccnenoBansl moauMop@Hble BapUaHTHI TEHOB
cucteMbl ponatHoro uukia (ot 09.11.2012r) —
ooHapyxeno: redH MTHFR C 677 T B romo3u-
TOTHOM COCTOSTHUM.

VYpoBeHb romouucrenHa B kKposu (ot 11 mas
2013 ) — 16,45 MKMOJIB/T (HOpMa 110 S);
VposeHb ¢osineBoil KucjaoTel B KpoBu (oT 11
nioHs 2013 ) — 16,15 ur/mi (Hopma 4,6-18,7).
VYpoBeHb umaHokob6anamuHa (B12) B kpo-
Bu (ot 11.06.2013 1) — 540,7 nr/ma (Hopma
191,0-663,0);

Ananu3 kpoBu paszBepHyThii (OAK + COD)
(ot 11.05.2013 ) — COD 117 mm/9ac (HopMma
2,0-12,0), sputporutsl 1 4,6 KIeToK/11 (HOpMa
1o 4,5), cpenHuii 06beM 3puTponToB | 74,3 i
(Hopma ot 78), cpenHee coaep:KaHUE TeMOIJIO-
owHa B aputponute | 26,1 rir (Hopma ot 28), Mo-
Houwmthl 113,7 % (Hopma 1o 10), Bce ocTabHBIC
IoKasaTeJid B IIpeaesiaXx BO3pacTHO HOPMEL.
Y3 OBII (ot 09.11.2012 1) — ymepeHHBIE
nuddy3HbIe M3MEHEHUSI B IApeHXMME IIede-
Hu. [Tpusnaku JIKBII, npucteHOYHBIA 0cagokK
B >KEJTIHOM ITy3bIpE.

VY3U nouexk (ot 09.11.2012 r.): BeTBuCTHIN THUTT
CTpoeHMsI, AedopMalMs ITOYEUHBIX CHHYCOB.
YMmepeHHbI ypocTas (yameuku 1o 8 mm). Jlo-
XaHKa chopaBa IleJeBuaHas ciaeBa 17x9 mm).
BreipaxkeHHBIE MeTaOOJMMYECKHE WM3MEHEHMSI,
MUKPOJUTHI 10 3 MM. HanmouyeuHuky He yBen-
YEHHI.

HccnenoBaHbl moauMop@HbIe BApUaHTHI TEHOB
cucteMbl (ponatHoro nukiaa (or09.11.2012r) —
ooHapyxeHo reH MTHFR C 677 T B romo3u-
TOTHOM COCTOSTHUM.

LuToreHeTnueckoe HCClIeTOBaHUE (o1
09.11.2012 ) — 46, XY 9gh+, 16gh+, 22ps+,
G-C-okp., 1% XxpoMOCOMHOI HECTAOWIJILHOCTH.
HccnenoBanue MouM METOAOM Ta30BOM Xpo-
matorpauu UM Macc-crekrpomerpuu  (OT
09.11.2012r) — BbIsIBAEHBI U3MEHEHUSI BTPYIIIAX:
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MeTa0OIUTEl OOMEHA Cephl, HEIOCTaTOYHOCTH

B,,; MeTabonuTel GakTepuil; MeTaOOIUTHI IIPH-

eMa MoJM(MEeHOI0B 1 (DIIAaBOHOMIOB C ITHUIIEH.

3akimounTebHbI quarHo3: Ha ocHoBaHuu ka-
JI0O, aHaMHe3a, (peHOTMMNa, HEBPOJIOTMYECKOIO CTa-
Tyca, KJIMHUYECKON KapTUHBI, POJOCIOBHOM, NaH-
HbIX JOMOJHUTEIbHBIX U JaOOPATOPHBIX METOAOB
HCCJIeNOBaHMs, Y IIpo0aHIa MMeeT MeCTO: DIIUre-
HeThyeckass 00sie3Hb. XPOMOCOMHBIN TMOJIUMMOpP-
(u3M, reHHbII TOJTUMOPHU3M.

Pekomendosarno: nuerorepanusa (oOoraiiecHue
MPOAYKTaMU MUTAHUSI C BBICOKHMM COIEp>KaHUEM
BUTaMuHa B6, oineBoil KMCIOTHI, a TAKKe Orpa-
HUYEHUE MPOAYKTOB C BBICOKUM COAEPKaHUEM Me-
THOHMHA) BUTaMuH B, ponuesas kuciora, 6etanH,
HabJIoIeHUWe HeBpoJora, reMarojiora, IeHEeTHKa,
KOHTPOJIb TOMOLIMCTEMHA KPOBU.

BoiBoapl

IIpencraBiaeHHBIN caydail JeMOHCTPUPYET Aua-
THOCTUKY BSIIMIeHEeTUYECKOro 3abojieBaHUSI B CO-
YeTaHU! ¢ HapylIeHneM oOMeHa CepoCOAePKAIINX
AMUHOKUCJIOT, TOMOUUCTUHYpuKn. Hanuune Heus-
MEHEHHOTO BUTaMMHa B, He MCKIII0YaeT AnarHosa
TOMOLIMCTUHYPUU, a CBUACTEILCTBYET O HAPYILLICHUN
nyTu ero yrmauzauuu. OTeYHOCTh ITPU POKIACHUU,
cKopee Bcero, Obljia 00yclIOBJIeHA HAPYIISHUEM OT-
TOKa JUM@HBI, UTO XapaKTepHO MJIsI MOCIEeACTBUN
COCYIMCTBIX HapylIeHU MNpU TOMOLMCTUHYPUM.
Koppekiyss 0OMeHHBIX HapyLIeHU I TIO3BOJISIET pa3-
paboTaTh MyTU peadUIUTALIMU U TEM CaMbIM YJIyd-
LIIUTH COCTOSTHME MAallEHTA.
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KIIMHUYECKU IMTOJIUMOP®U3IM CUHJIPOMA CAH®UJIUTIIIO

Ipeuanuna IO. b., Moaodan JI. B., Adamsan JI. M.
Yrxpauncxuii uncmumym kaunuueckoii eenemuxu XHMY
Xapvkosckuil cheyuaruzuposantblii MeoOuKo-eeHemuueckuli uenmp, e. Xapvkos, Ykpauna

Pe3lome. B crathe mpencraBieH ciydail KIIMHUYECKOTO HaOmogeHus cuaapoMma CaHGWINIINIO, ae-
MOHCTPHUPYIOIINI BEICOKYIO TeTEPOTeHHOCTh U 3HAUYNTEIbHBIN KIMHAYECKHUI ITOJTUMOP(HU3M.
KmoueBbie ciioBa: MyKomonaucaxapuaos, cuHapoM CaHnduiuio, KedaaoremMaTroma.

Pe3siome: Y crarTi IpeacTaBieH BUIIAMOK KIIiHIYHOTO criocTepexkeHHs cuHapomy CaHdiminiro, 110 me-
MOHCTPYE BUCOKY IeTepOreHHICTb i 3HAUHUI KIiHIYHUIA MOJTiMOpdi3M.
Kmouosi ciioBa: MykornoJticaxapino3, cuHapoMm CaHddininmo, kedanoremaroma.

Summary: In the article, the case of clinical observation of Sanfilippo syndrome, which demonstrates a
high geterogeneity and significant clinical polymorphism, has been shown.
Key words: Mucopolysaccharidosis, Sanfilippo syndrome, cephalhematoma.

Baenenue

Mykononucaxapuaos 111 Tuna (MIIC III, cun-
apoM CaHUINUIINO) — KIMHUYECKU TeTEPOreHHOe
ayTOCOMHO-pPeLeCCUBHOE HACJIEACTBEHHOE 3a0oJe-
BaHMNE, BEI3BAHHOE CHIDKEHEM aKTUBHOCTH OTHOTO
u3 4 (pepMEHTOB, YYaCTBYIOIIUX B MOCJIeI0BaTEIb-
HOM pacIlIeIUICHNY TIJIMKO3aMUHOIJIMKAaHA TIella-
paHCyiIbdara, U MPUBOAMIIEe K €eT0 Ype3MEPHOMY
HaKOIUICHUIO B JIM30COMAaX KJIETOK U 3KCKpeLuu
3TOrO MOJIMCaxXapyuaa Wi ero (oparMeHTOB C KHI-
KOCTSIMM OpraHu3Ma. XapaKTepHO: 3aAepxXKKa IICH-
XMYIECKOTO Y PSUEBOT0 PA3BUTHS, PACCTPOICTBA IO~
BelleHUS (TUIEPaKTUBHOCTh, TMIIEPBO30YINMOCTD,
HEYIIPaBISIEMOCTb, arpeCCUBHOCTH, 3MOILIMOHAIIb-
HYIO JIAOMJIbHOCTh), HapylleHus cHa. OTMeyaloTcs
U3MEHEHUs CKeJieTa, TellaToMerajivsi, CHIKCHUC
cIyxa. PeHTreHOJIOTMYeCKM BBISIBIISIOT YTONIICHUE
kocteit yeperna. CymectByeT 4 noaruna MIIC II1.
Tun A, B, C, D; cxogHble KIMHAYECKH, HO OT/IMYa-
oumuecs onoxuMmuyeckumu aedexkramu. Ilpu tune
A otcyrcTByeT remapaH-N-cyiabgaraza; B — N-
alleTUI-a-rmoko3amMuHmnaasa; C — rioKo3aMUHa-
netuaTpancdepasa; D — N-aueTwirioko3aMuH-6-
cynbdaT-cyibdarasa.

Hean

W3yunTh KIMHWYECKUU ITOITUMOpPGU3M CHUH-
apoma CaHdWInImo.

Marepuaibl 1 METOAbI

MHoronapaMeTpuyeckoe  KJIMHUKO-TeHETH-
Yyeckoe MHCClIeOBaHUEe ¢ TPUMEHEHMEM KIIMHU-
KO-TeHeaJIoTu4ecKoro, COMaTOreHeTUYeCKOoro,
OMOXMMUYECKOTO, MOJIEKYISIPHO-TEHETUYECKOTO,
WHCTPYMEHTAJILHBIX U JIP. METOAOB UCCIICAOBAHMS.

IIpuBogum Hame HaOmogenwe. boibHOl A.,
8 JIeT peabsBIsSeT XKaao0bl Ha MPAKTUIECKU eXe-

JTHEBHbIE TOJIOBHbIE 001, BOZHUKAIOIIME MPEUMY-
1IECTBEHHO B BeUepHee BPeMsI CYTOK, JIOKAJTU30BaH -
HbI€ Yallle B BUCOYHOM 001acT; 00 KYITUPYIOTCS
OTIOBIXOM, TIpMEMOM TMpernapara «IapaleTaMmo»;
MaMma peOeHKa CUWTaeT, YTO Tepeia IOsIBICHUEM
0COOEHHO MHTEHCUBHBIX 00JIei, 32 HECKOJIbKO Ya-
COB y pebeHKa MOSBJsIeTCs 3amax aleToHa. Takke
0OECITIOKOUT TOJIOBOKPYKEHUE, «MeJTbKaHUE MOIIIeK»
nepes Tia3aMu, OIIYIICHHWE MOTEPU PaBHOBECHSI.
Mama obpalllaeT BHUMaHWe Ha HapyLIeHUE MOXOI -
KU y pebeHKa — YacThle MaJeHMS; TUIOXYIO TIEpeHO-
CUMOCTh (PU3UUYECKUX HArpy3okK, cJ1aboCTh, YTOM-
JIIeMOCTh, M3MEHEHHE SMOLMOHAILHON chepbl
— BMU301bl pPa3lpaXKUTEJIbHOCTU, arpeCCUBHOCTD,
TUIOXylo ycreBaeMocTb. M3 aHamHe3a 3aboseBa-
HUS: MaMma cuMTaeT pedeHKa OOJbHBIM C POXKICHUS.
Manbuuk 1ocyie 3aTSKHBIX POJOB B TeYeHUE Me-
csua nojyyan gedeHue B XI'TIL mo moBomy mepu-
HatanbHoro nopaxeHus LHHC, kedaroremaTomel.
C HeoHaTaJIbHOTO BO3pacTa ObLT BSUIBIM peOeH-
KOM, C TPYAOM yIEP>KUBaJ FOJIOBY, CAMOCTOSITEIbHO
cuaen K 7,5-8 Mecsuam, CTOsUT ¢ MOAAEPKKOM K 1
TOJY, XOAWI K 2 ToJaM, ¢ MOMEHTa Havyajla cCaMoCTO-
SITeJIbHOM X0AbOBI YacTo nagai. B Bo3pacte 7,5 ner
BIEPBbIE MaJbUuMK CTaJl MPEAbSIBISATH XadoObl Ha
TOJIOBHBIEC 00JIU, 7151 00CIen0oBaHUSI 0OpaTUIUCh B
I'Ib Ne 5, ocMOTpeH HEeBpONAaTOJIOTOM: JTOOpOKa-
YeCcTBEHHasl BHyTpMUYEpeIiHasl TUIEepPTeH3Usl, MU-
OTOHWYECKUI M 1iepeOpacTeHUYECKUIl CUHIPOM;
oKyaucT — aHrmomatusi cetyatku. C 2005 roma
HaOmomaetcss B XCMI'Il ¢ auarHo3zoM: CuHapoMm
Can-®ununmo, tun C. 3a npomeaiue 4 roaa B de-
HoTUIe TTpoOaHIa HAMETWIMCh UBMEHEHUS B BUJIE
BBIpaXXEHHOU occudUKallMM KOCTeil yeperna u 3a-
CTOIHBIE SIBJICHUS B YIITHBIX pakoBUHaX. DeHOTUIT:
TOBBIIIEHHAS] PACTSKMMOCTb KOXHBIX TOKPOBOB,
TUIIEPTUIPO3, ENMHUYHBIE HEBYCHI. Boiochl xkect-
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kue. HemocTaToK MOAKOXKHO-XXKMPOBOM KJIETYATKH.
BeicTynaromuii 1006, yBeJIMYEHHbIC, OTTOMNBIPEH-
Hble, HM3KOPACMHOJOXEHHbIC YIIHbIE PAKOBUHBI.
IlepropbuTanbHble TEHM, AHTMOMATHUSI CETYATKU.
IIIupokas nepeHocHla, OMYILIEHHbIE YIJbl pTa.
AHoMasbHas jgokanu3auus 3yooB. KopoTkas iesl.
VY3kas rpymHast kietka. Ckonmo3s. IumepMoOuiib-
HOCTb CYCTaBOB.

Pe3yasraThl nIpoBeIeHHBIX HCCJIEI0BAHMIA

Kapuortun — 46 XY, 2 % XpoMOCOMHOI1 HecTa-
OMJIbHOCTH.

HccnenoBanbl mommMoppu3Mbl B TeHaX CUCTe-
MbI osiaTHoro nukiaa. O6HapykeH noauMoppuU3M
66 A/G MTRR B roMO3UTOTHOM COCTOSTHU.

buoxumuueckuii aHanu3 KpoBu: dochop —
1,64 mMonb/n (Hopma 0,87-1,45 MMOMIb/7), INIIO-
Ko3a — 5,67 mmonb/n (Hopma 3,3-5,6 MMOJIbL/IT),
obmmii xonectepun — 3,07 MMoab/n  (Hopma
3,08-5,23 MMoIIb/1T); BCe OCTaIbHBIC ITOKA3aTeId B
npeneaax BO3pacTHON HOPMBEI.

TomonmcTenH KpoBu — 8,5 MKMOJIb/1T (HOpMa <
5 MKMOJIb/1T), (hoaueBas Kuciaora — 61,54 MMoJb/1
(nopma 52,55-119,59 mmonb/n), Butamuu B, —
0,31 amonb/n (Hopma 0,20-0,40 HMOMB/1T).

Ananu3 ¢pakuuii TAI' Mour METOOOM TOHKO-
ciortHoit xpomarorpadmu: LIITX tect — 101 Em.
LITIX/r kpeatr. (Hopma go 100 En.IIIIX/r xpear.),
IepMaraHcyibdar+, remapaHcyiabgart, XOHIPOU-

TUH-4-cyabdar+, XOHAPOUTUH-6-cyabdar+, Kepa-
TaHCyJb(aT He OOHApPYXKEH.

CKpUHUHT-TECT MOYM: IIp0oOa Ha IIPOJIMH MOJIO-
KUTEIbHASL.

TCXyraeBoagoBMOYH: ClIeAbITaaaKTo3bl; pochop
Moun — 9,5 mMoib/cyT (HopMa 15-40 MMonb/CyT),
KpeatnHuHMo4ur — 1,821/cyT (HopMma 0,5-1,41/CcyT),
Kagpmuii Moum — 3,13 MMonb/cyT (HOpMa
2,5- 7,5 mmonb/cyt), TAl1 moun — 27,9 En. LII1X/T
Kkpear. (HopMa o 114 En.III1X/r kpear.).

KT mosicHU4HO-KpeCcTLUOBOIrO OTAeda IO3BO-
HouHuKa: KT npusHaky IUCIIaCTUIEeCKO TereHe -
patuBHOI1 mpoTpy3uu nuckoB L4/L5, L5/Sal, nmepe-
JHUU CIIOHAUJIONUCTE3, CIOHAMIN3 Ha ypoBHe L5,
spina bifida Sal.

BoiBoab1

Takum o06pa3oM, TMPUBEICHHOE KIMHUYECKOE
HabJoIeHUue JIEMOHCTPUPYET BBICOKYIO TeTepo-
TEHHOCTb, KOTOpasi MPOCIEKUBAETCS y MallMEHTOB
¢ MIIC III B nmpenenax 4 moATUNOB 3a00JeBaHUS
W 3HAYUTEJbHBIA KIMHUYECKUIA TOJIUMOP(PU3M.

C Touku 3peHust 3PPEKTUBHOCTH MEIUKO-
reHetruyeckoii momoiu nauueHtam ¢ MIIC 111 u ux
CEeMbSIM 0CO0YI0 3HAUMMOCTh UMEET paHHEE YTOUHEe-
HUe€ IMarHo3a J1adopaTOpHbIMU METOAAMM, UTO I103-
BOJIUT MOBBICUTb KQYECTBO >KM3HU HE TOJIbKO CaMUX
MaLUEeHTOB, HO 1 UX CEMEIA B LICJIOM.
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BUIIAJIOK ®EHUIAJIAHIHOBOI ®ETOIIATII Y ABOX CUBCIB
IIPU HEJIATHOCTOBAHIN ®KY Y MATEPI

3axapoea H. M., Psaoboea IO. B., Cipux M. M., Komasp JI. B.
Obaacnuil yenmp padiayitinoeo 3axucmy ma 0300po6AeHHs HACeAEHHS,
obaacna meduko-eeHemuyna KoHcyavbmauyis, m. Yepuieie.

Beryn

BinoMo, 1m0 cepen MOTOMCTBA XiHOK, SKi
ctpaxgaroTh Ha ®KY i He oTpUMYIOTH TIiETY B 3pi-
JIOMY Billi iCHy€e BMCOKa 4acToTa po3yMOBOI BiacTa-
JiocTi. TSKKIiCTh ypaxKeHHs IUIOAY KOpeJoe 3 piB-
HeM (peHinanaHiHy B ta3mi matepi. ITosiBa o3HaK
NaToJIOril y MOTOMCTBA HE 3aJIe>KUTh Bill HasSIBHOCTI
abo BiICYTHOCTi pO3yMOBOI BiICTAJIOCTi y >KiHOK i HE
OB’ s13aHe 3 pO3BUTKOM Y AiTeit PKY.

Metoau o0cTeKeHHS

KutiHiKO-reHeanoriyHuii MeTod, CUHAPOMOJIO-
TiYHUWA aHaJi3, HIMTOreHETUYHI METOIU OOCTEXKEHHS
(kapioTuin), 6ioXiMiYHUIA.

Pe3ynbTaTi A0C]IiTKEHb

B ob6nacHiit MI'K cnocrepiraetbcsi poauHa,
B AKill € nBO€ AiTel (miBuMHKa Ta xiomuuk 2002
ta 2005 p. H.) 3 MikpoLedati€l, po3yMOBOIO Bijl-
CTaJIiCTIO, 3aTPUMKOIO MOBJICHEBOTO PO3BUTKY Ta
NOAIOHMMM YepPEermHO-IULbOBUMU AU3MOPPisIMMU.
Matu giteit 1979 p. H. 3HaXOOAUTHCS ITiA HAISIAOM
ncuxiatpa 3 giarHo3oM «IlIuzodpenis. Jlerka posy-
MoBa BincTanictb». 1o 3BepHeHHsI B OMI'K reHetu-
KOM He o0cTexyBajacs.

3 aHasi3y poJgoBOIY 3’SICOBAHO, 1110 PigHUIi OpaT
MaTepi TaKOX CTpaXKIa€e PO3yMOBOIO BiACTaJIiCTIO Ta
mu3odpeHieto. IXHi 6GaTbKU € BUXIALSMU 3 OZHOTO
HEBEJIMKOro ceJa.

JiTn HapoaWIucs BiJ JOHOLIEHUX BariTHOCTEM
3 Masioro Baroio 2000 r i 2200 r BignmoBigHoO, 3picT 44
CcM B 000X. Po3BuBaiucs 3 MOMipHOIO 3aTPHUMKOIO
B CTaTOKiHETUYHOMY Ta pPO3YMOBOMY PO3BUTKY.
V niBunHKU OyJia AMCILIA3isl KyJbIIOBUX CYIJI00iB.
OOuaBI IMTUHU CITOCTEPIrajiuch HEBPOJIOTOM, a MO-
TiM TICHUXiaTpOM 3 PaHHBOTIO BiKy 3 AiarHo3oM: «Ha-

clligku mpe-rnepiHaTanbHoro ypaxeHHs IHHHC, wi-
Kpouedalis».

®enorun mireit 0yB cxoxXuii Ha (PSHOTUIT IPHU
(heTabHOMY AJIKOTOJIBHOMY CUHIPOMI: MiKpolieda-
JIigl, 3aTpuMKa (pi3MYHOIrO pO3BUTKY, KOPOTKi BY3bKi
OYHi IIiATMHU, TBOOIYHUI eIMiKaHT, JOBIrUMil QinbTp,
KOPOTKMI HiC 3 BIIKpUTUMU BIIEpe Hi3APSIMU, KO-
pOTKa 1IMsI, MiKpOTeHisl, By3bKUii 100, 3amajia rpya-
Ha KJIiTUHA, 03HAKU IUCILIA3i1l CIIOJIy4eHOI TKAHUHMU.
AJie ipy po3MOBI 3 paiineaiaTpoM BCTAHOBJIEHO, 1110
MaTHU aJIKOroJib a00 iHIIIi peYOBUHM HE BXKHUBAJA.

JliTi Oy oO0CcTeXXeHi IUTOreHEeTUYHO Ta 0ioxi-
miuHo. Kapuotunu 46,XX ta 46, XY — HOpMaJIbHUIA
KiHouMii Ta yoJyioBiunii. TIIIX aMiHOKHUCIOT KPOBi
Ta ceyi 6e3 maroJjorii B 000x. KT rojiloBHOro Mo3Kky
TaKOX B HOpMi.

OCKiJIbKM XpOMOCOMHAa, MeTabojiyHa Ta CUH-
JMpoMajibHa TaTOoJI0Tii Oy BUKIIIOYEHi, OyJIO TIpU-
WHATO pillleHHS OOCTeXXMTW MaTU Ha HasIBHIiCTb
MeTabOoJIiYHOTO 3aXBOPIOBAHHS, SIKE MOIJIO O BHU-
KJIMKATU PO3BUTOK (heTorarii y ii aiteit. 2KiHka cBiT-
JIOBOJIOCA, CBITJIOOKA, KOHTaKTHA, CIeUu@iyHOro
3amaxy HeMae, CyJoM HiKoau He Biamivanocs. I1pu
ypiHo:mizuci mpo6a Pesinra 3eneHa, mpobda 3 JHDT
no3utuBHa; Ha TIIIX KpoBi Ta cedi piBeHb (eHila-
JlaHiHY pi3Ko miaBUIIeHWI (10 26 Mr%).

BucnoBok

TakuM YMHOM, Y XiHKM OyB BCTAHOBJICHUH Mia-
rHO3 «DeHiNKeTOHYpisl», a y ii miteit — «DeHina-
JlaHiHOBa ¢eronartisi». lLleit BUNMagoK € npukaagoM
TOTO, 11O IPY HAIBHOCTI y IiTe€il OTHAKOBOI MAaTOI0-
Til, BiICYTHOCTi XpOMOCOMHUX TTOPYIIIEHb Ta SIBHUX
03HaK KOHKPETHOI CUMHAPOMAJbHOI MaToJIOTii, Tpe-
0a 000B’SI3KOBO Mig03PIOBATU MOXJIMBICTh META00-
JIiuHOTO AeeKkTy y MaTepi, SKUil MOXKe BUKIUKATU
(beTomariro y miTei.
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CJIVYAY ABTIOMUHAJIbHOY ®OPMBbI IEPUOJINYECKO BOJIE3HU

Jumeurnosa JI. C., Boaobyeea U. A.
Xapvrosckuii cneyuaiusuposantvlii Meouxo-eenemuveckuil Llenmp,
2. Xapvkoe, Yxpauna, e-mail: mgc@ukr.net

Baenenue

Ilepuonuueckas 0o0Jie3Hb (CHHOHUM: apMSH-
cKas 00J1e3Hb, NapOKCU3MaIbHbIA CUHAPOM JIKa1i-
Hy251-Mo3eHTansd, TMepUOAUYECKUI TMEPUTOHMT,
cuHapom Peiimanna, 0ose3Hp Curana-Mamy, cpe-
IU3EMHOMOPCKasl JIMXOpajaKa) — CpaBHUTEJIbHO
peaKoe reHeTUYeCKU 00yCIOBIEHHOE 3a00JIeBaHUE,
MOpOSIBJISIONICeCs MEPUOANYECKU PELUAMBUPYIO-
IIMM CEPO3UTOM M YAaCThIM Pa3BUTHEM aMMWJIOMI034.
BcTpeuaeTcs mpenMyllieCTBEHHO Y TpeacTaBUTENeH
HapOAHOCTEN, MPeAKU KOTOPBIX XXUIU B OacceilHe
Cpenr3eMHOro Mopsi, OCOOEHHO y apMsH, eBpeeB
(varie cedapaoB), apaboB, HE3aBUCUMO OT MECTa UX
npoxuBaHus. 3aboseBaHWEe HAUMHAETCs, KaK Ipa-
BWJIO, B J€TCKOM M IOHOILIECKOM BO3pacTe ¢ OAuHa-
KOBOIi YaCTOTOM y JIMLI MY>KCKOT0 M >KEHCKOTO MoJa.
B 3aBucumMocTH OT Ipeobiiagaroleii JoKaJIu3aluuu
MPOSIBJICHWI BBIAEJSIOT YEThbIpe BapuaHTa MEepUO-
JUYECKOM Oojie3HU: aO0JOMMHAJILHBIN, TOpaKallb-
HBI, CYCTAaBHOU 1 JINXOPAIOYHBINA.

Ieap uccnenoBanus: M3y4YUTb KIIMHUKO-TEHE-
TUYECKHNE OCOOEHHOCTH MEePUOANYECKOI OOIE3HU.

Pe3ynbTaTnbl Hcce10BaHMiA

Pe6énok A., 1996 1. p., HanpasieH B XCMI'LL B
CBSI3U C YaCTBIMU PE3KUMU OOJIIMHU B KUBOTE. Po-
IUATENT TIPSABSIBISUIN 3KaJ00bl HA YaCThIe MHTCH-
CHBHBIC 0011 B XXUBOTE y pebEHKa (00seBOM Mpu-
CTYII TIpOJOJIKaeTcs A0 2-3 AHeit).

W3 anamHe3a 3a001eBaHUSI UBBECTHO, UYTO BIIEP-
Bble 00JIM B XXUBOTE CTaJIu OECIIOKOUTH B BO3pacTe
4 netr. KoHCYNBTUpPOBaH XMPYPTroM, ITPEAIIONOXeH
Me3aJeHUT, OTHAKO Ha (POHE ITPOBOAMMOTO JICUCHUS
MPUCTYILl 00K Mpoao/Kaiu OecrnokouTh. Heon-
HOKPaTHO 00CJIeI0BaH IeTCKUM MH(MEKIITMOHUCTOM,
MaTOTeHHOM MUKPOMIIOPHI BEICESTHO HE OBLIO.

M3 anamHe3a XXMU3HW MU3BECTHO, YTO MAaIbuMK
poauics ot II 6epeMeHHOCTH, TTpOTEKaBIIIE 0e3 0c-
JioxxHeHu#, I ponoB pU3MOIOTMYECKUX B CPOKE Te-
crauuu 39-40 nenpenn. Bec nmpu poxnenun 3400 rp.,

pocT 54 cM; olieHKa no 1Kajiae Amnrap 8-9 0amios.
DTansl GU3NIECKOTO U IICUXOMOTOPHOTO Pa3BUTHSI
COOTBETCTBOBAJIM Bo3pacty. I[lepenéc: OP3, Berps-
Hag ocra. TpaBm, ornepaluii He ObLIO.

OcobeHHOCTH (PEeHOTUIIA: TEJIOCIOKEHUE HOP-
MOCTEHHMYECKOE, ITOBEPXHOCTHOE pPacCIIOJOXEHME
MOJKOXHBIX BeH, ITUPOKOE JINIIO, IIEpHUOPOUTAIIH-
Hble TeHU, CUHODPU3, MIMHHBIA HOC, KOPOTKMI
(uibTp, TUNIEPTPUXO3, TUIIEPMOOUIBHOCTh CYCTa-
BoB, KanHogakTwiug 111 manbua Kucreit, KUCTU U
CTOITBI XOJIOJHBIE HA OIIYIIb.

KinuHMKO-reHeaJlornyecKuii aHaiau3: y OTLa
W JSAW TI0 OTLOBCKOUN JIMHUM MOAOOHBIE pe3KUe
0011 B >KMBOTE.

IIpu o6caenoBanum:

— aMUHOKMUCJIOThI U YIJIEBOABI — HOPMOTpaMma;

— OMOXMMUYECKUI TpoUIb — YMEPEHHOE MO~
BBILIEHME YPOBHS MOUYEBOM KUCIIOTHI (5,82 Mr% mnpu
Hopme 2,0-5,5) u JIAT (323,29 En/a ipu HopMe 1o
290);

— roMouucTenH Kposu — 10,8 MKMoIb/JT (HOp-
Ma J10 5);

— (onreBas KucioTa KpoBu — 5,4 HI/MJT (HYXK-
HsIs1 TpaHULIA HOPMBI);

— BUTaMuH B, kpoBu — 287 ir/mi1 (Hopma),

— FeHEeTUYeCKUI aHanu3 myTtanuii reHa MEFV
16 XxpoMOCOMBI — OOHAPYXKEHBI 2 MYTallUM B KOM-
MayHI-TeTEPO3UTOTHOM COCTOSIHUM;

— Y3U BHYTpeHHHMX OpraHOB — TIeIlaTOMeTa-
JIASI, TIEPUBACKYJISIpHAST MH(OWIbTpALUs, IIpU3HAKU
H2KBII, HeomHOpOAHAS CTPYKTYpa MOIKETYI0YHOM
JKeJIe3bl; TOYKY — BETBUCTHIN TUIT CTPOCHMS ITOUYCT -
HBIX CHHYCOB, ME€Ta00IMYECKIE N3MECHEHMS (BKITIO-
yeHus 10 1,5 Mm).

Ha ocHoBaHuM Xano0 (4acTble MHTEHCUBHbIC
001 B X1BOTe Y pedb€HKa (00J1eBOM IIPUCTYII MPO-
JoJkaercsl 10 2-3 AHeit)), aHaMHECTUYEeCKUX JaH-
HBbIX (CEMbsI apMSTHCKO HAIMOHAIbLHOCTH, peO0EHOK
0o0JieeT C paHHETro JeTCTBA, OTCYTCTBHUE MOJOXUTEb-
Horo 3¢ deKTa Npu JIeYeHUU Me3aaeHUTa, OTCYTC-
TBUYE ITATOT€HHOI0 BO30YAMTEISI NPU MH(PEKTOJIOTr-
yeckoM 00caea0BaHUN), OCOOCHHOCTEN (heHOTUNna
(TeaocnoxeHne HOPMOCTEHUUYECKOE, MOBEPXHOC-
THOE PACIOJIOXEHUE ITOAKOXHBIX BEH, LIMPOKOE
JIMLIO, IepUopOUTaIbHbIE TEHU, CUHOMPU3, IJIUH-
HBII HOC, KOPOTKUI (DUIIBETP, TUIIEPTPUXO3, TUIIEP-
MOOUJIBHOCTb CYCTaBOB, KinHogakTwiau 111 nanbia
KMCTEI, KUCTU U CTOITbI XOJOAHbIE HA OLIYIIb), KIW-
HUKO-TeHeaJlorniyeckKoro aHanuza (y oTua v Asau
MO OTUOBCKOW JMHUM MOAOOHBIE MPUCTYIHI OoJeit
B >XXMBOTE), a TaKxKe Pe3yJIbTaTOB JOMOJHUTEIbHBIX
METOAOB MCCJIeMOBaHUS (IIpU T€HETUYECKOM aHa-
nu3e mytaunii reHa MEFV 16 xpoMocoMbl — 0OHa-
PYyXeHbl 2 MyTallMM B KOMIIAyHI-IeTePO3UTOTHOM
COCTOSIHUM, TUTIEPIrOMOLIMCTEMHEMMSI) YCTAaHOBJIECH
nuarHos: Ilepmonuyeckass 0oyie3Hb, aOMOMUHAIb-
HBII TUIL. [MneproMouucTenHEeMUSI.

HasznaueHa Tepanus: ¢oaaTtHas auera (MCKJITIo-
YUTb OPOAYKTHI C BHICOKHM COIEpPKaHUEM METHUO-
HUHA U ofrallieHue palroHa MPOAyKTaMU C BBICO-
KHMM COliepXaH1eM BUTaMMHOB B, B, 1 donmesoit
KHCJIOTBI), KOJIXALIWH, BUTaMuH B, Gonuenas Kuc-
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Jota. Ha poHe mpoBoaumMoii Teparnuu 601 B XKMBO-
T€ MPEKPATUIIUCH.

BoiBoapi

IIpu nepBbIX NPOSIBACHUIX NMTEPUOANYECKOM
O6osie3Hu nuddepeHlMantbHasg 1TMarHoCcTUKa Obl-
BaeT TPYAHON M OCHOBBIBAETCS Ha TIIATEIbHOM
UCKJIIOYeHUU O0O0JIe3HEN CO CXOAHOI CUMIITOMA-
TUKOM (OCTpBIe KUIIeYHbIe NHPEeKINU, Me3aae-

HHUT, XpPOHUYCCKHUN aIIeHIANIIUT, TPOMOO3 BEH
OpbIKEKM U T. A.). [Ipy MOBTOPHBIX pelManBax
00JIe3HU HEOOXOAMMO YYMUTBHIBATh BBILIE IEpe-
YUCJIEHHbIE KPUTEPUU U TO, YTO A MEPUOIU-
YyeCKOM 00JIE3HU XapaKTEPHO YAOBJIETBOPUTEIIb-
HOE CAaMOYYBCTBME OOJBbHBIX B MEXIIPUCTYITHBII
nepuoa U Pe3rMCTEeHTHOCTb K JI000H Tepamuu,
B TOM YMCJI€ aHTUOMOTUKAMMU U NIIIOKOKOPTUKO-
UIaMU.
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CJIYYAY COYETAHUSA PAPUTETHOM OHKOTEHETUYECKO! IATOJIOTUM —
BOJIE3HU MAJIEJIYHTA C TUIIEPTOMOIIMCTEMHEMUEN
N JEPULNTOM ®EPMEHTOB ®OJIATHOI'O IUKJIA

Moaooan JI. B., beaeuras C. B.
Yrpaunckuit uncmumym xaunuueckoii eenemuxu XHMY, XCMT1],
61022, Xapvkos, np. [Ipagdwt, 13; e-mail: mgc@ukr.net

Baenenue

Cpenn OHKOT€HETHYECKMX CHHOIPOMOB, CO-
MIPOBOXIAIOIINUXCSI JTUIIOMATO3HBIM ITOpaKeHUEM,
BBIICJSIIOT papuTeTHY10 (GopMy — Oone3Hb Ma-
neiayHra. 3aboneBanue MaHudpectupyeT mocie 30
JIET MHOXXECTBEHHBIMU CUMMETPUYHBIMU JINITOMA-
MU B 00JIaCTH BEepXHEI 4aCTU CIIMHBI, U U ILICY
¢ 00pa3oBaHMEM pe3KOo aehOpMUPYIOIIEH IIeIO XK1 -
poBoii moaywiku. B ciydae ciaaBiieHUsI XXU3HEHHO
BaXXKHBIX OPraHOB MPOBOIST XUPYypTrAYECKOe Jede-
HuUe. B npoaHann3npoBaHHO HAMU JIUTEPATYPE Mbl
He BCTPETUJIM YKa3aHUI Ha BO3MOXXHBIE OMOXUMU-
YeCcKHe HapyLIeHUs U MOJIEKYISIPHO-T€HETUYECKHe
0COOEHHOCTHU MpY JAHHOU MaTOJOTUU

IHennio Hallieii pabOTHI ObLIO U3yYeHUE KIUHU-
YeCKHUX OCOOEHHOCTEeH M MOMCK BO3MOXHBIX OHUO-
XMMUYECKUX U3MEHEHMI Mpuy 0ose3HU ManenyHra
IJ11 pa3pabOTKX MOAXOAO0B K paHHEN AMAarHOCTUKE
U Npo(pUIaKTHKE OMYX0JIEBOrO pocTa.

Marepuabl 1 METOABI

bone3snp ManenyHra nMarHOCTMpOBaHa y Of-
HOro naiueHTa B Bo3pacte 44 neT. Mcnonb3oBaHbI
COMaTOreHETUYECKOE HCCIAEAOBAHUE C CUHAPOMO-
JIOTUYECKHUM U KJIIMHUKO-Te€HEaJI0rM4YeCKuM aHaau-
3aMu, OMOXMMUYECKHE, LIMTOTeHETUUECKE, MOJIe-
KYJISIPHO-T€HETUYECKUE, YJIBTPa3BYKOBbBIE METOJBI.
ITpoBeneHa olleHKa COMaTUYECKOro, HEBPOJIOTUYE-
CKOI0 CTaTyCOB.

Pesynbrarnl u 00cyxaeHne

ITauuenrt b., 44 roga ObLI HaIpaBJeH JJISI yTOU-
HeHWd IuarHo3a. JImarHo3 mpu HampasieHun: bo-
Jie3Hb MagenyHra?

XKanoobsl: Ha 00beMHOE MATKOTKAHHOE O0pa-
30BaHME Ha Illee, OrpaHNYNBAOIIee IBIDKEHNE TO-
JIOBBI, aHAJIOTMYHBIE OOpa30BaHUST MEHBIIUX pa3-
MeEpoB B 00JIaCTU 3aThlIKa, IepeaHeil OprolIHOM
CcTeHKH. M3-3a OMyXoJIeBUITHOTO 00pa30oBaHUs pe3-
KO OTpaHWYEHBI TTOBOPOTHI TOJIOBBI, IIPA 3TOM MC-
MBITBIBAET YYBCTBO HANPSDKEHW W OOJIM B IIIETHOM
OTHeNie TTO3BOHOYHMKA, OECITOKOUT ITOBBIIIIEHHAS
YTOMJIIEMOCTD, OOJIM B JIOKTEBBIX M KOJEHHBIX CYy-
CTaBax.

AnaMHe3 3a00JieBaHUS: CUUTAET ce0sl O0TbHBIM
¢ 2009 roma, xorga B 00J1aCTU 3aThIJIKA MOSIBUIMCH
2 MSITKOTKAHHBIX 0OOpa30BaHMS, KOTOpPhIE ITOCTe-
MEHHO YBEJIUYUINCH 10 5-6 ¢cM B IMaMeTpe, ycra-
HoBjIeH auarHo3 Junomaro3. C mas 2012 roga ot-

MeUYeH OBICTPBIA POCT MOIKOXHBIX 0Opa3oBaHUM
B 00JIaCTM 3aTbUIKa, TMOSIBJICHUE MSITKOTKAHHOTO
00pa3oBaHMsI Ha IIIe€ C MPOTPECCUBHBIM POCTOM,
OXBaTHIBAIOIIETO BCIO III€10, OrPaHUYMBAIOIIETO
JBVXEHMS B 1lIee, TOBOPOTHI TOJIOBLI. B HOsSI0pe-1e-
Kabpe 2012 roga MITKOTKaHHbIE 00pa30BaHUS MOSI-
BUJIMCh Ha XXMBOTE, MeJIKMEe — Ha pyKax. ObpaTuics
K Bpayy, TMarHOCTUPOBAHO OIMYXOJIEBOE MTOpakKeHUe
1IIeU HESICHOU STUOJIOTUH, MALIMEHT ObIT HATIpaBJIeH
Ha KOHCyJbTanuio K oHkojory. 11.12.2012 r. koH-
cyastupoBaH B HUM MenuLMHCKON paanoJioruu.
B xnuHuke MHctuTyTa mpoBeaeHo Y3U Msrkux
TKaHe! 111en — BbIsIBJIeHO Auddy3HOe pa3pacTaHUe
KMPOBOI TKaHU. 3amnomo3peHa 0os1e3Hb ManenyH-
ra. JIist yToUHeHUsI AMarHo3a MaleHT ObLT HallpaB-
Jien B XCMT'I.

N3 anamne3a XU3HUM U3BECTHO, UTO POIWJICS
BTOpPBIM peOEHKOM B ceMbe. Poc 1 pa3BuBascs co-
OTBETCTBEHHO Bo3pacTy. U3 mepeHeceHHbIX 3a00J1e-
BaHul otMevaeT OP3, mHEBMOHMIO.

B ¢enorune oOpaiaroT BHUMaHUE: TUIIEPCTE-
HUYECKOE TEJIOCIOXEHNE, HEBYCHI, ITUPOKOE JIUIIO,
3K30(TaIbM, FOIyObIe CKJIEphl, JIMHHBINA HOC, KO-
POTKUA PUIIBTP, Kapuec, MHOXKECTBEHHBIN pacipo-
CTPaHEHHBIN JIMIIOMaTO3 — HauboJee BbIpaXKeH-
HOe TIopakeHre B 00JIaCTH IIeH, TIe PACITOJI0XKEHO
OOJIBIIIMX pa3MEpPOB MSTKOTKaHHOE 0Opa3oBaHUE,
OXBaThIBAIOIIIEE BCIO IIEI0 B BUIE KUPOBOU MOTYIII-
KM, pacrpocTpaHsmolleecs Ha 00JacTh IIEHHOTO
yTOJIeHUs, napaBeprebpanbHo 10 ypoBHs [I,-I1,,
00JIaCTh HAOIUICUNii, OTpaHNYMBAIOIIEe ITBUKCHUS
B IlIee, TIOBOPOTHI TOJIOBBI, MSITKOTKAHHEIE 00pa30-
BaHMS B 00JIAaCTU 3aThUIKA, XXMBOTa, KOHSYHOCTEI,
M3-32 OIIyXOJICBUIHOTO 00Opa30oBaHMS B 00JACTH
IIeV MPaKTUISCKHA He MOXKET IIOBEPHYTh T'OJIOBY, TO-
JIOBa MEET BBIHYKJICHHOE ITOJIOXKEHHE, TUIIEPTEI0-
PU3M COCKOB, OCTEOXOHIPO3, aKPOLIMAHO3 JIAAOHEHH,
MPaMOPHOCTh KOXU KUCTE, CTOIL.

KiuHMKO-reneasorndecKuii aHaJm3 BbISIBUIT OTSI-
TOIIICHHOCTh POAOCIIOBHOM IIO CepAeYHO-COCYIUC-
TOI (IrUIlepTOHMWYECKass 00JIe3Hb, BEreTO-COCYINC-
Tasi AVUCTOHMSI), HEBPOJOIMIECKOM (OTeK TOJIOBHOTO
MO3ra, YMCTBEHHAsl HEHOCTaTOYHOCTb, Hedanru-
YeCKUIA CUHAPOM) M MYJIBTH(MaKTOpHATLHON MaTo-
Joruun KKT, pennpoayKTUBHBIM MOTEPSIM.

Pe3yasrarsl nposenennbix B XCMI'L uccienoBanuii
buoxuMuyeckuii aHaJIM3 KPOBU — IOBBIIIECH
YPOBEHb IIeJIoUHOM docdarassl — 282 En/n (HOp-
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ma go 270), nmakratoerumporeHassl — 299,39 En/n
(HopMma mo 248), raMmmariyraMuHTpaHCchepasbl —
93,99 En/n (Hopma 10-71), cHIKEH YPOBEHb ITTIOKO-
36l — 4,16 MMonb/1 (HopMa 4,22-6,11), ocTalbHbBIE
roxasarteJi B Ipeaesiax pepepeHTHBIX 3HAaUCHMIA.

TCX aMMHOKMCIOT KpoBU — ((eHWIaJaHUH,
TUpPO3uH, Tpunrodpan) — 9-10 mMr%, ymepeHHOE
MOBHIIIICHNE YPOBHS BajldHA, ajaHWHA, IVIMIIMHA,
acrnaparuHoBoit KucioThl. TCX yIiaeBogoB KpoBU —
Hopmorpamma. JlakraTt kpoBu — (0,82 MMOJIB/II.

Tomoumcrenn kposu — 13,83 MKMOIb/II (HOp-
ma 3,7-11).

Kapuorumn — 46, XY, G-, C-okpacka, 2% xpo-
MOCOMHO1 HeCTaOMIIBHOCTH.

HccnegoBanbl  monuMopgHBIE — BapHaHTHI
TEHOB CHUCTeMbl (pojlaTHoro unukiaa. OOHapyKeH
rerepo3uroTHeiii kommaynan MTHFR C677T / MTR
A2756G.

VY3W BHYTpEHHUX OpraHoB OpPIOLIHON MOJOC-
™ — npusHaku JIKBII, maHkpeaTomaTum, yme-
PEHHBIM OBYCTOPOHHUI THAPOKAINKO3 (JaIleuKu
7,5 MM), MeTa0OIMYECK1E UBMEHEHUS (BKIIOUEHUS
10 2,5 MM).

IlammeHT  KOHCYIBTHMPOBAaH  JUPEKTOPOM
XCMTIT a. mex. H., noueHToM Ipeuanunoii 1O. b.,

3aMeCTUTEIEM TUPEKTOpa M0 MEAUIIMHCKOM YacTH,
K.Mel.H., noueHToM MosaonaHn JI.B.

Ha ocHoBaHuu Xxanod, aHaMHe3a, 0OCOOEHHOC-
Teii (peHoTHUIa, MaHHBIX KIMHUKO-TEHEaJoThdec-
KOro aHaju3a, COMaTUYECKOro, HEBPOJIOTMYECKOTO
CTaTyCOB, PE3YJIBTATOB IOITOJHUTCIBLHBIX METOIOB
HCCIIeIOBaHUS YCTAaHOBJIEH AuMarHos: bonesns Ma-
npenyHra. Iunepromoiucrennemusi. depuuur dep-
MEHTOB (POJIATHOTO LIMKJIA.

Pa3zpaborana mHIMBHIyalIbHAs TaKTHUKa Bele-
HUsI, HalIpaBJIeHHAs Ha MpeaynpexXaeHnue OIyXoe-
BOTO pOCTa M KOPPEKIIUIO BBISIBIICHHBIX METa0OJ M-
YeCKUX N3MEHCHUIA.

BoiBoapl

TakuM o6pa3om, B HallleM HaOJIOASHUN UMEJIO
MECTO COYE€TaHHE PAPUTETHOM OHKOT€HETHUYECKOM
naToJ0ruu - 007e3HM MajnesyHra ¢ TuneproMoLu-
crerHeMuen u nepuuuTomM pepmMeHTOB (POIATHOTO
HYKJa. BeisiBIeHHBIE MeTabOJIMYECKME HAPYILIEHUS
MO3BOJIMJIM pa3padoTaTh UHANBUAYAIbHYIO TAKTUKY
BeJeHUs 00JIbHOrO, HalpaBleHHYI0 Ha Mpoduiak-
THKY OITyXOJIEBOTO pOCTa M KOPPEKUMIO BbISIBICH-
HBIX METAa0OJINYECKUX HAPYILLIEHUA.
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CEMEMHBIN CJIYYA CUHTPOIIUU CTPYKTYPHOM
XPOMOCOMHOM MATOJOTUU, MUTOXOHIPUAJIBHOM TUCO®YHKIINN
U TUIIEPAMMOHUEMUAUA

Ticauesa T. M., beaeuxasn C. B., /leopnuuenxo H. C., Heanosa U. b.,
Keumuamasa H. H., Pyounckaa H. B., Koaocrwk A. C.
XapvkoscKull cneyuaiu3uposantblii Meouxo-eenemuveckuii uenmp, Xapokos, Yxpauna

Baenenue

B Hacrodliiee BpeMsi B TpakKTUKE MEAUKO-TEHE-
TUYECKOTO KOHCYJIbTUPOBAHUS BBIAESIOT SIBJICHUE
CUHTPOIMHU, a UMEHHO — HaJIMuue ABYX WUJIn OoJiee
CBSI3aHHBIX MEXOy COOO M 3aKOHOMEPHO pa3BU-
Baroluxcs 3abojieBaHUA. DTO MOTYT ObITH MyTa-
LM XPOMOCOM B COMaTUUYECKHUX KJIETKax, BEAYLIUE
K 00pa3oBaHUIO HecreUn(PUIECKUX XPOMOCOMHBIX
aHOMaJIMii, U He BeAyILIUX K ompeacieHHOMY (e-
HOTHUIY, XapaKTEPHOMY U151 OTAEABHOIO XpPOMOCOM-
HOTO CHMHAPOMA; a TakxXe pa3IMYHble HapyLIEHUS
MeTaboaM3Ma, HampuMep TurepaMMOHUEMUsSI. DTO
HapyllleHue OOMeHa BELIEeCTB, MPOSBISIOLICECS B
HEAOCTaTOYHOCTU LMKJA (EPMEHTOB MOYEBUHBI,
MNpUBOILEE K OTPABICHUIO OpraHM3Ma aMMHAKOM.

Henb. Onucanue ceMeHOro ciydasi CUHTPO-
MNUM TpaHCIOKAUWU MexXay xpomocomamu 17 u 20
y pebeHKa 1 0TlLa, MUTOXOHAPUAIbHOM TUCHYHK-
LUEN U TUTIEPAMMOHUEMHUEN.

MarepuaJibl 1 METOABI

IIpoBOomMIOCH COMATO-TeHETUISCKOE, KIIMHU-
KO-TeHeaJI0TUIeCcKOoe, OMOXMMHNIECKOE U IINTOTCHE -
TUYECKOe OOCJIeIOBaHNEe CeMbU, OOpaTUBIICHCS 3a
MeIUKO-TeHETUUECKINM KOHCYJIBTUPOBAaHNEM B CBSI-
34 ¢ 3aboJjieBaHMEeM peOeHKa U JaJbHEUIIUM Ijia-
HUpoBaHHeM OepeMeHHOCTH. KapmorurnmpoBaHue
MIPOBOIMIIOCH 10 OOIIEITPUHSTBIM METOIUKAM KYJIh-
TUBUPOBAHMS KJIETOK in Vitro, IIpUTOTOBJIECHIE XPO-
MOCOMHBIX TIpPeTTapaToB ¢ TpUMEHEHNEM PYTHUHHO-
ro n quddepeHINATBHBIX METOIOB OKPAITNBaHUS,
aHaJIM3 XpOMOCOM Ha KOMIIBIOTEPHOI ITMArHOCTH-
yeckoil cucteme Metasystems pupmbl Carl Zeiss.

Pe3ynbTaThbl Hcce10BaHMIA

Cembs obparunack B XCMI'LI B ¢cBs13u ¢ 3a00-
JieBaHHEM pebeHKa — 3alepxKKa ICUXOMOTOPHOIO
pa3Butus. PebeHok neBouka 3 et ot II 6epeMmeH-
HOCTH, [-X (pU3MOJ0rMYeCcKrX pOAOB B CPOKE recra-
uu 40 Hen. Macca npu poxaeHuu 3750 rp., pocT
52 cm. IIpu nepBUYHOM OCMOTpPE (PEeHOTUIMTUYECKU
oOpaluaiu Ha cedsl BHUMaHUE: HOPMOCTEHUYECKOe
TEJIOCIOXEeHNE, OJIEAHOCTh KOXHBIX ITOKPOBOB,
MOBEPXHOCTHOE PACIOJIOKEHIE TOIKOXHBIX BEH,
Opaxuuedanus, IUPOKOE JIUIIO, ToJayObie CKie-
PBI, KOPOTKMIT HOC, TUTIEPMOOMIBHOCTb CYCTaBOB.
PonmocnoBHasi oTsrolieHa cepaeYHO-COCYyAUCTO Ma-
TOJIOrMei (BapuKO3HOE pacllMpeHe BeH, UHCYJIBT).

M3 aHamMHe3a ceMbM MU3BECTHO TaKXXe, YTO ObLIO 2
OepeMEHHOCTH, 3aMepIINE B CPOKE 7 HEAENb TecTa-
nun. deHotrIr poaureseit 6e3 0COGeHHOCTEIH.

N3 OuoxuMuueckux M3MEHEHUN KpoBU 00-
HapyXeHO IOBBILIEHWE YPOBHS JIAKTaTAETUApOre-
Ha3el — 534 (tipu Hopme 1o 395 Ex/m), 9yTto Moxer
CBUIETEJILCTBOBATh O MUTOXOHAPHUATBHOU AUCHYH-
Kuuu. OTMEYEeHO TaKXKe IMOBBILIEHWE YPOBHS aM-
Muaka 1o 76,89 (rmpu Hopme 18-72 MKMOJIb/J1), 4TO
YKa3bIBaeT Ha HaApylLIEHUE B IIMKJIE MOYEBUHOOOpa-
30BaHMS - TUIIEPAMMOHUEMMIO.

3aboneBaHre TUNEPAMMOHUEMUS OOYCIIOBIIE-
HO reHEeTUYECKU ACTEPMUHUPOBAHHBIM 1€DULIUTOM
N-anetunrayraMaTCUHTETa3bl, 0bOecTeYrBaloei
cuHTe3 N-aleTuariyramara, KOTOPbIA CITYXUT aK-
TUBATOPOM TIEPBOro 3Tala IMKJIa OOpa3oBaHUS
MOYEBUHBI. TUIT HacJleqOBaHUS — ayTOCOMHO-pe-
neccuBHblii. TeH NAGS nokanu3oBaH Ha JJIWH-
HOM ILTeue xpomocoMbl 17, B pernone 17q21.31.
HMcxonst 3 3TUX JAHHBIX, POAUTENN SIBISIOTCS Te-
TEPO3UTOTHBIMU HOCHUTEISIMMU JAaHHOM IAaTOJIOTUM.
BripaxkeHHbBIE KIMHUYECKHWE ITOKa3aTeu y peOeHKa
CBUIETEJILCTBYIOT O IMPOSIBIIEHUN JAaHHOW MyTalluu
B MIPU3HAK.

Kapuotun mnpobannma: 46,XX,der(17),t(17;20)
(p13;ql11). Kapuotun otua - 46,X¥Y,der(17),t(17;20)
(p13;ql11); xkapuoTun marepu: 46,XX.

Cpenu XpOMOCOMHBIX aHOMaJIUA Y CyIpyKec-
KMX Map HauOojee 4acTo BCTpevaroTcs cOalaHCH-
pOBaHHbIE TPAHCIOKALKMU, IPU KOTOPHIX, KaK Ipa-
BUJIO, (PEHOTUIT CYIIPYTroB HOpMalbHbI. PebeHok
MOXET yHacJedoBaTh TaKyl Xe cOaJlaHCHMpOBaH-
HYIO TpaHCIOKaIIMIo, KOTOpasi €CTh y poautens. s
HOCHUTeJIeN cOTaHCUPOBAaHHOW TPaHCIOKAIIMU CY-
ILIECTBYET MOBBILIEHHBIN PUCK POXICHUST peOeHKa
C OMpeneleHHOU CTeNeHblo 3adepXKu. Penmpoayk-
TUBHBIE ITOTEPU B CEMbe 00YCIIOBJEHBI CTPYKTYPHOI
XPOMOCOMHOW IMaTOJIOTHEN Yy MyXKa.

BbiBoapbI:

CornyTCTBYIOLLIME  XPOMOCOMHOM  MaTOJIOTMU
0OMEHHBIE HapyIIEHMS TTO3BOJISIIOT Moao0paTh 3¢-
(beKTUBHBIE WHIWBUAYaJIbHbIE peaOMIMTALIMOHHBIE
MEpPOINPUATUSI, HallpaBJIeHHbIE Ha JieueHUe U Yyiayd-
ILIeHHEe KauyeCTBa XXU3HHU MalueHTa. D GheKTUBHO M0-
MOYb TaKUM CEMbSIM U30eXKaTb pOXKAeHUST OOJILHOIO
pebeHKa MOXeT ITpOBeAeHUE MTPeHAaTaIbHOMN IMarHoc-
TUKU — LIUTOTeHETUUECKOE UCCIeAOBaHNE TUI0A.
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CJIYYA¥ TIEYEHOYHO¥ ITOP®UPUUN Y1 HAPYIIIEHUSI OBMEHA
CEPOCOJEPXAININX AMUHOKHUCIIOT

Hnoeckas A. A., Kanroxa M. B.
Yrpaunckuii unemumym xaunuueckoil eenemuxu XHMY, Xapvkos, Ykpauna
Xapvrosckuii cneyuaauzuposantulii meduko-eenemuyeckuil [lenmp,
2. Xapvkoe, Yxpauna, e-mail: mgc@ukr.net

BBenenue

ITopdupuun — 310 rpynmna 3aboseBaHUiA, 00-
VCIIOBJICHHBIX HapyIICHWSIMA OMOCHUHTE3a pa3-
JUYHbIX nopdupuHoB. Ilopdupun BO3HUKAIOT B
pe3ynbrare pepMeHTaTUBHOIO 0JIOKA Ha 3Tarnax Ono-
CHHTEe3a TeMMa, XapaKTepPU3YIOTCSI MOBBIIICHHBIM
BBIIEJICHNEM MOPGUPUHOB WM UX MPEIIIeCTBECH-
HUKOB C MOoYeli 1 ¢eKamusIMu. B 3aBUCHUMOCTHU OT
MecCTa IepBUYHOI0 HAaKOIUICHUS ITOP(PUPUHOB BBI-
NEJISTIOT TIeYeHOYHBIe W 3puTporosTudeckue Ilop-
upuu. Ha-
KOIUIEHME MeTabOJMUTOB BbI3bIBACT IOBBILICHHYIO
KOXHYIO (POTOUYBCTBUTEIBHOCTh MPU IPUTPOMNOI-
TUYECKUX MOpGUPHUIX, a TaKXKe HelpoBuUCLEpalb-
Hble HapylleHus (0oJu B XXMBOTE, pBOTa, 3aIop,
CepAeYHO-COCYIUCThIE HapyLIeHUsI, HEBPOIATUS)
NPy NMeYEHOYHBIX MOPPUPUSIX.

Hapyimenusi ooMeHa aMUHOKUCIOT MpeAcTaB-
JISIIOT cO0OM pacnpocTpaHEHHBIE BPOXICHHBIC JIe-
(hexThl MeTabOIM3Ma, KOTOPHIE MOTYT MPOSIBISIIOTCS
3aJepKKO TEMIOB pa3BUTHSI, SHUE(GATONATUEN,
MOJMOPTaHHLIMM HapyILIEHUSIMUA; UMEIOT Mporpe-
JUEHTHBIN XapakTep TeUCHMUSI.

Iean padoThl: U3yYUTHh KIMHUYECKHE W OOXM -
MUUYECKME OCOOCHHOCTU Y peOeHKa CO CJIIOXHBIMU
MeTaboIMYeCKUMU HApYIIEHUSIMU.

Marepuabl 1 METOAbI
CeMbsl ¢ 00JbHBIM peOeHKOM; KIMHUKO-1a00-
paTopHOe, COMaTOreHeTUYeCKoe 00Cae10BaHMUE.

Pe3ynbTaTnbl nccie10BaHMiA

Ilpusooum kaunuueckoe Habawdenue. PebeHOK
Il 6611 HampabyieH Ha obcnegoBaHue B XCMI'L] B
Bo3pacTe 3 MecsleB ¢ XajlodaMu Ha Je(ULUT Beca,
KUIKHI CTYII C TIPUMECSIMHU, O€CTIOKOMCTBO, CPBITH-
BaHMSI, TPEMOP PYUEK.

W3 anamuesa: c 3 Henellb peOEHOK JEUMUICS B
XITIL[ ¢ muarHo3oM: runoTpodus, repuHaTalb-
Hoe nopaxenue IHTHC, runepreH3MOHHO-TUAPOLIE-
(anpHBIII cHMHIPOM, Xelle30AeULMUTHAS aHEeMUs
IcT, MeTabonmyecKkasl KapauoIaTusl.

B 3 mecsua B3aT Ha yueT B XCMI'LI, o6¢cneno-
BaH.

ITpu TCX aMUHOKUCIOT KPOBU ObljIa BbISIBIE-
Ha yMepeHHas TUIepaMHHOAIIECMUSI, TOIOupa-
JIOCh TIUTaHKWE C HEBBICOKMM COIIEpKaHUEM OellKa.
B 6 mecsieB 6b11 ocMOTpeH HeBposorom B MI'L,
3aKJII0UCHUE. TUIIEPTEH3NOHHO-TUApOLedaTbHbII

CHMHJIPOM, IPOBOAUIIOCH JIeUeHe (aruakapb, acnap-
KaM, KaBUHTOH). Y peObeHKa OTMeYaauCh MposiBie-
HUSI COeIMHUTEIbHOTKAHHOM AUCIUIA3HU.

ITocne roga y pebeHKa MOSIBUJIUCH PBOTHI BO
BpeMs U mocjie eapl; Ha ¢oHe OP3 mocne pBOTHI
CTaJl BSUTbIM, CJIA0BIM, B TEUEHUM HECKOJIBKUX JHEM
ouyeHb MHoTO crajt. [Ipoxomui neuyerue B [JIKBNe8
110 TIOBONIY AM30aKTepro3a KHUIIeYHNKA, THIPOLIe-
¢anbHOro cuHapoMa. B Moue ObLT auleToH ++++,
rmoko3a 3,8.  Ormevanach NMOBBILIEHHAs TOTIM-
BOCThb, HaJIM4Me CIeHU(GHUIECKOTO «THUJIOCTHOTO»
3araxa.

ITpu Y31 — nuddy3Hble U3BMEHEHUS B Ieye-
HUM, XOJIAHTUT, ITAHKPEATOITATHSI.

B xpoBU — yMepeHHOE MOBBIIICHUE IIEIOYHOMN
docdarazsr, ACT, AJIT, B Moue — ciaeabl IIPOJIMHA,
MOBHIIIEH MHANKAH, KETOKUCIOTHI. BBIT KOHCYIIb-
tupoBaH npodeccopom E. f. IpeyaHuHoii, npoBo-
nuiics nuddepeHIMaNbHBIN IUaTHO3 MEXIY opra-
HUYecKol alaypueit u nopgupueit. Haznavyanace
JIeTa ¢ OrpaHMYeHUEM MOJIOKA, OeJIKa; IperapaThl
KapHUTHHA. O0I1Iee COCTOSIHYE YIYUIINUIOCh.

B 2006 . obGpatwica B CBS3U C IOSIBIEHUEM
3KaJio0 Ha XXUAKUHA CTYJI CO CIM3bI0, 00U B XKUBO-
Te, BBITaJeHUs TPSIMOM KUIIKK (CaMOCTOSITEILHO
BIIpaBJIeHHOE MaTepblo). OTMeuanach 000CTpeHHast
peaxkis Ha 3BYKOBBIE pa3ipakKUTeNIN; COHIMBOCTD
— Ha IoToAy, MHOIIa ToJIoBOKpykeHus. [Ipucrpac-
TUS B e€lie: He JTIOOUT I'Peuky, JI0OUT peIOy, MaKkapo-
HBbI, COCUICKH, MSICO.

Jleunncsa B XOOKb ¢ guarHo3oM: TpoMOoOLIM-
TOIaTusI, BTOPUYHBIM HeclemM(PUUIECKUd KOJIUT.
IIpu oGcnenoBaHMU: aHTUTENA K IIMAIUHY B HOP-
M€, CHIDKEHUE TJIMKO3aMWHIJIMKAHOB KPOBU, II0-
BBIIIIEHNE aMWHOJIEBYJICHOBOM KWCJIOTHI IIPU HOP-
MaJIbHOM YpOBHE YpO-, KOIPOHop(hUPUHOB.

Hasnavasncs xapmoHaT, LMTpapTMHWH, BUTa-
MUWHOTepanusl, 1eTa — C IMOJIOXUTEIbHBIM 3 PeK-
TOM.

B nanbHeiimeM OBLIM 3KajJoObI Ha yTOMJIsIE-
MOCTb, IEpUOANYECKIE OOJIM B KUBOTE, TOIIHOTHI,
alieroHeMudeckue pBoThl. Habmopanca B OJKb
C JIMAarHo30M:. XPOHWYECKWI HEesI3BEHHBIM KOJIUT;
TpoMOoLmTonatusl ITaHIIMaHa; TUIIEPMETPOITHS
c/1aboil cTeneHU OOOMX TIJa3. ALIETOHEMUYECKUI
CUHAPOM. DMOLMOHAJIBHO-JIAOMJIBHBI CHUHIIPOM,
LHepebpaabHasi aHTMOAUCTOHMSI.

Anamnes xcuznu: poauics ot Il 6epemeHHOCTH,
B cpoke rectauuu 39 Hen., ¢ Becom 2950 1.
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DTanbel pa3BUTHUS COOTBETCTBEHHO BO3PACTY.

PonocnoBHag oTsArolieHa Mo CepaeyHO-CoCy-
JUCTBIM 3a00JieBaHUSAM (BapMKO3HOE pacIIUpEeHUe
BEH, BHEIIEUCHOYHAas IOpTajJbHAasl TUIIEPTEH3MS,
TpoMbodIeOouUT, H(papKT MUOKapaa), 3ad0ojeBaHU-
SIM CKeJleTa, MoYeK, >KeyI0YHO-KHUILEYHOro TaKTa.

Pe3yasraTnl IpOBeIeHHBIX HCCIEIOBAHMIA:

— BO2KX aMMHOKUCIOT KpOBU — 0€3 M3MeHe-
HUIA; TOMOIIMCTENH KPOBU — 5,7 (105 MKMOJIb/J)

— TCX yriaeBomoB — HOpMa.

— MonekyasgpHbIA aHaIU3: TOJUMOP(HUIM
B TeHax (0JaTHOTO IIUKJIA — OOHAPYXEeH IreTepO3n-
roTHbIi kommayHa 677 ct MTHFR/ 66 ac MTRR

— buoxumnyeckmii aHaJIM3 KPOBU — TPAH3U-
TopHOE cHIKeHue ypoBHs Ca?t 2,04 (2,1 — 2,55),
xkenesa. IllenoyHas dpocdoTasa, XojleCTeprH, II0-
ko3a, ACT, AJIT, rpurmuiepunsl, MoueBruHa, KDOK,
JIAL, I'TT — B nmpenenax Bo3pacTHOM HOPMbI. TpaH-
3UuTOpHOE moBbllieHMe AT, 1ienouyHoit docdara-
3bI, MOYEBOI KMCJIOTHL.

— YPUHOIU3UC — TPAH3UTOPHOE IOBHIIICHUE
WHAWKAHA, KETOKWCJOT, CJedbl MpoJuHA, YIje-
BOJIOB.

— Y3 BHYTpEHHUX OPraHOB: YMEPEHHOE MO-
BBIIICHWE SXOIUIOTHOCTH IICYCHM, IIOJTHOKPOBHE
neyeHouHbIX BeH; 2KBII, maHnkpeaTonaTusi.

— AJIK (aMuHOJIEBYJIEHOBAsI KUCIIOTA) MOYU —
36,9; 32,9; 35.7 (3,8-19,0). KomnpomnopdupuHbl —
HOpMa.

— IIpob6a Ha mopdoOdUIMHOTEH MOYM — cJ1abo
TOJIOXHUTEbHA

JuarHo3s:

ITeyeHouHass mnopdupus, TPOMOOLIMTONATHUS
Inanumana. HapylieHue odMeHa cepocoaepxa-
LIMX aMUHOKHUCIOT, Ae(ULUT pepMeHTOB (PoIaTHO-
ro 1uKJja (reTepo3uroTHhIN KommnayHa 677cr MTH-
FR/ 66 ac MTRR).

BoiBoapl

IIpuBenenHoe HaAOMIONEHWE IEMOHCTPUPYET
(deHoMeH cunmponuu - co4YeTaHUe y OAHOTO 0OJb-
HOT'O HECKOJIBKNX OOMEHHBIX HapymreHnii. Ha6:mio-
JIeHUEe TI0Ka3bIBaeT HEOOXOIMMOCTh MCCIeA0BaHMS
oOMeHa aMUHOKUCJIOT, MOPp(GUPUHOB Yy IETei C Mo-
JIMOPTAaHHBIMU HapylIeHUsIMH (TIOJTMHEWPOIaTHsI,
abJoOMUHAIbHbIE CUMIITOMBI, TUMOTPOdUs); He-
00XOINMOCTh TTPOAOJKATh MOWCK TP BBISIBJICHUN
ogHOro Meraboyimueckoro aedekrta mjisi Ioadopa
aZeKBaTHOM Tepanmy U peaOvInuTaIlnu.
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TA3OBASI XPOMATOTPA®HSI MOYU
KAK METOJT BHOXUMWYECKOI YTOUHSTOIIEV TUATHOCTUKH
HACJIEJICTBEHHBIX BOJIE3HEI OBMEHA OPTAHMYECKUX KUCJIOT

Hnoeckan A. A., beaeuxaa C. B., Koaocrox A. C., Kanroxa M. B.
Xapvrosckuii cneyuarusuposantviii Meouxo-eenemuveckuil Llenmp,
2. Xapvkos, Yxpauna, e-mail: mgc@ukr.net

Baenenue

OmnpeneneHne KOHIEHTPAIUM OPTaHUYSCKUX
KHCJIOT B OMOJIOTUYECKMX KUIKOCTSIX SIBJISIETCS He-
00XOIMMBIM YCJIIOBUEM OUATrHOCTUKM IIMPOKOTO
CMEKTpa BPOXIEHHBIX U NPUOOPETEHHBIX HapyLlIe-
HUI 0OMeHa OpraHUYecKuX KUcjaoT. OpraHndeckue
KHCJIOTHl SIBJISTIOTCSI KJIFOUEBBIMM METa0OIMTaMU
MPaKTUIECKA BCEX IMyTe MPOMEXKYTOIHOIO MeTa-
Oom3Ma: aMMHOKMCIIOT, YIJIEBOAOB, KUPHBIX KHC-
JIOT, IIypPMHOB, MMPUMUIMHOB, a TAKXKE METa0OJ M-
TaMHU JIEKAPCTBEHHBIX IIperapaToB M IIPOAYKTOB
KM3HEACSITSIbBHOCTH  MHUKpPOOpPraHu3MoB. Komm-
YEeCTBEHHOE OIIpelc/ieHe OPraHu4YeCKUX KHCIOT
MOYM OCOOEHHO BaXKHO [IIJII UATHOCTUKU OpPraHU-
YeCKMX allAypuid — HACJIeICTBEHHBIX HApYIICHUH
MIPOMEXYTOUHOTO METaboJMM3Ma C XapaKTepHBIM
HaKOIUIEHUEM KapOOKCUIOBBIX KUCJIOT.

HccnenoBaHre opraHMIECKUX KMCIOT BKIIIOYA-
eT B cebd 4 aramna:

—BKCTpaKIMs KUCIOT U3 OMOJIOTHIEeCKIX K-
KOCTEM;

— TIOJMy4YeHHEe TPUMETWICWIIMI IIPOU3BOIHBIX
OpTaHUYECKMNX KUCIIOT;

— pasaesieHre TMOJIyYeHHBIX 00pas3loB C HC-
MOJb30BAaHMEM Ta30BOl Xxpomartorpadum Macc-
CIIEKTPOMETPUU,

— UACHTU(PUKAINSI ¥ KOJIMISCTBEHHBIN PacueT
MeTabOJIUTOB € MCIOJb30BAHUEM KOMITBIOTEPHOI
IIPOTrpaMMBI.

KonnuecTBeHHBIN pacy€T OpraHUYECKUX KHC-
JIOT MOYU MPOBOAUTCS B IMepepacuére Ha YpPOBEHb
KpeaTMHWHA, COTJIaCHO MPUHSITEIM B MUPOBOM Me-
OUIIAHE eIMHULIAM U3MEPEHUS.

IHeap wucciaenoBaHusA: IUArHOCTUPOBATb Ha-
CJIeACTBEHHbIE 00J1e3HM 0OMeHAa OpraHUYeCKUX KUC-
JIOT MOYM C MOMOIIbIO Ta30BOI XpoMaTorpaduu.

MarepuaJibl 1 METOIBI HCCJIEA0OBAHUS

ITIpuBoaUM COOCTBEHHOE HAOJIOAEHUE auar-
HOCTUKHM IJIyTapoBoii ammaypuu 1 tmma. boabHoit
E., 2010 . p., HanpaBieH B XCMI'1l B cBs3u ¢ 3a-
JEPKKOH TEMITOB IICUXO-MOTOPHOTO pa3BUTHS.

Ponutenu npeabsBiasyiv Xajao0bl Ha 3aaepxk-
Ky TEMIIOB IICUXOMOTOPHOIO pa3BUTHUS (TOJIOBY
He yIep>XXUBaeT, He CUAUT), 3aePKKY PEYEBOTo pa3-
BUTHUS (HE TOBOPUT), OECITOKOMHBIN COH.

M3 anamHe3a 3a0oieBaHMsI W3BECTHO, YTO
B Bo3pacTte 5 mecdieB Ha ¢poHe OPBU c noBklile-

HUEM TeMIIepaTyphl Teja MOSIBUJINCH CYIOPOXKHEIC
MIPUCTYIILI B BUIe PUKCAIIUM B30pa, TOHUIECKOTO
HaIpsDKeHUsT KOHewyHocTeil. locrmranm3mpoBaH
B CTallMOHAp, COCTOSIHUE OLIEHEHO KakK TSIKEoe:
peOEHOK OBUI BSIJILIM, COHJIMBBIM, IBUTaTeIbHAs
AKTUBHOCTh PE3KO CHIDKEHA; TOJIOBY HE yIepKu-
BajJ; MNepUoaAMYecKU Habaomaucs cuMmnToMm Iped-
de; opodaumaibHble, TOPCUOHHBIE TUIIEPKUHE3HI,
MBIIIIEYHAs] TUCTOHMS Ha TUIOTOHWYHOM (hOHE;
pedaeKCh ¢ PYK CHIDKEHBI, C HOT OXXWBJICHBL.
B kxpoBu ormeyanach aHemus (remorjaoouH 104,
105 r/m). IIpn AMPT ronoBHOro Mo3ra (22 mapta
2011 1) BBIIBIEHO: CMelllaHHas TuApoLedaus; KUuc-
Ta TIPOMEXYTOYHOTO Mapyca, TMIMOTpoUs JTOOHBIX
M BUCOYHBIX AoJieit. [N1azHoe n1HOo 6€3 MaToJIOrvu.

YcTaHOB/IEH AMArHo3: Helpo-AereHepaTUBHOE
3a00JieBaH1E HEPBHOM CUCTEMBI.

M3 aHamHe3a XXWU3HU U3BECTHO, YTO MAaIbuMK
poauics ot 11l 6epemeHHOCTH, TIpoTeKaBllieil 6e3
ocioxHeHuit, II1 pomos dusmosornyeckux B cpo-
ke recrauuu 39-40 Hemenb. Bec mpu poxaeHuun
4490 rp., poct 57 cM; ouLEHKa Mo IuKajae Armrap
8-9 6annos. JIo 5 mecsieB (puznyeckoe U MCUXO0-
MOTOPHOE pa3BUTHE COOTBETCTBOBAJIO BO3PACTY,
B 5 MecCSI1IeB MBITAJICSI CAMOCTOSITEILHO CUIETh.

OcobeHHOCTH (DeHOTUIIA: TEJIOCTOKEHUE acTe-
HUYECKOe, TOBEPXHOCTHOE PACTIONIOXEHNE TTOTKOX-
HBIX BeH, OJIETHOCTb 1 MPAMOPHOCTH KOXKHBIX ITOK-
POBOB, IepUOPOUTANIbHBIE TeHU, MaKporedanus,
BBICTYITaIOIIME JIOOHBIE OYIPhl, KOPOTKMIA HOC, HU3-
KO pAacITOJIOXKEeHHBIE YIIIHBIE PaKOBUHEI, KOPOTKas
IIes, TUIIEPTPUX03 Ha CIIMHE, TUIIEPMOOUIIBHOCTh
cyctaBoB, KinHogakTwius 11 manbla KucTei.

KinuHuKo-reHealorndeckuii aHalIu3: y PoJc-
TBeHHUKOB [-II cTreneHu poacTBa cepaeuyHO-COCy-
nucTast (BapUKO3HOE paclIdpeHue BeH, WHCYIIBT,
nuieMudeckast 60J1e3Hb cepAla) U OHKOMATOIOTHS.

Pe3yasrarTsl Hccie10BaHTiA

— OMOXMMMYECKWI aHaJu3 KPOBU. CBIBOPO-
TouHoe Xene3o 8,29 (9,0-21,5); ypoBeHb IIIOKO3HI,
JIAKTaTa, XoJIeCTepMHa, MOYEeBOI KMCIIOTBI, OUJTUPY-
OMHa B IIpeeiax HOPMBI;

— MCCefoBaHMEe MOYM METOIOM Ta30BOM Xpo-
MaTorpapuM M Macc-CIEKTPOMETPUM: TJIyTapar
1849,5 mmonb/Monb Kpeatr (1o 3,62 MMOJb/MOJIb
Kpear); yMepeHHOe MOBBIIIEHNE psiia IPYyruxX opra-
HUYECKHNX KUCJIOT;

— FOMOLIMCTENH KPOBU — 8,4 MKMOJIb/J1 (HOpMa 10 5);
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— uCCledoBaHUE IIOJMMOP(HBIX BapHUaHTOB
TEHOB CUCTEeMBI (POJJATHOIO LIMKJIA — BBISIBJICH T€H
MTRR A66G B roMO3UTOTHOM COCTOSIHWU;

— AAMPT ronoBHOro Mo3ra: cMelaHHas TUAPO-
nedanus; KMUcTa IpoMeXyTOYHOTrO Iapyca, TUIoT-
podust TOOHBIX U BUCOUYHBIX 0JIEH;

— Y3M BHYTpEeHHMX OpraHOB. YMEPEHHOE
MOBHIIICHNE 3XOIUIOTHOCTH TEYeHM; NPU3HAKHU
H2KBIT; HeomHOpOAHAS CTPYKTYpa MOIKETYI0YHOM
JKeJIe3bl.

— uccaenoBanue Mmerogom I1JIP® rena GCDH
(royTapoBas alyaeMus, TUI 1) odHapyXkeHa MyTa-
nust Argd02Trp B rOMO3UTOTHOM COCTOSTHUM.

Ha ocHoBaHuM kayo0 (3amepxxkKa ICUXOMOTOP-
HOTI'O M peY€BOT0 pa3BUTHS ), aHAMHECTUYECKMX TaH-
HbIX (OCTpOE Havyajio 3a00ieBaHUs B BO3pacTe 5 Me-
cs1eB), ocobeHHocTel (peHoTHNA (MakpoLedanusl,
KJIMHWYECKMe Mpu3HakKu aeduuuta (GepMeHTOB
¢onaTHOro 1UMKIAa), KIMHUKO-TE€HEATIOTMYECKOTO
aHanu3a (CepAeYHO-COCYAMCTast U OHKOIATOJIOT S ),
a TakXKe pe3yJbTaTOB IOIMOJHUTEIbHBIX METOIOB
HuccieqoBaHus (BbIPaXXE€HHOE ITOBBILIEHUE YPOBHS
riyTapara Opyd OpoBeIeHMM ra3oBOil XpoMaTorpa-
¢uu Moum; obHapyxxeHa myTauus Arg402Trp B ro-
MO3UTOTHOM COCTOSIHUM; TUTIEPTOMOLIMCTEMUHEMUSL.

IIpu uccnenoBaHUM MOJUMOP(MHBIX BapHaH-
TOB I'€HOB CUCTEMBbI (DOJIATHOTO LIUKJIA BBISIBJIEH TeH

MTRR A66G B rOMO3UTOTHOM COCTOSIHMM) YCTa-
HOBJIEH AMarHo3 — BPOXIEHHOE HapylleHue ooMe-
Ha OpraHUYeCKUX KUCJIOT — IIyTapoBas alluaypus,
tun 1. [Tomumopdusm rena MTRR A66G B roMo31-
TOTHOM COCTOSIHMM. [UneproMmouucTenHEMuSI.

JaHbl peKoOMeHIalWUu: AUETOTepanus C orpa-
HU4YeHUeM Oenka (TpunrtodaHa, Ju3uHa, METUOHU-
Ha), odoralleHre palMoHa MPOAYKTaMU C BBICOKUM
comepxaHueM ButaMuHoB B, B, v ¢omeBoit kuc-
JIOTHI, KAPHUTHUH.

BoiBoapl

OmnucaHHBIN METOJ SBISIETCS BaXKHBIM B AUa-
THOCTUKE MeTabOJMUYeCKUX HapylleHUi Ojaroga-
psl TOMY, UTO C €ro MOMOIIbIO MOXKHO OIpeneasiTh
IIAPOKUIA CHEKTP Pa3IUYHBIX OpPraHUYECKUX CO-
eInHeHnl. BMecTe ¢ 3TMM TaHHBII METO, SIBJISIETCS
JIOCTATOYHO CJIOXKHBIM U JJIsl €ro peaau3alluu He-
00XOIMMBI TJYOOKHE Y3KOCHeUMaTU3UPOBAHHbIE
3HAHMUS B 00JIACTU OPraHUYECKOU U OMOJIOTUUEeCKOM
xumMuii. OcHOBBIBasICh Ha omnbiTe padoTel XCMI'TI
U MeTaboJIMYEeCKUX LIEHTPOB 3a pyOexkoM, OITHU-
MaJIbHbI pe3yJibTaT B JUAarHOCTUKE U JIeYCHUU Ha-
pylIeHUi MeTabonau3mMa JOCTUTraeTcss MpU TECHOM
COTPYAHUUYECTBE Bpaya-reHeTUKa U Bpadya-01oJiora.
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TE3N 0O | HALUIOHAJIbHOI'O KOHIPECY

«PiakicHi xBopoOu Ta BpoaXeHi Baau pO3BUTKY
SIK BaXXNuBa MeAun4Ha Ta couianbHa npobnema XXI croniTra:
AlarHoCTUKa, NikyBaHHA, npodinakTuka»

COBPEMEHHAS CTPATETVS ITIPEHATAJIbHO TMATHOCTUKY BPOXIEHHBIX
IIOPOKOB CEPIIIIA

Asepvanoe A. H., Kpacnos A. B., Teaumuenxo A. I., Inazxkoea U. B., loaosaxa JI. H., ApOy3oea C. b.
Joneyxuii 061acmHoIl CReyuaiu3UpOSAHHDBILL UeHmp MeOUUUHCKOU 2eHeMUKU
U npeHamanvHoil duaeHocmuxu, 2. Joneux

Benenne. Ilopoku cepaiia ABISIIOTCA OJHUMM M3 HauOoJee pacIpOCTpaHEHHBIX BPOXKIECHHBIX IO-
POKOB pa3BUTHsI, U B TO Xe¢ BpeMs, OOJHMMHM K3 HaWMEHee TOYHO IMArHOCTHUPYEMBIX IIPEHATAJIHHO.
CrnoxwuBiIasicss CUTyalnst 00ycJIOBJIeHa He TOJBKO CJIOKHOCThIO M1 MHOTOOOpa3reM aHaTOMUYECKUX (DOpM
BPOXIEHHBIX TOpoKOB cepana (BI1C), Ho 1 HecoBepIIeHCTBOM METOAOJIOTTYSCKHX ITOIXOH0B K JOPOIOBOM
IUATHOCTUKE CepAeIHO-COCYIUCThIX aHOMaIuiA. JIo cux mmop mpeob1amaeT ycTaHOBKA Ha IIPOBeICHIE 1IeIe-
HarpasieHHoro norcka BIIC B celleKTMBHBIX IpyInax pyucka, MeXIy TeM KaK B HUX BCTpedaeTcsl He Ooliee
10% ciy4aeB 13 Bcex 3aperMCTPUPOBAHHBIX. Mcob30BaHE COBPEMEHHBIX BO3MOXHOCTEM ITPeHAaTaIbHOM
JUATHOCTUKU B COYCTAHUU C YSTKMMHU aJITOPUTMAaMU BeprU(UKAIINK AUArHO3a JOJDKHO IIPUBECTU K MOBHI-
IIEHUIO CTEIICHH BBISIBJICHUS BPOXICHHBIX IIOPOKOB CEpIIa.

Hean. OneHka 3(pPpeKTUBHOCTH HOBOTO ITOAX0Aa K ITpeHATaIbHOM TMarHOCTUKE BPOXKICHHBIX ITOPOKOB
cepala, OCHOBAaHHOTO Ha 0€3BBIOOPOYHOM JOPOAOBOM CKPUHUHTIE BPOXKICHHBIX aHOMAJIHIA.

Marepuaibl 4 MeToIbl. B paMkax MaccoBOro 10poaoBoro CkpuHuHra Ha npotsckeHuun 2007-2010 rogos Obl1a
obcrenoBaHa 6e3BbI00poYHast rpyrma 13 24026 6epeMeHHBIX XKEHIIVH, IPOLIEIIINX STATHbIE YIBTPa3BYKOBEIE KC-
cnenoBaHus Ha poTsokeHuu I-111 TpumecTpoB rectauyu. Dxorpadusi MpoOBOAMIACH C UCIIONIb30BAHMEM aIlllapaToB
«ATL HDI 4000» (CIIA) u «Aplio XG» (SAnonust). Bo Bcex citydasix rmosydeHa ImojiHas aHaMHeCcThdecKast MHGop-
Malusl, a TakKe CBeieHUs 00 rcxoaax 0epeMeHHOCTH U 310poBbe pedeHKa. I1pr 1opoaoBoM BbISIBICHUM aHOMAIUIA
CEPICYHOCOCYIUCTONM CUCTEMBI ILTOIA ITPOBOAWIIACH 00s13aTe/IbHAS BepU(MUKALIMS AMArHO3a ITyTEM COIOCTABICHUS
€ MaToMOp(OJOrMYeCKUMU JaHHBIMU U JAHHBIMW MHCTPYMEHTAIbHBIX ITOCTHATAIBHBIX UCCJIEIOBAHMIA.

Pesynbratbl. Bcero B 00cieq0BaHHOM rpymrie BoIsIBACHO 205 KPYMHBIX FeMOAMHAMUYECKN 3HAYMMBbIX
MOpOKa cepAlia MIoaa. YCTaHoBIeHO, 4To B 91,3% ciiydaeB ITOPOKM cepAlia ObLIM BBHISIBJIEHBI B CEMbSIX 0€3
OTSTOILLIEHHOTO COMaTUYECKOIo M CeMEHOro aHaMHe3a. JlmarHocTvka HauuHaiach B I TppMecTpe 6epeMeH-
HOCTHU M BKJIIOYaJIa OLICHKY 3xorpaguieckux MmapkepoB BIIC (yBeandyeHrue BOpOTHUKOBOTO MPOCTPAHCTBA,
TPUKYCIUOAIbHAS peryprutauusi, aHoMaJlbHbIA KPOBOTOK B BEHO3HOM IMPOTOKE) U MCIOJb30BaHUE pac-
IIIMPEHHOTO YJABTPa3ByKOBOIO MPOTOKOIA C M3YYEHUEM TPeX CTAaHIAPTHBIX AXOKapAuorpapuyecKux Cpe3on
(4eThIpexKaMepHOTo Cpe3a, cpe3a uepe3 TpU Cocyla, cpe3a dyepe3 Ayry aopThl U apTepUATbHBIA MPOTOK).
ITo pe3ynbratam ckpuHuHra I TppMecTpa (Haau4ue XoTs Obl OMHOIO MapKepa, U3MeHEeHUEe OObIYHOIO N300-
paxXeHUsl CTaHAAPTHBIX dXOKapAUOTpahuIeCKUX CPe30B, HAIMYKME COYETAaHHON MaTojioru) Oblia cdop-
MUpoOBaHa rpymmna pucka u3 487 6epeMeHHbIXx. Bo II TpumecTpe B 3TOM rpymre no JaHHBIM 3KCOEPTHOM
axoKapauorpacduu 66110 BeISBICHO 78 (9,8%) BpOXISHHBIX ITOPOKa cepala. B 11eJioM, cTerneHb BhISIBICHUS
BIIC B 3aBUCUMOCTH OT TeCTALIMOHHOIO CPOKa cocraBuia: B I Tpumectpe - 33,7% Bcex cinyyaes, Bo 11 Tpu-
Mectpe - 64,3%, B 111 TpumecTpe - 2% anomanuii ¢ mo3aHeit Manudecraiueii. biaaronaps npeaioxeHHOMY
MoCaea0BaTeIbHOMY JUarHOCTUYECKOMY MOAXOAY B 00C/IeTOBaHHON BBIOOPKE XEHIIUH CYMMapHO BbISIB-
JeHo 71,7% anoMaiuii cepaiia ¥ MarMCTPaIbHBIX COCYIOB. HyBCTBUTEILHOCTh JUATHOCTUKHY ITIOPOKOB CEp-
JlIa B 00CIeIOBAHHOM TPYIIIE MO pe3ybTaTaM Ipe- U MMOCTHATAIbHOM BepuduKauu coctasuia 97,6%.

BriBoapl. CTpaTterusi npeHaTajJlbHOU AMarHOCTUKU BPOXKIASHHBIX TOPOKOB Ceplla, OCHOBaHHAs Ha MPo-
BEJICHUU MacCOBOIro 0e3BbIOOPOUYHOI0 CKpMHUHTIA, HaunMHas ¢ | TpuMecTpa 6epeMeHHOCTH, MOAHUMAET A0~
POIOBOE BBISIBIEHUE aHOMAJIMIA CEpASCYHO-COCYANCTON CUCTEeMbl HA KAYeCTBEHHO HOBBII YPOBEHb U SIBJISI-
eTcs bosiee 3(pPeKTUBHOM, YeM IUArHOCTUKA MMOPOKOB CepAlia B CEJEKTUBHBIX IPYIINax pucKa.
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AKTYAJIBHBIE ITPOBJIEMBI PAHHEI BEPU®UKAIIMU XOPEM TEHTUHITTOHA
Y NALIMEHTOB C HEMPOJETEHEPATUBHBIMU 3ABOJIEBAHUSAMU

Anuynoea B. B., Cyeopoea-Ipuzoposuu A. A.
T'Y «Jlyeanckuii cocydapcmeennviii MeOUyUHCUI YHUGepcumem», Kageopa hmuzuampuu, UMMYHOA0UU,
annepeonocul u MeOUUUHCKOU ceHemuku, Kagedpa ncuxuampuu u Hapkoasoauu, 2. JIyeauck, Ykpauna

BBenenne. Xopest [eHTUHITOHA — HeliponereHepaTUBHOE HAC/IEACTBEHHO O0YCIOBIIEHHOE ayTOCOMHO-
JOMUHAHTHOE 3ab0JieBaHKe ¢ BLICOKOM MeHeTpaHTHOCThIO (80-85%). Bo3HUKaeT BCIeACTBUE TMHAMMYE-
CKOI MyTallMM TeHa TeHTUHITUHA. PACIIOJIOKEHHOIO B KOPOTKOM IIEUe YETBEPTOM XPOMOCOMEI, YTO IIPH-
BOJIUT K 00pa30BaHMIO MYTAHTHOTO OejiKa TeHTUHITHHA (MHTETpMHA), KOTOPBI OKa3bIBA€T TOKCUUECKOE
JeCTBHE Ha KJIETKU U BRI3BIBAeT 00JIe3Hb. Xopes [eHTUHITOHA IPOSIBISIETCS IICUXUYSCKIUMU HapyIIeHNsI -
MU, JOCTUTAIOIINMHM JeMEHIIMKA 1 HapacTaloIIMM XOpendeCKMM IruIiepKruHe3oM. Ha paHHuX crammsx 3a00-
JIeBaHMSI, TTAIIMeHTHI He Bcerma o0palllaroTcs 3a MEAULIMHCKON ITOMOIIIBIO, KakK IPaBUJIO, JaHHYIO ITaToJI0-
TUIO BBISIBJISIOT IICUXOHEBPOJIOTH B CTaIMU pa3BepHYTOM KIMHUKU. IlocTaHOBKa mMarHo3a Ha OCHOBAaHUU
KIIMHAYECKUX MPOSIBIICHUI MOXET ObITh 3aTpyaHEHa, OCOOCHHO B aTUIIMYECKUX cirydasx. IlanmeHTs Mo-
TYT HAOMIOOAThCS C Pa3IMIHBIMU IICUXMYECKMMM PACCTPOCTBAMU, HEBPOJOTMYECKON CHUMITTOMATUKOM
¥ TOJIBKO IPHU PETPOCIIEKTMBHOM aHAIN3¢ POIOCIOBHOM, BEIIBICHINN CEMEMHOTO XapaKTepa 3a00J1eBaHMSs
MOKHO 3aII0J03PUTh HACEACTBEHHYIO IIPUUYMHY ITaTOJIOTHU. B TaKMX CiIydasix ¢ 1eJIbIo BhISIBICHUSI MyTaH-
THOTO aJljIejIs HEOOXOAMMO IIPUMEHEHNE MOJIEKYJIIPHO-TeHETUYECKMX METONOB TUaTHOCTUKU.

Ieap uccaemoanusi. OOOCHOBaHME HEOOXOAMMOCTH MEAUKO-T€HETUYECKOr0 KOHCYJIBTUPOBAHUS
¥ IIPUMEHEHNE COBPEMEHHEBIX MOJICKYJISIPHO-TeHETUIECKIX METOIOB TP CEMEITHOM XapaKTepe Helipoe-
TeHepaTUBHBIX 3a00JIeBaHUI C MO3AHEN MaHU(eCTaLue.

Marepuaibl 1 MeToAbl. OOCIeO0BaHbI TPU MOKOJEHUS CEMbU, B KOTOPOI MMEINCH Cllydau Helipoaere-
HepaTUBHOM maTonoruu. Mcrnoab30BaHbl KIMHUKOIICUXOIATOJIOTUYECKUI, SKCIIEPEMEHTAIbHO-ICUXOI0-
ruyeckuii, uHcrpymeHTaiabHblii (MPT, B3I, POI'), coMaTo-reHeTU4eCKUil, KIMHUKO-TeHeaTOTUUECKUIA,
MOJIEKYJISIPHO-TEHETUYECKUI METObI CCAEAOBAHMSI.

Pesyasrarnl n oocyxknenne. [IcCMXOHEBPOJIOroM Ha MEIMKO-TEHETHUYCCKYIO KOHCYJIBTALIMIO OB Ha-
MpaBJieH MallleHT, 36 JeT, pycCKuii, ypoxeHell JlyraHcka, oG6pa3oBaHue BBICIIEE TEXHUUIECKOE, YACTHBINA
npeanpuHUMaTesb, XeHaT, UMeeT Tpex nouepeit 11, 9 u 2 netT. B TeyeHHMU 5 1eT oTMeUaeT KoyebaHus Ha-
CTPOCHUSI B CTOPOHY TPEBOKHOCTH, BCHBILIKY FTHEBA B KPYTy CEMbU, 3aMKaHKWE B CTPECCOBBIX CUTyaLIUSIX.
Ha npoTsxeHuy nocaeaHero roaa UCIbIThIBAeT TPYAHOCTA NPU HEOOXOAUMOCTHU COCPENOTOUNTHCS, OTME-
YaeT CHIDKEHUE TPYAOCITOCOOHOCTH, UTO CBI3BbIBAET C 3arpy>KEHHOCThIO Ha padoTe. Bo BpeMs ocMoTpa cyeT-
JIUB, HEYCUIUUB. AHAJIU3 POAOCIOBHOMN. Y 0a0Kku npodaHaa nocie 40 jeT MosIBUINCH HapyllleHUe KOOPA-
HallUM U MIPU3HAKY JEMEHIIMU, yMepJia B ICUXUATPUIECKON 6OIbHUILIE B Bo3pacTte 62 neT. MaTth mpobaHa,
58 net, epBbIe TIPU3HAKY TICUXUYECKOTO HApYIIEHUS MPOSBUIKCH B Bo3pacTe 38 JeT B BUAE HaBI3UMBOIA
PEBHOCTH, MOSIBUJIACH HEBPOJOTUYECKAs! CUMIITOMATUKa (TMKU, CYeTJIMBOCTb), HAa MPOTSKEHUU MOCTed-
HUX 6 JIET IBJISETCS UHBATUAOM | IpyIIIbI IO HEBPOJOIMUECKOMY 3a00J1eBaHmI0. Y MIaallero 6para ¢ my-
OepTaTHOro Mepuoaa OTMeYaeTcsl alAuTUBHOE MOBEeJAEHUE, CKIIOHHOCTb K Mapa3uTUYECKOMY CYIIECTBOBA-
HUIO, B MOTOPHOI cepe — TUKU, CYeTIUBOCThb, HEYCUAYMBOCTh. YUNUThIBAs aHAJIU3 POAOCIOBHOM, MPOOaHI
M ero OpaT ObLIM OTHECEHBI B ITPYIIIY PUCKa MO0 ayTOCOMHO-IOMUHAHTHOMY HelpoaereHepaTuBHOMY 3a00-
JneBaHuIO (ammupudeckuil puck 50%). B pesynsrate nposeaenus JHK-ananmu3a, y mpo6aHaa B OTHON U3
4-11 xpoMocoM BbIsIBIeHO yBeanueHue ynciaa konuit CAG-nostopa (CAG)n, (n1<35, n2=43), nokanuzo-
BaHHOTO B 5-001actu reHa IT-15: aBnsiercss HocuteneM xoper [eHTMHITOHA. DMOUPUYECKUA PUCK IS €T0
noroMctBa cocTaBiseT 50%. s BhIIBIEHUS MyTaHTHOIO T'eHa U JaIbHEMIIEro IMporHo3a peKOMEHI0BaHa
JAHK-auarHoctrka aetsim nmpobaHaa.

BruiBoapl. BHeapeHe B IpakTUKY NMCUXOHEBPOJIOra 00s13aTeIbHOE MEANKO-TEHETUUECKOE KOHCYIbTH -
pOBaHMe NalMeHTOB C HelipoJereHepaTUBHBIMU 3a001€BaHUSIMU HEOOXOAMMO 1 OCOOEHHO BaXKHO B HESIC-
HBIX CJIyYasx, a TaKXKe MPU HeMOJIHOM MPOSBIACHUU CUMIITOMOB. MCIIOb30BaHNUE COBPEMEHHBIX METOAO0B
JUArHOCTUKM HACJIEeACTBEHHBIX 3a00JieBaHUIi, B YACTHOCTU MOJIEKYJISIPHO-TEHETUYECKUX, TTO3BOJISIET BbI-
SIBUTh 9TUOJIOTUUYECKU1 (pakTop, T. €. BepudULIUPOBATh AMArHO3, Ja€T HEOOXOAUMYIO MHMOPMALUIO IS
KOPPEKTHOro MpOrHo3a Io JaHHOMY 3a00JIEBAaHUIO Y KPOBHBIX POACTBEHHMKOB, a TaKXKe BO3MOXKHOCTD
npeaynpexaeHus HacJeICTBEHHOM MaTOJI0TUU y OyayIlero moToMCTBa.
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CEMEMHBIN CJAYYAN JENKODHIIEPAIOIATUY C TPEUMYIIECTBEHHBIM
IMOPAXKEHUEM CTBOJIA MO3TA, CIMHHOT'O MO3TA U ITOBBIINIEHHBIM
JIAKTATOM V JIETEM (LBSL)

Adcpanacveea H. A.
Kpoimckuii pecnybaukanckuil cneyuanusuposanHslil MeouKo-2eHemu4eckuil ueHmp,
2. Cumgbeponons, Yxpauna

Beenenne. B 2003 rony M. Van der Knaap ¢ coaBropamu ObUIO OTKPHEITO HOBOE 3a00JIeBaHUE U3 TPYII-
el JielikosHedanonatuii — LBSL, xapakTepusylomieecss MO3:K€YKOBBIMU, MUPAMUAHBIMU HAPYIICHUS-
MU, TIOpaXXeHUEM 3aJHUX CTOJI00B CIIMHHOrO Mo3ra M crneuuduyHoil KaptuHoit mpu MPT, B 2007 romy
G.Scheper u coaBTopamMu OBLIY BBISIBIICHBI MOJIEKY/ISIPHO-TEHETUYECKIIE OCHOBEI 3a00JieBaHMsI. bblTo BBI-
CKa3aHO IIPEIIIOJIOKEHIE, YTO 3a00JIeBaHNEe MMEET ayTOCOMHO-PELICCCUBHBIN TUIT HACICTOBAHMSI.

Ieablo jaHHOK PabOThI ABASETCS M3YYEeHME KIMHUYECKUX MPOSIBJICHWM, HEHpOpaaroJIoTMYecKoro
¥ MOJICKYJIIPHO-TEHETUIECKOTo 00CIe0OBaHUS IBYX AeTell B ceMbe C II0A03peHEM Ha HelipoiereHepaTuB-
Hoe 3a00JIeBaHUE.

MeToapl 1 MaTepuaibl: KIMHUKO-T€HEaJOrMueCKrii aHaMHe3, (DU3UKaIbHOE U IICUXOHEBPOJIOTHYEC-
Koe 00ciegoBaHue MallMeHTOB, KOMITbIOTepHas ToMorpadusi U MarHUTHO-PE30HAHCHOE UCClIeIOBaHUE Io-
JIOBHOTO MO3ra, MOJIEKYJISIPHO-T€HETUUECKOE 00CIeI0BaHUE CEMbHU.

Pesyasratel u o0cyxnenne. OOcienoBaHa cembs I1., mMmeromas AByX AeTeil ¢ HelipomereHepaTHB-
HBbIM 3a0ojeBaHueM. Ponutenn v ABoe CTapluuX AeTeil 3M0pOBbI, B pOAy MOAOOHBIX CIyYaeB HE BCTpeya-
Jock. loub C., 2008 roma poxaeHus, 6epeMeHHOCTb U POlIbl 0€3 OCOOEHHOCTEM, Macca NPy POXKICHUN —
3440 1, pa3BuBajach Mo BO3pacTy, B 8 MecsleB nepeHecaa Tskenyio OPBU, mociie koTopoii cTana orcTaBaTh
B MOTOPHOM pa3BUTUM. IIpu obciaemoBaHuM B 1 rom 5 MecsdleB CAaMOCTOSTEIbHO HE XOAUT, MbILIEYHBIA
TOHYC CHUXXEH, CYXOXWIbHbIE pedJIeKChl TOPIUAHbIE, KOHTAKTHA, TOBOPUT HECKOJIbLKO cIOB. IIpoBeneHo:
KT ronoBHOro Mo3ra — CUMMETPUYHOE CHUKEHME TIJIOTHOCTU OeJIoro BelllecTBa IOJyIlapuii TOJIOBHOTO
Mosra u mo3xedka; MPT - moBceMecTHOE MOBbIIIIEHME MHTEHCMBHOCTA M P-curHaja ot 6e10ro BeliecTa
TOJIOBHOT'O MO3Tra, MO3XeuKa, cmuHHoro mo3ra Ha T2 B ; TMC — gpaHHBIX 32 HapylueHre oOMeHa aMUHO-
KHCJIOT, OPTAHUYECKNX aMUHOAIIMIOTIATU1, MUTOXOHIPUAIBHOTO [3-OKUCIIEHUS HE BBISIBIICHO; METaXpOMa-
THYecKad Jeikoauctpodus, 6oae3Hb Kpadbde, crimHanbHas1 MbllIeuHast aTpodus UCKIoYeHbl. bbia nuar-
HOCTHPOBaHa JEUKOAUCTpOGhUsI HEYTOUHEHHOIO FeHe3a.

ChiH A., 2011 roga poxneHus, B 1 rog 3 mMecsiia He CUINT, HE XOAUT CAMOCTOSITEbHO, TMICUXUYECKOE
pa3BUTHUE COOTBETCTBYET BO3pacTy. B HEBpOJIOTMUECKOM CTaTyCe: HUCTAarM, CHUKEHYE MbILLIEYHOIO TOHYCa,
oTcyTcTBUE KoeHHBbIX pediekcoB. Ha KT u MPT roioBHOro u CHMHHOIO MO3ra — KapTUHa, aHaJIOTUYHast
cecTpe.

ITpoBeneHHOE MOJIEKYISIPHO-TEHETUUECKOE 00CIeA0BAHUE CEMbU BBISIBUJIO Y ACTEH IBE MyTallMM B TEHE
DARS?2, xotopslit KogupyeT mtAspRS (mitochondrial aspartyl-tRNA synthetase): Chr.1: 173800770 T>C,
€.492+2 T>C oruoBckoro npoucxoxaeHusa u Chr.1: 173797459 ¢.228-12 C>G matepuHckoro. ITonoOHbIe
W3MEHEeHUs OOHAPYXKMBAIOTCS y OOJbHBIX JeliKoaHLedaaonaTueil ¢ npeuMyliecTBeHHbIM MopaxkeHueM
CTBOJIa MO3ra, CIIMHHOTO MO3Ta U MOBBIIIEHHBIM JIAKTaTOM B ITOpaxxeHHOM OejioM BelecTse (LBSL).

BruiBoapl. KiimHMueckas KapTvHa U cienuguyHble ocobeHHOCTH MPT rojloBHOro U CIMHHOIO MO3-
ra yKasblBalOT Ha HajJM4yue JAaHHOTO 3a0osieBaHUs Yy aeTeil. MoseKyIsipHO-reHeTUYeCcKoe o0cea0BaHue
CeMbU yOEeIUTEIbHO MOKA3bIBAET ayTOCOMHO-PELIECCUBHBINM TUIT HACJAeA0BaHMS 3a00eBaHMsI, TTO3BOJISIET
MPOBECTU MPEHATATbHYIO IUATHOCTUKY.
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OCOBEHHOCTH CIIOHTAHHOI'O MYTATEHE3A YV JIETEN U ITIOJAPOCTKOB
CXPOMOCOMHBIMU U MUKPOAEJEINMOHHBIMU CUHAPOMAMMN

bazcauras H. B., Kosaaeea B. H., Hegpudoea B. E.
TY « Uncmumym oxpanwt 300poews demeii u nodpocmxos HAM H»,
Ykpauna, 61153, Xapvkos, np. 50-nem BJIKCM, 52-A,
e-mail: iozdp@ukrpost.ua, n_bagatskaya@mail.ru

Beenenne. OnHOM 13 Ype3BBHIYAHO BaXKHBIX 1 CIOXHBIX ITPO0JIeM, KOTOpBIE IIPUBJICKAIOT BHUMAHUE
TEHETUKOB, SIBJISIIOTCS HACJIeACTBEHHBIC 3a00JI€BaHUSI, YaCTOTAa KOTOPBIX CYIIIECTBEHHO BO3pacTaeT B IIO-
ciaemHue necsatuiaetys. HaciaencTtBeHHBIE 3a00J1€BaHMSI MOTYT IIPOSIBJISITECSI B BUIE TIOPOKOB Pa3BUTUS WIN
IPYTUX IAaTOJOTUYECKUX COCTOSIHUI TETCKOTO Bo3pacTa. AHOMAaJIKs OMHOTO WIM HECKOJIbKUX JeTePMUHAHT
noJja, MoJoMKa KOMIUIEKCHOIO MEXaHM3Ma «3alyCKalollero» (pU3nyeckKoe U IMOJIOBOE pa3BUTHUE, MOTYT
MPUBECTH K MHOT000pa3unio KIMHUIEeCKUX (GOopM HapylleHUH 1on0Boi auddepeHINpOoBKU. Pa3nmaHbie
XpPOMOCOMHBIE adeppaliy, TeHHbIC MyTallliH, CIIOCOOCTBYSI HapyIlIEeHNI0 TOPMOHAIFHOIO OajaHca WIN 13-
MEHEHUIO peleIIIM TOPMOHOB B SMOPHUOHAILHOM IIEPUOAE, MOTYT OBITh IIPUYMHAMU BPOXKICHHBIX aHO-
MaJIMii TIOJIOBOro pa3BuTus. KpoMe Toro, BpoxaeHHBIE HApYIICHUS MOJIOBOI MM dOepeHIMPOBKH TaKKe
MOTYT OBbITh OOYCJIOBJEHBI Pa3IMUYHBIMU SMOPUOTOKCUYECKUMU (haKTOpaMu (MHTOKCHKaLel, MH(pEeKIM-
eil, TpaBMaMM, BO3IEHACTBUEM JIEKAPCTBEHHBIX IIperapaToB), HApylIeHUEM TOPMOHAIBLHOTO OaaHca y Oe-
PEeMEHHOI B OTBETCTBEHHBIE 32 (DOPMUPOBAHKE MTOJIOBOTO TPaKTa IMePUOAbl SMOPUOHATBHOIO Pa3BUTHSI.

Ieap uccnenoBanus — U3y4YUTh COCTOSIHME XPOMOCOMHOTO amrapara y AeTeil U ToAPOCTKOB C Moa03pe-
HHUEM Ha XpPOMOCOMHYIO MaTOJIOTHIO.

Marepuanbl 1 MeToabl. LlMToreHeTHYEeCKOE MCCIeIOBaHME ObLIO MPOBEIECHO Y 67 GOJBHBIX 000EeT0
nosa, oociaeqoBaHHbIX B I'Y «HCTUTYT oxpaHbl 310pOBbs aeTeil 1 nmoapoctkoB HAMH»: 17 mManbunkoB
u 50 neBouek. M3 Hux 7 gereit ¢ cuHapomoM Ilpanepa-Buiam (2 neBouku M 5 MaJabuuMKOB); 45 neBoyek
¢ cuHapomoM IllepeieBckoro-TepHepa; 15 ManbuukoB ¢ cuHapoMoM KiaitHdenbrepa. KoHTpobHYIO
rpymniy coctaBuin 40 31o0poBbIX MpodaHaoB (29 neBouek U 11 MaJbUMKOB) B Bo3pacTe 7-18 Jjiet, KoTopble
ObLIM OTOOpPaHBI IPU MTPOBEACHUU SIUAEMUOIOTMYECKUX MccaeaoBaHuid. I1pu nccaegoBaHMM CIOHTAHHO-
ro MyTareHe3a KoJm4yecTBO MeTadas cocTapisiio: 3524 — B KOHTpoIbHOM rpyrmne v 2210 B rpymme 00JbHBIX
JeTeit 06oero moja (13 HuX 238 — y 60nbHBIX ¢ cuHapoMoM [Ipanmepa-Buim; 506 — B rpymmne MaJIb4uKOB
ccunapomoM KiaitHdensrepa; 1466 — Brpyiiie eBouek c iucreHesuneii rodan (cuaapomom Lleperresckoro-
TepHepa)), KOTOpble U3YYaIUCh C MOMOIIBIO OMHOKYJISIPHBIX MUKPOCKONIOB «Leica Galen I1l», «Ergovaly
U «Leica CME», okynsap 10x18, oobektuB 100x, OMHOKY/IsIpHAas Hacaaka 1,25x.

ITpumensu guddepenumnanbHoe GTG- okpaliuBaHue U, B HEKOTOPBIX ciiydasix, C- 1 Q-okpacky.
B otnenbHBIX caydasix 60abHBIM nTpoBoawin Metoauky FISH Ha nHTepda3HbIX 1 MeTada3HbIX XPOMOCO-
Max. CTaTMCTUYECKKE pacyeThbl BBHIIIOJHEHBI C KMCIOJb30BaHUEM IMPUKIAAHOTO MmakeTta mporpamm Excel,
SPSS Statistics 17,0. ]I BbISIBASHUSI 3HAUMMOCTU Pa3IMuUil MEXIy CpaBHUBAeMbIMU T10KA3aTeJISIMU MC-
moJib3oBasii Kputepuit CThlogeHTa 1 ¥>2.

Pe3yasrarsl ucciaenosannii. Cpeaqy MaJIbuMKOB ¢ HApYIISHUSIMH TIOJIOBOI CUCTEMBI peryisipHast pop-
Ma cuHapoma KiaiiHdenbTepa 6buta yecTaHOBIeHA v 46,7 % ManbunKoB, Mo3anyHas — Yy 53,3 %. YpoBeHb
abeppalnii XxpOMOCOMHOTO THIIA B TpYIIIe OOJbHBIX MAJIBUMKOB PETMCTPUPOBAICS 3HAYMMO dYallle, IeM
y 3I0pOBBIX CBepCcTHUKOB (5,71 u 4,39 % cootBeTcTBeHHO, %> = 7,79; p<0,01). OuteHnBast OOIIyIO YacTO-
Ty abeppalliii XpOMaTHUIHOTO M XPOMOCOMHOTO THIIA Y OOJBHBIX MaJbYMKOB, YCTAHOBWIIM TOBEHIIIICHUE
aTux mokaszateneit (3,36%) B cpaBHeHUU €O 310poBbIMM Manbuukamu (1,63%; y? = 4,46; p<0,05). Bme-
CTe C TeM, YacTOoTa BCeX HapylIeHHI XpOMOCOM y OOJBHBIX ¢ cmHIpoMoM KiaiiHpensrepa cocraBuia
3,56%, uTo MOYTH B 2 pa3a MPEBLIIIAIO YPOBEHb HAPYIICHUI XPOMOCOM Y 3I0POBBIX CBEPCTHUKOB (1,95%;
> =1,85;p>0,05). ¥ omHoro 60pHOTO ¢ cHApoMoM KitaiiHbensTepa KapuoTHUTT UMeJT TPU KJIIOHA KJIIETOK —
mos 45,X / 46,Xder(Y) / 47, XXY.

Cpenu neBouek ¢ aucreHe3ueii roHan y 31,1 % 6blia ycTaHOBIIEHA PEryasipHast MOHOCOMUS X — CUH-
npowm IllepemeBckoro-TepHepa; y 68,9 % neBouek — Mo3anyHas ¢opMa cuHApoMa. B ob1eit rpyre neBo-
YeK 4acToTa XPOMOCOMHEIX abeppaliuii coctaBuia 3,14 %, uto B 1,5 pa3a Bblllle, 4YeM Y 300POBBIX CBEPCTHUII
(2,26 %, p < 0,05). Y neBouek ¢ peryasapHoil popMoii CUHIApOMA YPOBEHb XPOMOCOMHBIX abeppalyii ObLI
3,96 %; y neBoueK ¢ MO3aMUHOI (hopMoii cuHapoMma — 3,42 %. Y Bcex 00CaeI0BaHHBIX PETUCTPUPOBATIUCH
abeppally XpOMaTUIHOTO (OMMHOYHBIE (PparMEeHTHI), XpOMOCOMHOTIO (ITapHbIe (pparMeHTHI, Pa3phIBHI IO
LIEHTpOMepe, TePMUHAJIbHBIC IeJIeMN) U TeHOMHOTO (IIOJUIIOMAHbBIC KIeTKH) ThItoB. Cpeau mHTEpec-
HBIX IMTOTeHETUYECKNX HAXOA0K CIeAyeT OTMETUTD HaJIM4Ke MO3aMYHOTO KApHOTHIIA C U30XPOMOCOMOI —



KniHiyHa reHeTuKa i nepMHaTanbHa giarHocTuka, Bun. 1, 2013

mos 45,X/46, Xi(X)p/46,XX; kapuotuma mosd5,X/47,XXX/46,XX; KapuoTUma C paguaJbHOU
X-xpoMocoMmoii — mos 45,X/46,XX, r/46,XX.

V 6onpHEBIX ¢ cuHapoMoM Ilpanepa-Bwmmu (CIIB) 66U ycTaHOBIEH MO3aMYHBIN MYXKCKOM 1 KEHC-
KUl KapUOTHUII ¢ MUKPOJIEIeeld TIMHHOrO 1ieda 15 xpomocoMbl — mos 46,XY,del (15)(ql11-13)/46,XY;
mos 46,XX,del (15)(q11-13)/46,XX. CrIOHTaHHBII YPOBEHb XPOMOCOMHBIX HAPYIIEHUI Y GONIbHBIX C CUH-
npomoM IIpanepa-Bummm cocraBun 2,52 %, uro B 1,5 pa3a BhILIE, YeM B TPYIINE 3T0POBBIX CBEPCTHUKOB
(1,95 %). Y 601bHBIX MaJBYMKOB 3HAYMMO 4Yallle PETMCTPUPOBATIOCHh YBEJIMUYEHME YACTOTHI MpekXaeBpe-
MeHHoTO pacxoxnaeHust eHtpomep (0,42% y 6onbHBIX ¢ CIIB; 2 = 4,77; p < 0,05) 1 nemennm KOPOTKO-
ro tuteva (0,42 % y 6onbHbix ¢ CIIB; ¥ =4,77; p <0,05) Tpy MOJTHOM OTCYTCTBMM JaHHBIX HapyIICeHUH
Y 3IOPOBBIX JIMII.

Beisoapl. Takum 06pa3oM, IIpoOBeIeHNE IINTOTCHETUIECKOTO MCCICIOBAaHMS ITO3BOIMIIO YCTAHOBUTD Ka-
PUOTHII ¥ YPOBEHb XPOMOCOMHBIX abeppalinii 00caIeI0BaHHBIX ITAIIEHTOB.

NCHOJIb30BAHUE KOMIIJIEKCHOI'O LIMTOTEHETUYECKOI'O UCCJIEIOBAHUA
ITPU TUATHOCTUKE OCTPBIX JIEMKO30B Y JIETEN

baanosa M. @., Kamaauesa b. 0., 2Kymaxcanosa Jl. K., Myaeean JI. U., Abuavounoea I. 2K.
Hayuonanwvubiii Hayunwiii yenmp mamepurncmea u dememea, Acmana, Kazaxcman

Beenenne. OrnpenencHue criennPUISCKUX TeHETUISCKUX M3MEHEHUM JIGMKO3HBIX KJIETOK II03BOJISICT
CYIOUTH O THUIIE JICAKO3HOTO IIPOoIecca U IMPOTHO3MPOBATh TEUCHME OCTPBIX JICHKO30B Y IETei.

Hean. M3ydyenne 3¢pHeKTUBHOCT KOMIUIEKCHOTO MCIIOJIb30BaHUS CTAHAAPTHOTO IIUTOTeHETUIECKO-
ro (CLHN) 1 MoneKyIsipHO-LIUTOTeHeTHYeCcKOoro MeTonoB nuarnoctukul (FISH) mpu mmarHocTrke ocTphix
JIEWKO30B y JETEH.

Marepuanbl 1 MeTOIbl HccaeaoBaHMil. MaTepuaioM s MCCIEeNOBaHUS SIBUIUCHh KJIETKUM KOCTHOIO
MO3ra ITaleHTOB ¢ OCTPHIMHU Jieiiko3amMu. Ilpy KyIbTMBMPOBAaHMU KJIETOK KOCTHOTO MO3Ta IMPUMEHSII-
Cs CTAaHIAPTHBIN METOA KPaTKOYaCOBOIO KYJIBTMBUPOBAHMS C YIETOM ONTHMAIbHOM IIJIOTHOCTU KJIETOK.
MoIteKyJISIpHO-IIMTOTEHETUIECKIE MCCICIOBaHMS OBLIM IPOBENCHBI B aKKPSAMTOBAHHON JIaDOpaTOpuUH,
cootBeTcTBYIOlIero cranaapty CT PK MCO 15189-2008. MHTepnpeTalMio aHAIM30B OCYILECTBIISIINA T10
MexayHapoaHoit HomeHkaatype ISCN (2013).

Pe3syasrarnl 1 00cyxnenne. boum n3ydeHsl 344 KapuoTuIia KOCTHOIO MO3Ta JIeTeil ¢ OCTPBIMU JISHKO-
3aMu, cpeau KoTophix 80 % (275) mereii ObLIM ¢ OCTPbIMU JuUMboOIacTHRIMU Jieliko3amu (OJLJT) u 20 %
(69) ¢ octphiMu MHeTo0IacTHBIMU Jieliko3amu (OMJI). MiaMeHeHUsT KaproTUma 61acTHBIX KJIETOK KOCT-
HOTro Mo3ra ObLIM OOHAPYXKEHEI B 55 ciaydaeB, mpuueM 65 % cinydaeB xapakrepHble ajisg OJIJI. Crekrp xpo-
MOCOMHOTO MpOoGUIss OCTPBIX JIEHKO30B ObUI MpeACTaBlIeH CTPYKTYpHBIMU (82 %) u uuciaoBbiMu (18 %)
LIUTOreHETUYECKUMM HapyllleHUSIMU Kapuotumna. Cpenu Haubosee 4acThbIX HUTOTeHETUYECKUX aHOMAaTUIA
npu OJUJI 6b11u BhIsIBJIEHBI TpaHcaokauuu t(9;22)(q34;q11) B 12 cnyvasx, Tpancaokauuu t(4;11)(q21;q23)
B 8 ciyuasx, Tpucomus 21 xpomocomsl B 6 ciydassx. Haubonee yacroii mpuurHoit OMJI 6bl1M TpaHCIIo-
Katmu t(8;21)(q22;q22) B 11 caydasx, TpUCOMHUS 8 XpOMOCOMEI B 6 ciiydasix. MoJIEKYISIpHO-IIUTOI€HETH -
yeckuii Meton (FISH) 0p11 ncnonp3oBad B koMiuiekce co CLIM, ipu kotropom BCL/ABL 6b11 ompenesicH
B 35% ciyuaeB OJIJI, a RUNXI1/RUNXITI B 25% ciyyaeB ipu OMJI, Kak pe3yabTaT CIUSIHUSI KOAUPYIO-
11X 00JacTeil IByX reHOB.

BoiBoapl. TakuM 00pa3oM, UCHOJIb30BAHUE HUTOTEHETUYECKOTO U MOJEKYJISIPHO-LIUTOTEHETUYECKOTO
METOAOB ITMArHOCTUMKMU OCTPBIX JIEMKO30B I03BOJIsIeT AUGGepeHIIUpOoBaTh HE TOJBKO (opMy Jieiikosa,
HO U MOHUTOPUTH JieYeHHEe 3a001eBaHNSI.
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TEHETUYECKUE OCOBEHHOCTU MAHU®ECTAIIUY BPOHXHUAJIbHOM ACTMBbI

bespoonas A. H.
XapvroscKkuil HayUOHANbHbII MeOUUUHCK UL yHugepcumem, 2. Xapvkos, Ykpauna, e-mail: mgc @ukr.net

BBenenue. AHTUreHCHELIM(UYECKME UMMYHHbIE MEXaHU3MbI TTaTOoreHe3a OpoHxuaabHOK acTMbI (BA)
OIToCpeaOoBaHHBI T-KiIleTKaMu. DTOT MPOILECC aCCOUMUPOBAH C aJUIeJbHBIMM BapHMaHTaMU T'€HOB MHTEp-
JIEMKMHOB. BaxkxHbIM 1151 O0Jie3HE MOJUTeHHOM MIPUPOALI SBASETCS M3ydyeHKe BO3pacTa MaHUMeCcTalluu,
KOTOPBI IMEeT OUAaTHOCTUYECKOE M IIPOTHOCTUYECKOE 3HaUeHMe. TaK paHHWI WJIM O3THUI 1e0I0T maTo-
JIOTUHA KOppeNIupyeT ¢ MaHUPecTalmel 3a00J1eBaHMsI Y IOTOMCTBA, B YaCTHOCTH, Ipu BA, BclleacTBue 4ero
BO3HMKAET aHTULIMMALIMS: Y TTOTOMKa 00J€3Hb HAaUMHAETCsl B 0ojiee paHHEM BO3pacTe, YeM Y POAUTES.
3HaHKWe TOYHBIX KOJMYECTBEHHBIX XapaKTePUCTUK BO3PACTHOIO IMPOSBIEHUS 00JE3HU MOXKET UCIOJIb30-
BaTbCSl B TEHETUYECKOM IMPOTHO3MPOBAHMY M 3a/laBaTh OPUEHTUPHI MPU MIAHUPOBAHUM TTPpOGUIAKTUYE-
CKMX MEPOIIPUSATHUIA, KOTOpBIE 10 1 MOCJe BO3pacTHOU MaHMpecTauuu 60Je3HM UMEIOT Pa3HOE KIIMHUKO-
TEHETUYECKOE CoAepKaHue.

IHenp uccaenoBanMsi — OLICHUTh KOIM@UUKUEHT KOppeasIluU MexXAy Bo3pacToM MaHMpectauuu bA
y poaMTesieil M MOTOMKOB U 4acToThl reHOoTHIoB 114 C-589T, IL17F His-161 Arg y npo6GaHIoB ¢ pa3HbIMU
CTeNeHsIMHU TsKeCcTU BA.

Marepuaibl 1 MeTOAbI MCCaeI0BaHMsA. AHanu3upoBaics noauMmopdusm reson 1L4 (C-589T), IL17F
(His-161 Arg) na 6aze XCMI'Ll metomom ITLIP ¢ momomisio TecT-cuctem OOO HTII «Jlutex». [eneano-
rudeckas nHbopMauus o 269 6onbHBIX BA (165 xxeHmnH u 104 myxuunb). Bo3pacT xkeHiuH ot 18 1o
85 net, Bo3pacT MyxkuuH oT 19 1o 80 neT. B 70 pogocioBHBIX UMEIUCH JAHHbIE O BO3pacTe MaHUpecTalun
3abosieBaHusl Y mpobaHaa u poautessi. PacrnipeneneHue Bo3pacTa mMaHudecTauuu 3a00jieBaHUSI BO BCeX
rpyIiiax COOTBETCTBOBAIO HOPMAJIbHOMY 3aKOHY pacrpeaenaeHus layca. BoeruvciaeH Koap@uuneHT Koppe-
Jsiin [Iupcona (r) u ero craructudeckas ommoka (s ). [IpoBepka CTaTUCTUYECKUX THIIOTE3 O PABEHCTBE
K03 GUIIMEHTOB KOPPEJSIIIMY B ITapaX pOoACTBEHHUKOB IIPOBEIcHA C TOMOIIBIO t KpuTepus CThIOIEeHTA.

Pesyasrarel n o0cyknenue. [1o BEIIeyKa3aHHBIM TeHaM 3a(PUKCHUPOBAHO HOCUTEIBCTBO HOPMAJIBbHO-
To ajliesisl ¢ 0oJblIei YacTOTOM, YeM NOAMMOP(MHOro M MpeacTaBUTENEH C JIETKOM MHTEPMUTUPYIOLLICH
BA. Hocutenu Htzg-nmonumMopdusma o reny IL17F yaiiie BCTpeyaloTcst cpeau TSKeN0i NepCucTupyoiei
dopmel. Ilo reny 114 BhIIIeyKa3aHHBIN TOMMMOP(U3M BCTPEeUaeTcsl ¢ OAMHAKOBOI YacTOTOM y OOJIBHBIX
¢ I u IV dopmamu tskectu, 11 u 111 hopmamu TskecTu.

Mexmy Bo3pacToM MaHUdecTauuy bA y poauresneil 1 MIOTOMKOB B M3Y4eHHOI BEIOOPKE MMEETCS TIPsI-
Masi CBsI3b. BenmmunHa koadh GuiireHTa KOppesiiuy 11 rIap poauTeIb-TI0TOMOK cocTaBiseT 0,54 (p<0,001).
Hab6nronaeTcs Bapuauus KoadOUIIMEHTOB KOPPEJISLIMU B 3aBUCMMOCTHU OT MoJia 60abHbIX. Camas CuibHas
KOppeJISITUBHas CBsI3b ObLIa OOHapyKeHa B Mmapax “maTb-nmoToMok” (r=0,73). B mapax «OTel-IoTOMOK»
9TOT ITOKa3aTejb B ABa pa3a MeHblie (=0,36). [Ipu cpaBHEHMH 3THUX ITOKa3aTeleid MeXIy co0oi It J0-
CTMKEHMSI TIOPOTOBOTO 3HAa4eHUsI YPOBHs 3HaummocTu p,=0,05 (5%) MOIIHOCTM KpUTEPUA HE XBATUIIO.
OnHako MoNyYyeHHBIA pesyabrar (7, === =] &) MOKa3bIBAET, YTO HAOIIONAETCA TEHAECHUMs OOJBIIErO
CXOJCTBA IIOTOMKA C MaTephblo, YeM C OTHOM. bojiee BBICOKas1 CTeTIeHb CXOICTBA ITOTOMKOB C POITUTEIIEM
JKEHCKOTO T10J1a TI0 CPAaBHEHMIO C POAMTEIEM MYXKCKOIro MoJjia, XOPOILIO U3BECTHO B TEHETUKE U ITOJYYUIO
Ha3BaHUE «MaTePUHCKUM 3P deKT».

BoiBoa. 3HaHME TOYHBIX KOJIMYECTBEHHBIX XapaKTePUCTUK BO3PACTHOIO IIPOSIBICHMS 00JI€3HU MOXET
HCIIOJIb30BaThCSI B MEAMKO-TeHETUISCKOM KOHCynbrupoBanuu. Hocurenn Htzg-nommmopdusma mo reny
IL17F vaiie BcTpeyaroTcsl Cpeiu TSKeJIoi mepcucTtupytoieit ¢popmbl. Hmzg noanMopousM no amuieno
C-589T rena IL4 He BcTpedaetcst cpenu 00abHBIX ¢ I 1 111 hopmamu TskecTH.
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CBAJIAHCUPOBAHHBIE XPOMOCOMHBIE AHOMAJINU B CEMbAX
C HAPYIIEHUEM PEINNPOAYKTUBHON ®YHKIINU

byeaeea E. B., Tkaueea T. M., Heanoea H. b., /leopnuuenxo H. C., Pyouncxkas H. B., Keumwamas H. H.
XapvkoscKuil HAUUOHANbHBLI MeOULUHCKULL YHUBepCcUmem,
XapokoscKuil cneyuaru3uposantblii MeouKo-eeHemu4ecKui yenmp,
Xapokos, Ykpauna, e-mail: mgc@ukr.net

BBenenne. B coBpeMeHHOM MEIMKO-TEHETUYSCKOM KOHCYJIBTUPOBAHMU 3HAYMTEIbHOE MECTO 3aHMU-
MaeT 00C/IeIoBaHME CYIIPY:KECKHX Map ¢ PeIPOAYKTUBHEIMU MOTEepSIMU. [eHeTHIeCcKMe IIPUINHBI UTPAIOT
GOJIBIIYIO POJIb IIPU HeBhIHAIIMBAaHUU OepeMeHHOCTU. [IpuMepHO ¥ 3-5 % cynpyroB ¢ IPpUBBIYHBIM HEBbI-
HalllMBaHUEM OepeMEHHOCTHA OOHAPYKMUBAIOTCS XPOMOCOMHBIE aHOMAJIMM, CAMBIMM YaCTHIMU M3 KOTOPHIX
SIBJISIIOTCSI COQIaHCUPOBAHHBIC PELMITPOKHbBIE TPAHCIOKAIIMH WJIM POOEPTCOHOBCKUE TPAHCIOKAIIMM.

PeummipokHast TpaHCIIOKALMSI He TIPOSIBISICTCS Y HOCUTEIIS (DEHOTUIMMYESCKH, TaK KaK IIPH 3TOM COXpa-
HsieTcs OamaHc TeHoB. [1pu moTepe AByMST aKpOLeHTPUIECKIMHI XPOMOCOMaMHU KOPOTKMX IUIeY 1 COSIMHE -
HUM UX LIEHTpOMEpaMM MOXKeT 00pa30BBIBAThCS OIHA METAllCHTpHUUeCKasi XpoMocoMa. Takue TpaHCIoKa-
LIMH Ha3BIBAIOTCS POOEPTCOHOBCKUMH.

MarepuaJibl 1 METOIbI HCcaeaoBanmii. LluToreHeTMUECKOE MCClIeq0BaHIE TIPOBOIMIIOCH METOAOM KYJIb-
TUBUPOBAHMS TUMMOIIUTOB IeprudepruIecKoil KpOBH ix Vitro IO CTAHIAPTHHIM METOINKAM.

Pe3syasrarsl uccienoBanuii u nx oocyxaenne. [IpoBeneH cpaBHUTEIbHBIN aHAIN3 COMATO-TeHETUIECKO-
r0, KIMHUKO-TeHEeaJTOrMIeCKOT0o M IIMTOTeHEeTIeCcKOro odciienoBanus 10 cynpykecKux nap, o0paTUBIINX-
cs B XCMI'LI 3a mocnenHue S €T ¢ penpOAYKTUBHBIMU ITOTEPSIMU.

Y Bcex MyX4YWH M3 oOciiemyeMbix map Obul oOHapyxeH Kapuotun 45,XY,der(13;14)(ql0;ql0), y
JIBYX M3 KOTOPBIX B TEHETUYECKOM aHaMHe3e ObL1 MOCTaBJieH auarHo3 oecruioaue I (MyXckoil ¢akrtop).
Y IByX OpYTUX MY>KYMH C TAKMM XK€ KapUOTHUITOM OBLT IMArHO3 P 00palleHNY XPOMOCOMHASI ITaTOJIOTHST
y IIEpBOTO pebeHKA Y MHOXECTBEHHEIC BPOXICHHEIC IIOPOKK Pa3BUTHS Y peOcHKA. Y XEHIIWH M3 aHaJIM -
3UpPyEeMOIl TPYIIbLI ObUIM pa3IWdHbIe BapHaHThI POOSPTCOHOBCKMX TPAHCIOKAIIMI, Y BCceX ObLI TMArHO3
IIpY HaAIMpaBJIeHUH HeBBIHAIIMBaHNE OCpEeMEHHOCTU. Y XCHIIMHBI U3 CYIIPYKECKON Maphl ¢ KApUOTUIIOM
45,XX,der(14;14)(q10;q10) B aHamHe3e HaOAOJATOCh 5 CaAaMOMNPOU3BOJBHBLIX A00OPTOB. Y MallMEHTKU
¢ kapuoTtunoM 45,XX,der(14;21)(q10;q10) B aHamHe3e O6bLI0 poxkaeHUEe pedeHKa ¢ 0osie3Hblo JlayHa.

IIpenmosnararoT, 4TO y HALIMEHTOB C TPAHCIOKALIMSIMU BO3PacTacT BEpOSITHOCTh POXIACHMS IeTeil C Xpo-
MOCOMHO#1 MaTOJIOTUE, MOHOTEHHEIMM 3a00JIeBAHUSIMHU, BPOXICHHBIMU MOPOKAMHU Pa3BUTHS, a TaKKe
¢ 00JIe3HSIMU TEHOMHOTO UMITPUHTHUHTA. HocuTem cTpyKTypHO aHOMaIbHBIX XpOMOCOM, B YaCTHOCTH PO-
0CPTCOHOBCKMX TPAHCIOKAIIN, SIBIISIIOTCS TPYIIIIO# IMTOBBIIIIECHHOTO pHCKa BOZHUKHOBEHMS OJHOPOIUTEIIb-
CKUX JUCOMMUIA, KOTOPBIC SIBIISIIOTCSI OMHUM M3 IIPOSIBIICHUI TCHOMHOTO UMITPUHTUHTA 1 OTIPEIEIITIOTCS KaK
nuddepeHIaIbHOE BhIpaXKeHe TeHOB Ha OCHOBE UX POAUTEILCKOTO ITPOUCXOXKICHUS.

Boisoabl. Halim pe3ysibsraThl COINIacyIoTCs C yXKe UMEIOIIMMUCS JTaHHBIMU O 3HAYMMOCTH pOOSPTCOHOB-
CKUX TPAHCIOKAIIUI B pelIPOAYKTUBHBIX OTEPSIX Y CYIIpyKecKux map. [lomydeHHbIe faHHEBIC TTOATBEPXKIA-
10T HEOOXOAMMOCTD IPOBEACHMST KAaXKIOM CYIPYKECKOM Mmape ¢ HapylIeHUEM PeIPOAYKTUBHOM (PYHKIINHI
1 OeCIIONNEM MEIUKO-TeHETUYECKOT0 KOHCYIBTUPOBAHMS € 00sI3aTeIbHBIM IIMTOTCHETUIECKIM 00CIeI0-
BaHMEM.
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JOCBIJI IOMYJAAIIIMHOIO MOHITOPUHTY BPOJI2KEHUX BAJI PO3BUTKY
3A MDKHAPOJIHUMMU CTAHJIAPTAMMU Y TPbOX OBJIACTIX YKPAIHU

Bepmeaeuvkuii B.V, €emywox JI. ?, Jumar- 3axymua H. *>?, Kaaunxa C. *Y, Cocunrox 3. 49
D Mincrnapoouuii 6aazoditinuil pond «OMHI- mepexca oas dimeir», m. Pisne, Yipaina
(@ PigHeHcbKUll 004aCHULl KAIHIMHULL AIKY8aAbHO- diaeHocmuuHuil uenmp imeni Bikmopa Ioriwyka,
M. Pisne, Yxpaina
) XmeabHuybKuil MiCbKUil nepuHamanvHui yeHmp, M. XmeavHuubkuti, Yipaina
 BoauHcoke obaache dumsue mepumopianvhe meouue 00 €eOHants, M. JIyyvk.

Beryn. Bpomkeni Banu po3Butky (BBP) € ogHi€io 3 rooBHMX IpUYMH MaTIOKOBOI CMEPTHOCTI, 3aXBO-
PIOBAHOCTI Ta iHBAJIITHOCTi, a TOMY CYTTEBO BILUIMBAIOTh Ha CTaH 300pPOB’S HacelleHHs. CUCTeMU MOITyJIs-
HiiHoro MoHiTopuHry BBP BinirparoTh BaxxjauBy poJib y 300pi JaHux npo BBP, a TakoxX HamaroTh MOXJIM-
BiCTb 3MiliICHIOBAaTM HAyKOBUIA aHaJIi3 i OLliHIOBaTU €(PEKTUBHICTh METOAIB OIiKM Ta 3aro0iraHHsI.

Meta. BuzHaunTu nomyisiiiiii yacrotu BBP. CtBopuTu Mepexky miis criBmpalli Ta iHGpacTpyKTypy
3 METOIO IOCIiIKeHb MPUYMH BUHUKHeHHsS BBP, BnpoBamkeHHs1 mNpodilaKTUYHUX iHilliaTUB, JiKyBaHHSI
JiTel i OmiKM IX POIMH.

Marepiamu i MeToam. {5 peanizalii mocTaBieHUX 3aBIaHb 0yJI0O 00paHO TPU OCHOBHI CTpaTerii:

1) cTaxxyBaHHS JliKapiB (HacamIiepen, MEAUMYHMUX FEHETHKiB, HEOHATOJIOTiB) Ta aHIJIOMOBHMX iH(opMa-
LiMHMX CMEeLiaNiCTiB;

2) cTBOpeHHS pecypcHUX iHpopMauiitHux OMHI- neHTpiB 3 0COOJIMBOIO YBAroko 10 eJIEKTPOHHUX JKe-
pelt iHpopMallii i TeJeKOMYHiKallii, yKpaiHOMOBHOI cTopiHKM B IBIS — MixHaponHux iHdopMaLiiiHux
CHCTeMax 3 BpoIxkeHuX Bag po3BuTKy (http://www.ibis-birthdefects.org/start/ukrainian/index.htm);

3) miaTpMMKa MapTHEPCTBA Ha HalliOHAJbHOMY i MixkHapoaHOMY piBHsX. O0’em naHux npo BBP, sxi
30uparoThes, Bianosigae BumoramMm MO3 Vkpainu, a Takox MixHaponHoi ITanatu Cucrem MoOHITOpUHTY
i Hocnimkenr BBP (ICBDSR), €Bponelicbkoi opraHizalii cucteM MoHiTopuHry BBP — €BPOKAT
(EUROCAT), CoinpHoi InimiatuBu 3 JocmimkenHs Ilopymenp ®PeranpHOro AnKorojibHoro CrekTpy
(CIFASD).

Pe3yasraTi Ta ix o0roopenns. Y cmisrpani 3 Mb® «OMHI- mepexa mis miteit» Ta MixKHAapOIHUMU
napTtHepamu Yy BonuHcbKil, PiBHEHCBKIN i XMeIbHULBKIN 00JaCTSIX CTBOPEHO MOMYJISLiAHI peECTPU HO-
BOHAPOXKEHUX AiTel i CUCTeMU aKTUBHOTIO IMONyJsLiiHOro MoHiTOopuHIry BBP 3a MixXkHapomHUMM CTaH-
JapTaMU, SIKi He TUIbKY € BaXKJIMBUM JKepeaoM AaHux B cucteMi MO3 Ykpainu, aje i 1oaaloTh yKpaiHChKi
JIlaHi 10 CBITOBUX CUCTEM, BiIKpUBAIOUM LUISIXU 1151 yYaCTi y Mi>KHAPOAHUX JOCTAiITHULILKUAX MpoeKkTax. 30ip
Ta aHaJli3 JaHUX, 110 MpoBoauThes 3a MeTogosoriero EBPOKAT ta ICBDSR n03BoJjisie KOHTPOJIIOBATH X
MOBHOTY i SIKiCTb, BiAcainKkoByBaTu yacToTu BBP Ta 4acoBi TpeHAM, a TaKOX 3HAXOAUTHU KOHTPACTHU B iX
OPOIOPLisgX. 3aBASIKN YCIIIIIHOMY BIPOBAIXXEHHIO aKTMBHOTIO IMOMYJSLiAHOIO MOHITOPUHIY «YKpaiHa:
ITporpama 3ano6iranHss BBP OMHI- mepexi» cTana 4ieHOM LIMX OpraHi3alliii.

BropoBamxeHHs B YKpaiHi aKTUBHOIO IonyJsiliiHoro MoHiTopuHry BBP 3a MmixkHapogHUMU cTaHaap-
TaMU, Ha HaIlly AYMKY, € YCIiIIHUM. Y IpolLieCi MOHITOPUHTY CTBOPIOIOTHCS PECYPCH 151 KPaIlloTo pO3yMiH-
Hs puynuH BUHUKHeHHS BBP B YKkpaiHi i, BiinoBigHO, 3AiliCHEHHS OUTbII e(heKTUBHOI MPOiTaKTUKKU Ta
peasizallii HayKOBUX MPOEKTIB i JOCIiIXKEHb.

BucnoBku. OTpuMaHi pe3yabTaTy CBil4aTh MPO BaXKJIMBICTb MIPOAOBXKEHHSI, IMOrIUOJeHHS i BIOCKOHA-
JieHHs1 MoHiTopuHry BBP. ¥ npolieci MOHITOpUHTY JiKapi — HEOHATOJIOTU, MEAWYHiI TeHETUKU BidirpaloTh
MPOBiTHY POJIb, SIKA MOJISATAE Y TIOEAHAHHI paHHLOro BusiBjieHHs1 BBP, ripe- i mocTHaTajibHOI MeIMUYHOI OMi-
KU Ta MPOdinaKTUKU.



KniHiyHa reHeTuKa i nepMHaTanbHa giarHocTuka, Bun. 1, 2013

XAPAKTEPUCTUKA YACTOT ITIOJIIMOP®HUX BAPIAHTIB I'EHIB C677T MTHFR
TA A66G MTRR ITPU ITATOJIOTII ITHC

Boaodyesa 1. A.
Xapkiecokuil cneyianizosanuti meouko-eeHemudnuil yeump, M. Xapkise, Yxpaina, e-mail: mgc@ukr.net

Beryn. 3 2008 poky B XCMI'Ll BuBYa€eThCS BIUIMB MOJIIMOP(GHUX BapiaHTIiB IT'eHiB cCTeMU (DOJIATHOTO
mukiy C677T MTHFR ta A66G MTRR Ha ypaxkeHHS LIeHTpaJIbHOI HEPBOBOI, CepLIeBO-CYAMHHOI, IIUTYH-
KOBO-KMILKOBOI Ta ckeneTHoi cucteM (O.f. Ipeuanina, FO.b. Ipeuanina, B.A.Iycap, I.A. BonobGyeBa).
B miponoBxkeHHs1 BUBYEHHS IIpoOJIeMH MaTOJIOrii HeHTpanbHOoI HepBoBoi cuctemu (I1LIHC), cmpatounch
Ha TO# (baKT, 110 3a JAHUMM reHeTUYHOro MoHitropuHry 2000 — 2006 pp. Oyja BUsIBJIeHA YacTOTa 3aXBO-
pIOBaHb, IO 3HAYHO IIEPEeBUIIYE CBIiTOBI JaHi, IMPOBEIECHO MOCIIIKEHHS 110 BUBUCHHIO TeHETUYHOI KOM-
TMIOHEHTHU B PO3BUTKY IATOJOTIYHUX CTaHIB, a caMe JOCIIiIKyBaIM PO3MOIi TeHOTHUIIIB Ta ajiejieil, a TaKOX
3ycTpivaeMicTh KoMOiHalii mojaiMopdHux BapiaHTiB reHiB C677T MTHFR ta A66G MTRR, 1110 € ongHUM
i3 pakTopiB BUHMKHeHHs [TITHC.

Marepiaim Ta MeTOIH. Y TOCITIIKEeHHI IPUITHSIN ydacTh 140 maimieHTiB 3 pi3HOMAaHITHOIO ITATOJIOTiEI0
IIHC: 3aTpuMKa NCMXOMOTOPHOIO PO3BUTKY, PO3JIaAX ayTUCTUYHOTO CHEKTPY, 1e(PEKTU HeEaBpaIbHOI TPYyO-
KM, OpraHiuHi i nepuHataibHi BpaxeHHsa [IHC Ta iH. MoJileKyasipHO-T€HETUYHE TOCIiI)KEHHS MPOBOIM-
Jjock Ha 6a3i XCMI'Ll y Tpu etanu. 3 BeHO3HOI KpoBi ekcTparyBaiu JIHK ekcnpec-MeTomnom 3a 1ONOMOTroro
pearenTiB HII® «JliTex» 3rimHO iHCTpyKIlii BUpOOHMKA, Iajli IIPOBOAYIIM MOJIiIMEPa3Hy JIAHLIOTOBY PEaKIIilo
(IZTP) (tect-cuctemu mis amintidikanii HII® «Jlitex»), mpoaykt ITJIP ouiHioBanu B 3% arapo3HoMy rei
Ta 3 10AaBaHHSIM iHTepKamowdoro gapoHuka Sybr Green I B pexxuMi peasbHOTO yacy.

Pesynsrati Ta 00rosopenns. 3a reHom C677T MTHFR crniocTepiraBcst HACTyIHMIA PO3IOALT TeHOTUITIB:
CC-43,60%,CT —48,60%, TT —7,8%, yacrora rarosoriynoro ayeis ckiaia0,32. 3arenom A66G MTRR —
AA — 26,4 %, AG- 37,9%, GG — 35,7%, dyactota marosnoriudoro ajens — 0,54. YacTora naTojoriyHoro
anens reda C677T MTHEFR B rpymi o6¢cTeskeHIX JeI0 BUIIA HixX B 3arajIbHO-TTONMYJIsALiHi# Bibipii (0,27).
Cepen KoM0biHallili TeHOTUITIB HallyacTile 3ycTpivaBcs retepo3urotuuii kommayHn CT/ AG -19,3%, Haii-
pinire — romo3urotauit KommayHn TT/GG — 2,1%. ¥ rpyni nanientis 3 [IIIHC rerepo3uroTHuii Komma-
VHJI 3yCTpiduaBcs YacTillle HixXX B 3arajIbHO- IOy IsIiiHii Bubipii (18,3%).

BucnoBku. ITopiBHIOI0UM OTpHUMaHi AaHi 3 3arajJbHO-MHOIMYJISLIHHOK BUOOPKOIO MOXHA 3pOOUTU BU-
CcHOBOK T1po BkJjan Mytauii B reHi C677T MTHFR Ha posutok nartosorii [IHC sk okpeMoro YMHHUKA,
ta B KoMGiHalii 3 A66G MTRR y crani noasiiiHoi rerepo3uroru. JlaHi MoXyTb OYTH OCHOBOIO 1JISI BCTAHOB-
JICHHSI NpUYMH BaJ pO3BUTKY Ta iHAMBIAYaJbHOIO MiAXOAY 10 JiKyBaHHS B KOXKHOMY OKPEMOMY BUIIAAKY.

MEPBBIN OITBIT HEOHATAJILHOI TUATHOCTUKU
AHPEHOT'EHUTAJIBHOI'O CUHAPOMA B YKPAUHE

Ipeuanuna E. 4., Byopeiixo E. A., Kaaouenxo T. B.
Xapvkoeckuil cneyuaiu3upo8anHblii MeOuKo-eeHemu1ecKuil yenmp,
2. Xapwvkos, Yxpauna, e-mail: mgc@ukr.net

Beenenne. AnpeHoreHutanbHblil cuHapoM (AI'C) (BpoxaeHHass quchYHKIMS KOPHI HAAIIOYCIYHUKOB,
AI'C) — rpymnmna 3aboyieBaHII, B OCHOBE KOTOPHIX JICKUT Ae(eKT OMHOIO 13 (PepMEHTOB WU TPAHCIIOPT-
HbIX OEJIKOB, KOTOPbIE YYaCTBYIOT B OMOCUMHTE3€e KOPTU30Ja B KOPE HaANMOYEYHUKOBBIX Xese3. M3BecTHO
MO MEHbIIE Mepe MITh HACAEACTBEHHBIX Ae(PUIUTOB (DEPMEHTOB, 0OECIEUMBAIOIIX CUHTE3 CTEPOUIOB:
21-tuapokcuiiaza, XoJIeCTEpOJAecMoasa, 3-B-THIpOKCUCTepOUIIeruaporeHasa, |1-B-ruapoxkcunasa,
17-a-ruapokcunasa. HemoctaTouHass akTUBHOCTb KaXXI0TO U3 3TUX (DEPMEHTOB 00yClaBAMBaeT pa3HO00-
pasue KIMHUYEeCKUX MposiBieHuit 3aboneBanusi. 90-95 % Bcex ciayuaeB 3a00J1€BaHUS CBSI3aHO C AedUIIN-
TOM 21-ruapokcuiiasbl. PaHHsISI AMarHOCTUKA U CBOEBpeMEHHas Tepamus MO3BOJISIET U30eXKaTh TSIKEJbIX
MOCJEACTBUA: TMOEIU peOeHKa OT COJBTEPSIOIINX KPU30B, OLIMOKM B BIOOPE MOJI0BOM MPUHALIEKHOCTH
MpY BbIpa>keHHOI BUPUIM3ALUM HAPY>XKHBIX TEHUTAIMIA Y 1eBOYEK, OECILUIONNS, HapylLlIeHUE MOJOBOIO CO-
3peBaHUs U pOCTa.
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Iean nccienoBanus. YCTaHOBUTH NOITYISLOHHYIO YacToTy AI'C B YKkpanHe, n3yInuTh paHHIE IPU3HA-
ku AI'C mj1 aneKBaTHOM TaKTUKM JICUCHUS.

Marepuanbl ¥ MeTOObl MccaenoBanusa. HeoHaTanbHbI CKPUHMHI MPOBOAWJICS MYTEM OIPEIeIeHUS
ypoBHs 17-OH-mporecTepoHa B CyXuX IISITHAX KPOBU Ha CIIEIIUAIBHON (PMUIIBTPOBAIbHOM Oymare.

Pesyasrarel m o0cyxnenne. B XapbKOBCKOM CIIEIMATM3MPOBAHHOM MEIMKO-TEHETUYECKOM LICHTPE
(XCMTI'LD) ¢ 2012r. HayaT MacCOBBIM CKPUMHUHT HOBOpoxXaeHHBIX Ha AI'C. 3a Bpems ITpoBeIeHUs] CKpUHWH-
ra 6e110 0o6cnenoBaHo 53036 mereil u3 yeThipex obyacteit YkpauHsl (XapbKoBcKoii, [TontaBckoii, YepHu-
roBckoii, Cymckoii). [1py mepBUYHOM HCClIeqOoBaHUM 00pa3lioB HOBOPOXKICHHEIX I. XapbKOBa M 00J1aCTU
ObL10 BbIsIBJIEHO 50 AeTeil ¢ MoBbIlIEHHBIM ypoBHEM 17-OH-nporectepoHOM, HOBOPOXIEHHBIX T. IToaTaBbl
1 obmactTu — 23, HOBOPOXIEHHBIX I. YepHuUrosa m ob6jgact — 8, HOBOpOXAeHHBIX I. CyMbI ¥ 00J1aCTH —
41. Ilpu IpoBeeHUM pe-TeCTOB Y HOBOPOXKACHHBIX I. XapbhKOBa U 00JIACTH ITOJYYEeHO 22 OTpPULIATEIbHBIX
pe3yJibTata, HOBOPOXIeHHbIX I. ITonTaBel U 061actu — 10, HOBOpOXAEHHBIX I. YepHUroBa 1 0djgactTu — 3,
HOBOPOXIeHHBIX I. CyMmbl M 0061acTu — 28. Tak Kak He Bo Bcex OJlaHKaxX ObLT yKa3aH recTallMOHHBIA BO3pacT
HOBOPOXIEHHBIX MpU 3a00pe MepBUYHOr0 MaTepraaa, Npy MPoOBEACHUHU BTOPOro 3Tara CKpUHUHIA YTOU-
HSUICS TeCTAalMOHHBIM BO3PacT, U MPUHUMAJIOCh PELICHKE O HEOOXOAUMOCTU MPOBEACHUS pe-TecTa.

B 2012 1. 6611 BBISIBACH U YCTAHOBJIEH IMATHO3 Y OAHOTO pebeHKa. Y HOBOPOXAEHHOIO (MaJIbYMK TIOHO-
IIEHHBII) IIPY IIEPBUYHOM CKpMHMHIE ypoBeHb 17-OH-1iporectepona ObL1 94,8 HI/MJI, IpH IPOBEACHUN
perecta ypoBeHb 17-OH-nporecrepona 0b1 239 Hr/mMi1. Pedbenok 60bu1 06ciemoBad B XCMI'LI BpauoM-re-
HETMKOM M SHIOKPUHOJIOTOM, ycTaHOBJIeH auarHo3 AI'C u HazHauyeHo jedyeHue. [1pu nmpoBeneHUU Meau-
KO-T€HETUYECKOI0 KOHCYJITUPOBAHMSI ObLIIO YCTAHOBJIEHO, UTO B ATOI ceMbe Y cubca mpobaHaa (1eBouka
12 net) B TpexneTHeM Bo3pacTe B XCMI'LI 6b11 ycTaHoBIeH auarHo3 AI'C, BupuiabHas popMma.

B 2013r. 8 XCMI'LI ObL1 BBISIBJIEH €llie OAMH pedeHOK (MaabuyuK AJoHOWIEeHHbINH). [uarHo3 AI'C 6611
YCTAaHOBJIEH PEOEHKY B IMEpHUHATAILHOM LIEHTPE, KyAa OH ObLI TOCIIUTAIN3UPOBAH IS YTOUHEHUS AUATHO-
3a B CBSI3M C YXYAILIEHUEM COCTOSIHUS 310pOBbs. YpoBeHb 17-OH-mporecTepoHa B CyxXux MSITHaX KpOBU
cocrapisii 48,8 Hr/mi Ha (poHe TIpreMa IIpeAHN3aJIoOHa M KOpTUHeda.

BruiBoapl. Kak MoxHO OoJjiee ObICTpasi JOCTaBKa MEPBUYHBIX 00pa3lioB KPOBU B JIAOOpATOPUIO U ObI-
CTpO€ MPOBEJACHUE PETECTOB, B Cllydae HEOOXOAUMOCTH, KOPPEKTHOE 3aIlOJTHEHWE OJJAaHKOB, CTPOTOE CO-
OMogeHNWe aJlropuTMa MPOBEASHUST MPOUEAYPbl MCCAESAOBAHMS, TO3BOJISIET CBOEBPEMEHHO YCTAHOBMTH
JUArHo3 y NalMeHTOB KaK ¢ CoJbTepsoleil (popMoii, Tak 1 BUPUIBbHOM (DOPMOI 10 TOro, Kak pa3oBbETCS
OCTpast HaAINIOYEYHNKOBAas HEIOCTaTOYHOCTD. JlaabHelas onTuMu3anuys NpoBeaeHs CKpUHUHTA ITO3BO-
JIMT MUHUMU3UPOBATh MOCAEACTBUS U YAYYLIUTh KA4€CTBO XXMU3HU AeTei U B MOCAeACTBUM B3pocabix ¢ AI'C.

JTU®EPEHIIVHA TIATHOCTUKA ®EHIJIKETOHYPII.
JOCBIJ 26-PIYHOI'O CKPUHIHI'Y

Ipeuanina 0. 4., lloxasiii H. O.
Xapkiecokuil HayionanvHuii MeouuHuil yHieepcumem, Yipaincokuil incmumym KAiHiYHOT eeHemuKU,
Xapkiecokuil cneyianizoganuil Meouxko-eeHemu4nuil yeump, mge@ukr.net

Beryn. @cninkeronypist (PKY) - omHa 3 Haiikpalile BUBYCHUX XBOPOO, 110 BiTHOCATBHCSA OO CIAgKO-
BuX nopyiieHb o0MiHy pedoBuH (CIIOP). lle nedexr merabomizmy amiHokuciotu deHinazaHiny (PA).
Knacuana @KY - ayrocoMHO-pelieCUBHE 3aXBOPIOBAHHS, SIKe OOYMOBJICHE MYyTalli€lo reHa (eHiTaTaHnH-
4-runpokcunassl (PAH), nokanizoBaHoro Ha 12q24 [2]. B PAH nmokanizoBaHo 6inbire 100 MyTalriii, BKITIO-
Yalouu 3aMiHM, iHCEePLii, aeJelii.

B 80-1i poxu XX cTopiuusi 0yau po3pobieHi METOAU MOJIEKYJISIPHOI JiarHOCTUKM, SIKi JO3BOJIWIIM iICH-
TU(}iKyBaTH MyTallii, 110 NPUBOASThH 0 PO3BUTKY 3aXBoproBaHHs. B maHwuii yac Binomo 6inbie 300 myTta-
1ilt, yHacmimok sskux po3puBaeTbesa OKY abo rinepdeninananineMis (I'PA). 3a 1omomMoroo 1Inux MeTOIiB
3’SIBUJIACSI MOXKJIMBICTh BUSIBJISITU T€TE€PO3UTOTHUX HOCIIB, 11O AY>K€ BaXJIMBO MPU MPOBEACHHI MEAUKO-Te-
HETUYHOIO0 KOHCYJIbTYBaHHSI.

Meta. BuzHaunTu xapakTep reHeTHIHOI reteporeHHoCcTi @KY B perioHi JOCTiIKeHHS.

Marepiaiu Ta MeTOOM IOCTIIKEeHHA. XapKiBChbKMM CIleliali3oBaHUM MEAMKO-TEHETUYHUM LIEHTPOM
(XCMT'D) criibHO 3 IToNTaBChbKOIO MEAMKO-TEHETUYHOIO KOHCYJIbTALli€l0 OyJ1a MpoBeaeHa MOJICKYISIPHO-
TeHEeTUYHa JiarHOCTMKA JJIs1 BUBHAYEHHSI XapaKTepy MyTaliii B 42 poAvHax, 110 MalOTh IiTeii, XBOPUX Ha
®OKY meTomoM IojiMepa3Hoi JaHIoropoi peakirii (I1JIP).
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Pe3yasraTi gocjimkeHHs Ta ix ooropopeHHs. B nieHTpaizoBaHiii 1adbopartopii XCMI'LI 3a nepiom mpo-
BEICHHS CKpUHIHTY 3 1985 p. 110 TenepitHiit yac 6yno ooctexxkeHo 1380739 HoBoHapoKeHNX 4-X 001acTei
Ykpainu Ha @KY, BugsneHo 210 xBopux: B XapKiBChKiii 061acTi 06¢cTexeHo 642971 HOBOHAPOMXEHUX,
BuUsIBJIcHO 78 xBopux; B IlonTaBceKiii o61acTi odctexxeHo 284558 HOBOHAPOMKEHUX, BUSIBICHO 53 XBOPHX;
B UepHiriBcobKiit 061acTi o6cTexxeHo 237458, BusineHo 44 xsopux; B CyMchKiii 06acTi o6¢cTexeHo 215796
HOBOHAPOIXKECHMUX, BUSBJICHO 35 XBOPHX.

SIK cBigUaTh HaBeeHi JaHi HaiOIbII BUCOKA YaCTOTa CITocTepiraethes B [loaTaBebKiit o6acTi (1:5369).
Haii6inpir Hu3bKa — B XapKiBehKiit o0macTi (1:8243).

AHaJi3 3ycTpivaEMOCTi MONIMOPGMHUX aeNliB € HAOiAbII iHPOPMATUBHUM IS TTOAAJIBILIOIO TOLIYKY
acomianiii JIHK-MapkepiB 3i CXHIBHICTIO IO CIIAAKOBO OOYMOBJICHMX XBOPOO B moIryisiii. CeleKTUBHUI
ckpuHiHr JIHK 42 ponun 3 ®KY 103B0MB BU3HAYUTY MYTAaHTHUI T'eH Ta IiATBEPAUTH HiarHO3 Ha MOJIe-
KYJISIPHOMY PiBHi.

Myranist R408W 3yctpivanace B 34 ponunax (81 %), y 23 (68 %) ponvHax AiTi Oy TOMO3UTOTHUMM
Hocissmu 1o myTairii R408W. Myramist P281L 3ycTpivanack B ogHilt poguHi, myTaiist R158Q - B omHiii pomm-
Hi, myTauis Y414C — B onHiit poauHi, Mytawist IVS10 — B onHiit poauHi, B 6-X poarHax OyJia BU3HaUYeHA He
ineHTU(dikoBaHa MyTalis. JoCaiaKeHHsS TeHETUUHOI TeTePOreHHOCTI J03BOJMIO0 BU3HAYUTH MPEBATIOI0UYY
MyTallifo IJ1s1 JaHO1 IOomyJIslii, 1Kot € MyTalliss R408W.

3 MmeTor0 AudepeHiiHOoI giarHocTnKY KiIiHidHnX dpopm DK, nipu BusABIeHHi rinepdeHinanaHiHeMii
(I'®A), sika pe3rcTeHTHA OO JiKyBaHHS CIIeliali30BaHMMM IIPOAYKTAMM XapuyBaHHS 3 HU3BKMM BMiCTOM
DA, OyB IIpoBeIeHUI CeJICKTUBHII CKPUHIHT aTUnoBuX opMm PKY. JlocmimkeHHs Oy BUKOHAHI B 1a00-
paropii KJIiHiYHO1 XiMii Ta 6ioximii M.IT1opix, IIBeitapis, npod. Hinag baay. locainkeHo 22 3pa3ka KpoBi
(19 miteii 3 T'DA). Bynu orpuMaHi HACTYITHI JaHHI:

* 3HWDKEHHSI aKTUBHOCTI merimpontepunpenykrasu (AT'TIP) — 9 (40,91 %),

* 3HWKEHHS piBHS HeonTepuHa — 10 (45,45 %),

* 3HWKEHHS piBHS 6ionTepuHa — 2 (9,09 %),

+ medekt AI'TIP, penykiis aktuBHOCTI pepmenty — 2 (10,53 %);

* YaCTKOBa PEAyKIIisl aKTUBHOCTi, MOXJIUBO, TeTepo3urotHe HocilictBo JAT'TIP — 4 (21,05 %) ob6cTe-
KEHUX.

Bucnosku. BukoprcranHs mporpamM CKpUHiIHTY 103BOJISIE OLIIHUTY AesiKi ocobsuBocTi ITiBHiuHO-CXif-
HOI momyJsLii. MacoBUl CKpUHIHT Ja€ MOXJIMBICTb MOMEPEAUTH PO3BUTOK BAXXKKUX KJIiIHIYHUX TIPOSIBIiB
peLieCUBHMX MOPYLIeHb B MomnyJisiii. KiliHiKo-reHeThYHa OLliHKa HOBOHAPOIXKEHHUX O3BOJISIE HE TiJIbKU
BUSIBUTH POAMHU 3 BPOMXKEHOIO Ta CITaJKOBOIO IMATOJIOTIEI0, ajie i MPOBOAMTH PaHHIO Ta iHAMBIAYyaJbHY
KOPEKIIilo TTopYyLIeHb MeTa00J1i3My B 3aJIE3KHOCTI BijJl KJIiHIKO-TeHEeTUYHOI (hOPMU 3aXBOPIOBAHHS.

XAPAKTEPUCTUKA ®EHOTHUILY TTALII€EHTIB
I3 MITOXOHAPIAJIBHOIO JTUCOPYHKIIEIO

Ipeuanina I0. b., Iycap B. A.
Ykpaincokuit incmumym xkainiunoi eenemuxu XHMY, m. Xapkis, YVipaina, e-mail: mgc@ukr.net

Beryn. IosiopraHHiCTh ypaxkeHb IMpU MiTOXOHAPiaIbHUX MOPYLIEHHSIX, MPOrPeIi€EHTHUI TIMH, TSK-
KMii Tiepebir 3 KiHIIeBOIO iHBadidizali€lo, 3pocTalya KiJIbKiCTb HO30J0TiUHUX (HOPM, SIKMM IpUTaMaHHi
KJIiHIYHMI noaiMopdi3M i reHeTUYHa TeTepOreHHICTh, HAsIBHICTb MOPYIIEHb €HEPreTUMYHOro oOMiHy He
TUIBKY MPU yCOAAKOBAHUX, ajie i Mpy HAOYTHUX MATOJIOTiYHMUX CTaHAX, CTABWJIM MUTAHHS MNP0 BU3HAYEHHS
CaMOro MOHSTTS MiTOXOHAPiaJbHOI MaToJIOrii. I TUTbKM iIHTEHCMBHE BUBUEHHSI MiTOXOHIPiaJIbLHOTO T€HOMY
1 MiTOXOHIpiaJIbHUX XBOPOO 1a710 MOXKJIMBICTh y3araJbHUTH 1€ TIOHSITTS i BUBHAYUTHU oro sk MTXI — tu-
MOBMI MTATOJIOTIYHUIA MPOLIEC, A5 IKOTO He iCHY€E HO30J10Ti4HOi i eTionoriyHoi cneuudivyHocTi (B.C. Cyxo-
pykoB, 2007; 1.®. benennues, B.1. YepHnist, 2010) i BBaxkatt MTX/I HOBUM 1TaTOOiOXiMiYHMM MEXaHi3MOM
HelpoaereHepaTUBHUX PO3JIaliB IIMPOKOTO CIIEKTPY.

MeTta nocaimkennsa. BuBuutu oeHotumnosi o3Haku MTX]/I npy pi3HUX €TiOJOTiYHMX BapiaHTax.

Marepiamu i MeToau. KoMIUTEKCHE KITiHIKO-TeHETUYHE 00cTeXXeHHS 203 MallieHTiB i3 KIIiHIYHO BCTAHOB-
JienuM giarHo3oM MTX]JI (ocHoBHa rpyma - OT') i 142 oco6u 6e3 o3Hak MTX]/I (KoHTpoJbHa rpyna — KI').
ITpoananizoBaHo 2445 MOJEKYJISIPHO-TEHETUYHUX AOCTimXeHb TnojiMopdizMmiB MTIAHK Ta moniMmopdHux
BapiaHTiB reHiB ¢pepMeHTIB (pOJaTHOIO LIMKITY Ta 49 «TOUYKOBUX» MyTallild.
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Pe3ynabratu nocaimkenna. AHaiiz eHoTuny namieHTiB i3 MTX/] BUSIBUB HaAKOLIbII 3HAYYILI 3MiHU
y M’SI30Bili Ta HepBOBiil cucTeMi. KiiHiYHO criocTepiranach pi3Ha CTyMHiHb M $130BOi TITOTOHIi, B OKPEMUX BU-
nankKax — AUCToHii. MopdooriyHo 1i KJIiHiYHiI 03HAKU XapaKTepU3yBAINCh CUMIITOMOM «4EPBOHMX PBaHUX
BOJIOKOH», MPU HoJisirpadivHOMY AOCTIIKEHHI B TaKUX BUITaAKaX BiA3HAYaJIOCh 3HIKEHHS (DEPMEHTHOI aK-
TUBHOCTI, TIPY €JIEKTPOHHII MiKpOCKOITii — 3HAlAEHi CTPYKTYpPHi i KiJIbKiCHi 3MiHM MiTOXOHAPIiA, 1110 CYITPOBO-
JDKYBAJIUCST M’ $S1I30BOIO CJIA0KICTIO, MiABUILIEHOIO CTOMIIOBAHICTIO, AU(PY3HUMU M’ SI30BUMU OOJISIMU, aTpodieto
i rinorpogiero M’s3iB. Taki 3minu B OI'l 3Haiineni y 103 (60,10 %) mnauienris, Tomi sk B KI' — nuie y 17
(11,97 %) ocib Manu cnabke ypaxkeHHST M’s13iB. SHaliIeHi 3MiHU ITiATBEPIXKEHI CTATUCTUYHUMU PO3PaXyHKAMM i
J€eMOHCTPYIOTb Pi3HULIIO (PEHOTUITOBUX O3HAK MixK OCHOBHOIO i KOHTPOJILHOO Tpynamu. [TornubaeHe BUBYEH-
Hs CTaHY LeHTpaJbHOI HEPBOBOI CUCTEMM Y OOCTEKEHUX MAaLli€HTIB JO3BOJIUIO 3HAUTH IIMPOKUI Aiama3zoH
3MiH, IKMIA CBiTUMTb, 3 OMHOTO OOKY, MPO AiarHOCTUYHY 3HAYYILiCTh KJiHIYHUX 03HaK ypaxeHHs LIHC pisa
niarHoctky MTX]JI, 3 Apyroro — npo neBHy crneuu@ivyHicTh, MPUTaMaHHY MiTOXOHAPialbHUM AUCHYHK-
uissM. IeHepanizoBaHe NOpyILeHHS TpaBJeHHS OB’ sI3aHe 3 MiTOXOHAPiaIbHOIO AUC(HYHKIIIEID — HEAPO-LILTYH-
KOBO-KuIIKOBOMW eHuedanonatiero (MNGIE-cunapom). ITpu boMy 3aXBOpIOBaHHi A€0I0T KUILIKOBUX CUMII-
TOMIB CIIOCTEPIraBcsl y AUTSIYOMY abo0 y MOCTITyOepTaTHOMY Iepiofii i BUSIBIISIBCSI Y BUIISIAI XpOHIYHOI Jiapei,
CTazy, HyJI0T! i OJIIOBaHHS, 11O MPU3BOAMIO A0 BUCHAXEHHS i Kaxekcii. EnekrpodizionoriyHi mocimkeHHs
BUSIBJISIIA 3aXBOPIOBAHHSI HEPBOBOI CUCTEMU i BHYTPILLHIX OpraHiB MOpPsI 3 MOPYLIEHHSIM CepLEBOl MPOBi-
HOCTI; 0i0XiMiYHO MaB Miclie JakTaT-auuao3. [103aK1ILKOBI CUMIITOMU Bif3HAYaJIUCh Pi3HOMAHITHICTIO, OJI-
Hak yci BoHu 0ynu xapakrepHumu mjst MTX]I. Kpim ypaxenns KT, BigzHavyaiach 3aTpuMKa pocTy; 3 00Ky
TOJIOBHOI'O MO3KY — JIeKOAUCTpodis, KIiHIYHO — aTakcisi, opTaIbMOILIETIsS, IITO3, HEIPOCEHCOPpHA IIyXOTa.
VYpaxkeHHs1 4epeMHO-MO3KOBUX HEPBIB CYIPOBOIXKYBAIOCh IU3aAPTPi€I0, NTMCPOHIEI, TPO3OIOILIETIEI0, HEPi-
KO po3BHMBaiach 0JI0Kaga ceplisl. ¥ XBOpPHUX CIIOCTepirajgach HECTEPIIHICTh (Pi3MUYHUX HaBaHTaXKEHb, CIA0KICThb
i «pBaHi YepBOHi BOJIOKHA», BUsIBJIeHi mpu Oioricii M’43iB. I1epebir cunapoMy MNGIE y Bcix criocTepesxeHHSIX
(12 mauieHTiB) B IpOLEC JiKyBaHHSI 3MiHMBCS i3 MPOrpeaieHTHOrO Ha CTaH TpUBAIoil peMicii. [pynHa KiliTMHa
Oyna 3mineHolo y 109 mamientis OI'l (53,69 %), mpotu 46 oci6 KI' (32,39 %) Lli naHi cBig4ath mpo Te, 110
npu MTXI]I c1abKicTb M’SI30BOro KapKacy i BTOpMHHA CIIOJyYHOTKAaHWHHA AMCILIA3is CTaloTh IpUYMHAMU
CKEeJIETHUX ITOPYILIEHb.

Bucnosku. BigMmiueHe HaliuacTillie BKJIIOYSHHSI B TTATOJOTYHMI MPOLIEC OPraHiB i cucTeM IpU MOJIiMOop-
dizmax MmTIHK TPHK — nizin: 8697G/A; 8860G; 8701G/A; 8856G/A; 8860A (CRS); 8251G/A; 8472C/T,
8448T/C; 8994G/A; 8337T/C; 8794C/T, 8584G/A; 8701A/G ta mpu amiHokucaoTHii 3amidi TPHK-mi3in
(syn, thr/ala, pro/leu, met/val, met/thr, his/tyr, ala/thr) mpu oMy eHliearonatii gacTiiie OyyIm acoliiioBa-
Hi i3 moimopdizmom TPHK-1i3iH Ta HoBuMu myTatntisimu (TPHK-neitmn) (3624 A/G; 3594C/T, 3705G/A;
3505A/G; 3552T/A). YpaxeHHS M SI30BO1, TpaBHO1, 0(TaIbMOJIOTIYHOI, CepLIeBO-CYANHHOI, €eHIOKPUHHOI
cMcTeMU yacTile 0yJo acoliioBaHo 3 noaiMopdizmamu TPHK-ni3iH. i ;aHHI 10BOASTH KJIiHIYHY 3HAUY-
1ictb nojiMopdizMiB MTIIHK 5K HeraTUBHUX MyTalliii y ¢ OpMyBaHHi KJIiHiYHMX o3HaK MTX]/I.

BUBYEHHSA OKPEMUX MOMYJIALIMHO-TEHETUYHUX MAPKEPIB,
IPUTAMAHHUX HACEJIEHHIO YKPATHU

Ipeuanina IO. b., Iycap B. A., Ipeuanina O. 4.
Ykpaincokuii incmumym kainiunoi eenemuxu XHMY, m. Xapkis, Vipaina, e-mail: mgc@ukr.net

Bceryn. BuBueHHST OKpeMUX NOMyIsILiMHO-TeHETUYHUX MapKepiB, MpUTaMaHHUX HACEJIEHHIO YKpaiHu,
JIO3BOJISIE OLIIHUTH €ITiIeMiOJIOTiI0 CITaAKOBUX 3aXBOPIOBaHb, MEXaHi3M1 (DOPMYBaHHS (PEHOTUIOBUX O3HAK
Ta B3aeMOii paKTopiB, sIKi (opMyIOTh TeHOMHE 310poB’s. IIpoBeaeHO AOCTiAKEHHS XapaKTepy IOoJiMOop-
¢izmiB MTIIHK Ta emigemiosorito moaiMopHUX BapiaHTiB reHiB (poaTHOTO LUKIIY 3a JOIOMOIOI0 MOoJie-
KYJISIPHO-T€HETUYHUX METO/IB.

Meta AocCHiIKeHHS: BMBUYMTU OKpeMi MOMYJISILiMHO-TEHETUYHI MapKepu MNpUTaMaHHi HacCeJeHHIO
YKpainu.

Marepiaiu i MeToau. 3a 1OMOMOIOl0 COMATO—T€HETUYHOTO, MOJIEKYJISIPHO-T€HETUYHOTO METOAIB 10-
CJIiIXKeHb BMBYEHO 57 TMALEHTIB 3 KJIiHIYHO BCTAHOBJIEHUM [iarHO30M MiTOXOHApPiaabHOI AMCHYHKIIII,
86 ocib koHTpoJbHOI ITpymH i 200 0¢ib i3 momyJIsLil YKpaiHIiB B TPhOX MOKOTiHHSIX.

Pe3ynbratu gociaimkeHHs. Po3paxyHOK 4acTOT TarjIOTUIIIB Y MONYJsLiliHIN BMOipLi mMoka3aB HasiB-
HICTh BUPaXK€HOI'0 €BPOIEOITHOIO0 KOMIOHEHTA, NpeAcTaBieHOoro BianoBinHumu ramiorpynamu (H, U, J,
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T, V, HV, pre-V, I, W, X, N), cymapHa 4acTtoTa SKux ckiaia 95,6 % 3 posnoniiom Ha rpynu H-33,5 %,
U-20,9 %, J-11,7 %, T-6,7 %, V-5,4 %, HV-3,7 %, pre-V-2,9 %, 1-2,1 %, W-2,1 %, X-2,5 %, N-1,2 %.
Haii6inpira nommpenicts Hajexana ramiorpynaMm H, U, J, T (72,8 %). BusiBiieHa MOHTOJI0ITHA TOMIIIIKa
(rammorpyrmu A, B, C, D i Z) i3 yactotoio 2,0 %. AHai3 oTpMMaHUX JaHKUX IIPOJEMOHCTPYBAaB HAasIBHICTh
eBpocrenupiunux ramwtorpyn MtAHK: H, pre-v, V, J, T, U5, I, W, X, yacroTa skux 6yia 24,0 %, 2,0 %,
2,0 %, 12,0 %, 16,0 %, 18,0 %, 2,0 %, 2,0 % i 8,0 % BinmoBimHO, cymMapHa 4YacTOTa CTAHOBUTH 86,0
%. Asziiiceki ramnorpymu C i A BusiBiieHi i3 vacroroio 4,0 %. Bucoka 4dacrora ramiorpyn T(16,0 %),
U5(14,0 %), X(8,0 %) y nocnimxyBaHiii BUOIpIli, Yy HOPiBHSIHHI 3 KOHTPOJIbHOIO, IMOBipHillle 00yMOBJIeHA
HecTabiabHicTIO mo3uiil 16189 (tum myrauii T—C, rpynu tunis MtAHK U, T, X) i 16294 (Tun myranii
T—C, rpynu tunis MTIIHK T, U, X) , 1110 BTIpUMYIOTECSI B OCHOBHUX HYKJICOTUAHNX MOTUBAX TaHUX I'aIljio-
rpyn. BkazaHi no3uilii 3MiHIOIOTh IIBUAKICTh TEMITiB MyTalill i TUM 00YMOBIIOIOTh BUCOKY YacToTy MTX]I.
BcTtaHoBneHi 55 nmoniMopdHMX Mo3uliiil i3 Haibiabm BapiadbeapHuMmu 16189 i 16204, BU3HAYEHUIA I1OJTi-
Mop@izm B renax TPHK"™ ta TPHK'"" komytouoro periony. [Tomimopdiszmu B redi TPHK!® 3HaiineHi B TUITax
I'BCI, sixi BuzHavatoth rarmtorpynu 3705G/A — H; 3624 A/G — J; 3594 C/T — X; 3336 T/C — Nla; 3552
T/A — C. BigmiueHa B OKpeMHX BUITagKaxX HASBHICTb IIMPOKOTO CIIEKTPY MOJIIMOPGi3MiB, SIKi XapaKTepH-
syBau ramorpyiy T (1888G/A, 8697 G/A, 8860G, 11251 A/G, 11719 G/A, 11812 A/G, 14766 C/T, 14905
G/A, 15326 A/G, 15452 C/A, 15607 A/G, 15928 G/A) y maitieHTiB i3 M’sI30BOIO TiMIOTOHI€IO, sIKa repedirae
MPOrpemieHTHO. 3HaineHi noxiMopdismu y manieHTiB i3 Tunamu 'BC I mtAHK, sIKi BU3HA4aIOTh ramio-
rpymu H (8860G, 15326A/G, 14553 C/T (Val—ile)) Ta X (14470 T/C, 17196 G/A), MyTaliisi KOMIUIEKCY
NDS5 12706 C (Phe—leu) 103BOIMIN IPUITYCTUTH BIUTUB FEHETUIHOTO (DOHY SIK OMHOTO i3 JOJATKOBUX Me-
XaHi3MiB MYTaLliiHOTO MPOLIECY.

ITpoBeneHe nocaiakKeHHSI FTEHETUYHOI eITiIeMioIoril mojiMopdHUX BapiaHTIB reHiB (pepMeHTIB (hosat-
Horo nukiay y 200 HoBOHapoOIXKeHUX i3 MOIMyJsiLii. bynu BuBYeHi reHoTUIM Ta yactotu aiedais MTHFR
C677T, A1298C, G1793A, MTRR A66G, RFC-1 G80A. OtpumaHi AaHi cBig4aTh Mpo Te, 110 YKPaiHChKil
nonyaslii (y NOpiBHSIHHI i3 iHIMMMUJ OOMYJSLISIMM) MPUTaMaHHA HU3bKAa TMOILIMPEHICTh iHAMBIAIB TOMO-
surotHux 3a anenem 677T MTHEFR (7,04 %) i 3Hauna — 3a rerepo3urotHux 677CT (40,70%). @epmeHT
MTHEFR € ki11040BUM (DepMEHTOM He TUTbKU 1151 (DOJIaTHOTO LIMKITY, a i 1711 MeTabo1i3My iHIIMX 0i0JI0T YHO-
akTuBHUX npoueciB. I1puuetHicts myTauii MTHFR C677T 3 omHOro 60Ky 10 emireHeTMYHUX MPOLECiB,
3 Ipyroro — A0 MaHidecTallil 6araTbox IMOIIUPEHUX XBOPOO AoBeaecHa baraTounce/bHUMU faHuMu. Hamu
OTpUMaHi JaHi PO BaxKJIUBICTh B3AEMO/Iil 1BOX BUBYEHUX TUITiB MOAIMOP(i3MiB - MiTOXOHAPiaabHOTO i MO-
JliMop(pHMX BapiaHTiB reHiB (hepMeHTIB (hOJATHOIO LIMKITY.

POJIb HAPYIIEHUA OBMEHA METUOHMNHA B ®OPMUPOBAHNN KIIMHNYECKUX
ITPU3HAKOB CUHAPOMA JAYHA

Ipeuanuna IO. b., Eppemosca O. A.
XapvroecKuil HayUOHAAbHbIH MeOULUHCKULL YHUBepCUmE,
XapvroscKkuil cneuuaiu3uposantblii MeOuKo-eeHemuveckKuil ueHmp,
2. Xapvkoe, Yxpauna, e-mail: mgc@ukr.net

BBenenue. B HacTos1ee BpeMsl, HECMOTPSl Ha pa3BUTHE MEAMKO-TEHETUUYECKOIO KOHCYJIBTUPOBAHUS,
MpeHaTaJbHOI TMAarHOCTHKM, yacTora cuHapomMa JlayHa (CII) B YkpanHe ocTaeTcsl CTaOMIbHOM. XOTS 10~
HumaHue CJI Kkak MeTaboanMuecKoil 060JIe3HU 10 CHUX MOpP HEe pacHpOCTpaHEHO, C Hallleil TOYKU 3PEHUs,
yYBeJIMYEHUE O03bl TEHOB XPOMOCOMBI 21 MOXET OBbITb NMPUYMHON, OMOXMMUYECKUX HAPYLICHWIA, KOTO-
phIe MPOSIBIISIIOTCS KJIETOYHOM aucyHKUMeH 1 hopMupyIoT YHuUKaIbHEI naTtoreHe3 C/I. [lomasisiomnee
OOJBIIMHCTBO OMOXMMHUYECKHX MPOLIECCOB B OpraHU3Me 4eJaoBeKa OCYLIECTBIISIOTCS B Ipeaeiax LUMKIIOB,
cpenu KoTtophix ¢onaTHe uKi (PL) 3aHnMaeT ocoboe MECTO, TaK KaK YJaCcTBYeT B PEryJISILIUM TeHHOM
aKTMBHOCTU 4Yepe3 (DEHOMEH METWJIMPOBAHUS U BJIMSIET HAa MHOTOYMCJIEHHbIE T€HETUYECKHE MPOLIECCHI.
Henocratok TpaHccyabgaTupoBaHUs TOMOLIMCTEMHA BCJIEICTBUE HU3KOM aKTUBHOCTU LIMCTaTUOHUH-0e-
ta-cuHTa3sl (CBS) BegeT K GopMHUPOBaHUIO IIPU3HAKOB coeqnHUTeIbHOTKaHHOM nuctuiazun (CT/1) B cum-
nToMoKomIuiekce romounctuaypun. I[pu CJI, Haobopot, mMeeT MecTo TpoliHas n1o3a reHa CBS. [1osTtomy
MBI TIPEANOJOXUIN, YTO oBbIIIeHHas 3kcnpeccus npusHakoB CTI y nauuenToB ¢ CJI MoxeT yKa3bIBaTh
Ha HeJOoCTaTOYHOCTh MeTabomm3Ma DL, o0yclIOBIEHHYI0O HOCUTEIBCTBOM OIIPEACICHHBIX T€HOTUIIOB II0
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MOJIUMOP(HBIM JIOKycaM MeTuaeHTeTparuapodonar — peaykrassl (MTHFR C677T) 1 MeTUOHUH CUHTA3LI
— peaykrassl (MTRR A66G).

Iean uccaenosanusa. BrisiBieHre BO3MOXHOIO BIMSTHUS ITOJTMMOPMHEBIX BAPUAHTOB TeHOB (PpepMEHTOB
(homaTHOrO IMKIIAa HA META0OIMIECKIE U KIMHUISCKIE N3MeHeHN Y TanueHToB ¢ ClI.

Marepuanbl 1 MeToabl ucciaenoBannsa. OO0IIass BEIOOpPKa cocTtaBmiia 133 mpoOaHma: OCHOBHASI TPYII-
na — 81 pebeHok ¢ CII, KoHTpoJibHAas TpynIia 52 pedbeHKa. MeTonsl nccieqoBaHUsI: COMAaTO-TeHETUYECKOe
HCCJIeNOBaHNE C CUHIPOMOJIOIMYECKIM aHAJIU30M, IIUTOTeHETUIEeCKIEe, OMOXUMIIYECKIE, MOJIEKYISIPHO-
TeHEeTUYEeCKIUE MCCIIeI0BAHUS, CTATUCTUICCKIE.

Pe3syasrarnl 1 00cykaenue. VccienopaHue moduMop@HBIX BapruaHTOB reHoB pepMeHTOB D1 1mo3Bosm-
JIO YCTAHOBUTH BEPOSITHYIO PACIIPOCTPAaHEHHOCTh CpeAu AeTell ¢ TpUCOMUeit 1o XxpoMocoMe 21 HocuTesei
AG renotuma rena MTRR (53,3% npu 28,9% B koutpoie, p <0,05), a B KoHTpone - GG reHoTUIa JaHHO-
ro nokyca (44,2% wn 25,4%, p <0,05). B ctpykrype kommayHnoB MTHFR/MTRR oTMe4eHO JOCTOBEPHOE
HakoruteHus cpeau neteit ¢ CI0 cnydaeB 677CC/66AG (30,7% nipu 15,4% B KOHTpoOJIE), TOLAA KaK B KOHT-
pone - 677CT/66GG (30,8% u 8,0% cOOTBETCTBEHHO ).

V manmenTtoB ¢ C/l n3 XapbKOBCKOM MOITYJISIIIMY YCTAHOBJICHO CTATUCTUYECKM 3HAYMMOE ITOBBIIIIC-
HUE 10 CPAaBHECHMIO C KOHTPOJIEM YaCTOThI IIPU3HAKOB COCAMHUTEIHOTKAHHBIX NUCIUIA3Wi: KOXU U O~
KOXHO-XUpOBoi KieTuyatku (67,4% u 22,6%), yepenHo-nuueBoro ckeneta (90,2% u 35,1% ), KocTHO-
MblleyHou cuctemsl (78,7% u 29,7%), pa3BuTre KOTOPHIX TOCTOBEPHO CBS3aH C HAJW4YUMEM TeHOTHUIIOB
MTHFRN / MTRR Htzgu MTHFR Htzg / MTRR Htzg.

HccnenoBaHre aMMHOKKUCIIOT MO3BOJIMIO YCTAHOBUTh JOCTOBEPHOE CHMXKEHME YPOBHSI METUOHMHA Y
neteit ¢ CI (8 24,3% nipu 8,7% B XoHTpoie, p <0,05), 4TO COOTBETCTBYET ITATOI€HETUYECKUM XapaKTepuC-
TMKaM HapyllleHus OMoreHe3a METUOHUHA: ITPU CHUXXKEHUM aKTUBHOCTU (pepmeHTa M TRR, BCaeaCTBUE Ha-
JINYYS TTOJUMOP(HBIX BAPMAHTOB IeHa. YCTAaHOBJIEHbBI CTATUCTUYECKM 3HAYMMbIE U3MEHEHMST IPU3HAKOB
(peHoTHUIA, ACCOLMUPOBAHHbBIE C HU3KMM YPOBHEM MeTUOHUHA. CpeqHUIA ypOBEHb TOMOLIUCTENHA Y OOJIb-
HbIX ¢ CII cocraBui 4,5 + 1,2 MKMOJIb/JI, Y AeTel KOHTPOJIBHOM Tpyrisl - 5,3 + 1,4 Mxmoins/1 (p <0,05).
Takum o6pa3oM, CpeaHMIl YpOBeHb roOMOLIMCTeHA y pobanaoB ¢ CJ1 6bu1 focToBepHO (Ha 17,8%) Hixe,
4eM y JETe KOHTPOJBLHOW TPYIIIHI.

BruiBoapl. [TonyyeHHbIE pe3yabTaThl MO3BOIWMIM CAEAaTh BBIBOM, YTO Ha TsxkecTh TeueHus CI Baus-
IOT HE TOJbKO Pa3BUTHE TMIIOTOMOLIMCTEMHEMUM C IOCJEayIolleid TUMOMETUOHMHEMUEe U Ae(pULIMTOM
METWIMPOBAHUS, HO M Halmure HU3KOGYHKIMOHANIBHUX aymieaeii DL, ocobeHHo B codyeTaHUM C aedu-
uuToM BUTaMUHOB B, By, B ,. C 01HOM CTOPOHBI, 3TO ABJISETCA TEOPETUYECKUM OOOCHOBAHUEM IIENIECO-
00pa3HOCTHU pa3mesieHus] OOJBbHBIX Ha IPYIIILI TSDKECTU 3a00JIeBaHMS, a C IPYroil — TpedyeT pa3paboTKu
MIPOrpaMMbl MHIVBUAYAIN3ANH TePAITNU KaxkI0To O0JIBEHOTO.

OINIBIT B3AUMOJIEVICTBUSA MEJIUATPA I TEHETUKA
B JIMATHOCTUKE METABOJIMYECKUX HAPYIIIEHUN

Ipeuanuna IO. b., Anoeckas A. A., Koaocrok A. C., Kanroxa M. B.
Xapovrosckuil cneyuaruzuposannblii meouxo-eenemuyeckuil Llenmp, Yxkpauna

BBenenue. MaHubecTalus BpOXASCHHbIX AedeKTOB MeTaboaKM3Ma 4acTO MPOBOLMPYETCSI UHTEPKYP-
PEHTHBIMM 3a00JIEBAaHUSIMU; B CBSI3U C 3TUM IIPOBOAUIOCH O0CIeA0BaHUE AETel C MOJO3PUTEIbHBIMU Ha
neheKTbl MeTaboar3Ma CUMITOMAMU B ITeAMATPUYECKOM KJIMHUKE 001Iero mpoguisl.

Iean padoThl — M3YIUTH CIIEKTP HApYIICHWI MeTa00IM3Ma y IeTei, HaXOISIIXCS B IIeAUaTPpUIeCKOMN
KJIMHUKE 001ero mpogus.

Marepuannl 1 MeToabl. [TpoBoaMIOCh 00CIEI0BaHME AETE COTPYAHUKAMU YKPAUHCKOIO MHCTUTYTA
kimHU4YecKoi reHeTuku 1 XCMI'L Ha 6a3e cranmmonapa OJAKbB Ne 1.

JeTssM mpoBOAMIOCH COMATO-TeHETUYECKOe 00CAeA0BaHME, YTOUHSIIONIAs JabopaTopHas AMarHOCTUKA
B n1abopatopusix XCMI'Ll, KIMHUKO-TeHealorM4ecKuii aHaau3; Iocjie YTOYHEHUs AMarHo3a HazHavyalach
MeTaboauyeckas Teparnusl.

Pesyasrarel n o0cyxkaenne. B nerckom cranmonape o6iiero mpoduis B 2012 rogy ObUIO KOHCYIBTH-
POBAHO T'eHETUKOM M obcnenoBaHo 140 mereit; 3 Hux 50 geteil ObUIM HampaBjieHbl HA KOHCYJBTALMIO B
CBSI3U C BPOXIEHHBIMM MOPOKaMHU pa3BUTHUs. B oCTalbHBIX CllydasiX MPUYMHBI HalpaBJeHUs ObUIM Clie-
OYIOLIUMMU: SITMCUHIPOM, B COYETAHUU C TTOJMOPraHHBIMY HapylleHUsIMUA — 19 neTeii; HeBpOJOrnuecKue
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HapylIeHUs ¢ OTpHuaTebHOI nnHamMuKoi, yraeteHue LIHC — 24 pebenka; reMopparndecKuii CHHIPOM C
KPOBOM3IASIHUASIMY B TOJIOBHOM MO3T, HAAIIOYCYHUKM — 11 meTeii; a Takke rurmotpodust 1udo nmaparpodus,
racTPO3HTEPOKOJINT, IeraronaTus, afeToHeMudeckue pBoTel, 3IIMP, 6poHxmanbHast 00CTPYKLIMS, KOX-
HBIC TOPaXCHMUSI.
V 10 u3 o0cienoBaHHBIX AeTell ObUIa BIIEPBEIC BBISIBICHA XPOMOCOMHAS IMATOJIOrUs; Vv 9 ObUIM nua-
THOCTMPOBaHbI MOHOT€HHbBIE CMHIAPOMEL. 93 meTsM mpoBeneHo oOciaenoBaHue B yadoparopun XCMI'LL
C LIeNIbIO0 YTOYHEHUS XapakKTepa OOMEHHBIX HapylleHuii. Hampapisiiuch OHU ¢ HEBPOJIOTMISCKUMU, I10-
JIMOPTaHHBIMUY HapYIICHUSMU HESICHOTO XapakKTepa, KOTaa TSLKEeCTh COCTOSIHUS peOeHKa He MorIa ObITh
00BSICHEHA BBICTaBJICHHBIM JUArHO30M, aHTE-TIEPUHATAILHBIM ITOPAXKECHUEM.
V nmereii ¢ reMOpparnyeCKMMHU MOPaKEHUSIMHU (KPOBOM3IHUSIHYS B TOJIOBHOM MO3T, HAAITOYCTHUKN; Te-
MoOpparuy Ha Koxe; aHeMusl), CyIoporaMy ObLIM UCCAeA0OBaHbI T'eHbl (poaaTHoro uukiaa. McciaeagoBaHue
nposeneHo y 40 gereit, moauMopdHbIe BADUAHTEl T€HOB BBISIBIICHHI Y 38.
Kpome sTux ciaydyaeB, HapylieHMs1 B oOMeHe cepocoaepxammnx AK Meromom BOXKX amuHoKuUCIOT,
aHajr3a MOYM METOJIOM ra30Boit XxpoMaTorpadru AUarHOCTUPOBAHLI y 8 AeTeil.
Ewe y 17 mereit ¢ nogo3peHUEM Ha HapylleHHe 0OMeHa aMUHOKHWCJIOT MIPU UCCIEI0BaHUSIX METOIOM
BDXX, TCX B 11 cay4asix BBISIBJIEHBI APYyrie aMUHOAUAONATUH; Y 6 TeTeil U3SMEHEHUIA He BBISIBIEHO.
B 37 cnyyassx mpoBOAMUJIOCH UCCAEA0OBAaHUE MOYM METOIOM T'a30BOI XpoMaTtorpauu U Macc-CeKTpo-
METPUU — B OCHOBHOM 3TO OBbLIM AETH B peaHUMALMOHHBIX OTAEJCHUSIX C MPOSBACHUSIMU LiepeOpaibHO-
To YTHEeTeHMsI, alTHOE, apUTMMEN, cyloporaMmu, CHHIAPOMOM IOJIMOPraHHOM HETOCTaTOYHOCTHU, COCTOSIHUE
KOTOPBIX HEe MOIJIO OBITh O0BICHEHO. MI3MeHeHMsT ObLIU BhISIBJICHBI B 36 clydasix, W JIUIIb B OAHOM HCCIIe-
JTOBAaHUU U3MEHEHMIA HE BBISIBJICHO.
JynarHocTUpoBaHbl BPOXKAEHHbIE 1e(eKThbl META00IU3MA:
* MHUOXOHJIPMOIIATUM C Pe3KO BbIpakeHHBIMM HapyllleHUsIMU oOMeHa B Hukie Kpebdca, pepmeHTax
JIbIXaTeAbHOM LIeTN — 3 ciiydast

* HapylleHUs B 0OMeHe XUPHBIX KUCIOT — 3 ciiydas

* OpraHuyeckue auuaypuu — 2 ciaydas (4-rugpokcuMacisiHas auuaypust — 1 ciaydaii, 001e3Hb KISHO-
BOro cuporta 1 ciyuyai).

B ocTanbHBIX cy4yasgx B CIIEKTPE OPraHUYECKUX KMCIOT ObUIU BBISIBJCHBI YMEPEHHO BhIpaxK€HHbIC 13-
MEHEHMUsI, TpeOyollre TMHAMUYeCKOT0 HaOMI0AeHUS 111 YTOYHEHUSI TMarHo3a:

* HapylleHUsIMU odMeHa B LiukJe Kpebdca, hepMeHTax AbIXxaTeJIbHOU Lenu - B 15 cayyasx

* KEeTO3 — B § cllydasx

* HapylleHUs B 0OMEHe cepocoaepKalluX aMUMHOKKMCIIOT, KobalaMuHa — B 7 Ciiydasix

* neUUUT BUTAMUHOB Ipynnsl B - B 11 cayyasx

* HapylleHUs B 0OMeHe HEPOTPAaHCMUTEPOB - B 4 Caydasix

* HapylleHUs B OOMEHe IypMHOB, MMPUMUINHOB — B 3 cIydasx

* Ipyrue aMMHoOaluaonaTUuu — B 4 caydasx.

YpoBeHb aMMHUaKa KpOBU McciienoBaH y 21 pebeHka, rurepaMMOHKEeMUs BbIsIBJeHa B 18 ciayvasix.

VpoBeHb JIakTaTa KpOBU UccieaoBaH y 21 pebeHKa, 1akTaT-alua03 BbISIBJICH B 15 ciaydasx.

ITpuunHoOii HampaBJieHUsT AeTeil C BbISIBIEHHBIMU HApYLICHUSIMH OOMeHa HauboJjiee 4acTo ObUIM: 3a-
Jep>XKa B pa3BUTHM, CYyIOPOIrH, KOMa; XKeJITyXa; AblXaTeJIbHbIE, CEPAEYHO-COCYAUTCThIE PACCTPOICTBA, alie-
TOHEMUYECKME PBOTHI.

ITpu oueHke (heHOTUIIA Y AETel C BBISIBJEHHBIMU HApYILIEHUSIMU 0OMeHa C O0JIbIIOI YaCTOTOI BCTpe-
YaJIUCh CAeAYIOLIE OCOOEHHOCTU: TMIOTPOP U TMOO MmapaTpodusi, uBMeHeHre (POPMbI TOJTOBbI, KOPOTKHUMA
JINOO KIIOBOBUAHBINA HOC, KOPOTKas 1Iesl; IepMaTUT; BajabrycHas aedopMaliys CTOI, KOJEHHBIX CYCTaBOB,
OTHOCHUTEJIbHOE YKOPOUEHUE JJIMHHBIX TPyOUAThIX KOCTEM.

BroiBoapl. HacToTa BBISIBJIEHHBIX HapyllIeHUH cpean o0Caea0BaHHbBIX OKa3ajach BHICOKOM MO CpaBHe-
HUIO C OOLIEMONYJISLIMOHHBIMU YACTOTAMU. DTO MOXET ObITh CBSI3aHO C OOJIbIION KOHLIEHTpaLUe neTei
C HacJIeACTBEHHOM MMaToJIOrMeil B CTallMOHapax, TaK KaK KaTaboJIM4ecKue COCTOSIHUS, SIBISIOLIMECS pe3yJib-
TaTOM MHMEKLWHA, TMXOpaaKU, BAKLIIMHALUN, XMpYPrudeckrue BMelaTeIbCTBa MOTYT MHULIMUPOBATh MaHM -
(decrauno MeTadOJINYECKOro HapylIeHUs; a TakXke ¢ OTOOpOM JeTel 11 MpoBeaeHUsT 00CAe10BaHUSI.

B ¢Bs131 ¢ 3TUM 1J1 YTOYHEHUS AUArHo3a v pa3padoTKU anaeKBaTHON MeTaboIMYecKoi Teparnuy Heo0xo-
JUMO MEINKO-TeHETUYECKOe KOHCYJIBTUPOBAHUE C TTPOBEACHUEM YTOUHSIOLIEH 1a00paTOPHOM AUarHOCTUKMU.
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3HAYEHHS COHOT'PA®II JIJIA JIATHOCTUKA MYKOBICIUJI03Y

ITonuapenro H. L., Jlyxk’anoea 1. C., Tapacrwok b. A.*
Y «Incmumym nediampii, akywepcmaa i einexonocii HAMH Yxpainu»
Y «Incmumym s0epnoi meduyunu ma npomenesoi diaenocmuxu HAMH Ykpainus, m. Kuie *

Beryn. Mykosicunno3 (MB, CF, OMIM:219700) - cnagkoBa ITojliopraHHa IIaToJIO0TisI, 3yMOBIIEHA MY-
Talli€l0 B TeHi TpaHCMeMOpaHHOTOo peryisTopa nposigHocti CFTR. Ha chorogHsmHil 1eHb B yChOMY CBi-
Ti IpodiakTrKa cIagKoBUX XBOpOO Ma€ BEIMKE MEAMKO-COlliajbHe 3HaYeHHsI. CBO€YacHa IiarHOCTHKaA,
paHHili MOYaTOK KOMILJIEKCHOIO JIiIKyBaHHS, aKTUBHE AMCIIAHCEPHE CIOCTEPEKEHHSI XBOPUX T03BOJISIIOThH
YIIOBIJIbBHUTHU PAHHIO iHBaiAU3aLlil0 AiTel Ta 30UIbIIUTU TPUBAJICTh XKUTTI.

MeTa BU3HAUYUTH 3HaUYE€HHs exorpadii MpyBYIIHOI 3271031 IJ1 OLiHKM CTaHY 3aJ03MCTUX OPraHiB Mpu
3aXBOPIOBaHHI HA MYKOBICIIMI03.

Marepiamu i MeToau nociimkennd. [TpoBeaeHo odcTexkeHHs 32 nalli€HTiB, 3 HUX — 12 naiieHTiB (BiKoM
Bim 4 mo 11 pokiB), XBopux Ha MyKoBicummo3 ta 20 miteit (BikoM Bix 3 1o 12 pokiB) — rpyia KOHTpoJo. J1o-
CJIIKEeHHS IIPOBOAWIOCH Ha YIBTPa3BYKOBUX Ipuiiagax “Sonoline G-40”, “Acuson X3000 PE” (“Siemens”,
HimeyunHa) 3 BUKOpUCTAaHHSM JiHiiiHOro marunka VF10-5 MIil. BuByanu noiapoBi 3pi3u mapeHXiMu
MPUBYIIHUX 327103, 11O JO3BOJIMJIO OTPUMATU YiTKE 300pakeHHS sSIK IMTOBEPXHEBUX, TaK i INIMOOKUX BiadiliB
3aj03u. OuiHoBaiu exorpadiyHi HOKa3HMKM CTaHy MOBEPXHi Ta TEKCTYpU MapeHXiMY NPUBYIIHOIL 3aJ103U:
CTaH KarcyJju, KOHTYPHU 3a71031, CTPYKTypa Ta €XOT€HHICTh, HAsIBHICTh 1OJAaTKOBUX BKJIIOYECHbD.

Pe3yasraTi Ta ix o0ropopenns. I1pu yIETpa3ByKOBOMY JOCIIIKEHHI y HiTeil Py KOHTPOJIIO IIPUBYIII-
Hi 321031 MaJIU PiBHUI KOHTYP, OMHOPiAHY CTPYKTYpPY, CEPEIHIO €XOT€HHOCTh, KaIlCyJjia He Bi3dyallizyBajach,
JMOJATKOBi YTBOPM HE BUSIBIISLINCH. Y 50 BiICOTKiB MaLliEHTIB OCHOBHOI I'pyIH (4 MalliEHTH 3 JETKUM CTYyIIe-
HEM TSDXKKOCTI, 2 MalliEHTU — 3 CEPEeAHIM CTyIIeHEM) BUSIBJICHO ITiABUILIEHHS €XOTeHHOCTI 3a71031, HEOHO-
PIIHICTh CTPYKTYPHU 3 KpamyaTUMM TUIIEPEXOr€ HHUMM BKJIIOUEHHSIMUY, KOHTYPH PiBHi, KarcyJja He Bizyai-
3yBajnack. Y 33,3 % (4 miteii i3 cepeHIM CTyIIEHEM TSKKOCTI) JOJATKOBO BUSBJIEHI JIiHiIHI TillepeXxoreHHi
BKJIIOUeHHS. Y 16,7% (2 miTeit i3 BUCOKUM CTYIEM TSKKOCTI) IIPUBYIIIHI 3871031 MaJld HEOAHOPIIHY CTPYK-
TYpY, MiIBUIIEHY €XOI€HHICTh, YIIIJIbHEHY KaIlCyJly Ta HepiBHiI KOHTYpU. BusiBieHi exorpadiuHi MOKa3HUKHU
MO3UTUBHO KOPEIIOBaIU 3 TOKa3HUKAMU MOTOBOI ITPOOH.

BuchHoBku. Y3 npuBYLIHUX 327103 MOXE OYTH BUKOPUCTAHE SIK AOIOMiXHUI KpUTEPiil OLIiIHKKU ypa-
>KEHHSI 3aJI0O3UCTUX OPraHiB MpyY 3aXBOPIOBAHHS HA MyKOBiCLIMI03.

MOJIEKVIIAPHO-TEHETUYHA ITPUPOJIA HOBUX
MIKPOJEJENINHUX/MIKPOIYILIKAILIIMHUX CUHIPOMIB
3 IHTEJIEKTYAJIbHOIO HEAIE3JJATHICTIO

Ipuwenko H.B.', Buukoea I.M.2, 3umax-3axymua H.0.?, Ilauxyn E.H.*, Bpoexo A.0.’,
Taeoxina JI.B.°, Jlc6eoee I.H.°, JTiewuus J1.A.”
' Tnemumym monexyasproi 6ionoeii i eenemuxu HAH Ykpainu, Kuis, Ykpaina.
1Y «Hauionanvuuii nayxosuii uenmp padiayiiinoi meouuunu” HAMH Ykpainu, Kuis, Yxpaina
S Xmenvruypvka obaracna meduko-eeHemuuna Koncyasvmayis, Xmeavhuyvkuii, Ykpaina
“3axapnamcoka obnracha Kainivna aikapus im. A. Hosaka, Yuceopood, Ykpaina
SKninixa ISIDA, Kuis, Yxpaina
SQIABY «HII meduunoi eenemurxu» CB PAMH, Tomcovk, Pocis
Incmumym monekyaaproi 6ionoeii i eenemuxu HAH Yxpainu, Kuie, Yxpaina.

Bcetyn. OctaHHiIM 4acoM 3HAYHOTO MPOrpecy 0yJ10 JOCSATHYTO B TOCIiIKEHHSIX acolliallil Bapialliil ymc-
na xomiii reHiB (CNV — copy nubber variation) 3 po3BUTKOM Pi3HMX HEBPOJIOTIYHMX 3aXBOPIOBAHb 3aBIIsI-
KM BIPOBAIKEHHIO HOBITHIX TEXHOJIOTi/ KiJIbKiCHOTO ITOBHOIT€HOMHOTO aHali3y, B T.Y. IMMOPiBHSUILHOI MO-
BHoreHoMHoi riopummzanii (CGH-ananiz). 3a pesynsratamu CGH anaziizy Oy/io ommcaHo HM3KY HOBUX
HEBPOJIOTIYHMX Ta HEMPOMCUXIYHUX CUHAPOMIB, O PO3BUTKY SIKMX MPU3BOASITH TEHOMHI peopraHizaiii
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Ty CNV. Takox imeHTH(hiKOBaHO HOBI UyTIMBI J0 103K TeHU-KaHANAATH, 3aJIy4eHi y PO3BUTOK i (PyHKIIi-
OHYBaHH$ LIEHTPAJbHOI HEPBOBOI CUCTEMMU.

Merta podorn. IneHTH(iKalliss HOBUX ITATOTeHHUX TeHOMHUX peopraHi3zaiiii Ty CNV, 1oCTiKeHHS iX
MOJIEKYJIIPHO-TEHETUYHOI MPUPOAM Ta acolliallii 3 KIIiHIYHUMM MPOsSIBAMHM Y TTALli€EHTIB 3 iIHTEJEKTYaJIbHOIO
Hexie3gaTHicTio (IH) HesicHOro reHesa.

Marepiamu i metogu. KitiHiko-TeHeanoriyHe NOCTiKeHHS nalieHTiB 3 [H, nuroreHeTuuHe Ta MOJIEKy-
JIIPHO-TeHETUYHE JOCTiIKEeHHSI TeHOMHMX peopraHisaliii Ta aHasi3 ix moxomxeHHs B 3pa3kax JJHK mari-
€HTiB 3a moromoroo CGH-aHami3zy Ha MiKpo4mITax BUCOKOI PO3IIIbHOI 3MaTHOCTi, HOBHOXPOMOCOMHOTO
FISH-ananigy, xinekicHoi ITJIP y peanbHOMYy yaci, 6ioiHdopMauiiiH1il aHami3 pe3y/bTaTiB.

Pe3yasraTi Ta 00roBopeHHs. Y MAlli€HTIB 3 Pi3HUM CTyICHEM iHTEJIEKTyaJbHOI HEemi€3MaTHOCTI, 3a-
TPUMKOIO PO3BTKY Ta MOBHM iIeHTU(}iKOBAHO HOBi, YHiKaJbHi, MOXJIMBO natoreHHi CNV. ¥V 5 nmauieHTiB
BUSIBJIEHO JeJiellii de novo XpoMOCOMHOI AiisHKY 16p11.2-12.2 pi3HOI OPOTSKHOCTI Ta y 2 - TEHOMHI pe-
opraHisauii xpoMocoMHOI AingHku 10g25.3-26.3, sxi 6yau ycrmagkoBaHi y CKJIadi He30aJIaHCOBAaHUX TPaH-
cJIoKalliil Bim 3mopoBUX O0AaTbKiB-HOCIIB cOaTaHCOBAaHMX XpPOMOCOMHUX peopraHizauiil. ITokazaHo, 110 ae-
newii ginsgHku 16pl1.2 acouiiioBaHi i3 mopylIeHHIMH PO3BUTKY MOBU — CUHIPOM AUTSYOI allpakcii MOBU
(CAS syndrome - childhood apraxia of speech) Ta 3HIXKEHHSIM iHTEIEKTY cepeaHboi TSKKOCTI(IQ 68-45),
B TOM Yac K mejelii AinsgHKu 16p12.2 BUSIBIEHO Y MALIEHTIB i3 BaXXKOIO iHTEJIEKTYaIbHOIO HEeIie31aT-
Hictio (IQ 30) Ta 3aTpMMKOI0 PO3BUTKY. TaKOX BCTAaHOBJIEHO, 11O K AEJCLis TaK i AYIUTiKallisl JiTSHKU
10g25.3-26.3 acouiiioBaHi 3 po3BUTKOM Baxkoi cuHapoManbHoi IH (I1Q 18 Ta 43, BiamoBigHO), 110 CBiAYUTH
PO HASIBHICTh B LIl XpOMOCOMHIM AISHII YYTJAMBUX IO NO3M FeHiB, 3MiHA TEHOMHMX KOITili SKUX MPU3BO-
IuTh 1o nopyueHs [ITHC.

Ilopanmkliie OCTiAKEHHS LIMX peopraHizaliil, 0coOJMBO MOPIBHIJIBHUM aHaJi3 acoljiallii reHOTUII-(pe-
HOTHUII Y XBOPUX i3 pidHUMU 3a po3MipoM CNV B 01HAKOBUX XPOMOCOMHUX JIOKYCax 103BOJUTh BUIOKPE-
MUTHU CHiJIbHI OUISIHKY Ta iZeHTU(hiKyBaTH HOBi TeHU, 3aidydyeHi B matoreHe3 IH. 3apa3 aHaiiz orpuMaHux
pe3yJIbTaTiB TPUBAE.

BucHoBku. IneHTH(ikKoBaHO HOBiI MATOreHHiI T€HOMHi peopraHizailii B XpOMOCOMHMX AiISIHKaX
16p11.2-12.2 Ta 10925.3-26.3, s1Ki acouiiioBaHi TOPYILIEHHSIMU po3BUTKY i dyHKuionyBanHsa LITHC. 1li mo-
PYIIEHHS MPU3BOAITH 10 PO3BUTKY HOBUX CUHApOoManbHUX hopm TH.

HocnimxkeHHss BukoHyBaiucg B pamkax npoekty CHERISH, 7-i PamkoBoi nporpamu €C (yroma
Ne 223692).

TMTOKPAIIIEHHS PAHHBOTI'O BUSABJIEHHS JIITEN,
AKI 3A3HAJIN ITPEHATAJIBHOTI'O BILIUBY AJIKOI'OJITO

€emywox JI. C.%9, 3umar-3axymnsa H. 0.%%, Jloazoé B. ., Kosaav P. .29,
Kyaixoscoruii 5. A.V, Ilnomxa JI. 1.7, ILinc O. C.7V, Illeeuyx O. B.C,
Christina Chambers®, Kenneth Lyons Jones®®, Wladimir Wertelecki®
() PigneHncokuil 00aacHUll KAIHIMHULL AIKY8AAbHO- diaeHocmuuHuil uenmp imeni Bikmopa Ioriwyka,
M. Pigne, Yxpaina;
@ XmeavHuybKuil MiCbKUil nepuHamanbHuil ueHmp, M. XmeavHuybkuil, Yxpaina;
@ Pignencoka obaacha dumsua aikapus, m. Piene, Yipaina;
4 XmenvHuyvka micvka oumsua Aikapus, m. XmeavHuyvkuil, Yxpaina;
© Department of Pediatrics, University of California San Diego, La Jolla, CA, USA;
© Mincnapoouuii 6nazoditinuii pond «OMHI- mepesca ons dimeii», m. Piene, Ykpaina.

Bceryn. BruiuB ankoroJito mif yac BariTHOCTiI — OiHA 3 OCHOBHUX MPUYMH BPOMXKEHUX Baj i HOPYIIEHb
PO3BUTKY V HiTeil, cepen akux petanbHuii aakoroabHuil cuHapoM (PAC) € HalibiIbIn BaxkKuM. PaHHS mia-
rHoctrKa MAC crpusie 3aCTOCYBaHHIO CIEliaJIbHUX IIPOrpaM PaHHBOIO BTPYYaHHS, 110 MA€E MTO3UTUBHUI
BIUIMB HA PO3BUTOK JIiTEH.

Meta. Busnauutu nomynsanifiny yacroty MAC Ta OLiHMTU CTaH paHHBOTO BUSIBJICHHS HiTeH, SIKi 3a-
3HaJIY MPEeHATaIbHOIO BILIUBY aJKOTOJIIO.

Marepianu i MeToau. 3a CIIPUSTHHS MiHICTepCTBA OXOPOHU 3I0POB’SI YKpaiHu, MiXHApPOTHOTO CITiBPO-
OITHMLITBA Ta CHiBIpali 3 MixXkHapogHUM OsarofiiHuM ¢oHaom «OMHI-mepexa aas piteit», 3 2000 po-
Ky y PiBHeHcBKili o67acTi Ta 3 2002 poky y XMeJbHMIIbKIN 00J1aCTi 3arpoBaaXeHa CUCTeMa MONYJIsILiiHO-
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ro MoHiTopuHry BBP 3a mixxHapomHumu ctanmapramu, BKirodaiour PAC. Ha KoxXHOro HOBOHapOmXKe-
Horo y PiBHEHCBKill Ta XMeJIbHUILIbKIN 001aCTsIX JiKapi-HEOHATOJIOTH 3alIOBHIOIOTh PEECTPaALliiiHy (hopMy
«[loBigoMJIeHHS PO HApOIKEHHS IUTUHU Ta HASIBHICTh BPOMKEHMX Bald pPO3BUTKY» («IloBimomiieHHS»),
sdKa MiCTUTb, 30KpeMa, iH(opMalilo IMpo pU3MK MpeHaTaJbHOro BIUIMBY ankorojwo. Lli peecrpawiiiHi
(opMu cucTeMaTUIHO MEPEriIanaroThes MeanYHMMU reHeTnkaMu. Y 2005 poui €Bporreiicbka opraHiza-
1is1 cucteM MOHiTOpHMHTY BpomkeHnx Banm po3BUTKY (EUROCAT) Hagana craTyc ITOBHOTO WieHa HaIliid
nporpami («Ykpaina: IIporpama 3anoGiraHHs BpoaXxeHUM BagaM po3BUTKY OMHI- mepexi»). HiieHCTBO y
EUROCAT pnae 3mory nopiBHoBat 9acTot WAC y kpainax €Bponu. Y 2005 po1ii 3arroyaTkoBaHe I1apT-
HEPCTBO 3 MiIXKHAPOAHUM KOHCOPLIIYMOM 3 IOCJiIXKE€HHS MOPYIIEHb (PeTaIbHOrO ajJKOroJbHOTO CHEKTPY
(CIFASD). byno npoanaiizoBano 208772 MpocHeKTUBHO 3i0paHUX HeoHAaTaIbHUX «IloBimoMiIeHB», KJTi-
HIYHI TaHi II0I0 AiarHo3y Ta AaHi om0 (axy JTiKaps, SKuii Brieplile 3amigo3puB HasaBHICTb y autuHu OAC.
Taxkox IpoaHaIi30BaHO PE3yJIBTaTA CUCTEMATUIHOIO CKpUHIHTY 11909 BariTHMX KiHOK IIOAO BXWBAaHHS
ankoroto. [TpiopuTeTHUM HaNIPSIMKOM HaIllO1 AisUIbHOCTI TAKOX € OCBITHI MPpOrpaMu IS MEAUYHUX haxiB-
1iB, 30KpeMa, JJiKapiB- HEOHATOJIOTIB Ta IIMPOKOTO 3araiy MO0 AiarHOCTUKM i 3armobiraHHs PAC.

Pesyasrat. 3a 2005- 2011 pp. mikapi PiBHeHCBHKOI i XMenpbHUIIBKOI oOjacteil miarHocTyBamm MAC
y 120 miteit. ¥ 37 Bumamkax miarHo3 BIiepiue OyB 3aMigo3peHMii MY MepBUHHOMY HEOHATAILHOMY OIS,
a'y 26 BUIMagKax — MeAWYHUMU reHetukaMmu. Ciin 3a3HaunTy, 1o y 48% Bunankis GAC 6yB BIieplie 3a-
Mig03peHMI JTiKapsIMHU-HEOHATOJIOraMu BilIiJIeHb MaTOJOTii HOBOHAPOMXKEHUX i IediaTpaMu. Y byauHKax
IUTUHY nepebyBanu 43 (35,8%) niteii iz DAC. 10 (8,3%) niteii i3 DAC nmomepu y Billi 10 1 poky. 3a pe3yiib-
TaTaMU CKPUHIHTY BaTiTHUX XiHOK, 9,2% HiTeil 3HAXOAWINCS Y TPYII PUBKMKY 100 MIPEHATAILHOTO BIIUBY
aJIKOTOJIIO Ta MOTpeOyBaJIM PETEIBLHOTO OIJISIAY HEOHATOJIOraMuy Ta HaJISIAy TMeaiaTpaMu.

BucHoBOK. 3rimHO pe3yJIbTaTiB HAlllX TOCIiIKeHb, ITonysaniiiHa yactota @AC y PiBHeHCBKIlT i XMeTb-
HUILBKiN o6acTax 3a 2005- 2011 pp. € onHiero 3 HalBUIIKX y €Bpomni- 5,46 Ha 10000 HapomxeHux. Jlika-
pi- HEOHATOJIOTH, SIKi 3AiMCHIOITh MTEPBUHHUI OTJIs11 HOBOHAPOAXKEHOI AUTUHM, BilirpatoTh AyXKe BaxKJIUBY
poub y parHil miarHocTuii MAC. 3aBasgKu IMpoBeaeHUM TpeHiHTraM 3 miarHocTuku MAC ms J1ikapiB- HEO-
HaTOJIOTiB, MeaiaTpiB, FTEHETUKIB Ta CKPUHIHTY BariTHUX >KiHOK LIOA0 BXXMBAHHSI alKOroJilo y PiBHEHCBKIl
i XMeIbHUIIBKIi# 00J1aCTSIX TTOKPAIIIIOCS paHHE BUSBIICHHS miteit i3 PAC.

MLPA-AHAJIN3 B IUATHOCTUKE CIIMHAJIBHON MBIIIIEYHOM ATPO®UN

Kamaauesa b. O., bopoeuroea A. B., Camueea A. A., Illesuos A. b., Abuavounosa I. 2K.
Hayuonanwnbiii Hayunbsiil yenmp mamepurncmea u demcmea, e. Acmana, Pecnybauxa Kazaxcman

Beenenne. CriHanbHas MblmedHas atpodust (CMA) mpeacraBiisieT co00il ayTOCOMHO-PEIIeCCUBHOE
HEPBHO-MbILIEYHOE 3a00JIeBaHUE, XapaKTepu3ylolleecsl JereHepaleil o-MOTOHEMPOHOB MEPEAHUX POTOB
CIIMHHOTO Mo3ra. [IpuHsaTo BeIneasATh TpU ocHOBHBIE (hopMmbl CMA: atpoduto Beprura-Iodmana, aTpo-
¢uro Kyrenpbepra-Benanaepa u nmpoMexyTouHyo hopmy. M3BECTHO, YTO 3TU KJIMHUYECKUE (HOPMbI 00-
ycJIoBJIeHHI aeterieit B reHe SMN(survival motor neurons), MMeIIeM 2 KOITMU TeJIoMepHYyIo - SMNI1, u
neHTpoMepHYI0 - SMN2. O6HapyXeHue aeaeunn 7 1u/mim 8 3K30H0B reHa SMN1 B roMO3UTOTHOM COCTO-
SIHUM TI03BOJISIET TTOATBepaAuTh AuarHo3 CMA y 60JIbHOTO, a MOBHIIIIEHNE KOJIMYeCcTBa Komuii reHa SMN?2
CMOCOOHO KOMITIEHCMPOBATh HEXBATKy 0eka SMN, NpUBOAS K CMITYEHUIO TeUeHUsI 3a001eBaHus ((hOpMbl
II-1IT), B To BpeMs Kak oTcyrcTBue reHa NAIP (neuronal apoptosis inhibitory protein gene) ykasbiBaeT Ha
KpYIHYIO aefielinto B Jokyce SMN.

Hean: u3yuyntsb 3HaueHre MyTaluii B reHax SMIN1, SMN2 1 NAIP B iarHOoCTMKE CIIMHANBHON MBIIIEY-
HOM aTpo(UK U ONPEACTHUTH CBSI3b MEXKIY MyTallMeH U TSDKECTBIO KIIMHUYECKUX MPOSIBJICHUH.

Marepuaibl 4 MeToabl. bbL10 00caen0BaHO 38 AeTei ¢ MoA03peHUEM Ha CIMHAIBHYIO aTpoduio BepHu-
ra-Todpmana u Kyrensoepra-Benannepa. M3 1eabHONM KpoBU NMallMeHTOB OblIa BblaesieHa reHoMHast JTHK
¢ nmpuMeHeHneM Habopa Wizard® Genomic DNA Purification kit (Promega). B nanpHeiiieM ObL1a IIpoBe-
JieHa JUATHOCTHKA C UCHOoJIb3oBaHueM MeToga MLPA Ha 96-KanuuiipHOM aBTOMAaTUYECKOM aHaIM3aTope
3730xI DNA Analyser.

Pe3syasrarsl u 00cyxnenne. Metomom MLPA-aHanm3a nonrBepkaeHbI MyTaiiuy B reHax SMN1, SMIN2
u NAIP y 14 u3 38 obcienoBaHHbIX AeTeil. B pesyabsrare, y 4 u3 5 oo6clienyeMbix ¢ amuotpodueii BepHura-
Todmana oOHapyXeHBI nefenuu 7 u/mim 8 3k30H0B reHoB SMN1 1 SMN2, 1 y 0qHOro nalreHTa JUarHo-
cTUpoBaHa Aeaenus 7 ak3oHa reHa SMN1, a takke genenus reHa NAIPS. YV 8 manueHToB 13 9 ¢ 60J1e3HbIO
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Kyrenp6epra-Bemannepa BeISIBIICHH Aejielyn 7 1/uin 8 3K30HOB TeHa SMN 1 ¢ yBeIndeHreM 91ciia KOUii
reHa SMN2, 1 y ogHOro naumeHTa OblIa BRISIBIICHA Iefielns 7 9K30Ha TeHoB SMIN1 1 SMN2.

BoiBoapl. Takum oGpa3om, mMetonq MLPA mo3BojigeT He TOJAbKO MOATBEPAMTb NUArHO3 CIMHAJbHOM
aMuoTpodu, HO M YTOUYHUTH KIMHIYECKYIo (opmy CMA B 3aBUCHMMOCTH OT BBHISIBJICHHBIX M3MCHEHUI
BreHax SMN1, SMN2 u NAIP.

YACTOTA TA CIIEKTP XPOMOCOMHUX ABEPAIII,
ACOIIIALIII AKPOLIEHTPUYHUX XPOMOCOM Y HOBOHAPOIKEHUX
I3 BATPUMKOIO BHYTPIIIHbOYTPOBHOI'O PO3BUTKY

Koeaavuyk JI. €., Kouepea 3. P.
JIBH3 «leano-Dpankiecvkuii HayionarvHui meduuHuil ynieepcumem», leano-@pankiscok, Yipaina

Beryn. 3pocTaHHSI MyTareHHOTO 3a0pyIHEHHS JOBKIJUISI HETaTUBHO BILIMBA€E Ha PO3BUTOK eMOpioHa Ta
mionaa, GopMyBaHHSI FTEHOTUMY Ta (DEHOTUIY MailOyTHHbOI AUTUHU. BaxXJIMBOIO KiIbKiCHOIO XapaKTepUCTU -
KOIO0 COMaTUYHOIO MyTareHe3y € 4acToTa CIIOHTAHHKUX XPOMOCOMHUX abepaliiii (XA).

MeTta aoclimKeHHs: BCTAHOBJEHHSI YaCTOTU Ta CHeKTpy XA, acolialiil akpoUeHTPUYHUX XPOMOCOM
(AAX) y 3m10poBHMX HOBOHAPOMXKEHNX Ta IIPX 3aTPUMIIL BHYTPIllTHBOYTPOOHOTO po3BUTKY (3BYP) 3 pizHux
eKkoJiorivHux paiioHiB ITpukaprarrs.

Marepian i MmeToau nocaimkenb. MatepiaaoM Ml JOCTiaKeHHsT Oy MeTadas3Hi IIaCTUHKU JiMPo-
LMTiB NYMOBUHHOI KpoBi 187 310poBux HOBOHapomKeHuXx Ta 181 HoBoHapomxeHoro 3i 3BYP 3 pizHux
paiioHiB IBaHo-MpaHKiBCHKOI 00J1ACTI.

Pe3yasraTi gocjimkeHb Ta ix odrosopenHsa. 3arajgbHa yacToTa XA y HOoBoHapomkeHux i3 3BYP Oyna
y 1,12 pa3u OiIbIIOIO, HiXK Y 3M0POBUX HOBOHAPOIKEHUX 3 YCiX MHOCHiIXyBaHUX paiioHiB. BcTraHOBIEHO
BiIMiHHiCTh crieKTpy XA B paifoHax 3 XiMiYHUM i pagialifiHUM 3a0pyOHEHHSIM Y BCiX HOBOHAPOMIXKECHUX.
YacroTa KJ1iThH 3 AAX , SIK OMH 3 MTOKA3HUKiB iMyHOT€HETUYHOIO CTaTyCy, IlepeBakajia y HOBOHAPOIXKEHUX
i3 3BBYP, 0co0a1MBO Y HOBOHAPOIXXKEHMX i3 30H XiMiUHOIO Ta pafdialiiiHoro 3abpynHeHHs. CepenHs yacToTa
acouianiii Ha ogHy KJIiTUHY y AiTeil i3 3BYP Oyna 6ib11010 y 30Hi ekojioriuHoro komgopyy 1,19 pasu, y 30-
Hax XiMi4HOro Ta paaiauiiitHoro 3adbpyaHeHHs BinnoBigHo y 1,14 Ta 1,23 pas3u (p< 005) Ha mpoTuBary 10 310-
POBHMX HOBOHAPOIXXEeHUX. YKCI0 acoLiiloBaHUX XPOMOCOM B OJHIM KJIiTHHI Oy/J10 HAMHWXYUM Y 310POBUX
HOBOHAPOKEHUX i3 30HU €KOJIOTiYHOTro KoMdopty. TakuM unHoM, cuHIpoM 3BYP € mynsrudakTopHOIO
MaTOoJIOTi€l0, B peaisallil IKO1 BaXJIMBY POJIb BilirpaloTh CHAAKOBI i 30BHILIIHI YMUHHUKU cepeaoBulia. Yac-
ToTa XA KOpeoBaia 3 MoKasHuKaMu yactot AAX (BapiityBanu Big 0,68 1o 0,84), 1o minTBepaWIoO BIIUB
€KOJIOTIYHUX YMOB MPOXMUBAHHS Ha iIMyHOTEHETUYHUI CTaTyC Ta aIalTMBHI MOXJIMBOCTI HOBOHAPOIXKEHUX.

BucHoBku:

1) noBeneHo repeBary XxpOMOCOMHUMX aHOMaili Ta 3maTHOCTI 10 AAX y HOBOHapoaxeHuX i3 3BYP;

2) BCTAHOBJIEHO 3POCTaHHSI 4acTOTHM CIOHTaHHUX XA Ta AAX y HOBOHApOMXKEHUX 3 €KOJIOTiYHO
HECOPUSTINBUX PaiOHiB.
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TEHETUYHI JJOCHIIXEHHS XBOPUX HA TTAPKIHCOHI3M B YKPAIHI

Koaaoa O. K.
Incmumym leponmonoeii HAMH Ykpainu, Kuis, Ykpaina

Beryn. XBopo6a Ilapkincona (XI1) BimHOCHTBCSI D0 4mciia HaiiOUIII BaXKMX i ITOIIMPEHUX HEpo-
JlereHepaTUBHUX 3aXBOPIOBAHb JIIOAMHU, XapaKTePU3YEThCSI XPOHIYHUM ITPOrpeCyourM nepediroM, mopy-
IIeHHSIM (YHKLi1 6a3aIbHUX TFaHIJIiIB i BaXXKO0 iHBaliau3aulielo xBopux. I1pu aHamizi BeIMKMX BUOIpOK
XBOpMX OYyJI0 TOBEAEHO, 1110 HASIBHICTb IMTO3UTUBHOTO CIMEMHOr0 aHaMHe3y € OJHUM 3 NPOBiTHUX (PaKTOPiB
pu3uKy po3BuUTKy XII. {1 mapKiHCOHiI3My € 4iTKa TeHACHLiS A0 BHYTPIllIHbOCIMEMHOIO HAKOMWYEHHIO
BUITIAJIKiB 3aXBOPIOBAHHS, a MO3UTUBHUI CiMEMHMI aHaMHe3 OyB 3HaineHuil y 10-24% xBopux, IpuyomMy
PU3UK BUHMKHEHHS XBOpOOU cepell pOAUYiB IEPIIOro CTyMeHs CIIopiafHeHHSs Bapitoe Bif 4 10 10%, 3HauHO
nepeBuILyoun (B 2-7 paziB) 3arajibHO MONYJSLiAHUI, 1110 TOBOPUTh MPO aKTYyaIbHICTh IMOIIYKY T€HiB 110
MpUIMAaIOTh y4acTh Y PO3BUTKY 3aXBOPIOBAHHSI.

MeTo10 pOOOTH € OOCIiAKEHHS POJIi MOJiMOP(HUX BapiaHTIB psAy IeHiB Ta JOBXKWHU TEJIOMEDP Y PO3-
BUTKY XBopobu ITapkiHCOHa.

Marepianom a1 JoCTiIKeHHs O6yau 3pa3ku KpoBi 216 manienTiB 3 XI1 Ta 300 ocib 6e3 HeBPOJIOriYHUX
3axBoproBaHb. [eHoTUIYBaHHA poBoawin Metomamu [1JIP®, I1JIP B peasibHOMY 4aci Ta CEeKBEHYBaHHSI.

Pe3syabrati. B pesyabraTi podotu crBopeHo 6aHk JIHK manieHTiB 3 BctaHOBIeHUM AiarHo3oM XII ta
JIIoAei BiAMOBIAHOIO BiKy 0€3 HEBPOJOriYHUX MOpPYIIeHb 3 YKpaiHu. Briepiiie B YKpaiHi mpoBeaeHO reHo-
TUITyBaHHS 32 Ma>KOpPHMMU MYTallisIMU T€HiB ClTaaKoBoO-ciMeiHux ¢opm napkiHcoHizmy (PRKN, LRRK2,
SNCA, GBA) ta reniB CYP1A1l, GSTMI1, ta APOE cepen naHoi rpynu mauieHTiB. Boepiie y namieHTiB
3 YKpaiHy BU3HAUYEHA JOBXMHA TEJIOMEPHUX AUISIHOK B JIEMKOLMTAX Ta KIITUHAX OYKKAIbHOIO €MiTeJIilo.

BucHoBku. 3a pe3yabraTaMy poOOTH MOXKHA 3pOOUTH BUCHOBOK MpPO Te, 110 B YKpaiHi HasIBHi CHEL-
¢iuni MmaxxopHi MyTaliii B reHi PRKN ta GBA 110 npu3BoasTh 10 po3BuTKy XII, B TO# yac sIK NOLIMpPEHi B
€sponi MyTalii B reHi LRRK?2 He 3ycTpiyaloTbcs B yKpaiHChKiil monyJsuii. BusiBieHo niagBUILIEHUN pU3UK
po3ButKky XI1 y HociiB HyiaboBoro aneinto 3a reHoM GSTM 1 Ta rereposuror e3/¢4 3a renom APOE. BctaHoB-
JIeHa KOpeJsiiis MixK HasiBHICTIO KOPOTKMX TEJIOMEPHMX MOBTOPiB B KJIITMHAX OYKaJIbHOTIO EIiTeNilo Ta Bi-
KOM TposiBy cuMIiToMiB XII, B TOIf yac sIK TaKO1 3aKOHOMipHOCTi He BUSIBJICHO MPW BUBYEHHI JICHKOLIUTIB.

BIOXIMIYHUY ®EHOTUII XBOPUX HA «<ACIIIPUHOBY TPIALY»

Koweas 1. B., Epcmenwox I. M., Ilonosuu B. 1.
Isano-Dpankiscokuil HayioHarbHuil MeduuHUll yHigepcumem,
eya. lanuyvka 2, Isano-Ppankiscok, Ykpaina, 76003.
e-mail: popovychvasyl@gmail.com

Beryn. I'inepuyTauBicTh a00 HEMEPEHOCUMICTh A0 aleTUICATIMIOBOI KUCAOTHA A0 OCTAHHBOIO 4Yacy
MOSICHIOBAJaCh HEIMYHOJIOTIYHUMM MeEXaHi3MaMM, OCKiUJIbKM BU3HAUYMTU CEHCHUOiNTi3allilo 40 BKa3aHOIO
npenapary Hi npu BA, Hi mpu PC He BraBanock. Taky nmapamoKcallbHY Ail0 acIlipiHYy OB’ SI3yBaIH i3 IIOpY-
LLIEHHSIM MeTabo0J1i3My apaxiTloHOBOI KMCJOTH, a IIPUYMHOIO IOro MOpyIleHHS BOaYyalIu y NpUiioMi acripu-
Hy abo0 iHIIMX He CTepOiAHMX NpoTU3anaibHuX npenapartis (HIT31IT).

ChOrofHilHiA KoHLEeNTyaabHUM miaxig 1o AT moJisirae y morisiai Ha 1i eTiornaToreHes, ik MeTadboJiv-
Hoi xBopoOu (eH3umonmnarii). IIpuHuMmoBa no3ulist maroreHedy AT, K MeTaboJiyHOI XBOPOOU, TOJISIrae
Yy IEPBUHHOMY, TEHETUYHO-IETepPMiHOBAHOMY Ne(EKTi KIIOYOBOTO (DEPMEHTY METa001i3My HEHACUYEHUX
KMPHMUX KHUCJIOT, 30KpeMa apaxiToHOBOI — LMKiIooKcureHasu (puc. 1). Kiiniko-0ioxiMiuamii MeTom 103B0-
JIMB BU3HAUYUTU OioxiMiuyHUI (heHOTUIT OpraHiamy mpu AT — Biig mepBMHHOro MpOAYKTY reHa ((pyHKILis
IOT) no xiHueBUX MeTabOJIiTiB.

Pesyasrati Ta 0ob6rosopennsa. Po3mumdpoBka 0ioxiMidHOro eHOTUITY XBOPOOM majla MOXKIMBICTh BH-
JIITUTU TOJOBHY JIAaHKY MaTOreHe3y — “reHeTHYHui 6J10K” (iziosoriuHoro merabdosizmy AK 3 HacTymHUM
MOPYLIEHHSIM JlaHLora 0ioxiMiyHUX mpoleciB. AK Hacaimok nopyueHHs dyHkuii LHOI, 6i1oKyeTbesd 1u-
KJIOOKCUTEHA3HUI LUISIX METa0O01i3My XXKUPHUX KUCTOT (30KpeMa apaxinoHoBoi). HakonnuyeHHsT mpoayK-
TiB OOMiHY pe4OBUH BUILIe TeHETUYHOI OJIOKAaAU MPUBOAUTh A0 iHaKTUBallil pocdoJiinas, sIKi IpuitMaroThb
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Puc. 1 Cxema «bioximiunoeo chenHomuny» X60po2o Ha acnipuHo8y mpiady

y4acThb B MeTa0o0J1i3Mi (ochOIimmiaiB KIINTHHENX MeMOpaH. st MeTa0oj1i3sMy HAKOIMMYCHUX IIPOIXYKTIB
BKJIFOYAIOTHCST OOXimHI mursaxy. HaitOinmbIn BaxkinBi 3 HUX - aKTHBAIIis JIIIOOKCUTeHA3 Ta (PEpMEHTIB IIe-
PEKUCHOro oKuciaeHHs. Lle 3aKiHuyeThcss HAKOMMYEHHSIM BEJIMKOI KiJIbKOCTI JieikoTpieHiB (JIT), BinpHuIX
pagMKaliB, JirmonepekuciB i iH. B ¢izioforiyHux ymoBax iHTEHCUBHICTb OOXiZHMX MpPOLIECiB HEBEIMKA, B
KpOBi BU3HAYAETHCS TiJAbKM CJIiIOBi 3HaUYeHHs iX MeTa0oiTiB. JIT, IK MpOoayKTH JiMOKCUTeHAa3HOTO 1S -
XY, TIPOSIBJISIIOTh BUpa3Hi 06i00riuHi epeKTh, BOHU ITOCUTIOIOTh TPOHUKHICTb CYAMH i iIHAYKYIOTb YTBOPEH-
Hs cau3uctoro cexpery. Kpim Toro, JIT € moTy>kHUM €03MHOMIIBHUM XeMOAaTPAKTaHTOM — €0TaKCHUHOM.
EorakcuHu BimirpaloTb OCHOBHY poJIb B BUOIpKOBil Mirpailii €03MHOMLIIB in vivo Ta in vitvo. ®akTUYHO,
B KOHTEKCTi XpOHIYHOTO 3aMaJeHH i MOJiMO3HOro pocTy 0yJO MPOAEeMOHCTPOBAHO, 110 €0TaKCUHU Bif-
MOBiJalOTh 32 HAKOIMYEHHSI €03MHOMDIiB B 3anajbHUX TKAHMHAX, OCOOJIMBO B TKaHWHax Oaratux IJI-5.
IIpocouyBaHHS i HAKOITMYEHHS IJIa3MEHHMX O1JIKiB B TKAHMHAX ITOPSII 3 €O3MHOMIBHIM 3allaIeHHSIM, SIK
nposiBaMUy 0i0I0T YHKUX €(DEKTIB JEUKOTPiEHIB, € OCHOBHOIO MTATOr€HETUYHOIO JIAHKOIO MOJIIMO3HOr0 POCTY.
Kpim Toro, HakonmuyeHHs1 ¢pocdoimniaiB i eoTaKCUHIB (30KpeMa JEHMKOTPiEHIB) peadi3oBye MeXaHi3MU 3a-
TPUMKH aIloIITO3Y, a caMme Lii IIPOoLEeCH € IPOBIAHUMU B (POPMYBaHHI MOJIIMTIO3HOTO POCTY.

Oco06aMBICTIO MAaTOreHe3y MeTabOJIiYHUX XBOPOO € HE TUIbKM iHTOKCHKALLis MeTaboJiTaMU BUILIE TeHe-
TUYHOI 0J10Kaau i 00XiZHOIO HUISIXY, a i AedilUT OUiKyBaHUX ITiCJisl TeHEeTUYHOI OJIoKaau MPOAYKTiB, 30Kpe-
Ma npoctariaHauHiB. [Tocunerne HakonuuyeHHs JIT npu BiacyTHOCTI aHTaroHicTUYHOTro BIUIUBY 1T, cripusie
IIBUIKIA peanizalii ix 6ionoriyHuX e¢peKTiB B TKAaHMHAX, 0COOJMBO B CJU30Bili 000JIOHLII pecHipaTOpHOIo
TPaKTy. ¥ XBOpUX PO3BUBAETHCS KapTrHa PC, crmoyaTKy He MpOAyKTUBHOTIO, a IMOTiM MOJ1iMo3HOro. bpoHxi-
ajibHa acTMa, siKa sIK MpaBuJIo po3BUBa€EThes Ha ¢oHi PC, HabyBae HENMPUPHUBHO-NPOrPEIiEHTHOrO nepedi-
Ty i3 CXMJIBHICTIO 10 YaCTUX acTMaTUYHMX cTaTyciB. [TatoreHe3 AT sk MeTab0JIiYHOrO 3aXBOPIOBAHHS YiTKO
OOI'PYHTOBYE MPOrPECUBHUM, TSLKKUM, peUIUBYIOUMIA TTepebir K MoJino3y, Tak i OpoHXiaabHOI aCTMH,
KM TIOB’SI3aHUI 3 Oe3MepepBHUM HAKOMUYEHHSIM arpeCMBHUX MeTaboJliTiB. BracHe myumu mpolecaMmu
1 MTOSICHIOETBCS PE3UCTEHTHICTh 3aXBOPIOBAHHS A0 TPAAULIIHHUX METOIIB JIiKyBaHHSI.
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B nepebiry a11060ro MeTaboiuHOro 3aXBOPIOBAHHS € METa0OJIiuHi KpU3H, SIKi TPOBOKYIOTHCS TaK 3Ba-
HUMH iHimitorounMu ¢pakropamu. [1pu AT TaknM YMHHUKOM € alleTUJICAJILIIIIOBA KICI0Ta. 3arajJbHOBIIO-
MO, 110 1l IpUIiOM 3HAYHO TIOTipIIIy€E Iepedir 3aXBOpIoBaHHS, 30KpeMa 3aKJIadaHHs Hoca i OpoHXOCIa3M,
aX 10 PO3BUTKY TSKKOTO aCTMAaTUYHOTO CTaHy. ¥ Malli€HTIB, B AIKUX AiarHO3 AT He BCTAHOBJICHUIA, IpUIAOM
acnipMHy BUKJIMKAE KJIiHiYHY MaHiecTalilo 3aXBoproBaHHS. BpaxoBytouMn 0COOJIUBY TSKKICTb CUMIOTOMIB
PC i BA B Takux BUnagkax, Tpeba TOBOPUTH IIPO PO3BUTOK Y XBOPHUX META0OIIYHOTO KpHU3Y, SIKIIA Ha XKaJlb
PO3LIIHIOETHCS CHOTOIHI SIK peaKlisl rinepuyTJIMBOCTI HA MPUITOM acipUHY.

BuchoBku. Iloganbliiie BUBYEHHST 0COOIMBOCTE 0i0OXiMiYHOTO (PeHOTUITY, a BiIMOBIIHO i 3aKOHOMIp-
HocTelt hopmyBaHH: Ta repediry AT, ik MeTabo1iYHO1 XBOpOOU, AACTh 3MOTY PO3POOKM €TiomaToreHeTuy-
HO OOIPYHTOBAHUX METO/iB €(peKTUBHOIO JIIKyBaHHS Ta PAaHHbOI JiarHOCTUKU L€l TSIXKKOI iHBaJIiAN3YI0UOL
XBOpPOOM.

JIKYBAHHA XPOHIYHUX PUHOCUHYITIB,
ACOIIIMOBAHUX I3 TIOPYIIEHHAM TPAHCMEMBPAHHOTI'O ITEPEHOCY XJIOPY
vV IITEA

Koweas 1. B., Ilonosuu B. I.
Isano-Dpankiscokuil HayioHarbHuil MeduuHUll yHigepcumem,
eya. lanuyvka 2, Ieano-Ppankiscok, Ykpaina, 76003
e-mail: popovychvasyl@gmail.com

Betyn. B ocTaHHI poKM 30i1bIIYETBCS KiJIBKICTb AiT€ii, XBOPUX HA XpPOHiYHi rHiliHi, THiiHO-Tinepriac-
TUYHI PUHOCUHYITH, IIPUYOMY YaCTO 3aXBOPIOBAaHHS HaOyBa€ IPOrpecylouoro xapakTepy Ta MOTaHO IIii-
JMAETbCS TPaIULIIHHUM MeToAaM JiKyBaHHS. B 0aratbox Bumagkax mpuunMHolo € nucgyHkuis 6inka CFTR
(Cystic Fibrosis Transmembrane Regulator), 1o Biamosigae 3a TpaHCTIOPT iOHIB XJIOPY Yepe3 MeMOpaHU
KJiTuH. 3HayHa KijibKicTh CFTR 3HaiigeHa B cyOMyKO3HUX 3a/103aX AuxaabHUX 1sixiB. [TopylleHHs TpaH-
CIOPTY XJI0PY OPOBOAUTH 10 3MiHU IIPOHUKHOCTI MeMOpaH JJIs MOJIEKYJI BOAU i, IK HACJIiIOK, AerigpaTanil
Ta 3ryLIEHHIO ceKpeTy. B’s13kmii i rycTHil ciau3 napaiizye podoTy MmykoluiaiapHoro TpaHcrnopty (MTC). Bi-
pYCHi i BipycHO-0akTepiajibHi acouialii Ha (oHi pizkoro nopyueHHss MTC npuBoasTh 10 (popMyBaHHS
XPOHIYHOTO PEeLANBYIOUOTO 3aI1aJIbHOTO IIPOLIECY.

MyKoJiTUYHA Tepallisl € HeBil’éMHOI YaCTUHOIO JIIKyBaHHSI pUHOCUHYITiB. CUHYIIPET, IMTONpPU CEKPO-
JIITUYHY [il0, KA CIiBCTaBUMa 3 IE€SIKMMU CUHTETUYHUMMU IpernapaTamMu, BOJIOJIE 1lie MPOTU3AIaIbHOIO,
iMYHOMOJYJTIOIOYOI0, MMPOTUBIPYCHOIO Ta aHTUOAKTEPiaIbHOIO Mi€10. 3TiAHO HOBITHIX faHMX CUHYIIPET IMia-
Bullye npoHukHicTh CFTR-kaHaniB, mokpalilye MpOHUKHICTb i CEKPELilo XJOPHUIiB peCIipaTOPHUM €ITiTe-
JIiEM, 1110 MOCUJIIOE TigpaTallito 30J1b (pa3u, HopMaJi3ye B’SI3KiCTh ceKpeTy i aktuBye MTC.

MeTolo nociiakeHHs1 0ya0 noCaimKeHHs e(eKTUBHOCTI CUHYIPETY y OiTeil 3 XpOHIYHUM THiAHUM Ta
THiAHO-TiNepIUIaCTUMHUM PUHOCUHYITOM, acoLliiiloBaHUM 3 (PyHKIiIOHAJbHOIO HEMOBHOLIIHHICTIO XJIOPHUX
KaHaJiB.

Marepiamu i metoau. KiliHiuHMI AiarHo3 y BCiX Malli€EHTIB BU3HAYaBCS Ha IMICTaBi CKapr, aHaMHE3Y,
KJTiHIKO-€HJIOCKOITiYHOr0, paaiojoriYHOro MTOCIiIKEeHHSs, JOMOBHIOBABCS JJA0OPAaTOPHUMM MTOCiIKEHHSI -
mu. OyHKIiOHAJPHA HETIOBHOIIIHHICTh XJIOPHMX KaHAIB BU3HAYalIach 3a JOITOMOTOIO «IIOTOBOTO» TECTY.
KiiHiuHO 3HAYMMOI0 BBaXKajlach KOHIIEHTPAIlis XJIOPUIIB ITOTY IMoHaa 30 MMOJIb/JI.

PesynbraTi i 0OroBOpeHH:I.

JocaimKyBana (0CHOBHA) rpyna: 7 XBOpMX AiTeii y Billi Big 3 1o 17 pokiB, 1110 oTpuMmyBaiu «CHHYIIpeT»
B 3BUYAiHOMY BiKOBOMY J03YBaHHi 3 pa3u Ha IeHb B KOMILIEKCi 3 0a30BOI0 Tepami€io (TyaleT, aHeMi3allis
HOCOBOI1 ITOPOXXHWHMU, ipuraliifHa Teparisi COJbOBUMU PO3YMHAMM, TOMiYHi TOPMOHAIbHI Ta aHTHUOAKTeE-
piayibHi 3aco01). KOHTPOJIb: peTPOCIIEKTUBHI JaHi LIMX XK€ XBOPUX, SKi 40 BCTAHOBJEHHS (DYHKIIiIOHAJIbHOL
HEMOBHOLIIHHOCTI XJIOPHMX KaHaJliB B KOMILIEKCi 3 6a30BOI0 Tepami€lo OTPUMYBAIM CUHTETUYHUIA ceKpe-
toiTuK. KiiHiyHa oliHKa e(heKTUBHOCTI Mpenapaty «CuHymnpeT» npoBoauaach Ha 3-id, 10-ii Ta 14-i1 neHb
JIiKyBaHHSI. /IaHi MOPiBHIOBAJIMCH i3 CTAHOM A0 JIiIKyBaHHSI.

YTpyaHEeHHSI HOCOBOIO IUXaHHS i 3Ha4YHA KiIbKiCTh BUAJIEHb B MEPLIMIA IeHb JIIKyBaHHSI BiIMidaaoch
y BCix 0e3 BUHATKY XBopuX. IToyaTok perpecii iux cCMMOTOMIB BiiOyBaBCs BXe Ha TPETIO A00Y JIiKyBaHHSI.
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Ha 10-y o0y cTaH 3Ha9HO IMOKpaIIuBCs Y BCix xBopux. Ha 14-if neHb JTiKyBaHHS IPaKTUIHO Y BCIX IiTei
BiIMivaJM 3Ha4YHE MOKpAIlEeHHSI HOCOBOIO NIUXAaHHS i 3MEHILUEHHS THiHUX BUIUIEHb, B TOM Yac, SIK Y LIUX
K€ XBOPHX 110 mpu3HadeHHS CuHyIIpeTa (KOHTPOJIb) ITOJICTIIeHHS He BiIMiJaIoCh IIPOTSITOM OCTaHHIX TBOX
THXHiB. KOHCTaTOBaHO JOCTOBIpHY Pi3HUIIIO B pe3yJibTaTax JiKyBaHHS LIMX XBOPUX.

Bucnosku. Ha Hamry mymKy, moegHaHHS Iii TiKapChKUX 3ac00iB, 10 € CKIagoBUMU YacTuHaMu «CH-
HYOpPETY», NO3BOJUIO €(PEKTUBHO BIUIMHYTM HAa OCHOBHI JaHKW MATOre€HE3y PUHOCHHYITY, BKJIIOYaIOUu
MOpPYLIEHHS TpaHCMEMOpPaHHOro nepeHocy xjaopy. Tak, akTHBi3allis OpUPOIHOI CEKpeLlil 3a/103 Ta MOKpa-
ILIEHHS PEOJIOril CAM3y, 110 BKPUBAE CAU30BY O0OJOHKY HOCA Ta CMHYCIB, sIKa BiiOyBajach MiA BIUIMBOM
«Cunytmpery», uepe3 akTubizamito ¢pyakuii MTC mpusBonmia 10 MIBUAKOIO 3BUIBHEHHS MOPOXHUHU HOCa
Ta na3yx. [Ipenapar 3a paxyHOK 30a71aHCOBaHOI CUCTEMHOI Ta TOIIYHOI Aii CBOiX KOMIIOHEHTIB 3a0e3Ieuy-
BaB aHTUCENTUYHUI Ta MPOTUHAOPSIKOBUM ehekT. Ile crnpusiio IBUAKOMY BiZTHOBJAEHHIO HOCOBOIO AUXaH-
Hs Ta 3a0e3Me4YMJI0 3MEHILEHHS KibKOCTI NaTOJOTiYHUX BUAIEHb. 3aBASKM BUKOPHMCTAHOMY MperapaTy
BXe€ 3 MepIIrX AHIB BAAJOCS 3BECTU 10 MiHIMyMy IaTo(i3ioNoriyHi nepeayMoBU MEePCUCTYBAHHS TSIXKKOIO
CUMIOTOMOKOMILIEKCY, XapaKTepHOIo Il XPOHIYHMX PUHOCHUHYITIB 3 MeTabOJiYHO IeTepMiHOBAaHUM 3a-
MHaJeHHSIM, IO TSKKO MiATA€ThCS TPaAUuLiiiHOMY JiKyBaHHIO.

JE®DINNUT 3rOPTAHHA Y ITIOE€JHAHHI 3 TEQEKTOM TPOMBOIUTIB —
ITPOABU XBOPOBU BIVIEBPAHJIA

Kysomina A. I1.
Kagedpa mepanii, kapdionoeii i cimeiinoi meduyunu OI10 /13 JIMA, m. Kpusuii Pie

Bceryn. XBopoba BineOGpaHaa npeacrasisie co00I0 CIaaKoBe 3aXBOPIOBAHHS CUCTEMM IeMOCTasy, sika
XapaKTepU3YEThCS BUHMKHEHHSIM KPOBOTEY Pi3HOI1 JIOKaTi3allii IK CHOHTAHHMX, TaK i MicJIsl TpaBM BHACITi-
JIOK KiJIbKiCHOTo abo0 SIKiCHOTO MOpyIleHHs cuHTe3y (pakTopa ¢oH BinebpaHaa. Po3moBCIogAKeHHICTb XBO-
pobu Bine6panaa ckinagae 1-2 % B momysnsiii. XBopoba ycragKOBYEThCS 32 ayTOCOMHO-IOMiHAHTHOIO 200
ayTOCOMHO-PELIECMBHOIO 03HAKO0. XBOopobo1o BinedpaHaa cTpakaaoTh IK 0COOM YOJI0BiY0i1, TaK i XKiHOYOI
cTaTi. YpaxoBylOUMd ayTOCOMHO-IOMiIHAHTHUII TUII yCIAAKyBaHHS, TCHETUYHUM PU3UK [IJIs HAIIAAKiB CKJIa-
nae 50% HeszanexHo Bif crati. K BimoMo, cuHTe3 (hakTopa BineOpaHma BinOyBaeThCsI B €HAOTENII CYIUH i B
Merakapionurax. ¥ Tpombouurax ¢akrop BinedpaHaa 30epiraeTbCs B «rpaHyax». 3 €eHIO0TEil0 MTOXOAUTh
75 - 85% tmpkymioroyoro ¢gakropa Binebpanna, a 3 MerakapiouuTiB — 15 - 25%. VY ginstHKax MOIIKOIKEHHS
CYIMHHOI CTiHKM (pakTop BinedpaHma BUKOHYE poJib 3’€AHAHHS MixX CyOCHIOTeliaIbHUMU CTPYKTYpaMH i
peLenTopoM IIiKOMpoTeiHOM 1b Ha MeMOpaHi TpoMOoLMTiB. PeliennTop Ha MeMOpaHi TPOMOOLIMTIB IIiKO-
nportein Ib /111a Mae minsgHKY 15 3B’s13yBaHHS 3 (pakTopoM Binebpanma. @akrop Binebpanna 3a6e3mnedye
ctabinbHicTh pakTopa VIII. IeH dakTopa BinebpaHaa po3TalloBaHMiI HA KOPOTKOMY ILIedi XpOMOCOMM 12,
MicTtuth 52 ex3oHa. IHpopMmauiitHa PHK koaye nmoninentuaHuii taHuior 3 2813 aMiHOKMCIOTHUX 3aIAII -
KiB, sIKa IIpeacTaBIIsie co00I0 OiIKM - morepeaHuK (akropa Bineopanma. @akrop BinebpaHma 3abe3mnedye
cTabinbHicTh pakTopa VIII.

Meta AocCHiIKeHHS: BU3HAUYUTU OCOOJIMBOCTI KJIiHIYHMX O3HaK XxBopobu BinebpaHma, oO0yMOBIEHO1
YaCTKOBMM KilbKicHUM aediuuToM pakTopa BinnedpaHma Ha BiaMiHy Big HabyToro cuHapoma BinebpaHaa.

Marepiamu i MmeToau. Cepe naiieHTiB BU3HAYaJIM aKTUBHICTh (hakTopa Binedpanaa (arperaiiro TpoM0o-
LIMTiB, iHAYKOBaHY piCTOLETUHOM); aHTUTeH (pakTopa Binedpanaa; mpoKoaryasiHTHY akTUBHICTbh (pakTopa
sroptaHHg VIII. BapiabenbHicTh LIMX 3HaY€Hb B AMHaMIlli (IO0CTaTHBO OAHIE] 3 XapaKTepHUX 115 BineopaH-
J1a), 3 TAMYaCOBUMMU iHTepBajiaMu B 3-4 Micsli Oyia xapakTepHa JJis TOMipHOTSIKKUX i JIETKHUX (DOPM XBO-
pobu Binebpanna. JIvie B omHOMY BUNIAAKY CIIOCTEpiraav TSKKy hopmy 2B miaTuny xBopobu BinedbpaHma
(3 HM3BKOIO KOHIIEHTpAIli€lo picToneTnHa MeHbIe 0.8 mr/mi). Came npu miaTuni 2B Big3zHavyaeThcs min-
BUILIEHA CITIOPiAHEHICTh (pakTOpa BineGpaHma g0 peuentopa Ha MeMOpaHi TPOMOOLIMTIB IIiKOMpoTeiny 1b.

Pe3synbratu mociaimkennd. 3a 30 pokiB cnoctepexeHHs (HaceiaeHHs Micta — 700 000) y xBopux 3
reMopariyHMMHM TMposiBaMMU Jiviiie B 4 BUIaJKaxX BCTaHOBJIeHa XxBopoba Binedpanaa. Toxdi, sk HaOyTuit CUH-
npoM Bine6panna BusHauaBcg y 18 % mauieHTiB 3 ayToiMMyHHUMH i 21 % nimdonpoidepaTMBHUMU XBO-
pobamu (n=50). Cepen 4 mauieHTOK 3 XBopoboio BinedpaHaa Ha HasIBHICTb KPOBOTOUMBOCTI Y POIMYIB
BKa3zyBaJja TiJIbKu ofgHa. Ilepiii nmposiBi XBOpOoOW BUHUKAIM Y MiAIiTKOBOMY Billi. [eMopariyHuii CMHApOM
MOXE MPOSBIISITUCS BXE B AUTSIYOMY Billi i XapaKTEpU3YETHCS YACTUMU i TPMBAJIMMU KPOBOTEYaMU 3 HOCA,
MiAIIKipHUMU KPOBOBUJIMBAMU. Y OIHi€l XBOPOi OyB YCKJIaAHEHUI aKyllIepChbKU aHaMHE3 y BUIJISIIL Te-
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MOpPAaTriYyHOTO CMHAPOMY B IIOJIOTaX i B paHHBOMY II€piOAi IIiCJIA IOJIOTIB, TimepMeHoppes. Y 4 Ialli€eHTiB
3 XBOpo0Oo1o BinebpaHaa TSKKICTh KIIIHIYHOIO Iepediry XBopoOHu Bigpi3HSIAcs 4aCTOTOIO TeMOparidyHux
MNpOsIBIB 1 iIHTEHCUBHICTIO KpoBoTed. KiTiHiYHiI MposiBU 3a3BMYaii MiHiMallbHi, aje TpaBMU a00 omepalliiiHi
BTpYYaHHSI OyJM 3arpo3avMBUMU. [TomMpeHHS CHOHTAHHUX KPOBOBMJIMBIB 4aCTO OOMEXKYBAIUCS LIKipOIO i
CIM30BUMHU 000JI0HKaMU. BimHOCHO 9acTo Oy HOCOBI KpoBOTedi i MeHoparii. CUMITOMY KPOBOTOUMBOCTI
BapilOBaJIM Bil HOMipHO BHpPaXXEHUX A0 BaXKuX. [eMopariyHuii CHHAPOM BMHUKAaB CIIOHTAHHO a0o0 Iicis
HEBEJIMKOI TpaBMU MPU MPOBEAEHHI onepaTUBHUX BTpyyaHb. KpoBoTeui 3 siceH (CITOHTaHHO a0o MmicJIs He-
BeIMKOI TpaBMM). HocoBi KpoBoTeui, MiALIKipHI KPOBOBWIMBU, TeMapTPO3U BEIUKUX CYTJI00iB, TeMaTOMMU.
Haii6inp1r Baxkuunii nepedir reMopariyHoro aiatesy CroctepiraBcs ITiJ yac abo He3abapoM ITiciis IepeHece-
HUX iH(heKUiiiHMX 3aXBOproBaHb. HaliOUIbI BipOrifHMM MYCKOBMM MEXaHi3MOM KPOBOTEUi Ha TJIi iH(eKLil
€ MOPYLIEHHS MPOHUKHOCTI CYAWH (aianeae3Huii TuIr). Y 1 xBopoi 3 BaXXKOoI0 (popMOI0 3aXBOPIOBAHHS reMa-
TOMM, KPOBOBWIMBH B MiAIIKipHY KJIITKOBUHY i M’$1I30Bi TKAHWUHM CITOCTEPirajMcs NepeBaxkHO IMiCIs TPaBM.
VY nauieHTiB 3 xBopo0Oo10 BinedbpaHaa reMopariyHuii CUHAPOM BUSIBJISIBCS HE 3aBXKAU, MEPioAr 3arOCTPEH-
Hs YepryBajlics 3 MepiogaMu MOBHOI ab00 Maiixke MOBHOI BiICYTHOCTI reMoppariil. ¥ 2 Maui€eHTiB XBOpO-
0a BieOpanga noegHyBajacs 3 03HaKaMU ME3eHXUMaJIbHOI AUCIIA3il: MiABUILIEHOIO PO3TSKHICTIO LLIKi-
pH, C1a0KiCTIO 3B’ 430K, 3 MiABUILEHOIO PYXJMBICTIO CYyTJ00iB, MpoaadipyBaHHSIM CTYJIOK KJaMaHiB CepLis.
VYV 1 nmauieHTKM CIOCTepirajim peleauBylOUM aHEBpU3MHU (B OKO, MepudepiiiHi cynuHu). Ycix malieHTiB
Bu3Havanocsa noaosxkeHHsT AYTY (po36ixHocTi 10 14 %), 1o BKasye Ha AediluT (HaKTOpiB 3ropTaHHS.
Sk BimoMo, piBeHb (pakTopa Bimmeopanma — 20 % i MeHbn € cBimuenusaM aedinuta XII, XI, IX, a 30 %
i MmeHble — gedinuTta VIII, a TakoxX HassBHOCTI B Mj1a3Mi KpoBi iX iHrioiTopiB. I[TogopxeHHs AUTY cBinuuTh
npo aepiuuT ¢pakTopiB 3ropraHHsa KpoBi VILV, X I1.

Ha BinMiHy Bim HaBeIeHHOTO Y OCi0 >KiHOYO1 CTaTi, 1110 CTpaxK1aloTh Ha ayTOiMYyHHi Ta JiMdonpomidepa-
TUBHi XBOpoOU BHACIiAOK 0COOMBOCTEH (Di3ioa0oriuHoi 0ya0BM OpraHizMy, OB’ SI3aHUX 3 PEIPOAYKTUBHOIO
(byHKIIi€10, CITOCTEpiraBcs YacTilllnii MPOSB reMOpariYyHuX CUMIITOMIB. Binsbko 45 % XiHOK 3 CHHAPOMOM
BinebpaHaga cTpaxngaioTh MeHoparisiMu. PelimanByrodi MaTKOBi KPOBOTEUi, 110 MPOAOBXYIOThCS OibIlIe
10 oHiB, CYNIpOBOASIThLCS MOCTreMopariyHoo aHeMiero. HeznauHe nmogopxeHHs AUTY Oyno cBimueHHSIM Jie-
dinuty pakropis XII, XI, IX (mpu piBHi pakTopa mpubdansHo — 60 %) a6o VIII (70 % i MmeHbIII). Arperaitist
TPOMOOLMTIB, iHAyKOBaHA PiCTOLIETUHOM 3HUXKYyBajiacs.

BucnoBku. Takum yriHOM, Tigo3pa Ha XBopoOy BijlebpaHaa i HE0OXigHICTb 11 JiarHOCTUKM BUHUKAE TIPU
OyIb-sIKili TpUBAJiii KpOBOTEYi, He3aJIeXKHO Bij il Jokaizaliii. JliarHO3 BCTAHOBJIIOETHCS HA MiACTaBi KOMII-
JIEKCHOTO OOCTEXXEHHSsI, 110 BKJIIOYA€E FeHeaoriyHi JaHi, OLiHKY KJiHiYHMX MPOSBIB i pe3yJbTaTiB JOCIi-
J>KeHHST MOKa3HMKIiB IJIa3MOBOI0 i TPOMOOLIMTApPHOIO reMoCTa3a.

MOJIEKYJISPHO-TEHETUYHA ITPUPOJIA KJITHIYHOI TETEPOTEHHOCTI
CITAIKOBUX TUCTPO®IN CTPOMU POT'IBKA

Kyuepenro A. M. 2, Ilamnyxa B. M. ', Jlpoxcucuna I. I.°, Jdiewuuv JI. A.’
! Tnemumym monexyaaproi 6ionoeii i eenemuxu HAH Yxpainu, Kuie, Yxpaina
2Kuiscokuii nayionanvnuil ynisepcumem im. T. llleguenxa, HHI[ «[ncmumym 6ionoeii», Kuie, Ykpaina
3 [ncmumym ounux xeopo6 ma mxanunnoi mepanii im. B.I1. @inamoea AMH Yxpainu, Odeca, Ykpaina.

Beryn. Myraitii B reHi 7GFBI 3yMOBIIIOIOTE Tpyny aucTtpodiii crpomu poriBku (JICP) 3 ayrocomHO-10-
MiHaHTHUM THUIIOM yclianKyBaHHs. Haitmommpenimmm ycknanaeHHsM JICP € pemauByiodi epo3ii poriBku
(PE), siKi Binpi3HSAIOTBCS 3a CTyIeHeM CyITyTHboro 3ananeHHs. IL-1p, IL-6, IL-8 ta IL-10 — ocHOBHi IMTO-
KiHM, 3any4eHi 1o 3aroeHHs PE.

Merta. [locniguTu CIIeKTp Ta ITOXOMXKeHHs MyTamliil reHa TGFBI y xBopux Ha pi3Hi KIiHiYHI hopMu
A CP, Bu3HaunTH acomialiro meBHUX MyTtaliii reHa 7TGFBI 3 penorumniyuanmu npossamu JICP, a Takox m0-
CIimuTy acomialiio Mix mojiMopdizmamu — 511C/T rena IL1B, — 174 G/C rena IL6, — 781C/T rena ILS
i1 — 592 C/A rena IL 10 ta pu3ukoM po3BUTKY PE y Takux maitieHTiB.

Marepiamu i MeToam gociaimkedb. MaTepiaJoM JOCTiIKeHHsT OyJIM 3pa3Ku KPOBi XBOPHUX Ha CHAgKOBi
dopmu ICP (n=94) Ta wieHiB iXHiX pOaUH, a TAKOX 0Ci0 i3 3araiapHoi normysiii Ykpainu (n=105). [eroTn-
MyBaHHS MpoBeAeHO 3a nonomoroo ITJIP 3 HacTymHUM aHaji30M NoaiMop¢hi3My TOBXKUHU PECTPUKLIMHUX
¢dparMeHTiB.
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PesyasraTi mociaimkenb Ta ix ooropopenns. Y xpopux Ha JJCP BcraHOBIEHO acomiallifo MyTallili TeHa
TGFBI 3 xniniunnmu nposisamu JICP: pemitaacroi I tuny (Arg124Cys), 111 tuny (His626Arg), 1/111a Tumny
(Thr538Arg), By3mukoBoi I Tumy (Arg555Trp) Ta Tins- berke (Arg555GIn). ImeaTrdikoBaHo paHillle HEOIH-
caHy HYKJIEOTUAHY TpaH3uLiito ¢.1673T>C, aka npusBoauth 10 3aMinu Leu558 Pro B 6inky TGFBI. Yacrora
HociiB anemo -174C rena /L6 B rpymi 6e3 PE (50 %) nocToBipHO HuxK4Ye ITopiBHSHO 3 Tpyrolo 3 PE(78,0%).
Yacrora reHotuny -592CC rena /L 10 noctoBipHO Hykue B rpymi mauieHTis 3 PE (51,8%) mopiBHSHO 3 T0-
MyJIsuiitHuM KoHTpoJeM (67,3 %). Hocii anens -781C rena /L83 1CP MaioTh B’ ITepO BUILUIA PUBKK PO3-
Butky PE (OR=5, 208; C195%: 1,282 - 21,16).

BucHoBku. Briepire Bu3Ha4eHO crieKTp MyTauiii reHa 7TGFBI, ki cnpiYnHIOIOTh CIIagKOBi TUCTpodii
CTPOMH POTIBKHM Y IMalli€EHTIB 3 YKpainu. IneHTudikoBano HoBy MyTtauito Leu558Pro B reni TGFBI y mairi-
€HTIB 3 aTUITIYHOIO TUCTPOdieio ctpoMu poriBku. Aneni -174C reHa /L6 ta -781C reHa IL8 MOXyTh po3-
IJISIAATUCS K TeHETUYHI MapKepyd PpU3UKY PO3BUTKY PEeLUIUBYIOUMX €PO3iil y MAIli€HTIB 31 CIIaAKOBUMU
JUCTPOdisIMU CTPOMU POTiBKH.

XAKTEPUCTUKA XPOMOCOMHOI ITATOJIOI'Ti CEPEJI TITEM
IHEPIIIOI'O POKY XKHNTTA 3 MHOXNHHNMU BPOJKEHUMUN BAIAMU PO3BUTKY

Kypaxoea B. B., Kyavoaaacea Ill. A., larazan B. O., Ilucanxosa M. A., /lenucosa O. A.
Cneuyianizosanuii Meduxo-eenemuunuii uenmp (CMI'L]), Hauionarvha dumsua cneyianizoeana aiKapHs
«OXMATIHUT> MO3 Ykpainu, m.Kuis, Yxpaina

Bceryn. Ha cboroaHilHiii ieHb B CTPYKTYPi IepUHATAIBHOI Ta MAJIIOKOBOI CMEPTHOCTI HOBOHAPOIXKe-
HUX MHOXWHHI Bpo/kKeHi Bagu po3BuTKy (MBBP) 3aiimators ogHe i3 mpoBigHux Micib. I1o manum BOO3,
B CBITi ILIOPIYHO HAPOIXKYEThCH 4-6 % nmiTeii 3 BpOIKEHUMU BafaMU PO3BUTKY, JIETANTbHICTb MPU SIKMX CKJIa-
nae 30-40 %. Yacto npuurHolO BUHUKHeHHS MBBP € HagBHicTh He36a1aHCOBaHUX ITepeOyI0B XPOMOCOM
Yy IUTUHMU, SIKi BAHUKAIOTh CHOHTAHHO, a00 yCNaAKOBYIOThCS Bil 6aTbKiB — HOCIIiB 30a1aHCOBAaHUX TPAHCIO-
Kalliif.

L opiyHo 3aranpHa KinbKicTh 3BepHeHb B CMI'Ll cranoButs 6ist 14000, BKITIO9arouu AiTeid —Oiiblie
35 %; 10,2 % — 1ue aiTi BikoM 10 0mHOTO poKy. Cepe yCiX Malli€HTiB, SKi HAMIPaBIISIIOTHLCS Ha IIUTOIeHETUY -
He obcrexxeHHs B CMI'L, 6inbie 30 % ckinamgaioTh MAaLliEHTH IIEPIIOTO POKY XUTTH (TOCHiTallbHA BUOipKa),
SKi 3HAXOOWIIMCS Ha CTAallioOHApPHOMY JIiIKYBaHHI B pi3HMX BifmineHHsX JikapHi (53,4 %) ta amOynaTopHi
xBopi (46,6 %). I1pu npoBeaecHHI MeaUKO-reHeTUYHOro KoHcynbryBaHHsa (MI'K) manienram 3 MBBP Ta
IMi03p0I0 Ha XPOMOCOMHY IaTtosoriio (16 %) 6y10 Ha3HAUYEHO KapiOTUITYBaHHSI.

Pe3yasraTi Ta 00roBopennsa. Ha nmuroreneTnaHe oocTexkeHH: 3a repion 3 2008 mo 2012 pp. OyJto HarrpaB-
JieHo 88 miTeil BIKOM 4O OOHOTO POKY 3 Mig03pPOI0 Ha XpPOMOCOMHY MAaTOJIOTiI0, SIKi MTPOXMBAIOTh B Pi3HUX
obnactsax Ykpainu. Cepen Hux B 11 % Bumankis Oyia BusiBlIeHa He30aJlaHCOBaHA XpOMOCOMHA ATOJIOTS,
a B 2 % MaB Miclle XpoMOCOMHMIT noytiMopdi3M y Bursaai 1gh+, 9ph.

BussneHa xpomocoMHa maroJiorid 0yna y BUIISAL Aeneliil B pisHuUX xpoMocomax: del(8)(ql3—q22),
del(11)(q24—qter), del(2)(q37.3), del(X)(q23—qter); B omHoMy BHumagky — add(5)(?::q35—pter), a Takox
OIMH BUMNANOK IMIeHTpUYHOI xpomocomu — dic(9;10)(p24;q26). He3banaHcoBaHi XpOMOCOMHI IlepeOy10BU
y BUIJISIII CUHAPOMIB IiarHOCTOBAHO y 2,3% BUMAIKIB, a caMe: CHHAPOM «KOTSYOro KpuKy» - del(5)(pl15.1—
pter) Ta Mo3aiyHoro BapiaHTy cuHapoMy KnaitHdensrepa, yrouneHoro FISH-meronoM — nuc ish mos
49, XXXXY(DXZ1x4,DYZ1x1)[446]/48 XXXY(DXZ1x3,DYZ1x1)[49]/47, XXY(DXZ1x2,DYZ1x1)[5].
Cepen ycnagKoBaHMX Bil 0aThbKiB XpOMOCOMHUX aHOMaJTii Majiu Micue Taki Bunaaku: 1. Kapiotun gutu-
HU — 46,XY,der(1)t(1;11)(1pter-1g44::11q24-qter)mat, yrBopeHuIi 30aJaHCOBAHOIO TPAHCJIOKALII€I0 MaTe-
PUHCBHKOTO IToxomkeHHsT: 46, XX ,t(1;11)(1q44;11q24). 2. Kapiotun gutuau — 46, XY, der(11)t(4;11)(p13;92-
5)pat, yrBopeHMi1 30aTaHCOBAHOIO TPAHCIOKAIIIEI0 OaThKiBChKOTo MoxomkeHHs 46,XY,t(4; 11)(p13; g25).

Bucuonok. ITpu nposenenHi MI'K gireit 3 MBBP Ta nigo3poio Ha XpOMOCOMHY MaTOJIOTiI0 He JOCTaT-
HbO BUKOPUCTAHHS CTaHAAPTHOTO LIMTOTEHETUYHOIro MeTody sl Bepudikallii giarHo3y. EdeKkTuBHiCTh
KOHCYJIBTYBaHHS Ta SIKiCTb JiarHOCTUKM Oyie 3aj1eKaTH Bil 3MOTY 3aCTOCYBaHHSI BUCOKOUYTIMBUX MOJICKY-
JISPHO-LIUTOT€HETUYHUX Ta MOJIeKYIsipHO-TeHeTuYHUX MeToaiB — CGH, arrayCGH rta ITJIP.
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HEOIIVIACTUYECKUE UBMEHEHUA ITPU TYBEPO3HOM CKJIIEPO3E

Jedawesa T. A."?, Bopoovesa K. C.’
TBOY BIIO C3IMY um. U. 1. Meunuxosa’,
CI16 IT'KY3 Jluacnocmuueckuii uenmp (meduxo-eenemuveckuii)’, I'bY3 JT10KE,
Canxm-Ilemepbype, Poccuiickas Pedepayus

Beenenne. TyOepo3sHslii ckitepo3 (TC) (cMHOHUMBEIL: 31IIOMs, 00Jie3Hb bypHeBuiist — [Ipunria, cuH-
JIpoM ce0OopeliHOM aleHOMBI, CYIOPOT U YMCTBEHHOI oTcTaiocTu, MIM:191100) — 3a0oieBaHME 13 TPYIIIbI
(pakoMaToO30B C ayTOCOMHO-IOMUHAHTHBIM TUIIOM HacienoBaHus. CrienupUIHBIMY ITPU3HAKAMU SIBJISIIOT-
cs1 onyxoiau LIHC, koxu 1 BHYTpeHHNX opraHoB. CTpyKTypHBIE aHOMAJIMU TOJIOBHOTO MO3Ta BKJIIOYAIOT
KOpPTHUKaJIbHbIE U CYOKOPTUKAJIbHbIE TaMapTOMBbl, CYORNEHAMMAIbHbIE Y3JIbl U TUTAHTOKJIETOYHBIE aCTPO-
LIUTOMBL.

Henp. [lnarHocTKa 1 aHaau3 HeortacTuueckux usmeHenuit LIHC B crpyktype TC.

Marepuanbl U MeToabl. KIIMHUKO-HEBPOJIOTUYECKOE, KOMIUIEKCHOE Jy4eBOE UM MHCTPYMEHTAJIbHOE
obcieoBaHKe OOJBHBIX ITO3BOJIMIO YTOUHUTE auMarHo3 TC y 86 mpobaHaoB u3 76 ceMeii.

Pesyasrarnl # 00cykaenne. OCHOBHBIM ITOKa3aHUEM K IIPOBEIACHUIO JIyIeBBIX METOIOB MCCIICIOBAHUS
SIBJISUIOCh HAIM4KMe SMUjlenTudecKux napokcusmoB. KT ronoBHoro mosra nposefeHa 29 % mauueHTOB
u B 87,5 % ciayyaeB IMAarHOCTUPOBAaHbI KAJbLM(MUKATHI ¢ TUIIMYHOM JOKAIU3alKeil B CTEHKAaX GOKOBBIX
xenaynoukoB. MPT caemana 52,6 % 6onbHbIX U B 100 % BbIsiBIeHa naTosiorusi. CTpyKTYpHbIE U3MEHEHUS
B BHJE KOPTUKAIbHBIX U CYOKOPTUKAJIBHBIX TYOepCOB BU3yaIu3MpoBaIuch B 82 % caydaeB, U3 HUX 79 %
MMeJIM MHOXKECTBEHHbIE O4aru C 3jeMeHTaMu IeTpudukanuu. CyosneHarMalbHas T'MraHTOKJIETOYHAS
acTPOLIMTOMA TIEPEIHUX POTOB OOKOBBIX XKeJIyIOYKOB AUAarHOCTHPOBaHa B IBYX ciydassx. doHOBbIe U3Me-
HEHUS ObLIY MpeAcTaBieHbl TpyObIMU UMD Y3HBIMU aTpOPUSIMU, TEMUEIUHUZUPYIOLIUMU U3MEHEHUSIMU
¥ KOMOMHUPOBAaHHBIMU (POPMaMM HEOKKIIO3MOHHOM HApY>KHOI U BHYTPpEeHHEN ruapouedaiuu.

BoiBoapl. ITatonornueckue nameHeHus npu TC xapakTepu3ylOTCS KIMHUYECKOW BapradelbHOCTHIO
¥ TOJIMCUCTEMHOCTBIO. TSXeCTh 3a00J€BaHUS OTPENEISIach BOBJIIEYEHUEM B MPOIIECC TOJOBHOTO MO3-
ra 1 BHYTPEHHUX OPraHOB, MpPeXAe BCEro MOYeK. YUMUThIBAsl BbICOKMI PUCK Pa3BUTHUS HEOILJIACTUUYECKUX
TIPOIIECCOB, PEKOMEHIYETCS PETYJISIPHOE MUCITaHCEpHOe obciienoBanre 60abHBIX TC ¢ MCTONMb30BaHUEM
KOMIUIEKCHOM JTy4eBOI IUarHOCTUKHU, BKiIIo4ast exxerogHoe rposeneHare KT/MPT u ynsrpa3ByKoBoit qua-
THOCTHUKM, JJ1s1 BBISIBJICHUSI NaTOJOTMU B JOKJIMHUYECKOM CTaAuM, a TAKXKEe CBOEBPEMEHHOT0 HayaJja MmaTo-
TEHETUYECKON Teparnu C UCITOJIb30BaHMEM MperapaTa BEPOJUMYC.

CTPYKTYPA ITATOJIOTYM KOCTHO¥ CUCTEMBI
NP1 HEMPO®UBPOMATO3E 1 TUIIA

Jedawesa T. A."?, Apanacves A. I1.°, Kunynen A. A. '?, baunosa B. A.?
TBOY BIIO C3IMY um. U. U.Meunurosa’, CII6 TKY3 Juacnocmuueckuii yuenmp
(meduxo-eenemuuecxkuii)?, CI16 I'lIMY?, Cankm-Ilemep6ype, Poccuiickas Pedepayus

Beeaenne. Heiipopubpomaros I tuma (HP1) (MIM:162200) saBiasieTcs oOOHUM W3 Hambojiee 4acTo
BCTPEUAIOIINXCSI TeHETUYECKU IeTePMUHUPOBAHHBIX 3a00JIeBaHMII C IMOpakeHWEM HEPBHON CHCTEMEI,
KOXM, IIa3, BHYyTPEHHUX OPraHOB U KOCTHBIX MU3MEHEHUIA, COCTABUBILIKX 10 pa3HbIM UCTOYHMKAM 51-74 %.

Iean padoThl 3aKiII09a1ach B aHAIM3€ CTPYKTYPBI KOCTHOM ITATOJIOTMU U PE3YJIBTaTOB OIePaTUBHOIO
JICYSHUSI OPTOIIeINIECKIX U3MEHEHUI y 00JbHEIX ¢ HD1.

Marepuanbl 1 MeToAbl. KIIMHNKO-HEBPOJIOTO-0OPTOINEINISCKIM METOIOM C IIPUMEHEHNEM KOMILIEK-
CHOI1 JIy4eBOI TMAarHOCTUKM (peHTreHorpadus, KOMIIbIOTepHAsI 1 MarHUTHO-Pe30HaHCHAsT ToMorpadus,
VJIBTPa3ByKOBOE UCCAeI0BaHue) 06¢caenoBaHo 576 60abHbIx ¢ HD1.

Pesynsrarel. [1aTomorust onopHo-aBurareabHoro ammapara npu H®1 guarnoctuposana y 96 % mpo-
6annoB. CrieKTp U3MEHEHUI ObLI MpeACTaBIeH KJIMHUYECKY 3HAUMMOU 3a7e pKKoii pocTa (23 %) ¢ HecooT-
BETCTBUEM KOCTHOTO U IMACIIOPTHOTO Bo3pacTa (65,9 %). OngHuM 13 HauboJjiee YaCThIX U TSKEIIbIX Mopake-
HUI KOCTHOI CUCTEMBI SIBISIAch AedopMans TO3BOHOUYHMKA B BUIE CKOJIM03a,/Kudockonmosa (76,5 %),
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HanboJee OBICTPO IIPOrPECCUPYIONIAs B IIEPHOI ITOJI0BOTO CO3pEeBaHMSI. XUPYPruIecKoe JeUCHNE IIPOBEIC-
Ho 121 maumeHTy B Bo3pacTe 6-17 jeT. [TocTonepalluOHHEIA MEPHOJ COIIPOBOXIANCS OOJBIINM KOJIUYEC-
TBOM OCJIOKHEHHMI M IOTepeil KoppeKiunu. BTopoii 1Mo 4yacToTe IaToIorueii, TpeOymollel onepaTuBHOIO
BMEIIATEIbCTBA, OBUIM BPOXICHHEIC JOXHEIE CYCTaBhI, OTHOCSIINECS K 3a00JIeBaHUSIM, aCCOLMMPOBAH-
HbeiM ¢ HD1 (13,9 %). Xupypruueckoe jgedeHue npopeaeHo B 100 % ciydaeB ¢ MOJOXUTEIbHBIM 3P deKToM
B BHJIE TIOJTHOTO BOCCTaHOBJICHUS (DYHKIIMIA, HO B IMHAMUKE Y BCEX IIPOOAHI0B OTMEUYEHO IIPOrpecCupoBa-
Hue mpoliecca B Buae pasputust onyxoieit HTHC. [Ipyrue usmMeHeHUs HUKHUX KOHeUHocTei (9,2 %) 6buiu
npeAcTaBieHbl HelipodudbpoMamMu Tpy6uateix Kocteit (36,1 %), HeoCcTOreHHbBIMU (pUOpPOMaMU TOJIeHEM
(3,8 %), MHOXECTBEHHBIMU 3K30cTO3amu (2,1 %) v T.1.

Beisonbl. PeryisipHoe nucitaHcepHoOe HaOMoAeHNE ¢ TTPOBeAeHIEM KOMIUIEKCHOTO KIIMHUKO-JIyIeBOTO
o0ciemoBaHusI 1 MPOPUIAKTUIESCKIE MEPOIIPUSITHS, TOJKHBI CIIOCOOCTBOBAThH IIPEAYIIPEKACHUIO Pa3BU-
THS TSDKEJIBIX OPTOIEINYECKIX OCIOKHEHUI MM Hadally CBOSBPEMEHHOM TepaIllMy KOCTHOM ITaTOJIOTUU
npu HO1.

CUCTEMA ITONVJIALHNOHHBIX PETUCTPOB U BA3bI JAHHBIX PAKOMATO30B

Jeoawesa T. A."?, Kunynen A. A.»?, Bopoovesa K. C.°, Tyayw E. K."?, Pomanenxo O. I1.?
TBOY BIIO C3IMY um. U. H.Meunurosa’, CI16 TKY3 Juacnocmuueckuii uenmp
(meduxo-eenemuueckuii)?, CI16 I'lIMY?, Cankm-Ilemep6ype, Poccuiickas Pedepayus

Bgenenue. ITon Meaununckum Peructpom (MP) moHMMaOT eIMHYIO 3JEKTPOHHYIO CUCTEMY cOopa,
XpaHEeHUs M OOHOBJICHMS JOCTOBEPHBIX JAHHBIX 00 SMMIEMUOJOTMIECKON 1 KIIMHNIECKO KapTUHE OJI-
HOTO WJIM HECKOJbKMX 3a00JI€BaHUI, a TaKKe aHAIM3 MOJIYIeHHBIX PEe3yJETaTOB U MOCTPOCHUE IIPOTHO-
30B. baza maHHbIX (B/]) — 3TO COBOKYMMHOCTb CUCTEMATU3UPOBAHHBIX MAaTEPHUAIOB, KOTOPbIE MOTYT OBbITh
HaliieHBI 1 00pa0OTaHBI C IOMOIIBIO BEIYMCINTEILHON CUCTEMBL. JIF0ObIe BHE KOMITBIOTEPHBIE XPaHINIIA
nHpopMmauuu b1 He SBASIOTCS.

Hean uccaenopanms. Pazpadorka u Bemenue MP u B/l ¢pakomato3oB (BJI®P) - MHOrOypOBHEBBIX MH-
(popMaLIMOHHO-aHAIMTUISCKIX CUCTEM, HAIlpaBJICHHBIX Ha YIIyUYIICHWE CIIeUAIM3UPOBAHHON ITOMOIIN
KOHKPETHOMY ITallCHTY.

Marepuansi 1 Meroabl. b/JI® MI'Ll Cankr-Ilerepoypra (CII0) comepXuT cBemeHMsI Oojiee deM
0 1000 6onbHBIX C pa3nUYHbIMU opMamMu akoMaTo3oB, poauBLIuxcd B 1930-2012 rr. 1 npeacraBieHa,
MPEeUMYIIECTBEHHO, HelipodudbpomarozoM 1 tuna (HD1) (576 GonbHbIx U3 384 cemeil) U TyGEpPO3HBIM
ckiepo3zoM (TC) (86 GoabHBIX U3 75 ceMbM). Y 22 GOJbHBIX U3 19 ceMell TMAarHOCTUPOBAaHA AaTAKCHsI-
teneanrusktazusi (AT). BJAP cocroutr uz 20 cratmyeckux u 20-90 nuHaMUYeCKMX TMOKaszaTeJsei.
Kommiekc mporpamm (Microsoft Exel) padotaer Ha [IDBM mox ympaBieHHEM OIEepPallMOHHON CHCTEMBI
WINDOWS 2007.

Pesyasrarel n oocyxknenne. bJId cBumerenbcTBoBajia o pocre 3aboneBaemoct H®1 B 1984-94 1
M COXPaHSIOLIETOCs BHICOKMM 110 HacTosiero BpemeHu. B 2012 . B 2,5 pa3a yBeJIMYMWJIOCH KOJUYECTBO
ciyyaeB TC mo cpaBHeHUIO ¢ OpeablayiuuM nsatuietrueM. O0ciienoBaHue poacrBeHHUKOB I-1I creneHu
poICTBa 1Mo3BoJniIo nuarHoctupoBaTh H®1B 32,9 %, TC B 13,4%, AT B 19 % cnydaeB. Ha ocHoBanun MP
u BJI® comocrasieHa yacrora ¢pakoMaro3oB B CII0 ¢ MupoBeIMU gaHHBEIMM, oTMedeH poct HP1 u TC
B OIpeieIeHHbIE TOJbl, YTOUHEHA BCTPEYaeMOCTh CEMEMHBIX CJIy4aeB, MPOBEIeH aHAIN3 KIIMHUYECKOTO Te-
YeHMsI, KATAMHECTUYECKUX TaHHBIX, 3(P(PEeKTUBHOCTU MEAUKO-TEeHETUYECKOro KOHCYabTupoBaHus u T1]1.

BriBoapl. [TpodriiakTika MOHOTE€HHOM MAaTOJIOTMM BO3MOXKHA TOJIBKO MPHU XOPOIIO HATaXXEHHOM cHC-
TeMe PEeTUCTpallMi CeMeil C HaCAeACTBEHHOM MaToA0rue U AMHaMUYecKoM monosHeHur b1 mocTosiHHO
pyHkumonupyromux MP.
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TAKTHUKA ITOCTHATAJIbHOI'O BEAEHHA HOBOHAPO/IZKEHUX
3 AYKTYC-3AJIEXXHUMMU BPOJIZKEHUMU BAIIAMMU CEPIIA

Jyx’anoea I. C., Medsedenko I. D., 2Kypaseas I. A., loaoeuenko O. B.
Y «I [IAI' HAHY>, Kuis, Ykpaina

Beryn. [emomnHaMika BeJIMKOI TPYIIM CKJIagHMX BpomKkeHux Bag cepus (BBC), 3anexuTh Bin ¢pyHKIIi-
OHYBaHH$ BiAKpuTOi apTepianbHoi npoToku (BAIT) Ta Bigkpurtoro oaibHoro BikHa (BOB). Ilpu ix npu-
POITHOMY 3aKpMTTi BUHUKAE KPUTUYHA CUTYallis, IKa peali3yeThcs a00 yepe3 CUHAPOM IIPOrpecyiodoi ap-
TepiaJIbHOI riMmoKceMii, ado yepe3 CUHAPOM CepLEBOT HEAOCTATHOCTI.
Meta. Bu3HauuTH TaKTUKY MOCTHATAJIbHOTO BEACHHS HOBOHAPOMXKEHUX 3 NYKTYC-3aJIeXKHUMU BpO-
JDKEHUMM BaJaMM CepIIs.
Marepiaiu Ta meToau. OOGCTEXXEHHS BariTHUX MPOBOAWJIM B ONTUMAaJIbHI TEPMiHM TecTallil A mpe-
HatanbHOi ExoKI (20-22, 30-32 tuxkHi BaritHocCTi). KiliHiuHe Ta exokapaiorpagiyHe 00CTeXXeHHsI HOBO-
HapOIKEHOTIo 3 MiI03p0I0 Ha BPOMXKEHY Bady CEpLsl 3AilCHIOBAIM B MEpIli TOAWHM MiCAsl HApOIKEHHS
3 BU3HAYEHHSM TaKTMKU JIiKyBaHHSI.
Pesyasrati Ta ix ooroBopennsa. O0crexxeHo 4875 HOBOHAPOMKEHUX, 3 HUX Y 192 miTeil miarHocToBa-
HO BpokeHi Bagu cepus. Y 160 ( 83,3 %) Bagu Gyj10 BUSIBJICHO Y BHYTPIllIHBOYTPOOHOMY IIE€piofi Ta ITij-
TBEPAXKEHi Y Tepllli TOOMHMU ITiCIs1 HapOoIKeHHs. Baau 3 nyKTyc-3ajeXXKHUM CUCTEMHHUM KPOBOTOKOM (CUH-
JIpOM TriMnoriasii JiBuX BiIaijiB cepls, mepepBaHa Ayra aOpTu, KpUTUYHA KOApKTallisl aOpTH) BUSIBJIEHi y 39
(20,3 %) niteit. Bagu 3 OyKTyc-3ajiexXKHUM JIETeHEBUM KPOBOOOIroM (KpUTHUYHA aTpe3is JereHeBol aprepil,
TPUKYCITilaJIbHA aTpe3is, TiMoIIa3is MpaBUX BiIAiliB ceplis) BUsABIeHI y 45MamokiB (23,4 %).
ITinTpumka ¢pyHkuionyBanHs BAII 3aificHioBanacs noctiiiHoto iHdy3iero npoctormanauHa El1. Kpim
TOTO, IJIsI HOPMaJbHOI'O KPOBOOOIry HEOOXiZHMM € BiIKpUTE OBaJIbHE BiKHO JOCTaTHiX po3MipiB. B pasi 3a-
KPUTTS OBaJIbHOTO BiKHA HOBOHAPOIKEHUI TepMiHOBO CKEpOBYBABCS B KapAioXipypriuHUi cTalioHap Ais
npoBeaeHHs npoueaypu Palikinga (eHIoBacKy/aspHa 0aJIOHHA aTPiOCeNTOTOMisT).
Jlo TpaHCHOPTYBaHHS B Cielliali30BaHUI KapaioXipypriYHUiA cTalioHap AiTIM MPOBOAMIOCS JdiKyBaH-
Hsl, SIKE€ BKJIIOYAJIO: iHDYy3iliHy, KapAiOTOHIUHY, aHTHOaKTepiaabHy (IpU Migo3pi Ha BHYTPILLIHOYTPOOHE iH-
(ikyBaHHSs) Teparllito; INTYYHY BEHTWJISLIiIO JIETeHb ITPpU MPOrpecyloviid AMXaabHili HEAOCTaTHOCTI.
BucHoBku. 3 MeTOI0 HaJaHHs KBajlihiKOBaHOI KapAioJOTiYHO1 JOMOMOT HOBOHAPOIKEHNM 3 BpOIKe-
HUMHU BaJaMU ceplisi peKOMEHIOBAHO:
* OpraHizallisl CKpiHiHTrOBOTrO OOCTEeXXEHHS BariTHUX B ONTUMAaJbHi TEpMiHM rectauii a5 MpeHaTalb-
Hoi ExoKI (20-22, 30-32 THXHi BariTHOCTI);

* TIPOBEACHHS KJIiHiYHOro Ta exokapaiorpadiyHoro od6cTexkKeHHsI HOBOHAPOIXKEHOTO 3 Mif03pol0 Ha
BPOJIXKEHY Bady CeplLisl B MEpIli TOAWUHU ITiCas1 HApOIXKEHHS,

* MOpPOBEIEHHS KOMITJIEKCHOIO MeIMKaMEHTO3HOIO JIiKyBaHHSI 10 TPAHCIIOPTYBaHHSI IUTUHU B KapAio-
XipypriyHuid LEHTP.

ITPEHATAJIBHBIE 'EMOPPAI'MYECKHUE ITOPAKEHUA I'OJIOBHOI'O MO3TA
Y HOBOPOXJIEHHBIX

Jykvanosa H. C., Medeedenxo I. D., Ioaoeuenxo O. B., Mapywenxo JI. JI., 2Kypaeeav HU. A.
Y« " ITAI' HAMH Ykpauner», Kues, Yxkpauna

BBenenue. BHyTpuuepenHble KPOBOU3IUSIHMS Y HOBOPOXKIAESHHBIX BOBHUKAIOT B TeYEHUE PaHHETO He-
OHATaJIbHOIO TMepuoaa U OOYCIOBAEHBI PA3IMYHBIMU 3TUOJOTMYECKUMU (paKTOpaMM: AUCTPECCOM ILIoAA
Ha (boHEe MIalLleHTAapHON OUCHYHKILMU, TpaBMOM M achuKcHell B poaax, BHYTPUYTPOOHON MH@EKIUEHA.
B HexoTOphBIX cllydasix reMOpparunyeckue nopakeHusl TOJJOBHOTO MO3ra BO3HUKAIOT €lle B IIpeHaTaIbHOM
nepuoe.

Ienblo uccaenoBaHus SIBUJIOCH U3YUYUTb BO3MOXHOCTHU JUArHOCTUKU TMpe- U MOCTHATAIbHBIX KPOBOM3-
JIMSTHUI C UCIOJIb30BAaHUEM METOIOB HEMPOBU3YaAIM3ALIUU.
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Marepuansl ¥ MeToapl. [lon HaGmomeHUeM Haxoauiaoch 760 HoBopoxaeHHBIX Helipoconorpadus
U JOMNIIEPOMETPHUS COCYAOB T'OJOBHOIO MO3ra MPOBOAMIACH MPU MOMOILIM YJIbTPA3BYKOBBIX amIiapaToB
«Medison - SA9900», Kopest m «Acuson X300» Siemens ¢ MCITOIb30BaHMEM JIMHEWHOTO TpaHCHIOCEpa
c gacroroii 7,5 -10 MIi1x m MUKpOKOHBEKCHOTO TpaHCHIOCEPa C 9acToToM 5 -7, 5MIr.

Pe3syasrarnl n o0cykaenne. Y 201 peOeHKa IMAarHOCTUPOBAHO ITOpakeHHE FOJJOBHOIO MO3ra C pa3BU-
THEM BHYTPUUYEPEITHBIX FeMOpPpParuii pa3IMuYHON CTeNEeHU TSLKECTU U JloKanu3aluu. Y 173 XeHIH JaHOo’
TPYIIIBI BO BpeMsl 0€peMEHHOCTH OTMEUYAIMCh HApYLIEHUsI TeMOAUMHAMUKN B CUCTEME «MaTb-IJalicHTAa-
wiony». ¥ 11 u3 Hux npu nipoBeaeHuu detanbHoii HCI otMeganack acuMMeTpust pa3MepoB MePEIHUX POTOB
M OTHOCTOPOHHEE paclIMpeHUE COCYAUCTOrO CIIeTeHUs 00KOBOTO Xeaynouka. 10 geTeii 3Toi rpyImnbl po-
JWINCh HETOHOLIEHHBIMU, MPEXAEBPEMEHHOE POAOpa3pellieHe MPOBOAMIOCH B CBSI3U C Pa3BUTUEM ANC-
Tpecca IIofa ¢ HapylleHHeM KPOBOTOKa B apTepHusX MYMOBUHBLI U BEHO3HOM mpoToke. Ha coHorpammax
B MEPBbIE CYTKU XKU3HU B 00J1aCTU T€PMUHAJILHOIO MaTpUKca U KayaoTaaIMUYECKUX BbIPE30K OTMEYEHbI
MpY3HAKU ITePeHECEHHBIX BHYTPUYTPOOHBIX CyO3NTeHANMAIbHBIX KPOBOU3JIUSHUI C DOPMUPOBAHUEM ME-
KHX IICEBOOKUCT. Y 4-X neteii rpu mpoBeneHnr HCI' B mepBbIe Yachl XXKU3HM IIOCIIE POXKICHUS B ITAPEHXUME
NoayLIapuii BUBYyaTM3UPOBATMCH 00pa3oBaHus OOJIbIIMX PA3MEPOB FETEPOreHHOM CTPYKTYPhI C HEUETKUMU
rpaHMIIaMX X1 HEPOBHBIMU KOHTYpaMu. COCTOSIHHME MPU POXIECHUU ObLIO OUeHb TskeabiM. HecMoTpst Ha
MPOBOAMMYIO0 MHTEHCUBHYIO T€paIlMIO, AETU yMepau Ha 1-2 cyTku Xu3Hu. IIpu maToMopdposorniecKkomMm
WCCJIEIOBAaHUM BbISIBJICHBI MAaCCUBHbBIE MAPEHXUMATO3HbIE KPOBOUBIUSAHUS B MOJYLIAPUSIX C AECTPYKLIM-
el mapeHXMMbl MO3ra 1 XXeJIyIOUYKOBOW CUCTEMbI, HE MTO3BOJISIOLINE ONPEACIUTh MEPBUYHBIA UCTOYHUK
reMopparuu. CieayeT OTMETUTb, YTO B ABYX CJIydasiX OTMEUAIMCh U3MEHEHUS CO CTOPOHBI KPOBETBOPE-
HUSI Yy MaTepU U Y HOBOPOXXAEHHOIO B BUJE BhIpaXXeHHOU TpoMbouuToneHuu. ITpy aHanuse TeueHus oe-
PEMEHHOCTH M POJIOB ObLIO KOHCTATUPOBAHO, YTO BEAYIIIMMU 3BEHbSIMU MATOTeHE3a, BEPOSITHO, SIBISIOTCS
HapyllIeHUs TeMOAMHAMUKU B apTePUSIX ITyTTOBMHBI C PEBEPCHBIMU WJIA HYJIEBBIMU 3HAYEHUSIMU TUACTOJIM -
YeCKOro KpoBOTOKa, MPUBOASIIME K BKIIOUECHUI0O MEXaHU3MOB LIEHTpaanu3allii KpoBOOOpalleHUs I1oaa
¢ mepepacripeae/ieHUeM B MOJb3y cepala U 00eJHEHEM perMOHaIbHOrO KpOBOTOKA CO CITa3MOM COCYIOB
TOJIOBHOT'O MO3ra, MoYeK, KMilleyHUuKa. Henb3ss UCKII0UUTD TakKKe BIWSIHUE HapyLIeHUI TeMocTas3a, TpPOM-
OOLIMTOIEHU y M104a pa3IUYHON 3TUOJIOTUM ( AayTOMUMMYHHOM, JIeKapCTBEHHOM, MH(DEKIIMOHHOIT).

BruiBoapl. IlepBocTenieHHasl pojib B AMATHOCTUKE BHYTPUUYEPEHBIX KPOBOUBIUSIHUIA Yy TJToAA MPUHA-
JUIEXUT hbeTabHOl axorpaduu u nonreporpadpuu. OCOOEHHYIO TPYMITY pUCKA COCTABJISIOT TUIOABI C 3a-
JIEeP>KKOI BHYTPUYTPOOHOTO pa3BUTHSI, HapyLIEHUSIMU (DETOILIALlEHTAPHOIO KPOBOTOKA, 3a00JI€BAaHUSIMU
KpOBH y MaTepHU.

IIpu momo3peHWM Ha BHYTpPUUYEpPEINHBbIE KPOBOUZIMSHUS ClieAyeT MPOBOAUTH AU hepeHIUaTbHYIO
JUArHOCTUKY C apTepUOBEHO3HBIMU aHOMAIUSIMHU W BHYTPUYEPEITHBIMU OIyXOJAsIMM, ucnoiab3ysd LIJIK
u MPT ronosHoro moasra.

BUKOPUCTAHHS TAHJIEMHOI MAC CITIEKTPOMETPII B IIATHOCTULII
BPOKEHUX IOMWJIOK METABOJII3MY ¥ IAIIIEHTIB YKPATHU

Muyux H. H., Tpogpimosa H. C., Bapgincoxa O. IO., Camonenxo H. B., Oavxosuu H. B.,
Iliuxyp H. O., Ioposenxo H. I.
Llenmp memaboniunux 3axeopiosanv, HICJI «OXMATIHUT>, m.Kuie, Yxpaina

Beryn. BaxuiuBy posib B AiarHOCTHMIII CHAAKOBUX XBOPOO OOMiHY BiAirpaloTh METOAM ra3oBOi, BUCO-
Koe(eKTUBHOI pifuHHOI XxpoMaTorpadii Ta xpomaroMacc-crieKTpomeTpii. TaHaeMHa Macc-CIeKTPOMETpist
MNpeacTaBasie Cco00K KOMOIHOBaHY CUCTeMY BMCOKOE(EKTHMBHOI piAMHHOI XpoMaTorpadyii 3 macc-
JETeKTOPOM, IO JTO3BOJISIE OTPUMYBATHU KiJIbKiCHY Ta SIKiCHY iH(popMallito Mpo pedyoBMHY abo CyMilll pe-
YOBUH B OiojioriyHOMy MaTtepiaji. Ha cbOroHillHiii 1eHb 3aCTOCYBaHHS TaHAEMHOI MacC CIIEKTPOMETpil
(MS/MS) nist CKpUHIHTY BPOMXKEHHX IOPYIIEHh METa0O0Ii3My MO3BOJISIE 3MiHUTH IIepedir mux XBOpoo
Ta 3MEHILUTHU PiBEHb CMEPTHOCTI BiJ HUX.

MeTta nociIKeHHs: BUBHAYEHHS PiBHS aMiHOKMCIIOT Ta AUMIKAPHITAHIB Y MaLiEHTIB YKpaiHu 3 Mig0-
3p0I0 Ha BPOKEHi MOPYIIEHHS METa00Ii3MY.

Marepiaiu Ta MeTOIU AOCTIIKeHHs. 3pa3Ku CyXUX IUISIM KPOBi Oy/iv 3i0paHi y malLieHTiB pi3HO1 BiKOBO1
TpyIu 3 ycix obnacteil YKpaiHu, 110 3BEpHYJIUCH 32 KOHCYJIbTALI€I0 B LIEHTP MeTabOiYHUX 3aXBOPIOBaHb
HACI «OXMATINT» y npomixkky 3 2011 o 2013 pik. AUMIKapHITUHYU Ta aMiHOKMCJIOTU OyJI IpoaHa-
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JIi30BaHi y BUIIsAAL OyTtuimoBux edipiB Ha mpuiami AB Sciex 2000 LC/MS/MS MeTomoM TaHAEMHOI Mac
CHEKTPOMETPii.

Pesyasratu gociimxkenns. MeTogoM TaHIEeMHOI Mac-CIIEKTpoMeTpii 0yio obcrexxeHo 2250 mamieHTiB
3 Mig03pOI0 Ha CMAAKOBI MOpyIIeHHS MeTaboi3my. I1ia yac aHasi3y pes3yabTaTiB LMX 00CTexXeHb Oy10 3a-
(bikcoBaHO 56 MALIiEHTIB, y SKUX CIIOCTEPiraauch creuu@iydi 3MiHM B KOHIIEHTpALliIX aMiHOKUCIOT Ta
ALMJIKAPHITUHIB, IO CTAHOBUTH 2,5 % Bim 3arajbHOI KiabKocTi obctexkeHux. Cepen HUX 16 malieHTiB
Oyso 3 aminoauuaeMiamu (29 %), 6 3 opraniynnmu amuaemisymu (11 %), 3 3 xBopobaMu OPYILIEHHS 00-
MiHY XUpHUX KUCIOT (5 %), 3 3 MOpYLIEHHSIMU TpaHCHOPTY KapHiTuHY (5 %), 3 3 6i0oTMHIAA3HOIO HEIO-
ctaTHicTIO (5 %) Ta 26 3 BTOPUHHMM 3HUKEHHSIM PiBHSI KAPHITHHY B KpoBi (46 %). Takoxk OyJIo BUSIBIEHO
33 Bunanku 3 HecreHUMIYHMMM aMiHOKUCIIOTHUMMU Ta aliMIKapHiTHHOBUMU npodinsamu (1,5 %). [Tinrep-
JIKYI04Y TiarHOCTUMKY BUSIBJIEHMX BMITAIKiB MPOBOIWIM 3 BUKOPUCTAHHSAM OiOXiMiYHMX Ta MOJIEKYJISIPHO-
TEHETUIHHNX METOIIIiB

BucnoBku. CeleKTUBHUI CKpMHIiHT 3 BuKopuctaHHIM LC/MS/MS € BUCOKO iH(GOpPMAaTUBHUM IS
PaHHBOI ACTEKIIii BPOIKEHUX IIOMUJIOK MeTa0oJ1i3My, OMHAK BUMAra€ 3aCTOCYBaHHSI JOMAaTKOBUX METOIIB
IIUISI OCTATOYHOTO ITATBEPIKCHHSI OTHO3HAYHOTO IiaTrHO3Y.

NH®OPMAIIMOHHASI CUCTEMA PETUCTPAIIMU BPOXJIEHHOM
1 HACJEJCTBEHHOI IMATOJIOTUA

Hazummaesa A. A. ', Hazviposa P. A. ', Hazaposa JI. K. ', 2Kanamaeea /. 2K. ',
Amupoe A.?, Kyopawoe H.?, Abuavounoea I. 2K. '
Hauyuonanvholii HayuHolil yenmp mamepuncmea u dememea’ (e. Acmana, Pecnybauxa Kazaxcman)
Kapaeanounckuii eocydapcmeenHoiii mexHuveckuil ynugepcumem?
(e. Kapaeanoa, Pecnybauxa Kazaxcman)

BBenenne. Ha ceromHsimHuii AeHb Ha3pesia HEOOXOIMMOCTD INTAHUPOBAHMS U IIPOTHO3UPOBAHMS KO-
HOMMYECKMX 3aTpaT ISl IPOBSACHMS IIPEBEHTUBHBIX IMPOPUIAKTUUCCKIX MEPOIPUITUN IO CHIDKCHMIO
MJIaJIecHIeCKOIl CMEPTHOCTH, MHBAIMAN3AIIMHI OT BPOXICHHON 1 HACJIeACTBEHHO ITaTOJIOTHM.

ean pazpaboTaTh MHPOPMALIMOHHYIO CUCTEMY PErMCTpalli BPOXICHHOM M HAC/IeICTBEHHOM MaTo-
JIOTUH JJISI OLICHKM PUCKa, IPOTHO3UPOBAHMSI, Y IUTAHUPOBAHUSI.

Marepuasbl 1 MeToabl. CHCTEMa PETUCTPALIMU COACPXKXKUT MH(GOPMAIIAIO O MACIIOPTHBIX JaHHBIX ITalll-
€HTa, KIIMHUYECKOTro oTaesieHrs:, Ne mcTopum 00Jie3Hel NI poIoB, TeUeHNe OepeMeHHOCTH, POJIOCIOBHAS,
MOKa3aHUS K MHBa3UBHOM IIPEeHATAIbHOM TUaTHOCTUKE, Pe3ybTaThl YIBTPa3BYKOBOIO M OMOXUMNIECKOTO
CKpUHUHTA, Pe3yNIbIaThl UcCienoBanms). Ilpu moctaHOBKe AMarHo3a ObUIM IIPMMEHEHBI KIIMHUKO-TeHe-
aJIOTUYECKUI, UTOreHeTUIeCKe, MOJIeKyIsapHo-TeHeTndeckue Meronsl (FISH, ITJIP®, MLPA, macc-
CIIEKTPOMETpUIECKIE U (PIYOPUMETPUIECKIE METOBI).

Pesyasrarsl u o0cyxknenne. B 6a3e maHHBIX comepkuTcsa nHPopmanmsa o 6osee 2500 ciaydasix maim-
€HTOB M IUIOAOB C BPOXACHHOM M HACJIEACTBEHHOI maToyorueii. B cTpykrype marojoruu ImpeoOjiagaioT
BPOXIEHHBIC TTOPOKU pa3BUTUs, B TOM uucie 21 ¢opma BITP obGs3arenbHOro yuyera cornsacHo MexnyHa-
ponnoro Perucrpa EUROCAT. Yactora BITP cocrasuia 1225 (49 %) cnydast. HanGonblnii yaenbHBIA BeC
MPUXOIUTCS Ha IMTOPOKU pa3BUTUS HEpBHOI cucTteMbl — 221 (18 %). XpoMocoMHasI aTonorus COCTaBuIa
625 (25 %). B obiiee 4MCciIo XpOMOCOMHBIX aHOMAJIMIA BXOAMT TAaTOJIOTHsI, TMaTHOCTUPOBAHHAs B XOIE
MIPeHAaTaJbHOIO W ITOCTHATAJIbHOIO KapuOoTUIMpoBaHus. Haubollee yacTo mM3 XpOMOCOMHOI ITaTOJOTUU
ObL1 BbISIBIEH cUHApOM JlayHa, 3aHMMasI CyliecTBeHHYIO 100 — 331 (53 %). MoHoreHHast IaTOJIOrUsI
Obl1a BeIsIBIIEHA B 650 (26 %) cinyyasx. Cpelr MOHOTEHHOM IATOJIOMMU IIpeobIagald HeECOBEPILEHHBIIA
octeoreHe3 — 43 (6,6 %) u xouapoauctpodpus — 36 (5,5 %).

BoeiBonpl. TakuM 00pa3zoM, mHGOpMAIIMOHHASI CHCTEMa IT03BOJIICT OIPEISIUTh YacTOTY, CTPYKTYPHI
¥ IUHAMUKY HaCJICACTBEHHOM 1 BPOXKICHHOM MATOJOTUM IIJI BBIITOJTHEHUS TUATHOCTHYECKUX, JICUCOHBIX
¥ IPOGIIAKTUICCKIX MEPOIIPUSITHUIA.
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JTOCBUI ITPOBEAEHHS HEOHAT AJIbHOTO CKPUHIHTY
HA ATPEHOTEHITAJILHA CUHIPOM
Y XEPCOHCBKII TA MUKOJIAIBCHKII OBJACTAX

Haenubioa 1. M., P3acea E. M., laaazan B. O.
Cneuyianizosanuii meduko-eenemuunuii yenmp (CMT1]),
Hauionanvna oumsua cneyianizoseana nixkapus (HACH) «OXMATIHUT> MO3 Yxpainu, m. Kuis, Ykpaina
screeninglabokhmatder@gmail.com

Beryn. CBoeuacHa miarHOCTMKA OIHOTO 3 HAalPO3MOBCIOMKEHIIINX TeHETUYHUX 3aXBOPIOBaHb JO3BO-
JIslE HaAaTy He JIIIe KOMILJIEKCHE JIiKyBaHHSI B IOBHOMY 00C$I3i, a i JiarHOCTYBaTHU XBOPOOY B NOKJIiHiUHIMi
cTafii. BpaxoBylouun A10CBiI iHO3EeMHUX TOCHiTIHUKIB OYiKyBaHa YaCTOTa 3aXBOPIOBAHHS MPU BUKOPUCTAHHI
CKPMHYIOUMX IIPOrpaM Ma€ CTAHOBUTHM IIPU TOCTAaTHLOMY OXOILUICHHI M1 nmonyJsuii Ykpainu 1:2500 HoBo-
HapOIKEHUX.

Merta. AHani3 yactotu AI'C cepen HOBoHapomkeHMX MUKOIaiBCbKOI Ta XepCOHCHKO1 00J1acTeit 3a ne-
pion 2012-2013 pp.

Marepiamu i MeToau. MaTepiajioM 111 00CTeXXEHHS OyJIM 3pa3Ku Cyxoi KpoBi, B3sTi Ha 3-7 100y y HO-
BOHAPOIKEHUX IiTel Ha TeCT 0JJaHKU 3 QiBTpyBasibHOTO Manepy (Ne903, nysg 3a60py 3pa3KiB 0i0I0TIYHIX
pinuH, YKkpaiHa). BusHaueHHs piBHs 17-OH-niporectepoHy B CyxXuX 3pa3Kax KpOBi IIPOBOAUIIOCS 3 BUKO-
puctaHHsIM TecT-HabopiB Neonatal 17-OH-Progesterone FEIA (AniLabystems, Finland), koM’ torepHoi
nporpamu Ta 6ararodpyHkuioHaabHoro aHajiizaropa « VIKTOR» (Wallac, Finland).

Mix1abopaTOpHUI KOHTPOJIb IKOCTi MPOBOAMUBCS 32 JOTIOMOIOI0 IPOrpaM 30BHIilIHbOJ1a00paTOPHOTO
KoHTpoto sskocTi — NEQAS UK (Benuko6puranii) ta CDC (CIIA).

Pe3yasraTi 10CHiIKeHb Ta iX 00rosopenHs. 3a nepion 3 6epesns 2012 poky mo BepecHst 2013 mo 1abopa-
topii HeoHaTtabHOTO cKpuHiHrYy CMI'LI HICJI «OXMATINT» MO3 Ykpainu Hagiiuuio 37984 3paskis,
3 Hux — 18200 3 XepcoHchkoi objacti i 19784 3 MukonaiBcbkoi. IlepBUHHO MiABUILIEHUIA pe3yabTaT OyB
y 626 Bunanxax, mo ckiagae 1,65 %, 3 uux — 318 BunaakiB y MukosnaiBebkiit i 308 — y XepcoHcbKilt 06-
nactax (1,6 % i 1,7 % - sinnosinHo). JliarHo3 miaTBepaMBCs Y TPhOX BUIMAAKaX, KOJIU KOHLeHTparis 170H-
IIPOTeCTEPOHY B IIEPBUHHUX 3pa3Kax 3HaXoImIach B Mexax 23 — 200HT/MiL.

Bucnook. Yactora AI'C cepen HOBOHapomIXeHMX MuKojaaiBcbKoi i XepCcOHChbKOI obyacTeit
3a 2012-2013 pp. cknama 1:12661. OTprMaHuii TOKa3HUK BKa3y€ Ha HEOOXiMHICTh B ITOAAJBIIOMY 00OCTe-
JKEHHI AiTeii 3a OiIbII TpUBAIUM TTepio.

YYACTHUE TEHETUYECKUX PAKTOPOB
B 'EHE3E BPOXJIEHHDBIX IIOPOKOB ITOYEK

Huwax B. II., Pusnuuyx M. A.
bykosunckuii eocydapcmeennbiii MeouyuHckuil ynugepcumem, 2. 4eprosynvt (Yxpauna)

Beenenne. Bpoxnénnrie mopoku passurus (BIIP) y nereit — akryanpHas mpobjieMa COBPeMEHHOIM I1e-
auaTpuu. Beicokas pacnpoCTpaHEHHOCTb U MOCTOSIHHBINA pocT ciaydaeB BITP Bo BceM mupe, 3HaUYMMBbIiA
MX BKJIad B CTPYKTYpY IMPUYMH MJIAJAEHYECKON CMEPTHOCTHU, AETCKOM 3a001€Ba€MOCTU Y MHBAAMAHOCTU Y
nereii. ExxerogHo B YkpauHe poxnaercs 4500-5000 mereit ¢ BpoxkaeHHOI naToyorueii. [lopoku pazBuTHs
OpraHOB MOYEBOI CUCTEMbI 3aHMMAIOT OJHO U3 JUAUPYIOLIUX MECT B CTPYKTYpPE XPOHUUYECKUX 3a00yieBa-
HUI MTOYEK.

Ienblo Mccie0BaHUS SIBIISIETCS OLIEHKA OCOOEHHOCTEM TeHeTUYeCKUX (DAKTOPOB B MPOSIBICHUSIX MO -
KMCTO3a ITOYEeK y ACTEH.

Marepuanbl 1 MeToABI Hccaenosannsa. MccienoBaHo 403 mioga ¢ BpoXXIeHHBIMU IOPOKAMU Pa3BUTHS
M BblAeeHO 81 ciayyail aHoManuii MouyeBoil crucTteMbl. M301MpoBaHHbIE TOPOKKU MOYEBOI CUCTEMBbI BCTpPE-
YyaJInch B 65 ciaydasx, a 16 TOpoKOB — B COCTaBE MHOXKECTBEHHBIX aHOMaIuii. Mcrionb30Bajics peTpocIex-
TUBHBIII METOH MCCAEeAOBAHUS ITyTeM M3YyYeHUS PEeTUCTPAllMOHHBIX reHeTnYecKuX Kapt (¢. Ne 149/y) 3a
2004-2008 rr.
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Pesyasratel m o0cyxnaenme. Ilpn aHamm3e pacnpoCTpaHEHHOCTH BPOXIECHHBIX IOPOKOB pPa3BUTHUS
Y HOBOPOXAECHHBIX aHOMAJIUU MOYEBOM CUCTEMBI 3aHUMAIOT IIToe MecTO (2,19 %0) cpeau Bcex MOPOKOB.
Cpeau TI0I0B MYXCKOIO I10JIa JaHHbIe aHOMAJIUK BCTpedanuch vaiie (59,3 %) yeM y IIoA0B KEHCKOIO
nona (40,7 %). Ilopoku pa3BUTHS TTOYEK OBbLIU IIPEACTABICHBI TUAPOHE(PPO30M OJHO- VI ABYCTOPOHHUM
(37,1 %), MyAIBTUKUCTO30M OAHO- WK ABycTopoHHUM (30,8 %), areHesueii/runormiasueii nouek (17,3%)
M TMOJUKKUCTO30M OAHO- WU IBYCTOPOHHMM (14,8%). I1oaMKKUCTO3 y JIUII MYKCKOTO IOJia BCTPEYascs
B 3 pasa yaiie, MyJIbTUKICTO3 — 1,8 pa3a, rugpoHedpo3 — B 1,5 pa3za. Toabko areHe3usl/TUITOILIA3Ks 110-
YyeK IIpeBajrpoBalia y JIMI XeHcKoro mona B 1,8 pa3. PakropaMu prucKa pa3BUTHSI aHOMAIUA MOYEBOM
CHUCTeMbI ObLIU: 10 TIoga — Myxkckoit (OR = 1,5; 95 % CI 0,4-3,2), Bo3pact 6epemeHHoit (mo 20 net)
(OR=1,2;95% CI10,2-7,6), Bropast (OR = 3,0; 95 % CI 1,1-7,5) u TpeThbst 6epeMerHOCTb (OR =2.2; 95 %
CI10,2-16,6), peTomnanentapHas HemoctatouHocTh (OR =1,1; 95 % C1 0,3-3,9), o6BUTHE ITyHOBUHLI LU
mwrona (OR = 1,6; 95 % C10,4-4,6), manoBoaue (OR = 3,9; 95 % CI 1,6-4,8).

BoiBoapl. Cpey IJ10I0B MYXKCKOTO I10J1a aHOMaJIMM MOYEBOM CUCTEeMBI BcTpevalores vaiie (59,3 %).
HauGonee pacnpocTpaHeHHbIM SBJsieTcs TUApoHedpo3 (37,1 %). dakTopaMu pucKa pa3BUTUSI aHOMAIUI
MOYEBOI cuCTeMBbl ObLIM: MOJ TI0JAa — MYXCKOM, Bo3pacT 6epeMeHHoI (10 20 JieT), BTopasi U TpeThs 6epe-
MEHHOCTb, (peToIlIalieHTapHasI HeTOCTATOYHOCTh, OOBUTHE ITyIIOBUHBI IIIeH ILIOAA, MaJIOBOINE.

MOHHUTOPUHI BPOXK/JIEHHBIX IIOPOKOB
B CUCTEME MEJUKO-TEHETUYECKO! CJIYXBbI CAHKT-TIETEPBYPTA

Pomanenko O. II., Bepaunckaa J]. K., Kysneuosa E. IO.
TKY3 Jluaenocmuueckuii yenmp (meduxo-eenemuueckuii), Cankm-Ilemep6ype, Poccus

BBenenne. B mociaenHue rogbl 0ocoboe BHUMaHME yAEIsIeTCsl IIpoOIeMe YBeIMUIeHUSI YaCTOThl BPOXK-
JIeHHBIX TOpoKoB pa3BuTus (BIIP).

B Cankr-IlerepOypre Bemercst MoHUTOpuHT BIIP y neTeit mo 3 jetT, B TOM 4uciie Y HOBOPOXICHHBIX
10 PETUCTPAllMi POOMIBHBIX JOMOB. B 3amaum MOHUTOpMHTA BXOIUT CO3MaHKe 0a3bl JaHHBIX SITUACMHO-
smormyeckoil madpopmanuu o BIIP, HabmoneHre 3a 4acTOTOM OTIEIBHBIX BPOXIESHHBIX IIOPOKOB, OLICHKA
BIMSTHUS (DaKTOPOB PHCKa, CBSI3aHHBIX C OKpYKaloIleii cpenoii. B paboTe mpoaHanm3upoBaHbl JaHHEIE MO-
HutopuHra ¢ 2000 o 2012 roa, npociaexeHa IMHAMKMKA YacTOThI 3aperucTpupoBaHHbiX BITP, mpoBeneHa
olleHKa (paKTOPOB pHCKa, CBSI3aHHBIX C OKpYyXKaloleit cpemoil. JlaHHbIe MOHMTOPUHTA JAIOT BO3MOXHOCTD
OLIEHUTb 3 (PEKTUBHOCTD MPEeHATATbHOM TMarHOCTUKMY, mpoBoauMoil B CaHkT-IletepOypre.

Pesynsrarsl. 3a 2000-2012 rr. B Cankr-IletepOypre 3apeructpupoBaHo 13680 BpoxXIeHHBIX IOPOKOB,
M3 HUX Y HOBOPOXIEHHBIX — 5164. AHanmu3 yactothl BITP y meteit no 3 net (2000 — 2009 1. poxXaeHWsT) BbI-
SIBUJI CHIDKEHUE 3TOM 4acToThl ¢ 29,4 %0 B 2000 romy 10 22,9%0 B 2009 . B T0 e Bpemst yactota BIIP,
perucTpupyeMasi cpeiu HOBOPOXIEHHBIX, yBeauumiach ¢ 12,1%o0 B 2000r. mo 16,2 %o B 2012 1. DTO YBEIU-
YeHME CBI3aHO C yaydlleHreM nuarHocTuku BITP npeHaTaabHO U Yy HOBOPOXIEHHBIX, a TAKXKE C 0OJIbIINM
BHUMMAaHUEM K UX PETUCTPALIUU.

C HauboJbIlIeH YaCTOTOI BCTpeyaloTCs MOPOKU pa3BuTus cepaedyHo-cocyauctoid (CCC) u KOCTHO-
MmbimreyHou cucteM (KMC), Ha 10110 KOTOphIX Tpuxoautcst 6osee 50% Bcex peructpupyeMbix BITP. 3a mo-
ciaenHue 5 aet HeckobKko cHusmiaach yactora BITP CCC — ¢ 9,35 %o 82005 1. 10 7,98 %o B 2009 1. Yactora
MOPOKOB KOCTHOM CUCTEMBI CYIIIECTBEHHO HE U3BMEHUIACH.

MonutopuHr BITP npeamnonaraet usydyeHue BAUSHUS 9KOJIOTUYECKO 0OCTAaHOBKH B ropojie Ha GOopMu-
poBaHue BIIP y neteil B 3aBUCMMOCTU OT MeCTa MPOXKMBAHUSI CEMbU pedeHKa, 0COOEHHO XXEHIIUH BO BpeMsI
o6epeMmeHHocTH. CoBMeCTHO ¢ JJabopartopueii akoreHeTuku CaHkT-IlerepOyprckoro IlennaTpruueckoro Me-
JULMHCKOro YHUBepcuTeTa (3aB. — npod. O. M. AHylaHen) n3ydyeHo BAMSHUE 9KOJIOTHUYECKO 00CTaHOBKU
Ha yactoTy BITP y HoBopoxaeHHbIX B 12-Th paitoHax CaHkT-IleTepOypra. B pesynbrare aHajimza 3KOJI0TU-
YeCKOl CUTyallu B pailoHaX ropojia Mo KOMILIEKCHOM OLIEHKE BblAeJeHbI paiiloHbI C HanboJjee HebIaronpu-
SITHOM 3KOJIOTMYECKOU 00cTaHOBKOM. OMHAKO, MPSIMOI KOPPEISLIUOHHOMA 3aBUCUMOCTH MEXAY 3KOJIOTU-
yeckoit 0octaHoBKOM 1 yacTtotoit BITP y HOBOpoXIeHHBIX B pa3pe3e palloHOB ropoja He MOJIyYeHO.

BroiBoapl. D¢ (heKTUBHOCTD MpeHATaIbHOM AMAarHOCTUKM MOXHO OLICHWUTh MO AWHAMUKE OOIlei Ya-
ctoThl BITP, yacToTtaMm oTne/IbHBIX ITOPOKOB, a Takke CHUXeHHUIo noau BITP B MmiageHUecKol CMEpPTHOCTH
¥ uHBanuau3auuu aeteii. CHXeHue oobieid yactotel BITP cBsg3aHO ¢ yaydylieHrueM METOA0B IpeHaTalb-
HOI AMarHOCTUKY U BBEIEHUEM 3a OTU T'OJbl HOBBIX METOA0B, HAIpUMep, KOMOMHUPOBAHHOIO CKPMHUHTA
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B 1 TpuMecTpe OepeMeHHOCTH. YTO KacaeTcst OTHEIBHBIX IIOPOKOB, TO METOABI IIPEHATATBHOI TUATHOCTH -
ku (Y3/1, OnoXxyuMru4IecKre M MATOTEHeTUIECKIE METOIbI) ITO3BOIMIIM 3HAYNTEIBHO CHU3UTD yacToty BITP
LeHTpaJIbHOU HEpPBHOU cuUcTeMbl, MHOXeCcTBeHHbIX BIIP, 6oyie3Hu JlayHa U HEKOTOPBIX APYTUX IMTOPOKOB.
DTO CHIKEHHE HAIIIO CBOE OTpaXkKeHNEe B MIIAICHICCKON CMEPTHOCTY M MHBAJIMIU3ALMU aeTell. MiamgeH-
YyecKasi CMEPTHOCTD OT IIOPOKOB pa3BUTUsI cHU3MAch ¢ 1,8 %o B 1997 roay 10 0,7 %o B 2008 1. CHIXKeHME
JNETCKOM MHBAJIMIHOCTYA 3aBUCHUT KaK OT IMPEHATAJIbHOM NIMArHOCTUKM, TaK U OT MEPOIPUSITUI, BKIIIOYA-
IOIIMX PaHHIO OUATHOCTHUKY, XMPYPrUIecKylo Koppekiuio psma BIIP, peabumuTaiiiOHHBIX MEpPOIIPUSI-
tuii. [lonst BITP B neTckoif MHBAIMAHOCTU B pe3y/IbTaTe 9TUX MEPONPUATUIA cHU3MAaCh ¢ 29 % B 1996 . 0o
23,7 % B 2008 1. lanbHeiilnee BeAeHUe U aHAJIA3 JaHHBIX MOHUTOPUHTA BHECET CBOI BKJIaJ B 0OOCHOBAaHHOE
NpoBeaeHre NPOMIAKTUICCKUX U JICYCOHBIX MEPOIIPUSITHIA.

N3YYEHUE AKTUBHOCTU ®EPMEHTOB TP MYKOITOJIMCAXAPUJTO3AX

Camamxozol /., baanosa M. @., Kamaauesa b. O., Hopaesa A. K., Abuavounosa I. 2K.
AO «HayuonanvHbulii HayuHblil yeHmp mamepuncmea u dememea», Acmana, Kazaxcman

BBenenne. B coBpeMeHHO#I MeaUIIMHE OMHOM M3 OCHOBHBIX aKTyaJbHBIX 3amad SIBJISIETCS IIpo0Oiema
paHHe# TMarHOCTUKM U JIeYeHUsI HacJIeJCTBEHHBIX 00JIe3Hell 0OMeHa BelllecTB. B HacTosiee Bpems: nMe-
IOTCSI aAeKBaTHBIE METOIBI ITATOreHETUYECKON Tepaluy IS MHOTMX HO30JIOTMYECKUX (hOPM, KOTOPHIE,
0COOCHHO HA paHHHUX 3Tallax, MO3BOJISIIOT CMSITYUTh TSLKECTh 3a00JIeBaHUS M, B ONPEAeAEHHBIX CIIyJasXx,
JOCTUTHYTb CTOMKOM PEMUCCHUM WJIM OTHOCHUTEJIFHOTO BEI3HOPOBJIecHNSA. MI3BeCTHO, YTO ITepBUYHBINI 1e(DeKT
(bepMEHTOB IIpU pa3HBIX TUIAX MYKOIIOJIMCAaXapyI03a pa3IndeH, U B HACTOSIIee BpeMsT MICHTU(UIINPYET-
CsI METOZIOM OIIpeAeNICHUSI aKTUBHOCTU (PEPMEHTOB M3 CYXMX IISITEH KPOBHU.

C 1enbio YTOYHEHMST TUTIOB MYKOITOJIMCaxapua03a ObLIO IPOBEACHO M3YyYCHHUE MEPBUYHOTO dedeKTa
(bepMeHTOB 11 Ha3HAYEHUS (PEPMEHTO3aMECTUTEIbHOM TepaIuu.

Marepuaibl 4 MeTOabl. METOIOM TaHAEMHOU MacC-CIeKTPOMETPUM Y 22 MALIMeHTOB Oblla U3yYyeHa aK-
TUBHOCTh (DepMeHTOB: B — galactosidase, a — iduronidase, iduronate-2-sulfatase, arylsulfatase-B B cyxux
nsaTHax KpoBu. IIpu nmpoBeneHUMH TaHAEMHON MacC-CHEKTPOMETPUM MCIIOAb30BAIMCh CTaHAAPTHI OIlepa-
roHHoi aesateapHoctu (COIT).

Pesynsrarel. B pe3ynbrate ncciaenoBaHus AUArHO3 MYKOMOJIKcaxapuao3 Obu1 moarsepxaeH y 10 (42 %)
nauueHToB. Cpeay HUX MIIC 1 Tuna yctaHoBJEH y 3 MaMEHTOB, Y KOTOPBIX ObLTIO 0OHAPYKEHO CHIXKEHUE
aKTUBHOCTU ¢hepMeHTa o-L-uayponuaasel o 33,6 npu HopMme 450-2614 nmol/spot*20h. ¥V 3 mamueHTOB
OTMeYaJIoCh CHIKeHMe epMmeHTa iduronate-2-sulfatase mo 0 mpu Hopme 0,02-0,25 nmol/spot*21h, yTo Xxa-
pakrepHo miss MIIC Il tuna. B 1 % ciydaeB Ob11 o6oHapyxxeH MIIC IV tuna, y namumeHTa oOHapyXeHO
cHXeHue ¢epMeHTa [-galactosidase o 0,11, uto B 5-10 pa3 HUXXe HOpMaJTBHBIX TTOKa3aTenein. CHUXeHUe
depmenTa Arylsulfatase - B mo 0,03 mpu Hopme 0,14-0,7 nmol/spot*21h oTMedanaoch y Tpoux MalleHTOB,
yTto xapaktepHo MIIC VI tuna.

IMTanueHTaMm, y KoTopbix noarBepxkaeH auarHo3 MIIC 1, 11, VI TunoB Ha3HauyeHa (pepMEHTO3aMECTH -
TeJbHasd Tepanus. [Ipu cBoeBpeMeHHOM Ha3HAYEHUM Tepanvu y NalleHTOB OTMEYAICSI ITOJIOKUTEIbHBINA
KJIMHUYECKU OTBET B BUIE YBEJAMUYCHMUS MOIBMKHOCTU CYCTABOB, CHMXKEHUS BBIPAXXEHHOCTU OOJIEBOTO
CUHJIpOMa, YJIYUIIECHUS AbIXaHWS, HOpMaIU3alu CHa.

BoiBoapl. TakuMm o00pa3oM, CBOEBpeMEHHas AMArHOCTMKA — W3MEpeHHE aKTMBHOCTU (DEPMEHTOB
M Ha3HauYeHUe oINpeaeeHHON (pepMEeHTO3aMeCTUTEIbHOM Tepany IMO3BOJISIET YAYUIIUTh Ka4eCTBO XXU3HU
MNalMeHTOB.
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®AKTOPU PU3UKY, 11O NMPU3BOJATH 10 TOMOLIMCTUHYPII

Copoxman T. B., Ilioeucouvka H. 1., Iloaimyx M. I., Ilonearox O-M.B.
bykosuncvkuil depacagnuii meOuuHuil yHieepcumem

Beryn. JlocaigkeHHST OCTaHHIX pOKiB CBi4aTh MPO BaXKJIMBICTb MPOLIECY METUIIOBAHHS B €TiOJIOT1 Ta
naToreHes3i 6araTbox CNagKOBUX 3aXBOPIOBAHb, 1110 BiIKPUBAE HOBi MOXXIMBOCTI iX JIiKyBaHHS. B maHuii yac
nociiakeHHs1 noaiMopdizmy JIHK-10KyciB 103BOJISIIOTh BUPILIYBAaTH HE JIMILIE €BOIIOLIMHO-TeHETUYHI 3a-
BIIAHH, aJie i € 6a3010 /IS TCHETUYHOTO XapYyBaHHSI.

I’xa MicTUTb BiZHOBIEHi MOJIrTyTaMaTH, SIKi TiAPOJi3YIOThCS 3a JOMOMOIo (epMeHTa MTepOLIo-
JIirTyTamaT-Tiipoja3y A0 MOHOIIyTaMmaTty, 1100 0yt abcopboBaHUMMU B MPOKCHMAIbHOMY BiIiJli KWII-
KiBHMKa. DoaTHUIT UKII ITOBSI3aHU 3 HE3aMiHHOIO aMiHOKHMCJIOTOIO METiOHiHOM. MeTiOHiH € JOHOpOM
MmeTwiabHuX rpyn (-CH3), sxi mpuiiMaloTh y4acTh Y «BKJIIOUCHHI» Ta «BUKIIOYeHHi» T€HHOI aKTUBHOCTI.
Bimomo, 1o Xxap4oBi YMHHMKY (A€DILNUT y pallioHi MPOAYKTIB, IIO MICTATH (DOIIEBY KUCIIOTY, Bitaminu B,
B,,, B, HaummImok GiIKOBOI iXi, IO TIPU3BOANTH 10 BUCOKOTO BMICTY METIOHIHY, HA[UTUIIIOK KaBH, Yalo, a
TaKo>K/a6o IMOPYIIIEHHS BCMOKTYBaHHS XapYOBUX iHTPEMIEHTIB y KUIIKiBHUKY) Ta OKPEMi JIIKapChKi 3aco61/1
(aHTaroHicTu (PoIieBOi KUCIOTA (METOTPEKCAT) i IMPUIOKCUHY, IPOTUCYIOMHI, KOHTPALCIITUBHA, TOPMO-
HaJIbHI 3ac00M, IEHIMMIaMiH, X0JIeCTUpaMiH, L-1011a) MOXYTh BIUIMBATH HA PO3BUTOK TOMOLIMCTUHYPII.

MeTta n0caiIKeHH — OLiHUTU YaCTOTY 3yCTPIYHOCTI MMOBIpHUX 30BHIllIHIX YWHHUKIB, 1110 BILIMBAIOTh
Ha PO3BUTOK FTOMOLUCTUHYPII.

Marepian ta meromu. IlpoananizoBaHi aHKeTHi maHi 10 ciMeli i3 TOMOLIMCTUHYPIEIO, SIKi 3HAXOISTh-
s Ha OOJIiKy B MENMKO-TEHETUMHOMY Binii. Bcboro npoankeroBano 66 oci6 (22 aiteit Ta 44 nopocinx).
MMoOBipHi YWUHHUKM 3rpyHoBaHi HACTYMHUM YMHOM: XapyoOBi, MEIUKAMEHTO3Hi, IIKiAJINBi 3BUUKM.

Pe3ynbraTi gocjimkeHHs. 3a pe3yJbTaTMU aHKETYBaHHS BCTAHOBJIEHO, 1110 y BCiX aHKETOBAaHUX 3apeeE-
CTPOBAHO HAsIBHICTh XapuyoBUX (pakTopiB. 30KpeMa, Ha Ae(ilUT MPOAYKTiB, IO MICTITh (DOJIEBY KUCIOTY
BKaszanu 72,7 % ocib, BitaminiB rpynu B — 42,4 %, Ha HagMmipHe BxXXuBaHHS yaio - 42,4 %, kaBu — 60,6 %,
Ha HaUIMIIOK OiJKOBOI IXi HE BKa3aJia >KoJHa ocoba.

Cepen rpynyd MeIMKaMEHTO3HMX YMHHMKIB HalyacTillle Tparuisiacsl BKa3iBKa Ha MOCTiilHe Ta TpuBa-
Jie BXXUBaHHS KOHTpauentusiB (78,2 %), 22,7 % BKa3anu Ha BXMBAaHHS TOPMOHAIbHUX 3ac00iB, 10,6 % —
Ha BXXUBaHHS MPOTUCYIOMHMUX (dia3enam).

IIo cTocyeThCs WIKIAIUBUX 3BUYOK, TO Ha 3JI0BXKMBAaHHS ajJikorojeM Bkazamu 31,8 % ocib, Ha KypiH-
s — 72,7 % oci0.

BucHoBku. TakyiM yMHOM, BUSIBICHI MMOBIpHi YMHHMKM HEOOXiTHO BpaxOBYBaTH IpU TLIAHYBaHHi Jii-
KyBaHHS Ta CIIOCTEPEXKEHHS 3a CiM’SIMU 3 TOMOLIMCTUHYI€IO.

KOHEYHOCTHO-IIOACHBIE MBIINEYHBIE TUCTPOPUU:
BO3MOXHOCTU UHJIUBUAYAIbHOI'O ITOJABOPA TATOTEHETUYECKO
TEPAIINN

Coxoaux B. B., Illamuaao A. B.
'Y « Uncmumymmnesponoeuu, ncuxuampuuurnapxosoeuu HAMH Yxpaunor», Xapvkos, Yxkpauna

BBenenue. KoHeuHOCTHO-TOSICHBIE MbllIeUHble AUCTpoduU (KITM/I) SBasiioTCs TANUYHBIMUY 3a00J1e-
BaHMSIMU, KOTOPBIE OTBEUYAIOT OIPEACICHMIO «pPeIKHe» KakK 110 pacrpocrpaHéHHocTr (1:15000), Tak u 1Mo
KPUTEPUIO CYLLIECTBEHHOM MHBaNMAu3auuu 6oabHoro. KITM/I 00beAMHSIOT rpyMIly TeHETUYECKU 00YCIOB-
JICHHBIX 3a00J€BaHU, MPOSIBISIIOLIMXCS POrPeCCUPYIOIIEi c1aboCcThio U aTpodueil mepuMylIeCTBEHHO
MPOKCUMAaNIbHBIX Tpynm Mbli. ITo aToMmy npusHaky B rpynny KITM/I Takke BXOAUT U MbIIIeYHAsT AUC-
tpodus dromenna (MJ1) — naubonee pacnpocrpaHéHHbIi BapranT KITMJI (1:4-6 tic.). KITM/I xapak-
TEPUIYIOTCS IIUPOKOI BapruabeIbHOCThIO KIMHUYECKUX (DEHOTUTIOB U OOJIbIINUM ITyJIOM MYTall1ii B LIEJOM
psife reHoB. B HacTosliee BpeMs HeT BO3MOXXHOCTU MEAMKAMEHTO3HO KOMITIEHCUPOBATh (PYHKIIMOHAIbHYIO
HEMOJHOLIEHHOCTb MYTAHTHBIX CTPYKTYPHBIX 0€JIKOB MUOLMTOB y 60abHBIX KITM/I. OgHako MOXHO MO-
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MBITAThCS YBEJIMYUTh YCTOMUYMBOCTD KJIETOUHBIX MEMOPaH K IEHCTBUIO MEXaHUYECKOTO CTpecca C IIOMOIIbIO
pPa3HOOOpPa3HbIX OMOIOrMYECKM aKTUBHBIX BEILECTB U (papMITpenaparTos.

Ieap uvcciiemoBaHUS COCTOSIA B OLIEHKE BO3MOXHOCTUM CKPUHMHIA IMOTCHLMAIbHO 3¢ (HEKTUBHBIX
(hapmripennapaToB Ha MOHOHYKJIeapax nepudepudeckoit kposu (MIIK) 6oapHbix M.

Marepuanbl 1 MeToabl uccaenoBanusd. MITK Bbiaensiiv 13 LeJIbHONH KpOBU MYTEM LIEHTPpUPYTrMpoBa-
HUs 1ipu 1,5 ThIC. 00./MUH B TedeHre 20 MMH Ha TpagueHTe IUIOTHOCTHU (GuKoj/yporpaduH. MexaHudec-
KOe IoBpexXAeHNe MeMOpaH MOICIMPOBaIn AeiicTBUeM yabTpa3ByKa (Y3) ¢ skcnosuueii 0, 0.5, 1, 1.5, 2,
2.5 u 3 muH Ha MomuduIupoBaHHoM ycTpolictTBe MYCCOH-1. MexaHN4eCKy0 YCTOMYMBOCTh MeMOpaH
MIIK x Y3 onpenensiii ¢ TOMOLIbIO BUTAILHOTO KPACUTENST HEUmpaibHo20 KPacHo2o, a METabOJIUYECKYIO
aKTMBHOCTh MOHOHYKJIEApOB — B MIPUCYTCTBUE peca3ypura. zydanu 3(ppeKTUBHOCTD in vitro 6-1UNOEBOI
KHCJIOTHI, DcceHmane H, mpenHn3osnoHa, ryraprita, JJIM3MHONIPpKIA, ToMpomara, ButaMmuHoB E u /1, mo
cpaBHeHumo ¢ 0.9 % NaCl.

Pesyasrarel u oocyxkaenne. Ilokazano, yto 1enoctHocth MeMOpan MIIK mamuenToB ¢ MJIJI Ha-
pyiraercs yxe depe3 0.5 MuH aeiicTBus Y3, a IoJHOe pa3pylieHue depes 1.5-2 MuH. Y 300pOBUX IOeTei
COOTBETCTBYIOIIIETO I10JIa ¥ BO3pacTa YCTOMYMBOCTb MeMOpaH K Y3 Obuta Beime: 1-1.5 MuH u 2.5-3 MuH,
COOTBETCTBEHHO. BBIsSIBJIEHO, 4TO NpeaHNU30J0H U rayrapruH y MIIK mauuentos ¢ MJIJI cmeanu oba
MHTEpBaJla 10 HOpMaJabHbIX BeJduyrdH. ButamuH E 3amuinan MOHOHYKJeapbl OOJbHBIX OT pa3pylUeHUs
BO BCEM BpeMEHHOM nmaria3oHe aeiictBusa Y3. OcrajbHbIe IIpernapaThl OKa3alnCh Mano3(pdeKTUBHEL.
Hasnee ycTaHOBWIM, YTO IBYXMMHYTHAS 9KCIIO3UIINS Y3 yrHeTaIa MeTab0IM4eCKy0 aKTUBHOCTh MOHOHYK-
JieapoB 6osibHBIX MJIJI B 2 pasza cujibHee, yeM y 310poBbiX. [IpeAHM3010H, MIyTapruH, TOMMpoMar, BUTa-
muHbl E 1 /13 BoccraHaBiauBanu Metabonnueckyo aktuBHocTh MITK manmentos ¢ MIJI Ha 40, 80, 90, 60
" 65 %, COOTBETCTBEHHO.

BruiBoa. PazpaboTaHHasi MeToaMKa U3MepeHUsT MexaHndecKoi ycroitunBoct MITK goctaTouyHo MH-
(opMaTBHAa U MOXKET OBITh MCMOJb30BaHA B KJIMHUKE IJIs IMPeaBAPUTEIbHON OLIEHKM MOTEHLMAIbHO
s dexkTuBHbIX 11 Moaudukauuu TedeHus: KITM/I npemnapaTtos.

YACTOTA «<MOJEJIbHUX» BPOJKEHUX BAJl PO3BUTKY CEPLIEBO-CYJIMHHOI
TA TPABHOI CUCTEM B CTPYKTYPIJIETAJIbHOCTI HOBOHAPO/IXKEHUX JITEM

Yaiixoecvka I. C., Ihameiixo O. 3., Kypuask O. b.*, /leopaxesuu A. O.*
Aepacasna ycmanosa «lucmumym cnadxoeoi namonoeii HAMH Yxpainu» (m. Jlvgie, Yxpaina)
*Obaacua dumsua kainiyna aikapus «OXMATIHT> (m. Jlveie, Ykpaina)

Beryn. 1o KpuTepiiB OLiHKM CTaHy 3A0POB’ s MOMYJIsSILIl BiTHOCSATHCS MOKA3HUKU 3I0POB’s AiTel Ta yac-
TOTa PO3IOBCIOIKCHOCTI BpOIXKeHNX Ba po3BUTKY (BBP), siKi 3aiiMaroTh ofiHE i3 IIepIINX MiCIb B TUTSIJilA
cMepTHOCTI — 3,1 %, a cepea AiTeli EPIIOTo POKY XUTTS — 21,9 % 3aXBOpIOBaHOCTI Ta iHBaliAHOCTI. BpomkeHi
Bamu cepiig (BBC) y miteit — 11e onyH 3 MPOBITHUX MOKA3HUKIB B CTPYKTYPi JIETaIbHOCTI HOBOHAPOIXKECHIX
IiTel i HEMOBJIAT ITepIIoro poKy XuTTs. Lllopoky B YKpaiHi HapomXKyeTbCs 10 4 — 5 TUCSY IiTel 3 BPOIXKe-
HUMU BaJaMM CeplL, SIKi € aKTyaJbHOIO MPOOJIEMOIO MpeHaTalbHOI Ta paHHbOI AiarHocTuku BBC, BUBUYEH-
HSI iX PO3TIOBCIOMKEHOCTI MIJII IPOBEACHHS OMHOIO i3 OCHOBHUX CBOEYACHO KOPETYIOUOTo Kapaio-Xipyprid-
HOTO JIiKyBaHHS AiTeii. ITaTonoris TpaBHO1 CUCTEMM BiTHOCUTBHCS 10 «MOJEJIbHUX» Bad PO3BUTKY i Mocigae
3HAYHE MICIIE MO JIETAIbHOCTI cepell MaIIOKOBOI cMepTHOCTI. B nepiny 100y nomupae 5,8 % nireit, 19,7 % —
B paHHIli HeOHaTaJbHMI1 TTepion, pemra A0 10 % HOBOHAPOIKEHUX TOMUPAE MPOTSTOM Micss. BimcoTok
130J1bOBAHOI1 MATOJIOTiT HLTYHKOBO-KMIIKOBOTO TpakTy (IIIKT) cepen BBP € MiHiManbHU, B TOPiBHSIHHI i3
CYIyTHIMHU BagaMy PO3BUTKY — CepLEBO-CYAUHHOI, JIETeHEBO1, XxPOMOCOMHOI MAaTOJIOrii Ta iHIIMMU MHO-
KMHHUMU BagaMU po3BUTKY. Ha 3HMKEHHST TUTSIY01 CMEPTHOCTI Ma€ 3HAYE€HHS YIOCKOHAJIEHHS paHHbOL
niarHocTvky Baja po3BUTKy BBC ta IIIKT, ix cBo€uacHe XipypriuHe JiKyBaHHs, (pOpMyBaHHSI €AMHOI eTam-
HOI peaHiMaliiAHOI JOMOMOIM BariTHUM XXiHKaM i HOBOHAPOIXXEHUM JiTSIM iHAWBiAyaJIbHO B KOXKHOMY pa-
oHi 0bJacTi, IMCHaHCEePHOIo CIOCTepeXeHH Ta (POPMyBaHHS €IMHOI CUCTEMU MOHiTOprHTY BBP.

MeTo10 podoTH OyJI0 PETPOCIEKTUBHE BUBUYCHHS YAaCTOTH <«MOJICIBHMNX» BPOMKEHUX BaJ PO3BUTKY
CepLEBO-CYAMHHOI Ta TPaBHOI CUCTEM B CTPYKTYPi JETaJbHOCTI HOBOHAPOMXKEHUX MdiTei, sIKi mepebyBa-
JIX Ha CTalliOHApHOMY JIiIKYBaHHI B 00JIaCHi AWTsUii KiiHiuHii dikapHi «OXMAIWT» M. JIbBoBa 3 2006
no 2010 poku.
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JL1st MaTepiaiB mocaiazKeHnb OyJIM BUKOPUCTAHI TaHi apXiBHOT JOKYMEHTAaLlil — iCTOpilt XBOpoO aiTeit, sKi
3HAXOOWJIMCS Ha JiKyBaHHi B O0nacHii IUTAYii KIIiHiYHIN JikapHi M. JIbBOBa 3a IT’ITh POKiB, IPOTOKOJiB
MaTOJ0roaHaTOMIYHUX AOCiAXEHb, MEAMYHA JOKYMEHTALIisl iCTOpii MOJI0riB, KApTU PO3BUTKY HOBOHAPO-
JTKeHUX Ta aiteit. [TpoBoauBCs NOrIMOACHMI aHali3 iCTOpili MOMEpaurX AiTel 3a IT’ITh POKiB, BUBYAIUCH BCi
OPUYMHMU, 1110 IPUBEIU A0 JIETATLHOCTI, Cepell SKUX BUBYAIU BKJIaA BPOMIXKEHUX Bajl PO3BUTKY B CTPYKTYPY
JIETAJIbHOCTI, IPUIIIBHO — «MOJEIbHi» BaIy PO3BUTKY, a CaMe Baau CEPLIEBO-CYINHHOI Ta TPaBHOI CICTEM.
BpaxoBaHo Bci Ho3o0riuHi popMu BBP 3rinno MKX-10 neperssiay.

Pe3ynbraTi 1ocaimkeHb. AHAI3 1€TaAbHOCTI AiTel 3a JaHUI Nepioj MOKa3aB., 1110 Y CTallioHapi moMepJia
251 qutuHa BikoM Binm 0 gHs mo 18 pokiB, i3 Hux 171 qutuHa i3 BBP (68,1%), Ha nepioa HOBOHApOMXKEHOCTi
npunanae 64,3% BUMNAIKiB JIeTaIbHOCTI. BpomkeHa maToJiorist ceplis y AiTeil MeplIoro poKy XUTTS cepel
BBP 3yctpiuanack B KOXHOI TpeThOl IUTHHHM 3 YacToTolo q 0,32 i KoxxHa apyra nutiHa 3 BBC moMmupana
MPOTSITOM MEPLIOro POKY XKUTTS B 3aJI€XKHOCTI BiJl HO30J0TiYHOI (pOpMU BaaM.

CepenHniii Bik Matepi ctaHoBuB (30,4 £ 2,3) pokiB. I1epma BariTHicTb (50,9% BUMNAOKiB) 3aKiHUMIACS
HapomkeHHaM autruHu 3 BBC. YV 37,7% BaritHux cnnoctepirascs ricto3 I-111oi mojioBUHM BariTHOCTI Ta 3arpo-
3a BUKUIHSI, TOCTPi pecHipaTopHO-BipycHOI iH(eKIIil B TpyITi BariTHUX XiHOK 3 BBP 3ycrpivanucs y 40,0%,
eKCTpareHitajabHa marosorist — y 28,3%. [1pu netaabHOMY KJIiHIKO-TeHeaJoTiYHOMY aHalli3i BUSIBJICHA BH-
coka vacrota (q 0,43) HassBHocTi BBP Ta cmankoBoi martosorii B ciM’i, 110 MomIn 0yTd i/abo Oyau mpudu-
HOIO BUHMKHEHHS AAaHOI ColliaJIbHO-MEIMWYHOI MaTOJIOTil cepLeBO-CYAMHHOI cucTeMu. JIeTaabHIiCTh cepen
HEMOBJISIT MEPIIOro POKY XKUTTS MixX CTaTTIO Bilpi3HsIACh i cTaHOBUAA 1 : 2,25, TOOTO XJIOMYMKU MOMUPAIU
Maiixe y 2,5 pa3u 4yacrTillle, TOIi K B MepioJi HOBOHAPOMXKEHOCTI AiBYaTKa IMMOMUPAIHN Y CITiBBiTHOILIEHHI
1,7 : 1. 3a micueM npoXuUBaHHS MepeBaXkaaid MELIKAHII MicTa.

B cTpyKkTypi JeTanbHOCTI HOBOHApOIKeHMX MaTosorisd po3BUTKY IIKT 3ycTpivyaeTbes i3 4acTOTOIO
q 0,23 Bim Bcix BBP i 17,2% Bin Bcix moMepaux HOBOHAPOIXKEHUX JIiTel i 3aJIexKUTh Bif AeheKTy Bau.
JletanbHIiCTh i3 BagaMy pO3BUTKY TPaBHOI CUCTEMM B 3arajbHili rpyli HOBOHAPOMXKEHUX AiTEi CIriocTepi-
raeTbcsl y XJI0M4uKiB 3 yactororw q 0,60 i yacriire i3 cibCcbKoi MicuieBocTi — 67,7%, a B cepeAHbOMY 10
poKax JieTalbHICTh ckiagae — 21,9%. Iluroma Bara JeTaJIbHOCTI HEMOBJIST MEPIIOro POKY KUTTs 3 BBP
LIKT cyrreBo 3MeHInyeThes m0 18,5% i yactota cTaHoBUTH q 0,10 Bif 3araJbHOrO YKCjIa TOMEPINX TiTEH.
He BusiBjieHO 1OCTOBipHOI TEHACHIII1 MiXX CTAaTTIO Ta MiCLIeM MPOXXUBAHHS, X04a B OKPEMO B3SITi pOKM Yac-
Tillle XBOPilOTh XJ10munKy 3 Micta. CepenHili Bik MaTepiB cTaHoBUB (24,8 + 1,01) pokiB i y 52% Bunaakax
csaraB Bim 20 mo 27 poki, nuie y 12 % — no 20 pokis. Ilepma BariTHicTh (48,0% BuUITagkiB) 3aKiHuMIacs
HapomXeHHIM quTuHU 3 BBP TpaBHOI cuctemu, a mpu apyriii BaritHocTi y 40,0% niteit. [ecto3 I-110i mosto-
BUHM BariTHOCTI criocTepiraBcs y 24,0% XiHOK, 3arpo3a BUKuaHsa — 64,0%, rocTpi pecnipaTropHoO-BipycHOI
iH(eKIIii MPOTSATrOM BariTHOCTI 3ycTpivanuchk y 68,0% Ta ekcTpareHitanabHa matooris — y 40,0% Bunmankis.
Bugsieno, 110 64,0% BariTHHX XXiHOK BIieplie npoxoawiy Y3/1 B TepMiHi Imiciisa 14 TUXXHIB BariTHOCTI.

BucHoBku. TakyiM YMHOM, HasIBHICTb MUMOBipHUX (DAKTOPiB pU3UKY BUHUKHEHHS raTosorii BBP 3acBia-
4yy€ BaXJIMBICTh i 3HAUMMIiCTh MEIMKO-COLIiaAbHO1 IPOOJIEMU OXOPOHU MAaTEPUHCTBA i AMTUHCTBA, CTBOPEH-
Hs1 eqrHOTO peectpy BBP, MeauKo-reHeTUUHOro KOHCYJIbTYBaHHS CiMeill, B IKMX € a00 HapOAWUJIUCS IiTU
3 BBC ta TpaBHOi CCTeMU ITpU HACTYIMHOMY TLJIaHYBaHHi BariTHOCTI.

JOCJIIKEHHA MYTALIN TEHA MECP2Y XBOPUX 13 CUHJIPOMOM PETTA

Yepuymun C. 10., Jdiewuus JI. A.
Inemumym monexynsphoi 6ionoeii eenemuxu HAH Ykpainu, Kuis, Yxpaina

Beryn. Cunapom Perra - mcHXOHEBPOJIOTiUHE CITAJKOBE 3aXBOPIOBAHHS, IO 3YCTPIYAEThCS Malike
BUKJIIOUHO y miBdatr 3 9acToror 1:10000 Ta cripuyumHsie BaXKy pO3yMOBY BiacTajicTh. BcTaHOBIEHO, IIO
PO3BUTOK CUHApPOMY PerTa 3ymoBiIeHMI HasiBHICTIO MyTanilt y redHi MECP2. Ien MECP2 nokanizoBaHUIA
B XpOMOCOMHIiii o6sacti Xq28. Ha choromHiniHiii neHs ineHtudikoaHo 1061 myrariio rena MECP2.

Merta. Po3pobka METOOMKHU aHAIi3y MyTaHTHUX BapiaHTiB 2-10 Ta 3-ro ek3oHy reHa MECPZ2, 3a nomno-
MOTOIO0 SIKOI AOCTiAUTH CIIeKTp MyTaliii reHa MECP2y xBopux 3 KJIiHIYHMMU MposiBaMu cuHapomy Petra.

Marepiaiu i MeToau IOCTiIKeHb. 3 OIJISIAYy Ha BEIMKY KiJbKiCTh imeHTH(}iKOBAaHMX MyTalliil B reHi
MECP2 ta B GiIbIIOCTI BUMAAKIB CIIOPaAUYHY MIPUPOIY 3aXBOPIOBAHHSI, HAMU O0OpaHO SIK METOJ, iIeHTU-
(ikauii MyTalliii AeHATYpyrOUYUil TpaliEHTHUI reb-eaeKTpodope3, SKUil BBaXKaETbCS OMHUM 3 Hailedek-
THUBHIIIIUX TO3BOJISIE BUSIBIATU MyTallii Maiixke 3i 100 % TouHicTio. [IpuHIUI METOLY IPYHTYETLCS HA PO3/Ii-
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JIeHHi aBoJiaHIoroBux pparmenTiB JIHK 3a normomororo enekrpodopesy B akpriaMiZIHOMY Telli 3 TiHIMHUM
Trpami€HTOM JAeHATYypYIOUMX areHTiB(CeYoBMHA, (hOpMaMil).

Pe3yasraTi 1ociimKeHb Ta ix 00ropopeHHsa. ONTMMi30BaHO TeMIIEPaTyPHO-YaCOBUI PeXXUM aMILTi(iKa-
mii 2 Ta 3 ek30HiB reHa MECP2, yMOBM Ta CKJIaJ TeJisl IJI IPOBEACHHS IeHATYPYIOUOIO IPali€eHTHOTO TejIb
- eslekTpodopesy. 3a TOIOMOIOI0 PO3pOOIECHOI METOMNKI JOCTIIKEHO ITOCTiZOBHICTD 2 Ta 3 €K30HIB IeHa
MECP2 y 14-tn XBOpUX 3 KIiHIYHMMU IIpOsSIBAMU CUHApOMY PeTTa Ta BHSIBIEHO 5 MyTaHTHUX IIpoditiB
MOCJIiIOBHOCTI 3-ro eK30HY. 3a JOINOMOTI010 ceKBeHyBaHHSI 3a CeHrepoM MOCIiI0OBHOCTI 3-T0 €K30HY iAeH-
TUdikoBaHO BxXe Bigomi myTawii R168X (502C>T), A140V (419C>T), T158M (473C>T), R133C (397C>T)
ta T158P (472 T>QG).

BucHoBku. Po3po6ieHO MeTOaMKY aHalli3y nmociaigoBHOCTel 2 Ta 3 ek30HiB reHa MECP2, ska Moxe
OyTH BUKOpPHCTaHA IJIS MPOBEACHHS MOJIEKYISIPHO-TEHETUYHOIO aHAIi3y XBOPUX 3 KIiHIYHUMM TMIPOSIBAMU
cuHapomy Petra Ta iHIIMMUM KOTHITUBHMMU MOPYLIEHHSIMU, SIKi acolilioBaHi 3 myTauisimu reHa MECP2.

ITPEHATAJIBHAA 11 IIOCTHATAJIBHASA YJIBTPA3BYKOBAA TUATHOCTUKA
CUHAPOMA OBPATHOI'O PACITIOJIOZKEHUA OPTAHOB

Yepusesa I0. B.
Joneykuil HayuoranvHulll meduyunckuil ynueepcumem um. M. Topvroeo, Joneuk, Yxkpauna

Beenenne. CHIpOM 0OpaTHOIO PaCIIONOXEHMSI OPraHOB — PEIKOE BPOXICHHOE COCTOSIHUE C IIPe-
MOJIOXUTEJILHO ayTOCOMHO-PELIECCMBHBIM TUITOM HacienoBaHust. B 5-10% coueTaeTcsl ¢ BpOXIEHHBIMU
AHOMAJIMSIMU CePIASIHO-COCYIUCTON CUCTEMbI 1 MHOM ITaTOJIOTUEH.

IHean paGoThl: OlleHKA HAa KIMHWYECKOM IIPHMMEpPE BO3MOXKHOCTEH YIBTPa3BYKOBOTO MCCIICAOBAHUS
B IIpeHATaJIbHOI TMarHOCTUKE CHHAPOMa 0OpaTHOTO PACITOI0XEHMSI OPTaHOB.

Marepuan u metoapl. I1poBeneHo yinbrpa3BykoBoe nccienoBanue (ckanepsl EnVisor C u Phillips HD11,
KOHBEKCHBII MyJIETUYACTOTHBIN gaTduk 2,0-5,0 MIi1, ceKTOpHBII HeOHaTaIBHEIN gaTunK 4-8 MIir) miona
B CPOKU TecTauuu 36-37 Hell. 1 HOBOPOXIECHHOTO, peHTreHorpadust OpraHoB IPyIHOM KJIETKA HOBOPOXK-
JIEHHOTO.

Pesyasrarnel n oocyxkaenne. CHHIPOM 0OpaTHOTO PACIIOIOXEHMSI OPraHOB OBUT 3aII0J03PEH BIIEPBEIC
B cpoke 37 Hell.; MPU CKPUMHUHIOBBIX YJBTPa3BYKOBBIX OCMOTpax B 12 1 20 Hea. aHOMaIWil pa3BUTHS Y ILIOJA
He ObLT0 BbISIBIEHO. I1pu yIbTpa3ByKOBOM MCCIEIOBAHMM OPraHOB I'PYIHOM KJIETKA U OPIOIIHON MOJIOCTU
oIpeneIuan MpaBOCTOPOHHEE pacloaoXeHre cepAlia, Mo HUM B MPpaBoOil MOJOBUHE XMBOTA PaCIIOOXe-
HBbI XEJIYAOK U CeJe3eHKa; MeYEHb U XEIYHbIA Iy3bIpb — ceBa. Jpyrux mNopoKoB pa3BUTHUS, JTOCTYITHBIX
IJ1 yJIBTPa3BYKOBOI BU3yanu3aluu, He oOHapyxwiu. [IpoBeneHa TwiareabHasl YJAbTpa3ByKoOBasl OLIEHKA
ceplla IUiojJa ¥ MarucTpajabHbIX COCYI0B, JaHHBIX 32 BPOXKACHHbIE ITOPOKU He HailneHo. Ponbl cpouHbie,
BarvMHaJIbHbIE, MaJIbYMK BecoM 3 650 1., orieHKa 1Mo Arrap 8-9 6a/10B. Y HOBOPOXKIEHHOTO CEPALIE ayCKYJIb-
TaTUBHO OIPENE/ISIOCh B MPAaBOM MOJOBUHE IpyAHOU KieTKuU. [TocTHaTalbHas axokapauorpagust — cep-
JILIe pacIlOJIOKEHO B MpaBoii MOJOBMHE TPYAHOM KIETKM, BPOKACHHBIX IOPOKOB cepAlia He OOHapyXKeHO.
ITpoBeneHa sxorpadust opraHoB OPIOIIHON MOJOCTU: MeYeHb U XEJIUYHbIM My3bIpb PACHOJOXEHbBI B JIEBOI
MOJIOBUHE, pa3Mepbl U 3XOCTPYKTypa COOTBETCTBOBAJIM BO3PACTHOU HOpPME, MATOJOTMYECKUX UBMEHEHUIA
He BbIsIBIeHO. Cele3eHKa 1 XKeJTyIOK pacIiojioKeHbI B MpaBoil MOJOBUHE OPIOLIHON MOJA0CTU. BbImonHeHa
0030pHas1 peHTreHorpadus: MPaBOCTOPOHHEE PACITOIOXEHNWE CEPALA, Ta30BbIN My3bIPh XeyaKa Onpe/e-
JISIeTCS B IIUTacTpaabHOI 00JaCTU CIIpaBa, IIeYeHb — B JIEBOM MOApeOephe.

BoiBoapl. TakuM o0Opa3oM, mpeHaTalbHbI 3XorpadruecKuii AuarHo3 ObLT TMOATBEPXKACH MaHHBI-
MU MOCTHATaJbHBIX MccaenoBaHui. [IpeHaTanbHbIA NOMCK AOJDKEH OBITH B MEPBYIO O4Yepeab HampaBlieH
Ha UCKJIIOYEHUE BPOXICHHBIX MOPOKOB CEPALIA U COYETAHHBIX AHOMAJIUK Pa3BUTHUS IJISI OIPEIACICHUS
MPOrHO3a.
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OCOBJIMBOCTI CTPYKTYPHOI OPTAHI3ALIIl CETMEHTIB CIIMHHOT'O MO3KY
IJIOAIB JIOJAVNHUA 3 JEAKUMU AHOMAJIIAMU PO3BUTKY

Hlxoavnixoe B. C.
Binnuyvxuii nauionansuuii meouunuil ynieepcumem imeni M. 1. Iupoeosa,
kaghedpa anamomii arodunu (8ya. Ilupoeosa, 56, m. Binnuys, 21018, Yxpaina)

Beryn. 1151 po3yMiHHS CyTi BAHMKHEHHS BaJ PO3BUTKY CIIMHHOTO MO3KY Y AiTel, NOTPiOHO 3HATU eMO-
pioreHes Ta IMHAMIiKy CTAHOBJICHHS CIIMHHOI'O MO3KY IIPOTSITOM BHYTPIiIlTHBOYTPOOHOTO IIePioAy OHTOTEHE -
3y, IPUALISAI0YN yBary Mop(oJIOriYyHMM i aHATOMO-TiCTOJIOTIYHMUM OCOOJIMBOCTSIM.

MeTo10 1OCTiIXEHHS €, BUBYEHHSI CTPYKTYPHOI OpraHi3alii CerMeHTiB CIMHHOIO MO3KY IOy JIIOAM -
HU 3i CIMHHOMO3KOBOIO TpHXeEI0 (Mi€TOMEHIHTOLIE/€E) Ta MI0AiB-TOpaKONariB JIOANHU (CiaMChbKi OJIM3HIO-
ku). ITopiBHATH OTpUMMaHi pe3yJbTaTh 3 aHAJOTIYHUMM Y IJIOAIB JIOAWMHU 06€3 aHOMaJliiA pO3BUTKY.

ITpoBeneHO aHATOMO-TICTOJIOTiYHE, IMYHOTiCTOXiMiuHEe Ta MOpdOMeTpUYHE AOCTIIXKEHHS CIIMHHOTO
MO3KY IUJIOAiB JIIOAWHU BiKOM 17 — 18 TMKHIB BHYTPIlLIHLOYTPOOHOTO PO3BUTKY 0€3 BPOAXKEHUX Bajl Ta MJ10-
JiB JIIOAWHYU 3 BUILIEBKA3aHMMU aHOMAJTisIMU i OMHAKOBUM TecTaliiiHUM TepMiHOM (17-18 TvK. BHYTpillI-
HbOYTPOOHOTO PO3BUTKY).

Pe3yasrat Ta 00roBopenns. BctaHOB/IeHI HACTYITHI OCOOJMBOCTI CTPYKTYPHOI OpTraHi3allii CerMeHTiB
CIMHHOIO MO3KY IpM MOPiBHSHHI IJIOAY JIOAWHY i3 CIMHHOMO3KOBOIO TPHXKEIO Ta IUI0AiB-TOpaKoIariB 3
iogaMu 0e3 aHOMaJliii pO3BUTKY: 3HAUHE BiICTABaHHS Y POCTi Ta PO3BUTKY CETMEHTIB, PO 110 CBilYaTh
iX Mop(poMeTpUYHiI mapaMeTpu Ta CTYMiHb Hmpoidepallii KIITUH MaHTIiHOTrO LIapy CTiHKU LEHTPaJbHOTO
KaHaJly; pi3HMI po30oaia cipoi Ta 61101 pe4OBUHM Y CETMEHTAX MPOTITOM CIMHHOIO MO3KY; BiIMiHHOCTI y
KUJIBKOCTI Ta Tonorpadii KOMIJIEKCiB HEHMPOHHUX IPYII Cipol peYOBUHU; Pi3HUI CTYyMiHb (POPMYBaHHS MpPO-
BimHux 1nu1sixiB. IToTpiOHO 3a3HAYMTH, IO MTPU MOPiBHIHHI CIIMHHOTO MO3KY TOpPaKOIMariB LiJicCHA CTPYKTY-
pa cerMeHTiB 30epexeHa. Y 3B 513Ky 3 IMTOPYILIEHHSIM PO3BUTKY IPYAHMX Ta MOIMEPEKOBUX XPeOLiB i BAHUK-
HEHHSIM Mi€JIOMEHiHTOLIEJIE Y TUIOAY 31 CIMHHOMO3KOBOIO I'PUXKEI0, CIIOCTEPIra€EThbCs MOPYLIEHHS LiJTiCHOL
CTPYKTYPHU BilIOBiIHMUX CETMEHTIB, SIKi CKJIaJaloTh MOIMEPEKOBO-KPUXKOBE CTOBILEHHS, MPU 30epexXeHiit
LIMTOAPXITEKTOHILIi MepeaHiX POriB, Ta MOABOEHHS LICHTPAILHOTO KaHaIy B Miclli Aedopmalliii.

BucnoBku. TakuuM 4MHOM, B pe3yJibTaTi NPOBEAEHOr0 NOCTiIKEeHHS OyJIM BCTAaHOBJIEHI OCOOIMBOCTI
CTPYKTYPHOI OpraHizalilii CerMeHTiB CIIMHHOI'O MO3KY ILJIOJiB JIOAMHU 3 Mi€JIOMEHIHTOLIeJIE Ta TOPAKOIIariB
Mpy MOPiBHSHHI 3 IJI0AAMM JIIOAMHU 0€3 aHOMAaJTiil pO3BUTKY.

O PACITPOCTPAHEHHOCTHU TPUCOMUNHU XPOMOCOMBI 21
B JIEHUHI'PAJICKOI OBJIACTH

Illabanosa E. C., Pomanenxo O. 11.
Tb0OY BIIO C3IMY um. H.H. Meunuxosa, Cankm-Ilemep6ype, Poccus

BBenenue. KoMOMHUPOBaHHBIA CKPUHUHT O€peMEHHBIX MEPBOTO TpUMECTpa Ha CErOAHSIIIHUNA IeHb
gaBisieTcss Haubosiee 3(HEKTUBHBIM METOIOM MPOMUIAKTUKU POXKACHUS AETeil C TPUCOMUEN XpOMOCOMBI
21. B JlenHuHrpaackoit ob6aactu ouoxumudeckuii CKkpyHUHT Ha PAPP-A u ¢cB0o6. -XI'Y B 9-13 Henenb Oe-
PEeMEHHOCTH Havajl (pyHKIMOHUPOBaTh ¢ KoHla 2007 roga, HO UMeJ CIOKXKHOCTU B OpraHU3allMv B BUILY
peopMUPOBaHUS CYLIECTBYIOLIMX MEAMKO-TEHETUYECKUX TMOApa3aeJeHU. YIbTpa3ByKOBOE CKPUHUPY-
ouiee uccaenoBanue I TppMecTpa HOCWIO LEHTPAIM30BaHHbBIMA XapakTep, HO OXBaTbIBAJIO He OoJiee TpeTU
Bcex 6epeMeHHbIX JICHUHIpaacKoii 00J1aCTH, OCTAIbHbIE MALIMEHTKU POXOAUIIN YJIBTPa3ByKOBOE UCCIEA0-
BaHue B CaHkT-IleTepOypre, YaCTHBIX LIEHTpaX U Y3-KaOMHeTax pailOHHBIX MOJUKJINHUK.

Ienb. OuLeHUTb pacIpOCTPAHEHHOCTh TPUCOMMU XpomocoMbl 21 B JIeHUMHIpaackoil obGaacTu
B 2008-2011 rr.

Marepuanbl 4 MeToabl. PacripocTpaHeHHOCTh cuHApoma JlayHa u3ydajgach Ha 6azax JlabopaTopuu
MOJIEKYJISIPHO-TEHETUYECKUX M LIMTOTEHETUYEeCKUX ucciaenoBaHuil JleTtckoil KnnHuyeckoil BoabHMLIBI
JlenuHrpanckoit odnactu, Meauko-Ienernueckoro Ientpa 1 HUMAT um. 1. O. OTTa N0 JaHHBIM Xyp-
HaJIOB LIUTOT€HETUYECKUX MccaenoBaHui. B aHanmu3 ObUIM BKJIIOYEHBI BCE Cydyau XKUBOPOXACHUS OeTei
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¢ TpucoMueit 21 XpoMOCOMEBI OT MaTepel, MMEIOIINX ITOCTOSHHOE MECTO peTUCTpalny B JICHMHrpamcKoi
o0acTu.

Pesyasrarel n o0cyxkaenne. Hamu ObLIM moOJIydeHBI CBeIeHUS O 94 ciydasx >KMBOPOXICHUS AeTelt
¢ Tpucomueit 21 XxpoMocoMbl. JInarHo3 OB BRICTaBJICH KIMHUYCCKHU 110 XapaKTepHBIM (DeHOTUINISCKIM
MPOSIBJICHUSIM Y TIOATBEPXKIEH LIUTOTEHETUISCKUMU MCCIICIOBAHUSIMU Y IeTeil OT IMepruoaa HOBOPOXICH-
HocTu 110 5 setT. Yucio ponos 3a nepuon ¢ 2008 mo 2011 rox coctaBmino 59445 (EMUCC). PacripoctpaHeH-
HoCcTh Tpricomuu 21 xpomocomsr 3a 2008 rox coctaBuiia 1,9%o, 4TO NpeBbIIIAeT aHAJOTUYHOE 3HAUYCHUE 110
Cankr-ITetepOypry 2,5 pasza. B 2009 u 2010 roay BBISIBIEHO CHIXXKeHUE 4acTOThl 10 1,2 1 1,3%0 cooTBeT-
CTBEHHO, omHako B 2010 romy pacnpocTpaHeHHOCTb CHOBa cocTaBmia 1,9%o0. AHAaIOTUYHBIE TTOKA3aTe U B
Cankr-ITeTepOypre UMeIy TEHASCHLIMIO K IIOCTEIIEHHOMY POCTY, HO UX 3HaueHUs He TipeBbimanu 0,99%o.

Beisonbsl: HecMoTpst Ha mpoBeneHre KOMOMHUPOBAHHOTO CKPUHMHTA IIEPBOTO TPUMeECTpa y OepeMeH-
HBIX, QYHKIIMOHUPOBaHKME KaOMHEeTa IIpeHaTaJIbHO TMarHOCTUKH, YaCTOTa POXICHUS JeTel ¢ TPUCOMUEH
XpoMOoCOMEI 21 B JIeHMHTpaaCKo#i 00IacTH IIpeBhIIIacT CPeaHMI TToKa3aTelb 1o Poccuiickoit @enepanmnu
(1,02 %o - Hemuxkoa H. C., Koopunckuii B. A.) 1 sBiIsieTCsT 0MHOIM U3 caMbIX BEICOKUX B Poccuiickoit De-
nepauun. TpeOyroTcsl JOTOIHUTENbHEBIE MEPHI 110 YCOBEPIICHCTBOBAHMWIO OpraHM3alluy CKpUHMUHTA | Tpu-
MecTpa y 0epeMeHHbBIX >KEeHIIVH.

JOCBLI HEOHATAJIbHOI'O CKPMHIHI'Y HA MYKOBICIIN03

Hnoecoxa I. 0., Anoprowenxo O. M.
Xapkiecokuil cheyianizosanuii Meouko-eeHemuuHuil yeump, 2. Xapvkos, Ykpauna, e-mail: mgc @ukr.net

Bceryn. MoHoreHHe 3axBOproBaHHSI, 00yMoBjeHe MyTali€elo reHa TPBbM (TpaHcMeMOpaHHOIo MyKoO-
BiCIIMIIO3HOTO PETyJISITOPA), IO XapaKTePU3YEThCSI YPaXKEHHSIM €K30KPHMHHMX 34103 XUTTEBO BaXKJIMBUX
OpraHiB Ta CUCTEM, Ma€, 3a3BUYali, BaXXKHI mepeOir i mporHo3. Ilicisa BumineHHs mykoBicunosy (MB)
B OKpeMY HO30JIOTIYHY KaTeropito Moro BifHOCUIX A0 po3psay «daTaabHUX» a00 «JIeTATbHUX» 3aXBOPIO-
BaHb, OCKIJIbKY CepeIHSI TPUBAIIiCTh XKUTTS He ITepeBUILyBaia 5 pokiB. binsbko 5% HaceeHHS CBITY € reTe-
PO3UTOTHUMU HocisiMu reHa M B. B cBiTi ix 0113bK0 275 MinbiioHiB, B KpaiHax CHI' — moHaz 12,5 minbiio-
HU. OOHUM 3 IPAaKTUYHO BaXKJIMBUX MiAXOAiB 10 paHHbOTO BUSBACHHSI MB € CKpMHIiHI HOBOHAPOMXKEHUX.
MaeTbCsd NO3UTUBHUI JOCBII IOTO 3aCTOCYBAaHHS y Psii KpaiH.

Merta nocaimkenHsa. Bu3zHauuTH e(peKTUBHICTb HEOHATAILHOTO CKPUHiIHTY HOBOHApOaXXeHUX Ha MB.

Marepiaiu Ta MeToaM JocaimxkeHHs. JJocaimkeHHs piBHS iMyHOpeakTuBHOro tpurncuHy (IPT) B cyxux
TUISIMax KpOBi BUKOHYBAJIOCH 3a JOMOMOTIOI0 (PII0OPECLIEHTHOTO iMyHHOT'O aHaJli3y 3 J103BOJIOM Y Yaci 3 BU-
KopucTaHHsIM O6aratodyHkuioHanbHOoro aHafiizatopa VICTOR Ta tect-cuctem DELFIA Neonatal IRT kit.

Pesynbrati. 3 kBiTHS 2012 poKy B LeHTpasizoBaHiil 1adoparopii XCMI'LI 6yyno obcrexeHo 52191 Ho-
BOHAPO/IXKEHUX, B TOMY YUCIIi:

+  XapkiBcbKa 00J1aCTh — 22566;

» TlontaBchbka obygacte — 12151;

* UYepniriBcbka obaacts — 8081;

* Cymcbka obnactb — 9393.

V 191 noBoHapomxeHoro (0,37 %) 6yB BU3HaueHUI MigBUIIeHUI piBeHb IPT y mepBUHHOMY 3pa3Ky.
IIpu pocnimkenHi orpuManux 106 pe-tectiB (55,5%) HOBOHAPOIKEHUX BU3HAYEHI HOPMaJIbHi pe3yIbTaTi
piBus IPT, y 6 (3,14%) HOBOHApOMXEHUX CITIOCTepiraBcs minBuieHuni piseHb IPT 3 mogaapimM HopMab-
HUM BU3HAYEHUM piBHEM XJIOpUAiB ITOTY (10 40 MMoiib/m). Y 12 (6,28%) HOBOHAPOIKEHUX CIIOCTEPIraBcs
nigsuieHuit piseHb IPT y pe-tecTi. 1iTh MpoXoasiTh 100OCTEXXEHHS 111 MOAAIbIION0 BCTAHOBJICHHS Mdia-
rHo3y. B XapkiBcbkoi obJyiacti OyB BusiBieHUd 1 HoBoHapoxkeHuit 3 MB, y skoro pisenb IPT nipu nep-
BUHHOMY CKpHMHIHTY ckjaB 305,8 Hr/mit (mpu HopMi 1o 70 HI/MIT), pe3y/IbTaT IIOBTOPHOTO TOCIIIKCHHS —
172,5 ur/ma (mpu HOpMi 10 40 Hr/mo). JliarHo3 minTBepaKeHUI IIpH IMPOBEAeHHI IIOTOBOTO TECTY Ta MO-
JIEKYJASIPHO-T€HETUYHOTO AOCTiIKeHH, AuTHHA oocTexxeHa B XCMI', 3HaXxonuThcs Ha 00JIiKY i OTpUMYE
HeoOXiaHy Teparilo.

BucnoBku. CkpuHiHT Ha M B 103BoJisI€e CBO€YaCHO 3AiliCHIOBATH aAeKBaTHi JiKyBaJlbHO-peadiTiTaliiiHi
3ax0[M, 110 MO3UTUBHO MO3HAYAIOTHCS SIK Ha CTaHi XBOPMX, TaK i Ha cepedHii TpUBaIOCTi iX KUTTs. PaH-
HE BUSIBJIEHHSI XBOPUX Ha MYKOBICLIUI03 JA€ MOXJIMBICTh SIK MEIMKO-T€HETUYHOIO KOHCYJBTYBAaHHS, TaK
i nonoJsiorosoi JIHK-giarHocTrku. CKpUHIHT JO3BOJUTh BU3HAYUTH YacTOTy MB B pi3HUX perioHax Kpai-
HU i/a00 eTHIYHUX IPyIIax, 110 BaxKJIUBO IJIs IUIaHyBaHHS 00CSTY JiKyBaIbHO-TIPO(MiIaKTUIHOL JOITOMOTH
i KaTeropii xBopux. 3a nonepeaHiMU JaHMMU MOMUJIKOBO MTO3UTUBHI pe3yabTaTy (TPaH3UTOPHA TUIIepP-
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TPUIICUHEMIT) MOXYTh 3yCTpidaTUCS Y HOBOHAPOMIKCHNX 3 HU3BKMMHM ITOKa3HUKaMM 3a 1mKanow APGAR,
a TaKOX Y 3MOPOBUX HOCIIB MyTalliii (B 3 pa3u yacTillle, HiXX y ITOITYJISIIiI), SIKi TOTPeOYIOTh ITOAAIBIIOTO BH-
BUeHHS. HeobxigHO BpaxoByBaTH, 1110 MOMMJIKOBO HETaTUBHI pe3yJIbTaTh CKpUHIHTY Ha M B MOXYTb 3ycTpi-
YaTUCS IPU MEKOHIEBOI HEMPOXiMTHOCTI Y HOBOHApoxKeHUX 3 M B; ToMy BcCix AiTell 3 MEKOHIEBOIO HETIPO-
XiTHICTIO HEOOXiTHO HAMpPABISATU Ha JOCTIIKEHHS XJIOPUAIB MOTY, HE3aJIEXKHO Bil pe3yJbTaTiB CKPUHIHTY,
a TaKOXX IIPM Mig03pi HAa ypaKeHHs JIeTeHb — i30JIbOBaHiil JiereHeBiii ¢popmi MB.

MUCOPOLYSACCARIDOSES

Chukwuyem Victor Nnamdi
Kharkiv National Medical University

BACKGROUND: The mucopolysaccharidosis are a group of inherited metabolic diseases in which a
defective or missing enzyme causes large amounts of complex sugar molecules to accumulate in harmful
amounts in the body’s cells and tissues. This accumulation causes permanent, progressive cellular damage that
affects appearance, physical abilities, organ and system functioning, and, in most cases, mental development.

PURPOSE: The aim of this work is to provide an overview of mucopolysaccharidosis.

Material and methods: Enzymatic diagnosis of mucopolysaccaridosis.

RESULTS: Seven different types of mucopolysaccaridosis have been diagnosed in a large number
of individuals.The prevalence ranged from 1 per 100,000 newborns for mucopolysaccharidoses type
1.Approximately 1 in 100,000 to 1 in 170,000 males for mucopolysaccharidosis type 2 (hunters syndrome).
With Sanfilippo syndrome being the most common with an occurrence in 1 per 70,000 neonates.

CONCLUSIONS: Mucopolysaccharidosis is an autosomal recessive disorder , meaning that only
individuals inheriting the defective gene from both parents are affected. However,they are relatively prevalent
and represent a vital health setback in our society today.their early diagnosis and possible remedies are of
utmost importance even though researches are still being conducted on some of them.

CONGENITAL CYTOMEGALOVIRUS INFECTION

Grechanina U. B., Beletskaya S. V., Bezrodnaya A. 1., Pavilikova K. V.
Kharkiv National Medical University,
Department of Medical Genetics, Kharkov, Ukraine

Actuality: Congenital cytomegalovirus (CMV) - a viral disease, which manifests itself polymorphic clinical
symptoms with the defeat of the salivary glands, visceral organs, central nervous system and the formation of
giant cells with typical intranuclear and cytoplasmic inclusions. Causes of genes mutations.

Objective: Early diagnosis of congenital CMV infection.

Materials and Methods: Patient N. born in 2012, was observated in HSMC in connection with the
diagnosis of multiple stigma of disembriogenezis, congenital CMV infection, delayed physical and motor
development.

The results of the study:

+ study of polymorphic variants of the genes of folate cycle - MTRR A66G polymorphism is found in the
homozygous state;

* blood chemistry - alkaline phosphatase 1378.2 U / L (normal up to 1107), total cholesterol 2.77 mmol /
L (normal 2,90-5,18), glucose 4.96 mmol / L (normal), AST 35.51 U / L (normal), ALT 22.03 U / L (normal),
triglycerides 1.72 mmol / L (normal 0,4-1,24), urea 3.51 mmol / L (normal) Uric acid is 2.32 mg% (normal),
calcium 2.59 mmol / L (normal), phosphorus 2.16 mmol / L (normal), creatinine 39.69 m / | (normal),
CPK 244.42 U /1 (normal), LDH 369.02 U / L (normal), total bilirubin 2.39 mmol / L (normal), GGT 12.53
U / L (normal), total protein, 63.28 g /1 (normal) , albumin, 45.02 g /1 (normal);
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+ amino-acids of blood - increased levels of threonine (0.225 mmol /1 at a rate of 0,040-0,204) and me-
thionine (0.045 mmol /1 at a rate of 0,022-0,043);

» Lactate — 1.84 mmol / L (normal);

+ Gas chromatography of urine — identified metabolites of exogenous origin;

* homocysteine of blood — 6.1 mmol / L (normal up to 5);

* Folic acid blood — more than 24 ng / mL (normal, more than 5.38);

* Vitamin B12 of blood — more than 2000 pg / mL (normal, 211-911);

* cortisol, testosterone, 17-OH-progesterone blood — the norm;

 Discovered MTRR A66G polymorphism in the homozygous state;

+ Ultrasound of the internal organs - an excess of gall bladder symptoms dizgenezia of biliary, perivascu-
lar infiltration in the spleen, kidney - pathology detected, the adrenal glands are not visualized.

In connection with the identified polymorphisms MTRR A66G, the metabolism of cyanocobalamin,
homocysteine, the amino acids to probands were given recommendations: a power to exclude meat broths,
control blood levels of homocysteine, rehabilitation measures in Hospital Ne 1, observation of a pediatrician,
neurologist, ophthalmologist, infectious disease; medical check-up in HSMGC.

Conclusions. The clinical features thanks to modern genetics can identify key errors of metabolism are
associated with congenital CMYV infection, which can be influenced.

THE RESULTS OF NTBC TREATMENT OF HEREDITARY TYROSINEMIA TYPE 1
PATIENTIES IN RUSSIA — THE IMPROVEMENT OF LIVER FIBROSES STAGE,
RICKETS AND BONE DENSITY

Namasova-Baranova L., Polyakova S., Komarova N., Baydakova G., Jerdev K., Varichkina M.,
Savostyanoy K., Pushkov A., Chetkina T., Evlukhina N., Dvoryakovsky I., Zeldovich E.,
Tzigina E., Bakanov M.

Scientific Center of children’s health of Russian academy of medical science, Moscow, Russia
'~ Center of Medical Genetics of Russian academy of medical science, Moscow, Russia

Background. Effectiveness of nitisinone treatment in hereditary Tyrosinemia type 1 patients (HT1) is well
known. We started to treat patients on advanced stages of disease with cirrhotic liver and severe rickets with
slender hope for success.

Material/patients The effectiveness of nitisinone was evaluated in 11 children from Russian population.

HT1 was confirmed in 12 children (f/m: 5/7) at the age 37[6; 244] months by elevated succynilacetone
level in the urine, amino acid profile and detection of 2 mutations in FAH gene. Cirrhosis was confirmed in
most (9 from 12) children, one 10 y/o girl with late diagnosis has been administered to liver transplantation
without NTBC treatment. The initial dose of NTBC was 1,5-2 mg/kg in 6 subacute HT1 patients of the
age less than 12 months, 0,6-1 mg/kg - with chronic HT1 patients older than 36 mns. The regress of the
morphological signs of cirrhosis associated with the AFP normalization was confirmed by various methods of
visualization (MRI, CT), radioisotope scanning and fibroelastography. Excellent results of treatment allowed
us to avoid needle liver biopsy. The unexpected regression of liver cirrhosis was confirmed by different methods
of visualization in 9 pts. Two incompliant patients demonstrated poor results — the same stage of fibrosis.

Two boys with HT1 of 5 and 13 years who started nitisinone treatment in 2009 and 2011 respectively,
had a growth deficit of more than 3SD. Both had severe phosphate diabetes, complete Fanconi syndrome
(hypophosphatemia, hypocalcaemia, glucosuria, great bicarbonate deficiency, metabolic acidosis). Prior to
initiation of therapy both children were immobile. Besides NTBC patients received calcitriol, phosphates,
calcium and other adjuvant therapy. Bone mineral density and bone age was determined by densitometry. First
child demonstrated normalization of bone mass (from initially BMD =0,56) and bone density (with initial
Z-score = -3) in 1.5 years after NTBC treatment and second child showed significant improvement of BMD
and Z-score after 2 years of NTBC treatment. Both started to walk without assistance after orthopedic bone
reconstructive surgery. Parathyroid hormone levels returned to normal. Patients stopped losing calcium and
phosphorus with the urine. The patient’s height increased in 4 and 2 years by 24 and 20 cm respectively. Two
reconstructive operations on lower extremities have been performed in half year period: wedge resection of
saber deformed bones of legs and hips with metal osteosynthesis.
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HEREDITARY CHOLESTATIC DISEASES IN EARLY AGES: ALAGILLE SYNDROME,
CAROLI DISEASE, PFIC 1 AND 2 AND OTHER IN COMPARISON
WITH BILIARY ATHRESIA

Polyakova S., Komarova N., Varichkina M., Chetkina T., Rusinova D., Smirnov 1.
Moscow, Scientific center of children’s health of Russian Academy of medical sciense.

High cytolysis (>5 norm), jaundice with conjugated hyperbilirubinemia, hypo- and discolored stool are
the sings of extrinsic and intrinsic biliar obstruction incombination with hepatocellular injury and sinusoid/
duct cholestasis. Yearly diagnosis of BA -biliary athresia (best before 2 months of age) and surgical correction
(portoenteroanastomosis by Kasai) is determined to save a liver preventing of cholestatic hepatitis and
cirrhosis. Differential diagnosis includes other cholestatic disease of non-infectious origin.

Thesimilar clinical manifestation of various cholestatic diseases sometimes needs a complex ofbiochemistry,
visual and functional investigations, isotope scanning, and gene sequencing. We want to present our experience
in management of 12 ptnts with Alagille syndrome, 4 - with Caroli syndrome and disease, 8 children with
PFIC land 2 (confirmed with gene sequence), non-syndromic duct hypoplasia (n=6), BA (n= 30).

Alagille syndrome diagnosis is based on the confirmation of three of the five major phenotypic traits,
which confirm abnormal tissues formation during embryogenesis.

Liver transplantation is indicated not only for children with decompensated cirrhosis, but also with the
severe itching, even if patient demonstrates normal protein- synthetic function of the liver and the absence of
coagulopathy. Symptomatic treatment as AS and other forms of intrahepatic hypoplasia is based on UDCA
(10-40 mg / kg / day in 1-2 doses), fat-soluble vitamins A, E, D and K, correction of the bone metabolism
(calcitriol , calcium supplements and phosphorus). Diet was to offer special blends rich medium chain
triglycerides.

We can conclude, that the isotope scanning is the most informative method for liver and biliary tract
investigation and does not need a special preparation or anesthesia, and has a small radiation exposure.
The most important are the half-life of isotope activity over the liver and the emergence of activity on the
area of the intestine. Isotope activity in the liver persists more than 24 hours in case of BA and does not
appear in the intestine. Constructing curves from different areas (liver segments, portal tract, choledochus
zone, gall-bladder and duodenum) allow to imagine the pathophysiology of biliary excretion and anatomical
characteristics of the child - the level of blockade, intra- /extra hepatic cholestasis.
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JIATEPATYPHBIV OB30P 110 AYTU3MY

Ipeuanuna IO.b., beaeuyxas C.B.

BBenenue

AyTHu3M B HACTOSIIIIee BPEMsI CTAHOBUTCSI OTHOM
U3 II100aJIbHBIX TIPo0ieM yesioBeuecTBa. B mocien-
HUE TOObI TOBOPAT 00 SIMIEMUM ayTHU3Ma II0 Bce-
my mupy. B mapre 2012 roga LleHTp 110 KOHTPOJIIO
3aboneBaeMoct U npodunaktuke CIIHA (CDC),
TOCYIapCTBEHHOE areHTCTBO II0 3MIUIASMMOJIOTHH,
IePEeCMOTPENIO TaHHBIE O PACIIPOCTPAHEHHOCTHU ay-
tu3ma. HoBoe uucio - 1 u3 88 gereir. Dto Ha 23%
Oosiblile, YyeM Mpenbiayias oueHka - 1 u3 110 gereit
o gaHHbIM Ha 2009 roa. U sto Ha 78% Goublile, yueM
olieHKa Toro xe areHtcrBa Ha 2007 rox - 1 u3z 150
nereii. Kak v paHee, OOIBIIMHCTBO CIIy9aeB IIPUX0-
IUATCSI HA MAJIBYMKOB - ayTH3M BCTpedajcs y 1 Maib-
yuKa u3 54, o cpaBHeHMUIO ¢ 1 neBoukoi u3 252, To
€CTh COOTHOIIIEHME OOJbHBIX U 300POBBIX MaJIbUM-
KOB B CKOpoM OyayiieM Oyaet coctasisath 1:1. To
€CTh 4acTOTa BCTPEYAEMOCTU PACCTPOMCTB ayTUY-
HOTIO CIIEKTpa BBILIE, YeM U30JUPOBAHHBIX [JIYXOThI
W CJEIOThl BMECTe B3SThIX, YeM cuHApoMa JlayHa
WIM JEeTCKMX OHKO3a0oJieBaHMWi1, U 4acToTa BCTpe-
YaeMOCTH ayTH3Ma MPpOoAd0IKAET YBEINYUBAThCS.

OKcnepThl MPeaynpexaaloT, YTO He CTOUT CUM-
TaTh, YTO TaKas pPacHpOCTPaHEHHOCTb KacaeTcs
TOJIBKO NeTei - Cpedar B3POCJbIX OHA MOXET ObITh
He MeHble. CratucTuka Oblia noaydyeHa CDC Ha
ocHOBe maHHbIX CeTM MOHUTOPMHIA ayTU3Ma U
HapylleHUI pa3BUTHUSI, KOTOpas IMPOBOAMJIA BMU-
JEeMUOJIOTUYECKUN CKPUHUHT AETel B pasiUYHbIX
MeayuypexaeHusx B 14 amepukaHckux mratax. Mc-
clleqoBaTe CeTH MPOBEJM aHAIU3 MEAULMHCKUX
KapT 1 obpa3zoBaTebHbIX 3alMCel 1eCITKOB ThICSIY
JeTeld B Bo3pacTe 8 JjieT U3 14 pasHBIX PEerluoHOB.
OHU YYUTBIBAIM KaK JAUArHOCTUPOBAHHOE pac-
cTpolictBo aytuctudeckoro crnekrtpa (PAC), tak n
HajJu4yue CUMMOTOMOB, KOTOpPbIE IMOAXOAST MOA Ta-
KO€ pacCTpOMCTBO.

B npeabiayux oryerax CDC ypoBHM pacnpo-
CTPaHEHHOCTU CUJIBbHO BapbUPOBAIMChH B 3aBUCHU-
MOCTHU OT KOHKPETHOIO YYpeXXAEeHHS, YTO TOBOPUT O
pa3HULE BCKPUHUHIOBBIX IPOTpaMMaXx U JOCTYITHO-
CTU 3amuceid. YuyeHble TaKKe BbISIBUIU HEOOBIIYIO,
HO CTaOWJIbHYIO 3aBUCHUMOCTb PaCIpOCTpaHEHHO-
CTU OT 3THUYECKOI rpymnnbl pedbeHka. Pacipoctpa-
HEHHOCTb cpeau OelbIX AeTeli coctaBuiaa 1 u3 83, mo
cpaBHeHMIO ¢ 1 U3 127 cpeau 1aTUHOAMEPUKAHIIEB
u 1 u3 98 cpeau ahpoaMepuKaHIIEB. DTO MOXET OT-
paxaTb pa3HULY B JOCTYITHOCTU CKPUHMHIA U Me-
JULMHCKUX YCIYT B pa3IMYHbIX COOOIIECTBAX, a HE

peanbHyI0 Pa3HUILY B PaClIpOCTPaHEHUU. DKCITEPTHI
MOTYSPKUBAIOT, YTO BaXXHO YICIATh BHUMaHHUE HE
TOJIBKO CaMOMY POCTY BBISIBJICHHBIX CJIydaeB, HO U
TEM CIIydasiM, KOTOpBIE IO CUX IOpP HE BBISBIICHHI,
TaK KakK 9TO JIMILIAeT JeTell CBOEBPEMEHHOI MTOMO-
11, 0OCOOEHHO B 3THUYECKMX MEHBIIIMHCTBAX 1 Cpe-
v 6eTHOTO HaceJeHUSI.

EcTh KOoCBeHHBIE YKa3aHHUS Ha TO, UYTO peajib-
HBII ypoBeHb pacnpocTpaHeHus: aytusMa B CIIIA,
J1a ¥ B IPYTHUX CTpaHaX, MOXET OBITh ellle BhIle. Ha-
npumep, B 2011 roay B FOxHoit Kopee 66110 mpoBe-
JIEHO VCClIeIOBAaHNE CPEIM IIKOJLHUKOB, B KOTOPOM
JeTel HEMOCPEeACTBEHHO O0CIe0BaIn, a HE U3yda-
JIA 3aIicH 0 HUX. M B 3TOM ncciefoBaHUN YPOBEHb
pacrpocTpaHeHus1 okaszajicst 1 u3 38 IIKOJIbHUKOB.
JIBe TpeTH OeTeli, Y KOTOPBIX BO BpeMs HCCIeHo-
BaHMSI OBIT BBISBIICH ayTU3M, He UMEJIM HHUKAKOTO
auardos3a (Autism and Developmental Disabilities
Monitoring Network Surveillance Year 2008 Prin-
cipal Investigators. Prevalence of autism spectrum
disorders-Autism and Developmental Disabilities
Monitoring Network, 14 sites, United States, 2008.
MMWR Surveill Summ. 2012; 61(3): 1-19.)

YuuTthIBasg 3NUIEMUOJIOTHYECKIE TaHHbIE, CTa-
HOBSITCSI OCTPO BOIIPOCHI BBIPAOOTKU aJrOpHTMa
JUATHOCTUKU Y TAKTUKM BeICHUS JeTEeii C ayTU3MOM
M ayTUCTUYHBIM CIIEKTPOM HapyllIeHUs TTOBEACHMSI,
OCHOBAHHBIX Ha OCHOBHBIX IPUHIIAIIAX COBPEMEH-
HOI MEIWIIMHBI - TIepCOHANIM3ALNSsI, TTPO(PUITAKTH-
Ka, TapTHEPCTBO, MPOTHO3. BceneHHoi ayTucTa u
€ro MOCTOSTHHBIM MUCTOYHMKOM HaOJIIOIeHUS SIBJISI-
€TCs1 CeMbsl, a yalle Bcero Matb. HemoctaTouHocTh
3HAHMI 1 YETKOM CXeMBbl 00CIIEIOBAHUS U JICUCHUS
JeTell ¢ ayTU3MOM ITOPOXAAIOT CaMOCTOSITeIbHBIMN
OCCKOHTPOJIBLHBIII TOMCK POIUTEISIMU WH(OpMa-
MK, B TOM YMCJIE, B COMHUTEJIBHBIX MCTOYHUKAX
CpelCTB MacCcoBO MH(OpMaIMK, 0OCOOEHHO Ha NH-
TepHeT-(popymax. Ha rpeGHe BOJTHBI MOBBIILIEHHOTO
WH(OPMAIIMOHHOTO CIIpoca Ha peadWIUTaLuI0 U
JeueHue AeTeil ¢ ayTM3MOM MOJIb3YIOTCS YCIIEXOM
CIIEIMAINCTHI, OTIWYMTEIbHOM 4YepTOil KOTOPBIX
SIBJISIETCST Oe3alleIITIIMOHHOCTD CYXKIEHU, BBICO-
K1e 0eCKOHTPOJIbHBIE TO3WPOBKM Pa3IUYHbBIX Mpe-
napaToB, KaK Cyry0oo IICUXAaTPUIECKUX TaK 1 OMO-
JIOTUYECKU aKTUBHBIX 100aBOK. [JIs1 TOro, 4roObl
cAenaTh TOIBITKY IPOaHAJIM3MpPOBaTh BCE MMEIO-
IIyecs MOIX0Abl K TPAKTOBKE, JICUCHUIO, PeaOuITH-
TallMi ¥ IIpodUIaKTUKE BO3HUKHOBEHUSI ayTU3Ma,
HEO0OXOIMMO MX CUCTEeMAaTU3UPOBAaTh.
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BriepBbie TEpMUH «ayTUCTUUYECKUI» ObLI yIIO-
TpebeH bieitinepom B 1908, KOTOPHIIT MCITOIB30BAN
3TO CJIOBO (OT TPEYECKOTO «autos», O3HAyarollee
«CaM») IIJISI OIMCAHMS yXOIa OT COLIMAIbHOI XU13-
HU, HAOJII0JAIOLIEroCsl Y B3pOCJbIX JIOAeH, 00Jb-
HbIX mn3odpenuneii. Ho kak camocTosITe IbHAS IIPO-
O;ieMa ObL1 BIEpBbIe ONMMcaH JOKTopoM KaHHepom
B 1943 rogy B KHUTEe «AyTUCTUYECKHNE HApPYyIICHUS
SMOIMOHAJILHOTO KOHTaKTa». IMEHHO OH oIpene-
JIV psi NPU3HAKOB, XapaKTEPHBIX BCEM ayTUCTaM.

B 1944 rony, Bcero onyvH ro CITyCTsI ITOCJIe TOTO,
Kak KaHHep omy0iuKoBaia CBOO paboTy, aBCTpUIi-
ckuii TepaneBT [aHc Acneprep omy0aMKOBaa IMC-
CEpTALIMIO, MMOCBALIEHHYIO «ayTUCTUYECKOM MCUXO0-
naTuu» y JETEM.

Hoyiroe BpeMsl ayTM3M CUMTAJCS TOJbKO ICHU-
XUATPUUYECKON MU MCUXOJOTUYECKOU MPoOIeMOid,
ero Jaxe MyTajld JOCTATOYHO IOJTrO C IIu3odpe-
Hueit. B 1971 . oH ObLT OKOHYATEJILHO OTAEIEH OT
mm3odpenun (Kolvin, 1971). B nanbHeiiiemM ObL1a
JloKa3zaHa reHeTnyeckas npupona aytusma (Rutter,
1998), KOTOpPBIA 3aHSUT B ICUXUATPUU TO K€ MECTO,
YTO U IIM30(PEeHUS B OTHOLIEHUHN KaK TSKECTH, TaK
W IPUHLUIIOB YCTAHOBKM AMArHo3a.

Onpenenenune
ITo naHHBIM coBpeMeHHbIX aBTOpoB (Gesch-
wind D. H. (2008), London E. (2007), Fernan-

dez B.A. (2010), E. 4. Ipevanuna (2013)),
ayTusm MpeNCTaBIsSIeT coboit CJIOXKHOE
Helipoburoornyeckoe HapyllleHue, SIBJISTIO-
meecss pe3yJsTaToM JeWCTBUSI Tpe-, WHTpa-

M MOCTHATaJIbHBIX (haKTOPOB, FTEHETUYECKUX, IKO-
W BIUTeHEeTMYECKMX BO3AEUCTBUIA, KaK Ha CTpoe-
HHUeE, TaK ¥ Ha (DYHKIIMIO FreHOMA.

YuurbiBasi KOMIUIEKCHOE BO3JEHCTBUE Pa3HO-
o0pa3HbIX (pakTOpOB Ha (popMUpPOBAHUE aAyTU3MA,
CYIIECTBYIOT pa3Hble B3IJISIAbI HA OINpeaesieHue ca-
MOTO NOHATUSA. B CTpOro ncuxmaTpuyeckom CMbICTIE
ayTu3M — TSDKEOoe TMCUXMUYECKOe pacCTPOMCTBO, re-
TEPOTE€HHbII CUHAPOM, KOTOPBIN XapaKTepu3yeTcs
HapylIeHUsSIMU B TPEX cepax:

* HEIOCTaTOK COLIMAJIbHBIX B3AUMOAECUCTBUN;

* HapylleHHas B3aMHas KOMMYHHKAIIKSI,

* OrpaHMYEHHOCTb MHTEPECOB M IMOBTOPSIO-

LIMIicS penepTyap NOBEICHMSI.

IToMrnMO OCHOBHOI1 Tpuambl IPU3HAKOB IIPHU
JaHHOW OO0JIe3HM MOXET Takke HaOI10JaThCs YM-
CTBEHHAs1 OTCTaJOCTh, SMUAECOTU(MOPMHBIE MPOSIB-
JIEHWS1, MUKPOAHOMAJIMM 1 MOpoKu pa3Butus (Levy
S.E., Mandell D.S., Schultz R.T., 2009).

Y 530TepMKOB CYLIECTBYET ajbTepHATUBHOE
MHEHME, YTO ayTUCThl HapaBHE C JE€TbMM WHIWUTO
SIBJISTIOTCSI TIPEACTaBUTEISIMU OYAYILEH pachl Jioaei
(Haucu OuH Tonn, Kapen Iaupuy, 2003).

Ki1MHHKO-NICHX0JI0THYECKHE ACTIEKTBI ayTH3Ma

XapakTepHBIMU YepTaMy PacCTPOMCTB ayTH-
CTUYECKOTO CTIEeKTpa SIBJISTIOTCSI:

1. Hapywenusa komMmyHuKayuu pe3Ko 3aTPYIHSIIOT
(B TSXENBIX CITydasix COBCEM MCKITIOYAIOT) BO3MOX-
HOCTb OOydYeHUsI, U TpeomojieHue (UM XOTS Obl
CMSITYEHIE) KOMMYHUKATUBHBIX IIPOOJIEM SIBIISICTCS
TepBOCTEIIEHHOW 3a7ayveil, Kak Mo 3HAUYECHUIO, TaK
U 10 ovyepenHoctu peineHus. CiemyeT MOMHUTD,
YTO peyb UAET O HapyILIEHUSIX HE CPeaCcTB U GopM
KOMMYHUMKaUU (CEHCOpHble (YHKILMWU, pedyb) M
He 00 o0eqHEeHMM yTauBaeMOro MoToka MHpopMma-
vy (MHTEJUIeKTyaJlbHasl HEJIO0CTaTOYHOCTh), HO
0 HapylIeHUsIX OOILIEHUs KaK TaKOBOTO, Hapyllle-
HUSIX, HE 3aBUCSIINX OT XKEJaHUs WM HeXeJIaHUs
(Kampu3HOCTHU, HEBOCITUTAHHOCTU U T.J1.) ayTUYHO-
ro pedeHKa.

2. Hapywenusa peuesoeo paszsumus npyu 1eTCKOM
ayTM3Me MHOrooOpasHbl W SBIISIIOTCA OJHUM U3
HanOoJIee YaCThIX HEMOCPEACTBEHHBIX MTOBOAOB 00-
paieHus poaurenei K cneuuanucty. Cpean Haubo-
Jiee YacThIX CUMIITOMOB CJIeAyeT OTMETUTh MYTU3M
(oTCyTCTBME peun), IXoNaauu (ITOBTOPEHUE CKa3aH-
HOTO JPYrMM YeJOBEKOM), OOJIbIIOE KOJIMYECTBO
CJIOB- IITAMIIOB M (Ppa3-1ITaMIoB, «(hoHOTpapuye-
CKYIO» pedb, HECIIOCOOHOCTb K JAMAJIOTY, HEOJIOTU3-
MBI, TIO3[HEE TOSIBJICHME B PeUM M HENpaBUJIbHOE
yHoTpebieHrne JUYHBIX MECTOMMEHMI (0COOEHHO
«$1»), HapylIeHUS 3ByKOTTPOU3HOIICHUS U TpaMMa-
TUYECKOTO CTPOS peuu U JIp.

Ilp opraHmzauny BOCIIMTAHUS U OOYyYECHUS
JeTell ¢ ayTU3MOM HEOOXOIMMO YUYUTHIBAThH UX 0CO-
oennocmu eocnpuamusa. K TakuM 0COOEHHOCTSIM
OTHOCSIT TUIIEPCEH3UTUBHOCTh, (hparMEHTAPHOCTb,
TUTIEPCEIEKTUBHOCTh, CHUMYJBTAHHOCTh W TPYA-
HOCTM BOCIIPUSITUS CYKIIECCUBHO OpraHU30BaH-
HBIX (TO €CThb Pa3BOPAUYMBAIOIIMXCSI BO BPEMEHM)
saBineHuil. CeHCOopHasl eunepceH3umueHoOCms TIpo-
SIBJISIETCS Yallle BCETO B CHMKEHHOM TIOpOre JMC-
KoMpopTa, HEMEPEHOCUMOCTH pa3ApakKuTeIcit, NH-
TEHCUBHOCTHKOTOPBIXBIOJTHETIPUEMIIEMa LIS peOeHKA
C HOpMaJbHBIM pa3BuTMeM. B apyrux ciyya-
sIX, CJIOBHO B 3alpele/bHOM TOPMOXCHUU, pe-
OCHOK pearupyeT Ha CEHCODHbIC pa3apaxu-
TeJM KpaliHe cyabo, TMapagoKcaabHO (ca0blit
pa3npaxuTelb BBI3BIBAET CUJIBHBIA OTBET, CUJIb-
HBI pa3apaXuTenb - Cladblii OTBET) WU Aaxe
He pearupyet BooOl1ie. [MrnepceH3UTUBHOCTD JIEKUT
B OCHOBE HEKOTOPBIX CTPAaXOB, HAOIIOAAEMBIX TTPU
ayTu3Me.

Dpazmenmaprocms TOIpa3yMeBaeT HEPaBHO-
MEpPHOCTh PeaKkilMd Ha KayeCTBEHHBIC XapaKTepH-
CTUKM CEHCOPHBIX CUTHAJOB; HalpuMep, IOBbI-
IIEHHOe BHUMaHWE K LIBETY MPU OTHOCUTEIHLHOM
0e3pazauuu K hopMe 1 pa3Mepy B 3pUTEIbHOM BOC-
MIPUSITUU, BBICOKasl YyBCTBUTEIBHOCTh K TEMOpaib-
HBIM XapaKTepUCTHKaM 3ByKa B yIepO 4acTOTOTO-
HaJIbHBIM M IMHAMUYECKUM B CTYXOBOM BOCTIPUSITUM
u T.n. Ha GoJyiee BEICOKOM YpOBHE 3TO MPOSIBIISIETCS
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B IIOBBIINICHHOM BHMMAaHMHM K JETalsIM OOBEKTa,
TOrJa KakK OOBEKT Kak IIeJIoe He BOCIIPHMHMMACTCS
M TI0 TIPSIMOMY HAa3HAYCHUIO B UTPE HE MCIIOIb3YeT-
csI: peOCHOK YacaMM KPYTUT KOJIECKO MAIIIMHEI, HO
HUY KyOMKHU, HY TIECOK B HEl He BO3UT U KYKOJI B Helt
HE KaTaeT.

4. Hepaenomepnocmv pazeumus NCUXUHECKUX
dyuruuii sIBISETCS OOHON M3 HaMOoJIee XapaKTep-
HBIX OCOOEHHOCTEll ayTM3Ma, UYTO OTpaKaeT Bemy-
1IIee MECTO ACUHXPOHMU Cpear MEXaHU3MOB pa3BU-
THST ayTUCTUIECKOTO TU30HTOreHe3a. Ilpu geTckom
ayTU3Me HepaBHOMEPHOCTb Pa3BUTHUS MPOSIBIISIETCS
TaKKe B TOM, YTO OTMEYAIOTCS pa3HOOOpa3HBIE 110
CTEIIEHW W CIIEKTPY HapylIeHUs pa3IMYHBIX BBHIC-
X MCUXWICCKUX PYHKIIMI (IaMsITh, BHUMAaHHE,
LeJIeHANPaBJIeHHOCTh W NIp.), HapyIIeHUS CHJIHI,
MOIBMKHOCTH, YCTOMIMBOCTH, TEM I1a HelipoarHa-
MUKH U Op.

5. Iloevtmennyro npecoimyaemocms TIpU ayTH3-
M€ CBSI3BIBAIOT C HU3KUM OOIIMM, IIpeXIe Bce-
ro IICUXWYECKUM TOHYCOM M pacCMaTpUBalOT Kak
MEXaHN3M, OTrpPaHMYMBAIOIINI B3aMMOMIEICTBUE C
OKpYXKaIOIINM, JIIOOYIO IesITeIbHOCTh Ha HanboJee
r1yooKoM, 0azanbHOM ypoBHe. HactymineHue mpe-
CHIIIIEHUS 10 BpeMEHM WHAWBUAYAJIbHO W 3aBHUCUT
OT TJTyOMHEBI ayTUCTUIECKUX PACCTPOICTB, OT XapaK-
Tepa IesITeILHOCTU Y OTHOIIICHMS K Heil peOSHKa.

6. Cmepeomunnoe, 00HO0GpasHOe noeedenue
SIBIISICTCS ONHOIM M3 HamOoJiee XapaKTEPHBIX OCO-
OeHHocTel neteil ¢ ayruamMoM. CTepeoTUITUU Mpo-
SBJISIIOTCS OYeHb Pa3zHOOOpa3HO: B JIIOOOM BUJE
NeITeIbHOCTH (ABUTATEIbHBIE, CEHCOPHBIC, Muea-
TOPHBIC U T.1I.), B pYyTUHHBIX IIPUBEIYKAX U pUTyajax.
IIpu aytu3me CTepEeOTHIIMU HaIlpaBJIeHBEI B OCHOB-
HOM Ha ayTOCTUMYJISILINIO M HOCSIT aTOJIOTUISCKUI
XapakTep; OHU OTJIMYAIOTCS OOJIbIION CTOMKOCTHIO,
TPYAHOIIPEOJOIMMBI.

7. YV nopasisoliero 00JbIIMHCTBA JIeTel ¢ ay-
TU3MOM €A400 pazeuma uau He pazeuma 60006ue cno-
cobnocmb Kk nodpaxcanuro, umMumMauuu, YTO Co3naeT
3HAUYUTEIbHBIE TPYOTHOCTU B OOYyYEHUM, MOCKOJIb-
Ky, TIpeXIe BCEro B IOLIKOJILHOM BOCIIMTAHUU U B
HavYaJlbHOM IIKoJie (0COOEHHO ISl JeTeil CO CHU-
JKEHHBIM MHTEJJIEKTOM), ITOKa3, 00pa3el] SIBISIOTCS
BasKHEMIITM CIIOCOO0M OOYUEeHUS MJIN HAyIIEHMSI.

8. OueHb BaXHEI O0COOEHHOCMU UHMEAAEKMY-
aavnozo pazeumus. Ilo maHHBIM 3apyOeXHBIX M
OTeUYEeCTBEHHBIX aBTOpoB oT 70 — 75 % neteii ¢ ay-
TU3MOM (OCOOEHHO TIpY aTUIIMYHOM ayTHU3MeE)
CTpafaloT TOM WJIM WHOM CTENCHbIO MHTEIJIEKTY-
aJbHOI HemocTaTouyHOCTU. HepaBHOMEpHOCTH pa3-
BUTUSI ayTUYHBIX PACCTPOMCTB SIPKO ITPOSIBIISICTCS
M B OTHOIICHWUM WHTEJJICKTYaJIbHBIX (PYHKIINIA.
Tax pa3BuUTHE OTHMX MHTEJUIEKTYaIbHBIX (PYHKIINHI
MOXET oIepexaTb BO3PacTHYIO HOPMY, APYTMX —
3HAYUTEIHLHO OTCTABATh.

Knaccudukanus

B HacTosiiee BpeMsi UCIOJIb3yeTCsI HECKOJIbKO
Ki1accuduKaluii HapyleHUi ayTUCTUYHOTO CITeK-
Tpa. Bce onuvcaHHbie HUXe KiaccubuKaul ayTu-
CTUYECKUX CUMIITOMOB Yy JIET€! B CBOEH OCHOBE CO-
JepKaT 3TUOJIOTMUECcKUe (DaKTOPhbl U KIMHUYECKUE
MPOSIBJICHUS U, TIO CYTH, COAEPKATeIbHO HE OTIM-
4aloTcs APYT OT Apyra.

B mcuxmaTpuyeckoil MpakTUKe ITPUMEHSIETCS
Mescoynapoonas kaaccupuxauus o6oaesneil 10-20 ne-
pecmompa (1994) non pyopukoit «Knaccudpukanus
TMICUXWYECKUX U TIOBEIEHUECKUX PaCCTPOUCTB». OHa
BKJTIOUAET CJIEAYIOIIMeE pa3iesibl:

F84 Oo01ue paccTpoiicTBa pa3BUTHUS

F84.0 [derckmii aytusM (ayTMCTUYECKOE pac-
CTPOMCTBO, MH(pAHTUIBHBIN ayTh3M; MHGAHTUIIb-
HbII Icuxo3; cuHapoM KaHHepa), Iipu pa3BUTUU IO
3-JIeTHero Bo3pacra

F84.1 AtunuuHblii ayTv3M (aTUMAYHBIA NET-
CKUIi TICUX03; yMEpeHHasl YMCTBEHHAsl OTCTaJIOCThb
C ayTUCTUYECKMMU YepTaMu), MpU pa3BUTUU B 3-5
JeT

F84.2 Cunapom Perra

F84.3 [Ipyroe ne3auHTEerpaTMBHOE pacCTPOMCTBO
JETCKOTO0 BO3pacTa (JAe3WHTeTpaTUBHBIN TICHUXO03;
cunapoM lennepa; neTckas neMeHUMS; CUMOMOTH-
YeCKU TICuxo3)

F84.4 TunepakTuBHOE pacCTPONCTBO, COYETAIO-
1eecs C YMCTBEHHOM OTCTaJIOCThIO M CTEPEOTUITHBI -
MU IBVZKEHUSIMU

F84.5 Cunmpom Acneprepa; ayTMCTUYecKas
TICUXOIATHS; IU30UAHOE PACCTPOUCTBO AETCKOTO
BO3pacTa

F84.8 /Ipyrue ob1ne paccTpoiicTBa pa3BUTHUS

F84.9 O61ee paccTpoiicTBO pa3BUTHSI, HEYTOU-
HEHHOE.

B 1997 r. HayyHBIM LEHTPOM ICUXMYECKOTO
300POBbS POCCUMCKON aKaAeMU HAyK YTBEPXKIEHA
CenyIolasl Kaaccupukauus aymusma.

1 .JeTckuii ayTM3M 3HAOTEHHOIO reHes3a (603-
HuKuiuil 6e3 HewHell 8UOUMOL NPUYLHDbL):

» cunapom KanHepa (kaaccuueckuii eapuarm

demckoeo aymuszma);

* MH(MAHTUIBHBIA ayTu3M (gakmuuecku 3mo
HauanbHble NposeaeHus Ar00i opmsl aymus-
Ma, «y0obmbiil pebenox» 6 eospacme om () do
12-18 mecauyes);

* JETCKUU ayTU3M (paHee omHocuau K wusogpe-
HUU, HO 8 OMAUYUe OM 83POCAbIX, HA QOHe neye-
HUs cOCMOsIHUe NOCMENeHHO YAYHULAemCsl);

* cuHApoM Acrieprepa (uHmensekm coXpaueH,
ommeuaemcs 3aMKHYMOCHb, CMPAHHAS U 8U-
muesamas peus, uauje ceeo o0yueHue 6 obuje-
00pa308amenbHblIX WKOAAX).

2. OpraHu4YecKuil ayTu3M (NpuvUHa nposeAeHus

aymuzma—eeuodpoueganus, 2unoKcus, poooeasimpasma
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u m.d., cmoiikoe yay4uienue Ha (hoHe ne4eHUs Heepo-
A02U4ecKoil namonoaui).

3. AyTHUCTUYECKHM TOTOOHBIC CHUHAPOMBI IIPH
XPOMOCOMHBIX, OOMEHHBEIX U APYIMX HapYIICHHSIX
(npu cunopome Jlayna, ¢henuakemonypuu, mybdepos-
HOM cKaepo3e u m.d.).

4. Cunnpom PerTta (HEyTOUHEHHOTO TeHe3a).

5. AyTUCTMYECKM MOA0OHbIE CUHAPOMBI 3K30-
TEHHOrO TeHe3a (aymucmuueckue HNpOsGAeHUS 603-
HuKAu nod 8o3delicmeuem 6HEUHUX PaKmopos):

* MCUXOTEHHBIN mapaayTuaM (cmpecc npu4uxa
aymucmu4ecKux HnposAeAeHull — ocupome-
A0CMb, COCMOsAHUe nocie npedbieanus 8 cma-
yuoHape u m.o.).

6. AyTU3M HESICHOTO reHe3a.

HpyrumMu uccienoBatessiMU  IIpeaAnpuHUMA-
JIMCh OTHAEJIbHbIE MOMBITKU KJIaCCUDUKALMU AeTei
C ayTU3MOM I10 XapaKTepy COLIMAJIbHON ae3aganTa-
uuu. Hanpumep, JI. Bunr (1997) paznensiia ayTud-
HBIX IeTell Ha TP IPYIIIIBLI B COOTBETCTBUM C MIX CIIO-
COOHOCTBIO BCTYIIATh B COLIMAJIbHBII KOHTAKT:

1) «oOMHOKHME», KOTOpble HE BOBJIECKAIOTCS
B O0OlLIeHUE;

2) «ITaCCUBHBIE»;

3) «aKTUBHBIE, HO HEJIETIBIC».

Hawnyyiuii mporHo3 B JajbHEHIeM Ncuxuye-
CKOM pa3BUTHUM, 110 MHEHHMIO aBTOpa, ObLI y «Iac-
CHBHBIX».

JIJ1S1 ICUXOJ0TOB Y MEAAaroroB 0COObI MHTEPEC
npeactabisieT Knaccudukamust O. C. HUKoabCKOI,
E.P.baenckoituM.M.JInb6auHr(1997), mocTpoeHHas
C YYETOM CTEIEeHM TSKECTH ayTMCTUYECKUX ITpO-
SIBJICHUI 1 BeAyIlero NaTOLCUXOJIOTMYECKOro CUH-
JIpoMa. ABTOpaMU OBUTH BBIJEJIEHBI YETHIPE TPYTITIHL:

* netu | rpynmbl XxapakTepu3yloTcs HauboJjiee
rinybokoii ad@eKTUBHOU TaToOJAOrMei, uX
MoBeJeHNWEe HOCUT MOJIEBO XapakTep, OHU
MYTUYHBI, HE TOJIbKO He BIaAcIoT (hopMaMu
KOHTaKTa, HO U HE UCHBITHIBAIOT MOTPEOHO-
CTU B HEM, Y HUX HA01101a€TCs ITOYTU ITOJTHOE
OTCYTCTBUE HAaBBIKOB CAMOOOCTY>KMBAHMUS;

« getu II rpynnel oTauyaroTcsl 6oJjiee LejieHa-
MpaBJIeHHbIM TTOBEACHMEM, CIIOHTAHHO Yy HUX
BbIpa0aTHIBAIOTCSI CAMble IPOCTEMIINE CTepe-
OTUITHBIE PeaKLIMU U peuyeBble IITAMIIbI, IPU
aJeKBaTHOM IMTEJbHOU KOPPEKLUU IeTH
MOTYT OCBOUTb HaBBIKM CaMOOOCTYyXKBaHUS
M 3JIeMEHTapHOIo OO0y4YeHHUs, BEAYIIUM Ila-
TOMNCUXOJOTMYECKUM CUHAPOMOM B JaHHOM
TpYIIIIEe SIBJSETCS OTBEPKEHUE OKpYXKalollei
pealbHOCTH;

» getu III rpynnbl xapakTepu3yroTcs O0JbleiH
MPOM3BOJLHOCTBIO B TTIOBEACHUM, B OTJIUYNE
oT gereit I u Il rpynmn, oHu uMelOT Oosee
cJloxkHble ¢opMbl ahEKTUBHOR 3allUTHI,
YTO MOpOSBISIETCS B (POPMUPOBAHUM IATO-
JIOTUYECKUX BJIeYEHUI, B KOMIIEHCATOPHBIX
(haHTazusX, y geteit 3Toit rpynibl 60Jee Bbl-
COKMIA ypOBEHb Pa3BUTHUS PEUU;

« getu IV rpynmsl XapakTepu3ylOTCsS MeHee
IIyOOKUM ayTMCTUYECKUM 0apbepoM, MEHb-
et natojorueit B ah@eKTUBHOM U CEHCOP-
HoOM1 cdepax, B UX cTaTyce Ha TepBbIN TIaH
BBICTYMAIOT HEBPO30TOA00HBIE PACCTPON-
CTBa, YTO MPOSBISAETCS B pOOOCTH, MyTJIMBO-
CTH, OCHOBHBIM TaTONICUXOJIOTUYECKUM CUH-
JPOMOM SIBJISIETCSI TIOBBIIIIEHHAsT PaHUMOCTD
TIpY B3aMMOJICIICTBUY C OKPYKAIOIIUMU.

HaHHas kiaaccuduKalusg Aadeko He yHHUBeEp-
cajbHa, TaK KakK B €€ OCHOBE JieXaT TCHUXOJI0ro-
regarormuyeckuie HabIIOAEHUS U B Hell He OTpakeHbl
ATUOJIOTUYECKUE U MATOTeHETUYECKUE MapamMeTphbl
ayTu3Ma y IeTei.

CrnieuranbHbIi KOMUTET AMEpUKAHCKOTO TICH-
XMaTPUUECKOro 00IIecTBa B NATOM penakuuu Jua-
THOCTUYECKOTO U CTaTUCTUYECKOTO PYKOBOJCTBA MO
McUXUYecKuM pacctpoiictBaM (DSM-5), koTopoe
omnyonukoBaHo 18 Mas 2013 roga 0603HaYMIIO Clie-
aytoiue pyHaaMeHTaIbHbIe U3MEHEHUS:

* BO-TIEPBBIX, pedaklus yrpazaHseT Te dop-

Mbl ayTU3Ma, KOTOpHIE BBIACISUIMCH paHee,
BKJIOUYas cuHiapoMm Acneprepa. Ternepb Jio-
0as ¢opma ayTu3zMa MMeeT OJHO Ha3BaHUE -
PacCTPOMCTBO ayTUCTUIECKOTO CIIEKTpa.

* BO-BTOpBIX, Ceiyac BBIACISIOTCS TpU BHUAA
CUMIITOMATUKU TaKUX PACCTPOMCTB — COLIM-
aJibHble HapyLIeHMs, 1ePULIUT KOMMYHUKA-
LIMM U TIOBTOpSIOIIeecs/OrpaHUYeHHOE TO-
BeneHue. Ternepsb B CIIA OyneT BhIACTATHCS
JIMIIIB ABE TPYMITBl CAMIITOMOB — HapyIIEHUS
COLMAJIbHON KOMMYHUKALIMU U TOBTOPSIIO-
meecsi/orpanndyeHHoe noBenaeHue. (Huerta
M, Bishop SL, Duncan A, Hus V, Lord C.
Application of DSM-5 Criteria for Autism
Spectrum Disorder to Three Samples of Chil-
dren With DSM-IV Diagnoses of Pervasive
Developmental Disorders.Am J Psychiatry.
2012; 169(10): 1056-64.)

DTHOJIOTHS ¥ IATOTeHe3

OTUOJIOTHUS PACCTPONCTB ayTUCTUYECKOTO CIIEK-
Tpa U YMCTBEHHOM OTCTAJIOCTA BO MHOTUX CJIy4dasix
CJIOXXHAa W HE OIPEAEISIeTCS E€IMHOU NPUYMHOM,
IIO3TOMY BBISIBJIEHUE MHOXECTBA XPOMOCOMHBIX U
Te€HHBIX HapylIeHWii, a Takxke BAUSHUS (haKTOPOB
BHEIIIHEN Cpeabl, KOTOPBIE JIeXKaT B OCHOBE ayTH-
CTUYECKUX PACCTPOMCTB, 3HAYUMO IS TIOHUMAHUS
HepoOUOJIOTUUECKUX MEXaHU3MOB, JieXKallluX B OC-
HOBE MOBEACHYECKNUX U KOTHUTUBHBIX PACCTPOMCTB.
B HacTos111ee BpeMs cylIecTBYeT HECKOJIbKO TEOPHU it
BO3HMKHOBEHHUSI ayTu3Ma. Bce oHuU moapasnens-
I0TCSl Ha HeTreHeTHYeCKMe U TeHeTudeckue. Takoe
pasinenieHue YCIIOBHO, MOCKOJIBKY B KaXIOM KOH-
KPETHOM cJly4yae, Kak IpaBujIO, IMPOCMATPUBACTCH
COBOKYITHOCTb BO3MOXKHBIX 3TUOIATOT€HETUYECKUX
(hakTOpOB pa3BuTUs NaTojioruu. KpoMe Toro, Here-
HeTUYecKue (haKTOPhl YaCcTO SIBJISSIOTCS TPUITEPaAMU
Pa3BUTUS PAZTUYHBIX META0OTNYECKUX HAPYILICHUIA.
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K HereneTHmyecKumM pakTopamM OTHOCSITCSI:

1. UHdex1uss — BOCHOBHOM MUKCT-UH(PEKIIUS,
YacTo UIMTEIbHAsI, BSUIOTEKyIlas, XpOHWYECKasl,
nepcuctupyiomas. I1o coBpeMeHHBIM JaHHBIM KOC-
BEHHBIMHU «aBTOpaM1» BOSHUKHOBEHUS ayTUYHOCTHU
SIBJISIIOTCSI BCE BapMaHThI OaKTepUaabHOM, IPUOKO-
BOil M BUpPYCHOM MH(EKUWM, B TOM YHUCJIE, U I0-
ctBakuurHanpHol (Cunrx B. K., Tomcon B., 2001).

Pesynbrathl uccienoBaHusl, IIPOBEISHHOIO Ha
Mblmax Jjietom 2012 roma, MOTyT MOACKas3aTh, Kak
MMEHHO MHMEKINSI W HapYLIICHUS] UIMMYHHOM CH-
CTEMBbI CBSI3aHBI C PA3BUTHEM ayTU3Ma.

HccnenoBaren cMomelMpoBaiyd Ha MbIIIaxX
MaTepPUHCKYI0 MHQEKINI0 BO BpeMs OepeMeHHO-
ctu. Pe3ynabraToMm cTana 4ype3MepHO aKTHBHAsI MM-
MYHHasl CICTeMa 1 ayTOITog00HOe ITOBeIeHE Y 110~
TOMCTBa. bojee Toro, yaeHble cCMOTIM M30aBUTHCS
OT HEKOTOPBIX BUIOB TaKOTO ITOBEICHUS C ITOMO-
IIBIO «IIepe3arpy3Ku» UMMYHHOM CUCTEMBI IIOTOM-
CTBa IIyTeM ITepecagKi KOCTHOTO MO3Ta.

BocnanutenbHble OpoliecChl BO Bpemsl bepe-
MEHHOCTHU MPUBOAUIIU K TOMY, UTO Y IIOTOMCTBA ObLT
MOHIKEHHBI YPOBEHb PETYJISITOPHBIX T-KIIETOK,
KOTOpBIE «yCIIOKAWMBAaIOT» MMMYHHYIO CHCTEMY.
XOTSI MOIIe/Ib Ha XXKMBOTHBIX UMEET OUYeHb OIpaHU-
YEHHOE 3HA4YeHWE, WCCIENOBAaHWE MPEIIOJIaraeT,
YTO KJIIOYEBYIO POJib B Pa3BUTUU ayTHM3Ma MOXET
UIpaThb IMMYHHasI CUCTeMa MaTepu BO BpeMsl bepe-
MEHHOCTMU.

Kpome Toro, yuyeHble IpOBEpUIU, CYIIECTBYET
JIM TIPUYMHHO-CJIEACTBEHHASI CBSI3b MEXXAY MpoobJie-
MaMM MMMYHHOM CHCTEMBI M HaIIOMHHAIOIINM ay-
TH3M NoBeaeHueM. OHU mepecaauand 3aTPOHYTOMY
IMIOTOMCTBY KOCTHBII MO3I HOPMAJbHBIX MEIIICH,
YTO «BEPHYJIO0» MX MMMYHHYIO CHCTEMY K HOpME.
OTO XK€ YMEHBIIWJIO MOBeAeHUEe, HAallOMUHAlOIIee
ayTU3M Y JIIOJIEH.

DKcnepThl COrJIaCHbI B TOM, YTO JaHHbIE, MOJIY-
YeHHbIe Ha MBbIIIAX, HeJIb3sl IEPEeHOCUTDb Ha JIIOACH.
Ha u mepecagka KOCTHONO MO3ra — pHUCKOBaHHas
npoleaypa, KOTOPYIO HMKOIAA Helb3s OydeT uc-
MoJb30BaTh Mg jJedyeHus aytuama. OmgHaKo 3TO
BaxKHbIMA 1IAr Ijisl MOCAEAYIOLIero M3y4yeHUsl CBsI-
31 UMMYHHOIW CHUCTEMBl U ayTU3Ma CpeAu JIomaeil.
BrionHe BO3MOXHO, B OyayllieM MOSIBATCS Mpenapa-
ThI TSI JIIOAEU C ayTU3MOM, KOTOpbIe OyIyT KOppeK-
TUPOBaTh UMEHHO MMMYHHbIe HapyiueHus. (Hsiao
EY, McBride SW, Chow J, Mazmanian SK, Patter-
son PH. Modeling an autism risk factor in mice leads
to permanent immune dysregulation. Proceedings of
the National Academy of Sciences.2012; 109(30))

2. IlpumMeHeHHue MaTepbio BO BpeMsl OepeMeH-
HOCTU CUJIbHOAEWUCTBYIOIIMX MpernapaToB (B TOM
Yyucie TOPMOHAJIbHASL COXpaHsIolasl Teparusi, aH-
TOaKTepralbHasl U TIPOTUBOBUPYCHAS Teparius),
BO3JEICTBYE TTOTEHLUATbHBIX TepPaTOreHOB (aJIKO-
rojib, HAPKOTUKHU, PEHTIeHOJIOTUYeCKoe 00cCieno-
BaHUe, MpodeccuoHaabHble BPEAHOCTU, BJIEKTPO-
MarHuTHOE M3JIydeHUe, paHHee YJIbTPa3BYKOBOE

obcnenoBanue smoOpuoHa (Kaponuna Pomxkepc,
2006, ITacko Pakuu, 2006)), HeCOOTBETCTBYIOIIEE
coOcTBeHHOMY 0O0MeHy nuTaHue. OTHO U3 UCCIIea0-
BaHUI U3y4ajio CBSA3b MEXIY ayTU3MOM H|KypeHHEM
BO BpeMms1 6epeMeHHOCTU. MccaemoBaHue ObLIO OC-
HOBaHO Ha aHaju3e 3amuceii 0 HOBOPOXKICHHBIX,
Bcero B Hero BkIouwian 6oisiee 3000 mereit, y KoTto-
PBIX ObIT AMArHOCTUPOBAH ayTWM3M. Y4eHble OOHa-
PYXXUJIM TIOBBIIIEHHBIM PUCK cCMHApOoMa Acrieprepa
cpenu Tex JAeTei, YbM MaTepyu KypuJik BO BpeMsi Oe-
pemeHHocTu. (Kalkbrenner AE, Braun JM, Durkin
MS, et al. Maternai Smoking during Pregnancy and
the Prevalence of Autism Spectrum Disorders, Using
Data from the Autism and Developmental Disabili-
ties Monitoring Network. Environ Health Perspect.
2012; 120(7): 1042-1048.).

JIBa viccnenoBaHus ObLUTN MOCBSIIEHBI TTOJIUXJIO-
pupoBaHHbIM OudeHmtaM (ITXB). BTo Tokcuueckue
BellleCTBa, UCMOJIb3YIOIIMECS B MPOU3BOICTBE, OHU
ObLIM pacrpoCTpaHeHbl B OKpYXalolllei cpeae 10
Toro kak Konrpecc CIIA 3anpeTu ux npuMeHeHne
B 1979 rony. OgHoO uccienoBaHue, IPOBENEHHOE Ha
J1a0OpaTOPHBIX KYJIBTypaxX TKaHU, U IPYroe UCCen0-
BaHUe, MPOBEACHHOE Ha JJADOPAaTOPHBIX KphICax, MO-
kazanu, yro [IXb Moryt HapymaTe pa3BUTHE CBI3U
MEXIy KII0YeBbIMU KJIeTKaMu Mo3ra. B oboux uc-
CeI0BaHMX MPUMEHSIACh Ta e CTerleHb KOHTaK-
Ta ¢ IIXb, KoTopast MOXET MPOU3OUTHU B peaTbHbIX
ycaoBusx. YTo KacaeTcsi BO3MOXKHOM CBA3U MEXIY
ITXDb u aytusmoM, To Apyroe uccienoBanue MHCTH-
tyra MIND cpaBHmiio ypoBHU [1Xb B mocMepTHBIX
oOpa3iiax TKaH!W MO3Ta JIIOJEH ¢ ayTU3MOM M TeX JIt0-
Jieii, KOTOpble ObLINA HE 3aTPOHYTHI ayTU3MOM. Yue-
Hble 0OHAPYKMJIU TTOBBIIIEHHO COACPKaHUE OTHOTO
u3 IIXb - I1XB-95 - B MO3ry TexX JIIonei, y KOTOPHIX
Obuta popma ayTu3ma, CBSI3aHHasl C MyTalUUSIMUA B
xpoMocoMe 15. ToapKo ogHa U3 3TUX MyTallvii OblIa
CBsI3aHa C MOBBILIEHHBIM codepxkaHuem I1Xb, on-
HaKO MPUYUHBI 3TOTO 10 CUX ITOP HESICHBI. YUYeHbIe
MPEATIOJIaraoT, YTO 3Ta MyTallus He 1aeT OPraHU3My
BeiBoAUTH I1XB, a oTpaBieHue 3TUMU BellleCTBAMU,
B CBOIO oYepe/ib, MPUBOIUT K ayTU3MY. Yuenbie mak-
JIce NPOaHANU3UPOBANY MKAHb M032A HA MEeMUASYUIO
JHK — smo snuecenemuueckuii Mapkep, CeA3aHHbL
CO CHUXCEHHOU eenHoll axmusHocmblo. Hccaedosa-
menu 0OHAPYICUNYU CHUNICEHHYIO MEMUAAYUI0 8 M032Y
Aro0eil ¢ nosvluieHHbiM yposHem IIXB. Dmo eosopum o
moMm, YMo HOPMAAbHASL AKMUBHOCIb 2eH08 8 KAeMKaX
Mo032a 0biAa «HENPABUNALHO BKAIOHEHA», U HOPMAAbHbIE
Gyuxyuu mozea okazaauce Hapyutersi. (Mitchell MM,
Woods R, Chi LH, et al. Levels of select PCB andf-
PBDE congeners in human postmortem brain reveal
possible environmental involvement in 15gll-ql3 du-
plication autism spectrum disorder. Environ MolfMu-
tagen. 2012; 53(8): 589-98)

3. IlepuHaranbHas natojorus. Y aeTei ¢ ayTus-
MOM BCTpeyvaeTcsl OOJIbIIIEE YUCIO CYyIaeB IMOBPEX-
JIEHUsI MO3ra IT0 CPaBHEHUIO C OOl MOMyJIsIUei,
BO3HUKILIMX B IEepUON OEpeMEHHOCTU, POIOB WIHU
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nocie poxneHust. CoBpeMEHHBIMH METOIAMU HC-
cnenoBanus KT, AMPT, y Takux neteit BbISIBASIETCS
MaTOJIOTMsI BUCOUHBIX, pexke JIOOHBIX mojeil. OKoJro
50% neteit ¢ ayTM3MOM MMEIOT T¢ WIM UHBIE TIPU-
3HAKM HApYIIeHWI WK IUCHYHKIIMI CTBOJIA MO3Ta.
IIpu mpoBenenun DBI' mcciaenoBaHUsI, 0COOCHHO
Buaco DD -MOHUTOpMHTA B IEPUOJ CHA OOHApy-
JKMBAIOTCSI ITATOJIOITMIECKIE TTATTePHBI 3HAKM B pa3-
JIMYHBIX 00JIACTSIX MO3T'a Yallle B BUCOYHBIX, IOOHBIX
M LIEHTPaIbHBIX 00JacTsaX. YacToTa BCTpedyaeMOCTH
3TUX MNATTEePHOB OIMHAKOBA y AETell C ayTU3MOM
KaK C BBICOKMM, TaK ¥ C HU3KUM YPOBHEM WHTEI-
JIeKTyaJIbHOTO pa3BuTusa. Cpenn HanmOoJIee pacpo-
CTpaHEHHBIX TEOPHUI, CBSI3aHHBIX C IIpe-, Iepru- U
MOCTHATAJBHBIM TIOPaXXeHWEM TOJIOBHOTO MO3ra,
BBIICJISIIOT CEAYIOINIE:

* M30BITOK HEIIPOHOB, BEIYIINIA K M30BITKY JIO-
KaJIbHBIX CBSI3eH B KITIOUEBBIX YIaCTKaX MO3Tra
(Courchesne E. et al, 2007),

* HapyllleHUe HepOMUTpalliy Ha paHHe cTa-
nuu pa3sutus (Schmitz C. et al, 2008),

* pasbajlaHCUpPOBKa BO30YIUTEIbHO-TOPMO3-
HbIX Heiipoceteli (Persico AM et al, 2006),

* HapyuieHue ¢GOpPMHPOBAHUS CHHAIICOB W
neHnapuTHBIX mUKoB (S UdhofTC, 2008;
Kelleher RJ III et.al, 2008; Tuchman R, et al,
2009),

* HapylleHNe MMMYHHOM aKTUBHOCTH B KpH-
TAYECKUX ITIEpUOaX HEPOPa3BUTHSI SIBIISICT-
CsI 9acThIO MEXaHMU3Ma IIPU HEKOTOPHIX Gop-
Max pacCTPOMCTB ayTMCTMYECKOro CIEKTpa
(Ashwood P. et al, 2006).

4. BakuuHanusi — B HAcCTOsIILee BpeMsl Cylle-
CTBYET HECKOJIBKO TEOPUIA OTHOCUTEILHO CBSI31 BaK-
OUHALMYA W PAa3BUTHUS ayTUCTUIHBIX PaCCTPOICTB:

HEOJIarONpUATHOE  BO3ICUCTBME KOHCEPBAHTOB
(pTyTh, B YaCTHOCTH, €€ MPOU3BOAHOE TUMEPO-
caj1); HeImoCcpeACTBEHHOE TTOBPEXIaoIee TeCTBIE
MHUKPOOPTAaHM3MOB XKWBBIX BaKIIWH, IIOCIEOYIO-
IIMe TI0C/ie BaKUMHAIUM ayTOMMMYHHBIE CIBUTH
(Cunrx B. K., Tomcon B., 2001).

5. HapyuieHuss BcachiBalolleid (PyHKIIUM KU-
LIeYHKUKA (BBISBIISIIOTCS MPUOIM3UTENLHO ¥V 85 %
JeTeil, cTpajalolux ayTU3MoM). Y OOJILIIMHCTBA
JeTeld ayTMCTOB €CTh HApYIICHUS ITUIIEBapeHMUS
B BUAe upe3MepHoro pocrta rpudos tura Candida,
aJuIepTysl Ha TUILEBLIC MPOMYKThI WIM TUIICPYYB-
CTBUTEILHOCTh. KpoMme Toro, OoJjbllas pojib OT-
BOOUTCS IeHUINTYy METAJLIOTMOHeMHa — Oejka
C BBICOKHMM COJIep:KaHMeM IMCTerMHa. DTO Belle-
CTBO CBSI3BIBACT TSDKEIIBIC METAJUIbl, ITOJABIISICT
pPOCT TPUOKOB B KMIIIEYHHKE, a TAKKE PaCIIEIUISICT
Ka3eWH U TJII0TEH.

6. AyTOMMMYHHAasl TEOpHS Pa3BUTUSI ayTH3Ma
(Singh VK, 2004 r.). ABTOp npeanosaraet, YTo BbI-
3BaHHasI BUpyCaMM ayTOMMMYHHasl peaklus, Ha-
MpaBjcHHAss Ha MUEJIWH pa3BUBAIOIIETOCS MO3ra,
MOXKET ITOBPEINUTh aHATOMUYECKOE pa3BUTHE HEPB-
HBIX TIyTel y AeTell, O0NMbHBIX ayTU3MOM. Bo3mMoxk-
HOCTb TaKOTO IIPEATIONOXEHUSI OCHOBaHA Ha TOM,
YTO CKOPOCTh Ilepefadd HEpPBHBIX WMMITYJILCOB B
CYIIECTBEHHOM CTETIEHU 3aBUCUT OT CTPYKTYPHBIX
0COOCHHOCTEI M30IMPYIONIeHd MHEIMHOBOI 000-
JIOUKM, KOTOpasl COeAMHSIET HEPBHBEIC BOJIOKHA, U
JraMeTpa akCoHa. AHATOMUYECKHE U3MEHEHUS MO-
TYT B KOHEYHOM CYETe IMPUBECTU K IOXN3HEHHBIM
HapyIIEeHUSIM BBICIINX IICUXUYECKUX (PYHKIIMIA, Ta-
KHX KaK o0yJeHue, MaMsITh, KOMMYHHUKAIIMSI, COLIY-
aJIbHbI€ B3aMMOOTHOILIEHUS U T.1I.

Tabauya 1

CHHIPOMBI aCCONMUPOBAHHDIE C AYTH3MOM

Ilpouenm navuenmos IlIpouenm nayuenmos
Ao Cundpomst lenvt, accoyuuposannsie ¢ cunopomamu, ¢ aymuzmom, Komopole
¢ cunopomamu conposoxcdarouuecs umerom yKasaumule
C aymuzmom cmMnmomol
1 |15q dup
>
CuHIpoM AHTeabMaHa UBI3A (u npyruce) 40 1,2
2 |16pll del IeH HeusBecTeH BBICOKAS 1
22q del SHANK3 BBICOKAsI 1
CuHapom IfOpTHKaHLHOH TACTIIA3uH, CNTNAP2 ~70 peKie
(okanpHOM STMIIeTICUN
i X- -
5 |Cunapom bparmibHOU X-XpOMOCOMBI FMRI 25% MyX4uH; 1-2
6% - XeHIIMH
6 |TobGapT cuHApOM GOUBIRT, MHOTHE JIOKYCBHI 25 penxkue
7 |Iloroukoro-Jlro6ckoro
! xpomocombl UOS 17 p 11 ~90 He U3BECTHO
CUHIPOM
8 |Cmura-Jlemnu-Ormnmia
50 penkue
CUHIPOM
9 |Cunapom Perra Bce unauBuayyMmbl, ~05
umMmelonme cuaapom Perra ’
10 {TuMoTu cMHAPOM 60-80 HEU3BECTHO
11 | TyOGepo3HbIit cKiiepo3 20 -1
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7. CylecTBYeT THIIOTE3a, CO2AACHO KOMOPOil
noepexcoerue KAemoKk mos2a U pocm 4Ucaa cay4aes
aymusma mo2ym Oblmb CEA3AHbL C 3A2PSA3HEHUEeM am-
Mocgepb 8bIXA0NHBIMU eazamu asmomooduneil. iccie-
JIOBaTeIM MEIUIIMHCKOIO (DaKylIbreTa YHUBEPCUTE-
ta FOxHol KanudopHuu npocaenuaud, 4to cpeau
JeTel, pOXIeHHBIX MaTepPSIMU, XKUBYIIIMMU B IIpeIe-
nax 300 MeTpoB OT KpYITHOM aBTOMarucTpamu B Jloc-
Anmxenece mau CaH-®paHINCKO, BEpOSATHOCTH
ayTM3Ma BIBOE BBIIIE, HE3aBUCUMO OT IT0Jla M 3T-
HUYECKOM MPUHAIJIEKHOCTH CaMOro pedeHKa, BO3-
pacTa MaTepu, BIUSHUS TaOaIHOIO JbIMa M IIPOYMX
(haxTopoB. BeiBoabI ObLIM OIMyOIMKOBaHbI B 2012 . B
KypHasie Environmental Health Perspectives. ITo cy-
IIECTBYIOIICH Ha CeTOIHS JOKa3aHHOU TEOPUM IIPH-
YMHA SMUACMUAM ayTU3Ma U IPYTUX XPOHUIECKUX 3a-
OoJleBaHMII — HapacTaIlee KOJIMISCTBO TKEIIBIX
METaJJIOB B OKpYXKalollleil cpeae (CBUHEL, KaaMMIA,
mbibsak 1 T.0.) (Volk HE, Lurmann E, Penfold B,
Hertz-Picciotto I, McConnell R. Traffic-Related Air
Pollution, Particulate Matter, and Autism. Arch Gen
Psychiatry. Published online Nov 2012.)

K renerMyeckdM IpyuvHaAM pa3BUTHUS ayTU3Ma
OTHOCSTCS:

1. XpoMocoMHasl NaTOJOrUsI X XPOMOCOMHBIMA
noauMopdusM. XpoMOCOMHAasi MaTOJOrUs TIpea-
CTaBJIeHA YHUCIIOBBIMU M CTPYKTYPHBIMH aHOMAaJIHsI-
MU, ayTUYHBIE paCCTPOMCTBA HAOIIOAAIOTCS MPU U3-
MEHEHUM KOJIMYEeCTBA KaK ayTOCOM TaK M MOJIOBBIX
XpPOMOCOM.

XPOMOCOMHEIN  ITOIMMOPGU3M  TIPEICTaBIIS-
eT coboil IKCTpeMaabHOE yBEeIUYEHUE WA YMEHb-
IIEHWE pPa3MEpPOB IeTePOXPOMATUHOBEIX YYAaCTKOB
XpOMOCOM, MHBEPCHM 3TUX YJIACTKOB (YaCTUUHEIC
WUJIM TIOJTHBIE), a TAKSKE JBOMHBIC VTN YBEIMICHHEIC
COYTHUKU (MJIM COYTHUYHBIE HUTU) XpoMocoM. Psin
HccaeaoBaTeieil OTMeYaloT SKCTpeMalbHble XPOMO-
COMHEIE BapMaHTHI y IeTeil ¢ BPOXIEHHBIMU ITOPO-
KaMU pa3BUTHUS, C CMHIpOMOM JlayHa 1 Apyroi Xpo-
MOCOMHOM maTosorueit, y nereit ¢ ayrusmom (C.T.
BopcaHnoga, B.}O. Bounosa, 1.10. IOpoB, O.C. Ky-
puHHasg, U.A. Jlemunosa, }O.b. FOpos, 2009 r).

2. MoHoreHHas IaToJiorusi - o0ycJioBlieHa My-
TauusiMU B reHax. K HauOosiee 4acThIM CHUHIpPO-
MaM, acCOLUMUPOBAHHBIM C ayTM3MOM OTHOCSITCS
cuHapoMm Perrta, cuHapoM AHreibMaHa, THUMOTH,
CUHAPOM KOPTUKAJIbHOM OUCIUIA3UU U (POKayb-
Hol snunencuu, cuHapom lobapra, IToToukoro-
JIiobckoro, Cmura-JIlemnu-Onuua, ITpanepa-Bu-
JIW, HacJeACTBeHHbIe 00Jie3HM oOMeHa (aMMHOALIM -
JonaTUM, HapylleHue B LIMKJIe MOYeBUHOOOpa30oBa-
HUSI, OpTaHUYECKHE alluIypuH U T.1I.).

KpoMe cuHapOMaIbHOI MATONIOTUM, B HACTOSI-
1ee BpeMs BCE OoJblliee 3HaUeHUe NMpUmaércst 0o-
HapyKECHUIO TaK Ha3bIBAEMBIX «T¢HOB-KaHIUIATOB»,
MyTalliu B KOTOPbIX HanboJjiee yacTo (HO He BCerma)
aCCOLMUPYIOTCSI C ayTU3MOM. 3a TOCJHEeIHUE TOIbI
ObLI0 ACHTU(ULIMPOBAHO HECKOJIBKO IECSITKOB Te-

HOB-KaHIWJIATOB U HECKOJIBKO COTEH XPOMOCOMHBIX
aHoOMaJIMit (TEHOMHBIX MTePECTPOeK) MPY ayTU3Me.

B psne uccienoBanuii obcyKmaeTcs pojib OK-
cutolHOBBIX pernentopoB (OXTR) B pasButue
aytuaMa (Gregory S.G.,. Connelly J.J, Towers A.J.
et al., 2009). Tak, ObUIO YCTAHOBJIEHO, UTO Y JIUII C
aytuamMoM umeetcs neneuus: reHa OXTR marepuH-
ckoro npoucxoxaeHus. C Ipyroit CTOpoHbI, aBTOPbI
OTMEYAIOT, YTO Y HEKOTOPHIX MAallMEHTOB C ayTU3-
MOM [eJieliusl OTCYTCTBOBaja, HO OTMEYaJIOCh TO-
BollleHHOe MetuiaupoBaHue reHa OXTR. Kpome
Toro, Obl1a u3ydeHa skcrnpeccuss OXTR B kineTkax
nepudepruyecKoil KpOBM U KOPbl BUCOYHOM TOJIU
roJIOBHOTO Mo3ra. B pe3ynbsrate Oblla BBISIBIEHA
cHUXeHHas akcnpeccus reHa OXTR y auil ¢ ayTus-
MOM TI0 CpaBHEHMIO ¢ KOHTpOJbHOM Tpymmoii. Ha
OCHOBAaHWM TOJIyYEHHBIX TaHHBIX aBTOPbI MPUILIN
K BBIBOIY O TOM, UTO SMUTCHETUIECKUE UBMEHEHMS,
KOTOpbIE TPUBOIAT K ayTu3My (3¢ GeKT MmoaaBiaeHust
skcnpeccuu reHa OXTR), mposBAsIOTCS Ha paHHUX
aTanax pa3BuTus. McciemoBaHMs C ydyacTHEM €B-
poIeoua0oB U MOHTOJIOMI0B KuTas Takke maiu oc-
HOBaHUS 1711 BOBMOXHOCTU CBSI3bIBAHUS NEICLIUMN
reHa OXTR c ayruzmom (Wennter AK, Kamp-Becker
I, Hesse P, Schulte-Korne G, Strauch K, Remschmidt
H (September 2009)).

BonbIMHCTBO pabOT MO U3YYEHUIO PACCTPOMCTB
ayTUCTUYECKOIO CHEeKTpa ITOCBSIICHO W3YyYEHUIO
T€HOB, MPOAYKTHI KOTOPBIX MPUHMUMAIOT y4acTue B
¢opmupoBaHuu U pyHkunonupoBaHuu [THC. Bro
MOTYT OBITb MyTallUM B T€HAX HEMpPOTpaHCMUTTE-
poB, O€NKOB, YYaCTBYIOIIMX B TpaHCIIOPTE HEWPO-
TPAHCMUTTEPOB, PELIENTOPOB ITOCTCUHANTUYECKUX
KJIETOK,0€IKOB, KOHTPOJIMPYIOIIUX MEXKJICTOUHBIC
B3aMMOJICHCTBUS M MUTPALIMIO HEHPOHOB BO BpeMs
pa3BUTHS MO3Ta.

HccnenoBanus 2012 roganokasaiy, YTo C pa3BU-
THEM ayTU3Ma CBSI3aHbl COTHU HEOOJIBIINX MyTaIIWA,
a He TOJbKO TeHbl BBICOKOro pucka. Kax-
J0€ M3 TIONOOHBIX TEHETMYECKUX H3MEHe-
HUIl BCTpeyaeTcs peaKo, OJHAKO BCe BMeCTe
5TU MyTallMM OTBEYAlOT IPHUMEPHO 3a YETBEPThb
cllyyaeB ayTu3ma. bojiee TOro, MHOrue u3 HUX —
5T0 MyTallM de Novo, TO €CTh CIIOHTAHHbBIE MYTallUMU.
DTO MyTallUM, KOTOPbIE €CTh B TEHETUUECKOM KOJe
JIETeli, HO UX HET B TEHETUYECKOM KOJIe POAMTEIEN.
BeposiTHO, 4TO 3TW MyTallMM BO3HUKJIW B CIiepMa-
TO30U/E, AUIEKIIETKE WM Ha paHHUX CTaaUsIX pa3-
BUTHS >MOpHoHa. bojee Toro, 3T MccaeaoBaHUS
Mokasaju, 4To HeOOJbIIMe MyTalluM Yalle BCTpe-
yalpTCcs y NeTeil, poaAUBIIUXCS Yy POOMTeNeil Oosee
cTapllIero Bo3pacTa, OCOOEHHO y OTIIOB CTapllero
BO3pacTa.

B yeThIpex cTaThsX, OMyOJMKOBAHHBIX Pa3HbI-
MM MCCJIeIOBaTEILCKUM KOMaHIaMM B XXypHaiie Na-
ture, yyeHble MCIIOJIb30Balld YCTAaHOBJICHUE ITOCIIE-
noBatenbHocTy JIHK, 4ToOBI mpoaHaau3mpoBaTh
TE€HOMBI CeMeM, Ilie €CTh OIH PEOEHOK C ayTU3MOM.
VYueHble McCKaayu M3MEeHEHUs de novo B aKTUBHOM,
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Tabauya 2

Ilepeyenpb u onucaHue JOKYCOB, BOBJ€YEHHBIX B 3THOJIOTHIO PACCTPOICTB ayTUCTHYECKOr0 CIieKTpa
Ne *| Xapakrepuctuka | Jlokammsanms | Ne * | Xapakrepuctuka | Jlokamusanus | Ne * | Xapakrtepuctuka | Jlokamuszauus
1.1 |deneuus 1p36 7.4 |[RELN 7q22 15.3 |dynaukauust 15q11-15q13
1.2 |Accoumanus 1q21-1g23 | 7.5 |MET 7q31 15.4 |Accomanyst 15922—15q26
1.3 |DISC1 1q42 7.6 |deneuus 7q31 16.1 |[TSC2 16pl3
2.1 |[NRXNI 2pl6 7.7 |Accoumanmst 7q32—7q34 16.2 |deneuus 16pl1
2.2 |Hdeneuus 2q24 7.8 |CADPS2 7q31 16.3 |dymaukanust 16pl1
2.3 |Accoumanus 2q24—2q31 | 7.9 |Accoumauus 7q34—7q36 16.4 |deneums 16g21
2.4 [SLC25A12 2q24 7.10 |CNTNAP2 7q35—7q36 17.1 |Jeneuust 17p12
2.5 |deneuus 2q37 7.11 |[EN2 7q36 17.2 |dymaukainust 17p12
3.1 |OXTR 3p25 8.1 |dyraukanms 8p23 17.3 |SLC6A4 17q11
3.2 |denenus 3pl4 9.1 |Accoumanust 9p24 17.4 |Accounanmst 17q11-17q21
3.3 |dyrutukanus 3pl4 9.2 |denemmst 9q12 17.5 |ITGB3 17921
3.4 |Accouuanus 3q22 9.3 |Accoumanus 9q33 19.1 |Accouuanus 19p13
3.5 |Accouuanus 3q25—3q27 | 9.4 |Accoumanus 9q34 20.1 |[deneumst 20p13
3.6 |denenust 3927—-3q28 | 9.5 |TSC1 9q34 20.2 |deneuust 20p13
4.1 |denemus 4921 10.1 |PTEN 10p14—10p15 | 21.1 [Accoumanust 21ql1
4.2 |deneumst 4q21—4q23 |10.2 |Jeneums 10q11—-10g21 | 21.2 |deneums 21q22
4.3 |Accouuanus 4q22—4q25 |10.3 |dyrmukauust 10923 22.1 |denewust 22ql13
4.4 |deneuus 4q35 11.1 |Accounauust 11p12—11p13 | 22.2 |SHANK3 22ql3
5.1 |Accoumanus 5pl5 11.2|DHCR?7 11ql3 X.1 [NLGN4X Xp22
5.2 |Acconmanus S5p13—5ql1 | 11.3 [Accoumanus 11q13—11q14 | X.2 [NLGN3 Xql3
5.3 |Accouuanus 5ql2 12.1 [CACNAIC 12p13 X.3 |Accouuaius Xq21-Xq25
6.1 |GRIK2 6q21 12.2 |AVPRIA 12q14—12ql15 | X.4 |dymmukamyst Xq24
6.2 |AHI1 6923 13.1 | dymnukanust 13ql14 X.5 [FMR1 Xq27
7.1 |deneuus 7p21 14.1 |Accounanus 14923 X.6 [MECP2 Xq28
7.2 |deneuust 7ql1 15.1 [ UBE3A 15q11
7.3 |Accounanus 7q22—7q32 |15.2|GABRB3 15q12

[Ipumeuanume. * — Ne : mepBast rdpa — HOMEP XPOMOCOMEI; BTOpasi — YMCJI0 W HOMEP HapyIICHUS B JaHHOMU

xpoMmocoMe (Bopcanosa C.I., FOpos 10.b., CuneBanosua A.I1., Hemmumosa U. A., FOpos U. 10., 2013).
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Neo XapakTepucTuka [Mo3unus Ne XapakTepucTrka [Mo3uius Ne Xapakrtep
1.1 Vrpata 1p306 7.4 RELN 7922 15.3 [MpupaieHue
1.2 Cas13b 1q21—1923 7.5 MET 7931 15.4 Cssi3b
1.3 DISCI 1q42 7.6 VY1pata 7q31 16.1 TSC2
2.1 NRXN1 2pl6 7.7 Css13b 7q32-7q34 16.2 Vrpata
2.2 Yrpara 2q24 7.8 CADPS2 7q31 16.3 [Mpupamenue
2.3 Css13b 2q24-2qg31 7.9 Cas13b 7q34-7q36 16.4 Vrpara
2.4 SLC25A412 2q24 7.10 CNTNAP2 7q35-7q36 17.1 Yrpara
2.5 Vrpara 2q37 7.11 EN2 7q36 17.2 IMpupaieHue
3.1 OXTK 3p25 8.1 [TpupaiieHue 8p23 17.3 SLC6A4
3.2 Yrpara 3pl4 9.1 CBs3b 9p24 17.4 CBs13b
3.3 ITpupaiienue 3pl4 9.2 VYrpara 9ql2 17.5 ITGB3
34 CBs3b 3q22 9.3 CBs3b 9q33 19.1 CBsi3b
3.5 CBs13b 3q25-3q27 9.4 CBs3b 9q34 20.1 Yrpara
3.6 VY1para 3927-3q28 9.5 TSC1 9q34 20.2 Yrpara
4.1 Y1para 4921 10.1 Yrpara 10pl4— 10p 15 21.1 CBsI3b
4.2 Yrpara 4q21-4q23 10.2 [Mpupamenue 10qll- 10g21 21.2 VYrpara
4.3 Cas3b 4q22-4q25 10.3 PTEN 10q23 22.1 Yrpara
4.4 VYrpara 4q35 11.1 CBs13b 1.pl 2— lIpl3 22.2 SHANK3
5.1 CBs3b 5pl5 11.2 DHCR7 llql3 X1 NLGN4X
5.2 CBs13b 5pl3-5qll 11.3 CBsi3b 11ql3—11ql 4 X.2 NLGN3
53 Cas13b 5q12 12.1 CACNAIC 12pl3 X.3 Cas13b
6.1 CKIK2 6921 12.2 AVPRIA 12ql4— 12q 15 X.4 IIpupamenue
6.2 AHH 6923 13.1 [pupamenue 13ql4 X.5 FMRI1
7.1 Yrpara 7p21 14.1 CBs13b 1423 X.6 MECP2
7.2 Yrpara 7qll 15.1 UBE3A 15q1 1
7.3 Cas13b 7q22-7q32 15.2 GABRB3 15q12

KOOUpYIOIIeld OeNIKM, JacT TeHoMa (COCTaBIISICT
npuMepHo 2% ot ob1iero reHoMa). Bee uethipe uc-
CJICIOBaHMS OIIPEAC/IVUIM, UTO TaKKe MyTaIliM 3Ha-
YUTEJIFHO Yallle BCTPEUYAIOTCS Y JIIOMIEH C ayTU3MOM.
DTO MOBLIIIAET BEPOSITHOCTh, YTO Y HUX OKa3ajucs
3aTPOHYT OIVH WM HECKOJIBKO I'eHOB, KOTOPHIE OT-
BEUalOT 3a paHHEe pa3BUTUE MO3Tra.

HccnenoBaHus TakKe IIPEAIIoaralor, YTo Ta-
K1e HeOOJIbIlIe MyTallMy Yallle BCTPEYaloTCs y Ie-
Tell OTIOB OOJiee CTApIIEro BO3pacTa, 3TO 3HAYMT,
YTO OHM MOIYT OBITh CBSI3aHHBI CO CIIOHTAHHBI-
MM MyTallUsIMH B cliepMmaTo3onmax oTua.(Kong A,
Frigge ML, Masson G, et al. Rate of de novo mu-
tations and the importance of father’s age to disease
risk. Nature. 2012; 488(7412): 471-5.; Sanders SJ,
Murtha MT, Gupta AR, et al. De novo mutations
revealed by whole-exome sequencing are strongly
associated with autism. Nature. 2012; 485(7397):
237-41.; O’Roak BJ, Vives L, Girirajan S, et al. Spo-
radic autism exomes reveal a highly inter-connected
protein network of de novo mutations. Nature. 2012;
485(7397): 246-50.; Neale BM, Kou Y, Liu L, et al.
Patterns and rates of exonic de novo mutations in au-
tism spectrum disorders. Nature. 2012; 485(7397):
242-5.)

BoigeneHHbIE JIOKYCHI, BOBJIE€YEHHBIE B 3THO-
Joruto aytusma (bperra C. Abpaxamca u JlaHusns
X. TemBuHaa «Advances in autism genetics: on the
threshold of a new neurobiology») (puc. 1):

IIudpsl B KOJOHKAX TaOAMLbI, COAEPKALLIUX
naeHTU(UKAINOHHBEIE HOMEpa, COOTBETCTBYIOT
mippaM Ha CXeMaTUYECKUX HU300pakeHUsIX OT-
JNEeTbHBIX XpoMocoM. AHH (TonHOe Ha3BaHUE
«Abelson helper intergration site 1»); AVPRIA xo-
aupyeT peuentop 1A apruHMHaBa30MPECCUHA;
CACNAIC— KOMIIOHEHT YIIPaB/ISIEMBIX HarIpsKe-
HUEM KaJibliMeBbIX KaHanoB L-tuma; CADPS2 —
Ca?"-dependent activator protein for secretion 2;
CNTNAP2 — TpaHCMeMOpaHHBII KOHTAaKTHH-
acCOMMPOBAaHHO-TTON00HEIN Oenok 2; DHCR7—7-
IeruapoxojecTepuH-penykrasy; DISCI — 0Oenok
«HaApYLICHHBIN ITpU mm3oppeHun-1»; EN2 — 0enok
«engrailed homeobox 2»; FMRI — 6enok «fragile X
mental retardation 1»; GABRB3 — A- penenrop-
oeta-3 ramma-amuHomacisiHoi kuciaotsl (TAMK);
GRIK2 — glutamate receptor ionotropic kainate 2
precursor; ITGB3 — wunrerpux 6era-3; MECP2 —
meTun-CpG-cBsi3biBaomuii  0emok 2; MET —
met IpoTo-OoHKOTeH; NLGN3 — HelHponuruH-3;
NLGN4X— 6enok «neuroligin4 X-linked»; NRXNI—
HelipekcuH-1; OXTR— pelienTop OKCUTOLIMHA,
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TEN — romoror ¢ocdortassl U TeH3uHa; RELN —
pmwmH; SHANK3 — 6emok «SH3 and multiple an-
kyrin repeat domains 3»; SLC25412 — solute carrier
family 25 (MUTOXOHIpPHAIBHBIA MEPEHOCUNK Apa-
nap) member 12; SLC6A4 — solute carrier family 6
(TpaHCIIOPTEp HelipoMenuaTopa CepOTOHMHA) mem-
ber 4; TSCI oTBEeTCTBEHEH 3a TyOSPO3HBIN CKIICPO3
1-ro tuma; 7.SC2 — 3a TyOepO3HEBIA CKJIEpPO3 2-TO
tuna; UBE3A xomupyeT 0e0K yOMKBUTUH-JIWTA3HI
E3A.

3. DKcraHcHs TPUHYKJICOTUIHBIX IIOBTOPOB —
3TO IaTOJIOTMYECKOE COCTOSIHME (BapMaHT T'€HETH-
YeCKOM MYTallMM), XapaKTePU3YIOIIUICS TIOSIBIIC-
HueM B JIHK noBTOpOB TpUHYKIIEOTUAOB, KOTOPHIE
MOTYT IPUBOINTH K Ie30pTaHU3aNN (PYHKIMOHM-
poBaHug JJHK wau cuHTe3y maTooruyeckoro 6e-
Ka, HaKaIJIMBAIOIIErocs B KJAETKax, YTO IIPUBOIUT K
UX TUOEIN. DKCIIaHCUS TPUHYKJICOTHIHBIX ITOBTO-
POB IIPUBOIMUT K Pa3BUTHIO CMHApoMa MaptuHa-
benna, conmpoBoXaaroiierocs ayTHd4HbIM PacCTpOi-
CTBOM MOBEACHMSI.

4. MuToxoHApUaabHble O0JIE3HU — CBSI3aHbI
C MyTallUsIMH MUTOXOHIPUAIBHON WM SIICPHOM
AHK (MtIHK win g/IHK), ¢ BpoxaeHHOU He-
JOCTaTOYHOCTbIO MUTOXOHIAPUAIBHBIX (pepMeH-
ToB TKaHEeBOro JbIXaHUs, a TAKXE CO BTOPUUYHBIMU
CTPYKTYPHO-(PYHKIIMOHATBHEIMA MUTOXOHIPUAJIb-
HBIMUA HapylICHUSIMM (3HOO- WJIM 3K30TCHHBIMMU).
Y 3HAYUTENBLHOIO KOJIWYECTBA MALIMEHTOB C ayTU3-
MOM, HCCJeA0BaHUsI OOHAPYXWIM CBUACTEIbCTBA
MUTOXOHIApUAAbHOM AUCHYHKUMU Oe3 Kjaccuue-
CKMX TIPU3HAKOB, TMPUCYIINX MUTOXOHIPHATHLHON
oonesnu (Daniel A. Rossignol, J. Jeffrey Bradstreet
). OnHO U3 MepBbIX UCCIEA0BaHUM, MPEATTOI0XKB-
IIMX MUTOXOHAPUATBHYIO AUCHOYHKIIMIO PU ayTU3-
M€, MCMOJb30BAJI0 MATHUTHO-PE30HAHCHYIO CIEK-
TPOCKOIMIO MJISI MCCJIEIOBAHUSI DHEPreTUYeCKOro
MeTaboaM3Ma B MO3TY MALlMEHTOB C ayTU3MOM ITy-
TEM U3MepeHUsI ypoBHell docdokpearnHa, ATD,
AJ1® n HeopraHmyeckux pocdaToB U JaTbHEUIIIETO
CpaBHEHUS 3TUX YPOBHEN ¢ HEHPOTUNIMIHBIMU T1a-
LUEeHTaMU. DKCIEPUMEHT MmoKa3zaJ, 4To (pochokpe-
aTUH ObLT HUXKE B TPYIIIE C ayTU3MOM, UTO COIJa-
CyeTcsl ¢ YBeJIMYEHHBIM pacxoloM ¢docdokpeaTrnHa
I1sT momaepXKu ypoBHsI AT® (ameHO3uH TpHrdOC-
¢at) B roTOBHOM MO3re, U 3TU JaHHbIE KOPPEIUPO-
BajJy C peYeBBIMU HApYIIEHUSIMU U Helpodusno-
JIOTUYeCKUMU TTpobaemaMu. HapyleHus: pyHKUMU
MUTOXOHIPUIA MOXKET TaKXKe CHU3UThb YPOBEHb IJTy-
TaTHOHA W IPUBECTU K XPOHUUYCCKUM KEIYIOUHO-
KMIIEUYHBIM MpobJieMaM, CyaoporaM 1 MbIILIEYHOI
TUNOTOHUMU Y ayTUCTOB.

5. DnureHerndyeckue 3(P@eKThl — BO3HHUKA-
IOT TIOJ BO3JAEUCTBMEM 3K30T€HHbIX U DHIOIEH-
HBbIX (paKTOPOB, BIMUSIOIIUX HAa 3KCOPECCUIO Te-
HOB 0e3 HapylleHusl CTpyKTypbl reHomHoi JTHK.
ITo muenuo psaa yuy€Hsix (bcbamem N.0O., 2009),
SMUTeHEeTUYeCKUEe MoAudUKaUUU, BKJIIOYaIOIIUe
METUJIMPOBAHWE LIMTO3UHA M TOCTTPAHCISLMOH-

HYI0 MOIU(MUKALMIO TUCTOHOB, OOYCIaBIWBAIOT
MEXaHU3MBbl MOMAYJIUPOBAaHUS 3KCIPECCUM TEHOB,
Ha KOTOpPBIE MOTYT BIUSTh U HEKOTOPBIE (DaKTOPHI
BHEIIIHEN cpenbl. KiiaccnyeckuM MpUMEPOM pery-
JISSIMU 9KCIIPECCUU TE€HOB C TMIOMOIIBIO SITUTEHETH -
YeCKUX MEXaHU3MOB SIBJISIETCS TEHOMHBI UMITPUH-
TUHT. BBISIBIIEHBI TaKoK€ TEHBI, SKCITPECCUS KOTOPBIX
peryaupyetcs ¢ nomoinbio Metuauposanus JHK,
Bmovass RELN (oauH M3 TeHOB-KaHAWAATOB ay-
ti3ma). ITockoabky metunupoBanue JJHK moxer
OBbITh MOAMGUIUPOBAHO TOMA BIAWSHUEM MYTalWid
NP KOHTaKTe OepeEMEHHON XKEHIIIUHBI C HEKOTOPbI-
MM BEIIECTBAMU WJIY TTOAOOHOTO KOHTaKTa B IMOCT-
HaTaJIbHOM IIEpUOJE, TO 3TO IMO3BOJSIET CHENaTh
BBIBOJI O HATMYMY B3aUMOCBSI31 MEXTY SKCIIPECCH -
el TEHOB W BIWSHUEM (DaKTOPOB BHEIIHEN CpPEIbI.
ITo HameMy MHEHUIO, U3YYEHUE SMUTEHETUYECKUX
MEXaHWU3MOB, TIPUHUMAIOIIAX YYacCTUE B Pa3BUTUU
ayTU3Ma, OTKPBIBAET MEPCIEKTUBHI 7151 pa3paboTKU
JIEYEHUS 3TOI MaTOJOTHM.

Memuauposanue — TPOCTOU XUMUUECKUI
Mpolecc, MpyU KOTOPOM METWJIbHAs rpyrmna (aToM
yrjaepoma U TpA aToMa BOIOPOMA) CBS3BIBAETCS C
IPYTUMU MOJIEKyJaMu (pUCYHOK 1). AHOMajbHOE
METWUJIMpPOBaHKWE BEAECT K HApyLICHWSIM Ha IIPOTS-
JXKEHWM BCEW XKW3HU, OT 3a4aTUsl HOBOI'O OpTraHU3-
Ma JI0 CMepTHU. DTa IpocTast OMoxuMuyecKasl peak-
1S uMeeT 6oJbllioe 3HayeHue o cuHTe3a JJHK,
«BKJTIOUEHUST» W <«BBIKJIIIOYEHUSI» TE€HOB B KIIETKE,
JETOKCUKAIIMW 1 0OMEHa BEIIECTB.

HemeTunnpoBaHHaA MoseKyna MeTuinpoBaHHaa MoseKyna

OH

AN /OH \ /
C=C_ + CH, =3 c=C
/H ‘ _CH,
BbiGbIBaeT (M
P
W

MeTuabHaA rpynna

Puc. 2. Ilpouecc memuauposanus

MeTunupoBaHue NPU3HAHO IIIaBHBIM MOAU(U-
KaToOpoOM TeHOMa, LIEHTpaJIbHbIM MMyTEM BCEX MeTa-
0OJIMYECKUX COOBITUI B XKM3HEIESITEIbHOCTH Opra-
HHU3Ma.

Ontumuzauusd QYHKLUUU METUIUPOBAHUS, IO
MHeHHIO A. Yasko (2010), cTaHOBUTCS MOAEIIBIO
IJ1s1 YIIpaBAeHUSI TEHETUYECKUM TTOJUMOP(GUZMOM,
KOTOpBI OKa3bIBaeT BAMUSIHWME HA MHOTME Ba>KHbIE
OHOJIOrMYECKHE COOBITUS B OPTaHU3ME.

DOyHKIYS METUTUPOBAHMSI:

* MetunupoBanue JIHK Heobxomumo mis

noagepxaHus auddepeHIaaIbHOR  3KC-
MPECCUN OTLIOBCKOM M MaTepUHCKOU KOMUU
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TEHOB, IOIBEPXKEHHBIX TEHOMHOMY UMITPHH-
THHTY.

+ JIy1st cTaOMIBLHOTO CaiiIcHCMHTA TeHOB Ha He-
aKTUBHOM X-XpOMOCOME.

* Or metmwmpoBanus JJHK 3aBucar ctabuib-
Has TpaHCKPUIILIMOHHAS PeTpecChsl IPOBU-
PYCHBIX TEHOMOB U 3HIOTEHHBIX PETPOTPaH-
CIIO30HOB.

* MetunupoBanue JIHK yyacTtByeT B ycTaHOB-
JICHUM Y OAAePKaHUN TKaHeCTIeINDUIHBIX
MaTTePHOB SKCIIPECCUN TEHOB B XO/IE Pa3BU-
THSL.

* OrcyrctBue MetunupoBaHuss JHK ymeHb-
IIaeT HaACXKHOCTh MOMIEPXKAHMUS YKCIa
XPOMOCOM, YTO MNPUBOAUT K XPOMOCOMHBIM
abeppalusim.

LlenoCcTHOCTh CUCTEM METUIUPOBAHUS OMpeae-
JISIeT B 3HAYUTEIbHOM CTEIIEHU TeHOMHOE, a 3HAaUUT
U TICUXUYECKoe, U (U3NYECKOE U perpOayKTUBHOE
3010poBbe. IlosgBMIMCH UCCIeNOBaHUSI, KOTOpPBIE
MNpPOJMBAIOT CBET Ha TO, KaK (haKTOPbl BHEIIHEH
cpelbl MOTYT UHAYLIMPOBATh SMUT€HETUYECKUE 13-
MEHEHMUSI, KOTOPbIE MOTYT UMETh AJIUTEIbHbIE OO~
Jornueckue apdextol (En Li, Adrian Bira, 2010).

MeTunupoBaHue TakXKe MOMOTaeT OpraHu3My
U30aBUTHCS OT TOKCMHOB TSKEJIbIX METAJIJIOB, B TOM
YuCcJie OT PTYTH, CBUHIIA, CYpPbMbI M MbILIbsIKA. Eciu
METUJIMPOBaHUE y pebEHKa HapylIeHO, 3TU TOK-
CUYHbIE METaJJIbl HAKAIJIUBAIOTCS, YTO HEraTUBHO
BJIMSIET HA MHOTME (DYHKIMKU opraHu3Ma. Eciu xu-
MUYECKWI aHaInu3 BOJIOC Ha coaepXaHue MUHepa-
JIOB BBISIBJISIET MOBBILIEHHBIA YPOBEHb TOKCUYHBIX
TSIKEIBIX METAJLJIOB B OpraHMU3Me, 3TO TOBOPUT O Ha-
PYIIEHUU METUINPOBAHUSI.

C.A. Hazapenko (2004) Ob11 OTHUM U3 TIEPBBIX
OTEYECTBEHHbBIX YUYEHbBIX, INTYOOKO M3YyUMBILMIA MTPO-
Onemy snureHeTrueckux OosesdHeii. UM pa3pabo-
TaHa Kjaccu@uKalus, KOTopas Mo3BOJsIET YBEIU-
YMBaTb HO30JOTMYECKUI aCCOPTUMEHT M3BECTHBIX

3a00JIeBaHUI, Y KOTOPBIX MOXHO IIPEHITOJI0XUTh
BMUTeHETUYECKYIO0 OCHOBY (Tabi1. 3)

CorocTaBisiss  MMEIOIIMECS  XapaKTepPUCTUKU
aytusma c kiaaccupukauueit C.A.HazapeHko, ObU10
BBICKA3aHO MHEHUE, YTO ayTU3M MOXKET ObITh OTHE-
CEH K SIMMIeHETUYECKUM OOJIC3HSIM C HapylleHUEeM
SIIMTEHETUYECKOIo cTaTyca Bcero reHoMa (Ijo0ab-
Hblli a¢pdexT) (Ipeuanuna E. ., Ipeuanuna O. b.,
2013).

Bce Oofbliiee 3HaUueHWEe NpUOOpeTaeT B CBSI3U
C CHUCTEMHBIM XapaKTepOM IIaTOJIOTUM H3yYCHUC
TeHHOoro nojuMopdusmMa. [eHHbII MOJIUMOPPU3M -
TeHETUYECKOE COOBITHE, IIPY KOTOPOM U3MEHSIETCS
CTpPOEHHE I'eHOB 1 3TO BIMsIeT HAa (PYHKLIMIO OCIKOB.
Ecmu u3MmeHsieTcss nuinbk ogHa OyKBa B TeHETHYE-
CKOM KOJI¢, 5TO Ha3bIBaeTCSI OJHOHYKJICOTUIHBIM
nomMopduaMom. IIpuMepoM Takoro IIOJIUMOP-
pusma gBiseTcss MoaMMOpdHEIE BapHMaHThHI TEHOB
(epMeHTOB (hOJATHOrO LMKAA, KOTOPBIA MPUOO-
peTaeT Bce OONBIINIT MHTEpPEC M3-3a €ro y4JacThs
B OSIMICHETUYECKOM IIpOlieCCe METWIMPOBAaHUS
JHK.

DojyraTHLIT HUKJ MPEICTaBISIET COOOM CIIOXK-
HBII KacKagHBI MpoIecC, KOHTPOJIUPYEMBIi
(depMeHTaMM, KOTOpPBIE B KaueCTBe KO(MEPMEHTOB
MMEIOT MPOM3BOAHEIE (DOJIMEBOM KUCIOTHL. Merta-
0onu3M dosaToB (MPOMU3BOAHBIX (DOJUEBOI KHC-
JIOTHI) - BaXXHOE 3BEHO IECPBUYHOIO MeTaboIM3Ma
KieTku. O0MeH (PosaToB SIBISIETCS TTOCTaBIIMKOM
OIHOYTJIEPOAHBIX (PparMEHTOB IJIsT Ta WX KMU3HEH-
HO BaXXHBIX KJIETOYHBIX ITPOIIECCOB KaK pereHepa-
1 METMOHWHA, OMOCHMHTE3 ITypHMHOBBIX HYKIIE-
OTUAOB M IIpeBpalllcHue ypuIuHMoHodocdaTa B
tumuauiaat, metuaupoBanue JHK u PHK. OgHo-
YIJI€pOJAHbIE OCTAaTKM, MOCTynamwlIne B oOMeH (o-
JIaToOB, 00pa3yloTcsl MpU KaTaboJu3Me HEKOTOPBIX
AMUHOKMCJIOT (CepyHa, DJIMIMHA, TUCTUIMHA),
a Takke IIpH KaTabonm3me XxonwHa. Hapymenus
MeTaboau3ma (osaToB BIMSIOT Ha CTaOMJIBLHOCTb

Tabauya 3

Knaccndugamus snureHeTHIECKNX 001e3Hel YeI0BeKa

Hapyuienue snureHeTMYeCKOro cratryca OTAEbHBIX y4acTKOB
reHoma (JIoKajbHblii 3hdexr)

HapyiieHue snureHeTHYCECKOro craryca B reHoMa (Io0aJjib-
Hblii 3¢ dekT)

1. Bonesnwu, o0ycIOBIEeHHbBIE YHACAENOBAHHBIMU MYTAIIMSIMU,
HapyHIAIOIIUMU MOHOAJUIEIbHYIO 9KCIIPECCUI0 TeHOB — 00-
JIE3HU TeHOMHOTO UMIIPUHTUHTA (CMHAPOMbI Bunemana-bek-
BuTa, [1panepa- Buiu, DHreapsMana)

1. BonesHnu, oOyclOBIEHHBIE YHACJENOBAaHHBMM MYTaIlUsI-
MU TEHOB, MPOAYKTHl KOTOPBIX BOBJIEYEHBI B MOAJECpPKAHUE
ypoBHs1 MeTuinpoBaHusg JHK wiu Moaudukanum ctpykry-
pbl xpomatnHa — CuHapomsl Petra, ATR-X, Pyounmreiina-
Teitou, Kopdu Jloypu

2. bone3Hu, 00ycnoBAeHHBIE HAPYILIEHHBIM CTATYCOM METUJIU-
pPOBaHUS OTAEIBHBIX TEHOB B pe3yJibTaTte de novo BO3HUKIIHNX
MYyTallMii B COMaTUYECKUX KIIETKAX:

a) pakoBble 00JIE3HM, CBSI3aHHBIE C TMOTepeil UMMPUHTUHTA,
MPUBOISIIEH K aKTUBALIMM HEAKTUBHOTO T'eHa WJIM MOJaBJIe-
HUIO SKCITPECCUU aKTUBHOTO TeHa;

0) pakoBble 00JIe3HU, OOYCJIOBJICHHbIC I'MITIEPMETUINPOBAHU-
€M IIPOMOTOPOB T€HOB OITYyXOJIEBBIX CYITPECCOPOB U MX MHAK-
TUBALIMEH

2. bone3Hu, 00ycIoBIeHHBIE TJI00aJIbHBIM HApYLLIEHUEM METH -
JIMPOBaHUSI TeHOMA B pe3yJibTaTe de Novo BO3HUKIIMX MYyTalldii
B COMaTUYECKHX KJIETKaX — PaKOBble OOJIE3HU, CBSI3aHHBIE C
[JIOOABHBIM TUITOMETHJIMPOBAHUEM T€HOMA, MPUBOMSIINM
K aKTHBAllUM OHKOTE€HOB, PETPOTPAHCIIO30HOBOI XpOMOCOM-
HOI1 HECTaOUTILHOCTH
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OHK, npuuém aBymst crmocobamu. IlepBbiit 0THO-
CHUTCSI K CHMHTE3y HYKJICOTHIOB de novo. Huskuii
ypoBeHb 5,10-MeTmieHTeTparuapodoaaTa IIpH-
BOIWUT K MONABJICHMIO CHMHTEe3a TUMuamiara. Kak
CJICACTBUE, YBEJIWYMBACTCS COOTHOIICHUE YpU-
IWH/TUMUH, TOBHIIIAs BEPOSTHOCTh OIIMOOYHOM
BCTpoliku ypuauHa B nipu cuHtTede JHK. Verpa-
HeHue ypuarHa JIHK-ravko3unazoi MoxXeT mpu-
BOIUTh K OJHO- M IBYLIETIOYEUYCHBLIM pPa3phIBaM.
K Tomy ke HecOaTaHCUPOBAHHBIN HYKJICOTUIHBIN
MyJ HapyllaeT MpoLecChl penapauuu, MPUBOIS K
noBpexaeHuio JIHK.

Bropoit cmoco®d oTHOCUTCS K IIPOAYKIINH
S-aneHo3nHMeTMOHMHA. HeaocTaToOuHbI ypOBEHb
S-aneHO3MHMETMOHMHA B KJIETKE MPUBOAUT K HEIO-
cratouHoMy MeTuiMpoBaHuto JIHK, 4To BbI3bIBaeT
HapyllleHMe XPOMOCOMHOM cerperaium M aHOp-
MaJIbHYIO T€HHYIO 9KCHEPECCHIO.

IunoMeTunpoBaHUE TMPOMOTOPHBIX PETU-
OHOB TIEHOB-CYIIPECCOPOB OIlyXxojel (Takxke Kak
TUNEPMETWIMPOBAHUE IIPOMOTOPHBLIX PETMOHOB
MPOOHKOT€HOB) MOXET BbI3bIBATh CEJIEKTUBHbII
pocT M TpaHchopMaluio KIEeToK. JaHHbIE mpo-
IIECCBl MOTYT JIeXaTh B OCHOBE KaHIIEpOTreHe3a.
Hedunur ¢oara, a Takke HapylleHrue (QYHKUIWU
METabOIU3UPYIOIIMX TOMOUMCTEMH (PEPMEHTOB
(MTHFR, CBS, MTR, MTRR gBnsioTcs Kioue-
BbIMM), MPUBOIUT K HAKOIUIEHWIO TOMOLIMCTEMHA

B KJIeTKax M TIOBBIIIEHUIO OOIIETO YpPOB-
HA TOMOLIMCTEMHA B I1a3me. ToMmouucre-
UH obnagaet BbIpa>KCHHBIM TOKCHMYCCKNM

JIEWCTBUEM, MEXaHU3M KOTOPOTO OINPEAEISIETCS HE-
CKOJIbKUMU OMOXMMUYECKHMU KaHaJlaMHW U CBSI3aH
C HapylleHUeM dHAOTeIUaNbHON GyHKUMHU. TTOBBI-
1IeHWEe YPOBHS TOMOLIMCTEUHA B KPOBU UMEET BbI-
pPaXXEeHHBI aTeporeHHbId U TpoMOOGUINYECKUI
3 eKT, BAUSAET Ha MCUXO-PEYEBOE pa3BUTHUE, CO-
LUAATU3ALIIO.

BrocuHTes
HYKNeoTnzoB

MTHFR

510 MewlneH
TETpaqupo¢ona1 rOMOLlI/ICTEVIH

LUNCTATUOVH

LINCTaTNOHMH cnHTe3a
ButamuH B6

S-anemsmnromoumﬂem
(SAH)

Memonvm CUHTe3a
BI/ITaMI/IH B12

METVOHWH
Me'rvm
M
DOOJIMEBASA KMCITOTA
S-aneHo3un- /’

METUOHMH
[HK, 6enku, nunugbt

TETparmqpoq)onaT

MetunuposaHue
[HK, 6enku, nunuabl

(SAM)

B Hactosmee Bpemsi MeTabonu3M (onaToB
npu3HaH ocHoBoM MeTabonu3ma kiietku (E. 4. Ipe-
yaHWHA 1 coaBT., 2009; I P. Akorsan, 2012).

B 2008 romy mccinemoBarenssmu R. Matalon,
K. Michals-Matalon, G. Bhatia, A. B. Burlina,
A. P.,Burlina,C. Braga, L. Fiori, M. Giovannini,

E. Grechanina, P. Novikov, J. Grady, S. K. Tyring,
E Guttler ycTaHOBUTh YacTOTHI YKa3aHHBIX IIOJIM-
MOP(MHBIX BApUAHTOB T'€HOB (pepMEHTOB (DOJIATHOTO
LIMKJIa B YKpanHe U OIPeIeIUTh BEICOKYIO CTCIICHb
accolMaly C Pas3IMYHOM HACIIeACTBEHHON M He
HacCJICACTBEHHOM maToyiorueil. Bhuto BhICKazaHO
MpPEIIoJIoKeHNe O II00AaJTbHOM BIMSHHU OOMEHa
METUOHMHA Ha OMOCHUHTE3 O€JIKOB U MOJU(PYHKIIN-
OHAJIbHBINA XapakKTep ATOro Hukiaa. Takoe mpeamno-
JIOXKeHME MOAKPEIUISIOCh yTBepXkaeHueM A. Bender
et al. 2008, 4To aMMHOKMCJIOTa METUOHUH MIPAET
3HAYMTEJIbHYIO POJIb B BOJIOLIMM, OHA HAKOMWJIACH
B OesiKax AbIXaTeJIbHOM LIEMU MUTOXOHIAPUIA U BbI-
CTyTaeT B pOJIU €CTECTBEHHOIO aHTMOKCUAAHTA.

B ¢onatHOM LIMKIIE OCYLIECTBISETCS:

* CUHTE3 HYKJIEMHOBBIX KUCJIOT;

* CUHTE3 OMOJOrMYEeCKM aKTUBHBIX BEILIECTB:
agpeHaarHa, MeJaTOHWHA, KpeaTuHUHA, poc-
(oaununoB, MOJUAMUHOB (CIEPMUTUAMNHBI
U CIIEPMUHBI), TTIOTAMUHOBOM KMCIOTHI, U~
TUAPO-TETParuapoOoNTeprHa, OKCHIa a30-
Ta;

* anureHetTnyeckue uameHenus JHK (metu-
JupoBanue), PHK, xpomaruHa, aMMHOKHC-
JIOT, OEJIKOB, JIMMMIOB.

B Hacrogiee Bpemsl CTajao OYEBMAHO, YTO
€CJIM B OpraHu3Me 4ejoBeKa aKTUBHOCTh (DepMEH-
Ta (ojlaTHOTO LMKIIA — MeTWIeHTeTparuapodoaa-
TPeAyKTa3bl CHIDKEHA, 3TO MPUBOAUT K HAPYLLIEHUIO
METWIMPOBAHYS (BKIIOYEHMS 1 BBIKITIOUEHMSI TEHHOM
aKTUBHOCTM) M TOIIa 3aITyCKalOTCsl MHOIME Hace-
CTBEHHbIE U MYJIBTU(DAKTOPHUATbHBIEC CHHAPOMBI.

Ipeuanunoii E. fI. 1 coaBT. mpoBeaeHO UcCCe-
JOBaHME YaCTOThI BISIBJCHMS MOIMMOP(HBIX BapU-
aHTOB F€HOB CUCTeMbI (DOJJATHOTO LIMKJIA B Halleu
nonyasuuu (tadia. 4).

Tabauuya 4
YacToTbl reHOTUNOB M aJijieieil MOIMMOP(HBIX BApH-
AHTOB Ir'eHOB
C677T MTHFR n A66G MTRR (n=4586)

Ieno- |ITomynsuu- Oxupnaemast
Bribopka
TTomumop- | TUIBI OHHasI YacToTa
(uzmMbI u BBIOOpKA neg_lrseglzre; Te€HOTUIIOB,
aiean | n=200, % " 0 %
C677T CT 40.7 1994/43,48 | 1926.12/42
MTHFR TT 7.04 416/9,07 412.74/9
CC 52.26 2175/47,42 | 2247.14/49
T 27.39 30.81
A66G AG 43.0 2015/43,93 | 2248,05/49
MTRR GG 35.5 1615/35,21 | 1490,0/32,5
AA 21.5 955/20,82 | 847,95/ 18,5
G 57.0 57.18
A2756G AG 334/34,61 | 341,8/35,4
MTR GG 55/5.69 51,0/5,3
(965) AA 552/57,20 | 572,2/59,3
G 23.00

bouta BeICKa3zaHa U IIOATBEPXKIACHA TMIIOTE3A:
HCOOCTATOYHOCTb MCTAJIbHbIX TIPYIIIlI BCJICACTBUC
CHM2KCHUA AaKTHUBHOCTHU (l)CpMCHTOB (I)OJ'IaTHOI‘O
IINKJIa, MOXET BJIMATb Ha SMUTCHETUIECKUIA CcTaTyc,
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MPUBOS K 3aITyCKy SIUTCHETUYSCKUX HapYIICHHIA.
B cioxHOM MexaHM3Me pEryIsIliii aKTMBHOCTH
TeHOMa 3HAYUTEIBHYIO POJIb WUTPalOT SIIUTCHETH-
yeckne Moaupurkaropbl. CHIDKEHHE aKTUBHOCTU
(epMeHTOB (PONATHOTO HMUKJIA M HEITOCTaTOYHOCTH
KO(paKTOpPOB COIIPOBOXKIAIOTCSI HAPYIICHUEM METH-
JIUpOBaHUS, a AedeKT padoThl JOHOpPA METaJbHbIX
TPyl — METMOHMHA, BJIEYET 3a COOOM IIMHHYIO
LIeTb TEHETUIECKUX COOBITHI, B KOTOPHIE BOBJICYE-
HbI TTOJUMOP(HbBIE a/JIeJIM 1 T€HbI, KOTOPbIE PEry-
JIMPYIOT MeTaboau3M (oJaTOB U BIUSIOT Ha (PpeHO-
TUITMYECKUE MPOSBICHUST MyTaLIUIA.

CrerieHb pa3BUTHUS TUIICPTOMOIMCTEMHEMUH
3aBUCUT OT COJEP>KaHUs B pallioHe (hOJTUEBOM KUC-
J0Thl, KoOanamuna (B,)), nupunokcuna (B,), pu-
6odnasuna (B,), cepuHa rmimHa, XoIMHa, GeTaun-
Ha, IMCTCHHA.

Wnentudukauuss HapyluieHUid  (oJaaTHOro
LMKJIa BKJIIOYAET: OMNpeAccHUE HaCAeACTBEHHOI
Maiababcopbuuu (poarmeBoil KMCIOThI, BbI3BAHHOI
MyTalMSIMA B T€HE, KOAWPYIOIIEM TPaHCIIOPTEp
(onueBoil kucnoTel; 1ePUIUT GOPMUMUHOTPAHC-
depas3pl, BeI3BaHHBIN Mytauueit B reHe FTCD;
Je(ULIUT MeTWIeHTeTparuapodogaT peayKTasbl,
BbI3BaHHLINM MyTauueil B reHe MTHFR; neduuut
(byHKIIMOHAJIbHOU METUOHWUH CUHTA3bl, KaK Pe3yJib-
Tar MyTtauuii B reHe MTR, nmopaxamoimmnux UMEHHO
METUOHMHCUHTA3y (cblG) wan mMyrauuii, mopaxa-
IOIIMX 0eT0K METUOHMHCHHTa3bl peaykTasbl (cblG
u3-3a mytauuu B reHe MTRR); nepedpanbHblii ne-
(puuuT osreBoil KUCAOTHI, BbI3BAHHBIA MyTallu-
ssMu B TeHe folrl; meduumnT TpexdyHKIINOHAIBHOTO
(epmeHTa, codepxkalllero MeTUJIeHTeTparuapodo-
JIaT JerMaporeHasy, MeTWieHTeTparuapodoaaT -
KJIOTMapoaa3y u ¢popMuaTeTparuapodoiar CuHTa-
3y, BbI3BaHHbIA MyTaiusimu B reHe MTHFD1 (Mak
Tunn, Po3en6aarT u n-p BotuuHe).

Heo6xoguMo OTMETUTH, 4TO OOMeH (ojaToB
MOXET OBbITb UBMEHEH BCJECACTBUE HAPYILIEHMST MX
TPaHCIIOpTa U TIepeHoca. Y 4YeJoBeKa K TpaHCIop-
TépaM ¢oJjiata yepe3 MeMOpaHHbIE Oapbepbl OTHO-
CSITCSIL:

* CBSI3aHHBIN C IIEPEHOCOM IIPOTOHOB TpaHC-
noptép ¢onatoB (PCFT, ren SLC46A), BbI-
COKOMNpPOU3BOAUTENbHAS  HU3KoapPUHHAS
CHCTeMa, KOTOpasl OMocpeayeT MOrJIoIIeHHE
nuiieBoro ¢ojaara npu HU3kKoM pH B Bepx-
Hell YaCTU TOHKOM KMIIIKH, a TAKXKE YyIacTBY-
€T B aKTMBHOM TPaAHCIIOPTE €r0 B TOJIOBHOM
MO3T;

* peAyUMpPOBAaHHBIM TIEPEHOCUYMK  (POIATOB
(RFC; ren SLCI19A1), nByHampaBiieHHast
cucTteMa TpaHcropTa ¢oiaToB 4yepe3 MeM-
OpaHBbI;

» peuenTtop ¢oaaroB 1 (aabda, reH FOLR1),
BeICOKOA((UHHAS CUCTeMa C HU3KOM IIpo-
W3BOIUTEIIFHOCTEIO, OCHOBHOI TpaHCIIOp-
TEp uepe3 reMaTosHuedanIndYecKnii dapbep,
NEWCTBYeT Ha OCHOBE DHIOLIMTO3a, TaKXKe
0o0HapyXeH B JpYruxX opraHax (Hampumep, B
TOYKax);

» peuenTop ¢onaros 2 (reH FOLR?2), ¢donar-
CBSI3BIBAIONINI OEJIOK B IUIALIEHTE, 3PUTPO-
IIUTAaXx.

K mpyruMm mpuumHaM CHUKEHHMS KOHIICHTpa-
1M uepedpanbHbiX goaatoB (5-MTHF) oTHocsT-
s

* HETEHCTUYECKME IIpUYMHBL HEAOCTaTOU-
HOCTb IUIIEBOTO (onaTa, pe3eKILus KUIIey-
HUKa, pakK, MCIIOJb30BaHWE aHTH(OJATHBIX
JIEKapCTBEHHBIX cpelacTB, L-moda, nmeuéHou-
Hast HeIOCTaTOYHOCTb, LIETUAKUS;

* ayToaHTUTeJa K pelentopam ¢hoaaToB;

* HEJOCTaTOYHOCTh JAeKapOOKCWIa3bl apoma-
tuyeckoit L-amuHokucnorsl (AADC);

* HEI0CTaTOYHOCTb CEpUHA,;.

* HEIOCTAaTOYHOCTh IUTHAPOITEPUINHPEIYK-
ta3el (DHPR);

* MUTOXOHIpPHUAJbHbIC HAPYILICHUS.

B 2012 r. n1a Vademecum Metabolicum (Georg

FE Hoffmann, Johannes Zschocke) 6b11a pa3pado-
TaHa HoOBas Kjaccu@uUKaiys HapylleHUs oOMeHa
CepoCoIepKalluX aMUHOKUCIIOT, YYacTBYIOIIMX B
(byHK1IIMOHUpPOBaHUY (POIATHOTO LIMKJIIA (Tab. 5).
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Tabauya 5
Knaccudukamus Hapyimennii o00MeHa cepocoaepKaIMMuX AMAHOKHCIIOT

No i/

HaumeHoBaHue 3a001eBaHus

H3oauposannas eunepmemuoHuHemus

[MpusHaku: 3ayactyio npoTekaeT 6eCCUMITOMHO; MOXET COMPOBOXIATHCS MOSIBJIEHUEM 3araxa, HalTOMUHAIOLIETo Ka-
ITyCTY, 3aI€PKKOI YMCTBEHHOTO Pa3BUTHUSI HEBPOJIOTMUECKUMU HAPYIIEHUSMY, JeMUeTMHU3AIIeH

DepmenT: MetnonnHageHo3untpaHncdepasa I/111 tunos; ren MATIA

JuarH.: 11 METUOHUH

Jleuenwue: [Iueta ¢ orpaHUYeHUEM TTOTPEOICHUS METMOHMHA

NuddpenunansHas auarHoctuka: Hemocratounocts ruimH N-metuntpaHcdepassl (rey GNMT): 11 MeTHOHUH,
S-afeHOMETUOHUH; | S-aleHO3UJITOMOLIMCTENH

Hedocmamounocms S-adenosunrcomoyucmeureudponasvl

IMpusHaku: [Iporpeccupyroiiasg 3aaepKKa yMCTBEHHOTO pa3BUTHSI, HEBPOJOTMUYECKIE HAPYIIECHMS, TUTIOMUESTMHU3AIAS
1 aTpodust 0€JI0ro BEIECTBA FOJIOBHOIO MO3Tra

[uarH.: 1 MeTUOHUH; 11 S-aleHOMETUOHUH; S-aJeHO3WITOMOLUCTENH; T KpeaTUHKUHAa3a nonumopdusm reHa AHCY
Jleuenue: Inera ¢ orpaHMYEHUEM TTOTPEOIICHUS METHOHMHA

Hedocmamounocms memuonuncunmaswl (6oae3us cblG)

IpusHaku: B ,-nepuuutHasg aHeMus, IPOTPECCUPYIOIIas 3alepXKKa YMCTBEHHOTO Pa3BUTUA HEBPOJIOTMYECKHME HApy-
LIEHWST, ICUXUATPUYECKIE PACCTPONCTBA

LuarH.: 1 roMoLMCTeNH; T METUOHUH; OpraHuYecKue KUCIOTHI (B MoUe): T METUIMaIOHOBAs KUCIIOTa (HapylieHue 00-
MeHa KobaJlaMiHa) MOJIOXKUTENbHAs MPoba ¢ HUTPOIPpYcCUaoM; noaumMopdusm reHa MTR

Jleuenue: OH-kobanamMuH, 6eTanH, ¢oseBas KMCIOTa (B BO3PACTHBIX TO3MPOBKAX)

Jléekas eunepeomoyucmeurnemus

Ipusnaku: DaxkTop pucka (B CBA3M ¢ HEIOCTATOYHOCTHIO (DosIaTa) Mpu paHHe# cocyaucToii 6o1e3uu B 30-tu u 40-1eT1-
HeM Bo3pacTte (MHGAPKThI, TPOMOOSMOOINU — HE KacaeTcs AETCKOro Bo3pacTa); T pucK BO3SHUKHOBEHUs Ae(EKTOB He-
BpaJIbHOM TPYyOKY IIPU MAaTEePUHCKOM I'MITEPrOMOLIMCTECMHEMUM

[IpUYIMHBL: TOMO3UTOTHOCTH 110 mojtudopmusmy A222V (677C > T) MTHFR; nebuumt doaneBoil KUCIOTH 1 BUTAMUHA
BIZ

Jvars.:? TOMOITMCTEUH KPOBU

Jleuenue: @onuenas KHMCJI10Ta, BATAMWH Bﬁ

Knaccuueckas eomoyucmanypus

[Mpusnaku: MapdaHononoOHbIN BHEIIHUN BUI, SMUJIETICUS, 3aepXKa YMCTBEHHOI: pa3BUTHSI, MPOrpeccCUpyomas
OJIM30PYKOCTD (PaHHUI CUMIITOM), BBIBUX XpyCTaIMKa, OCTEONOPO3, TPOMO0IMOOIUS

Manud.: [Tporpeccupytoniasi 6071e3Hb, OOBIYHO HAYMHAETCS B LIKOJBHOM BO3pacTe

®epment: LucratnonunH-6era-cunTasa (red CBS)

JuarH.: 1 METUOHUH, 11 TOMOLUCTEUH, | IIMCTUH; MOJOXUTEIbHAS MPO0a ¢ HUTPOIIPYCCUIOM

J: HapyiieHusi cuHTe3a MeTMOHUHA; Ae(eKThl 0OMeHa KobajaM1uHa

Jleyenue: B, hommeBas KUCIOTA; €CIIU 3TO HE OKA3bIBAET BO3NEUCTBUSA: IMETA C OTPAHUYEHUEM ITOTPEOICHU METUOHHU -
Ha, OeTauH, TMIPOKCOKOOaaMuH, BuTaMuH C

Hedocmamounocms cyasghumorxcudasvl u HedocmamouHoCmy KogaKkmopa MoAudoeHa

Kodakrop Monubaena (MoCo) coctoutr u3 mMonubaeHa, CBSI3aHHOTO ¢ MOAMGMULUMPOBAHHBIM NTepuHOM. OH BXO-
QAT B COCTaB YETHIPEX (hepMEeHTOB, BKIIIOYAsT KCAHTUHOKCUIOPEAYKTa3y U cyinbburokcunasy (red SUOX). buocunres
Ko(akTopa MoJIMOIeHA CBs3aH ¢ TpeMsl 0enkaMu, KogupyeMbiMu reHamu MOCS 1, MOCS2u CEPH. Knunuuyeckue cum-
TITOMBI UIIEHTUIHBI C HEIOCTATOYHOCTHIO KO(haKTOpa MOJMOIeHA ¥ N30JIMPOBAHHOM HEIOCTATOYHOCTHIO CYTh(hUTOKCH -
na3bl (BCTPEUAETCS Pexe).

IMpusHaku: MHbaHTUIBbHAS STTMIeNTHYECKas SHIE(aIonaTus; Mporpeccupyloiias 3aaepxkka cuMXoMOTOPHOTO pa3BU-
THSI, TSLKENAsT MUKPOTIedalTust; TT03%ke: BRIBUX XpyCTaJliKa

MuarH.: Cynb®UTHBII TECT (CBEXast MOUYa) MOJIOXUTETbHBIN; T TaypyH, 1 CyabMOLUUCTENH, | IIUCTUH, | TOMOLMCTENH.
Hedocmamounocms koghakmopa moauboena: || MoueBasi KuciaoTa (B ChIBOPOTKE), 11 KCaHTUH: myTauuu: MOCSI >
MOCS2

JleyeHue: oTCyTCTBHE CIELIM(UYECKOrO JICYEHMST MPU HEIOCTATOYHOCTU KodakTopa MojubmeHa thna B (Myrauwum
MOCS2)

IIpouue napyuienus, c653aHHbIE C CEPOCOOEPHCAUUMUMU AMUHOKUCIOMAMU

Llucmamuonunypus (HedocmamourHocms yucmamuoHuH-eammanuasel, een CTH)
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MeTHOHWH 1 TOMOIIMCTENH UTPAIOT OCHOBHYIO
pOJib B LIUTO30JbHOM MEPEHOCE METAIbHBIX IPYIII.
DTOT MeEPEeHOC SIBIIIETCS OCHOBOM (DYHKIIMOHUPOBA-
HUSI MHOTMX METa0OJIMYECKUX ITyTEM, B T. 4. CUHTE3a
KpeaTuHa, X0JIMHA 1 afpeHaanHa, a TAaKXe MeTUIN-
posaHus JIHK. BoT nouemy usydyeHue ypoBHSI Kpea-
TUHA U XOJIMHA B MO3Te C TIOMOIIbIO CIIEKTPOCKOMUU
SIBJISIETCSI YPE3BhIYAiHO BAaXKHBIM JIJISI TMATHOCTUKU
BCEX HapyLIEHUN M KIMHUYECKUX IMPU3HAKOB IPU
MONO3peHNM Ha HapylmieHWs oOMeHa MeTHMOHWHA.
B YkpauHe OobLIMX YCIIEXOB B 3TOM METOAE UC-
cienoBaHus pocturiaa npogeccop Poxkosa 3. 3.,
C KOTOPOI MbI IJIOAOTBOPHO COTPYIHUYAEM.

Hamu oTMeueHo, 4TO TOMO3UTOTHBIN XapaKTep
noauMopdu3Ma o3HayaeT 0oJiee BhIPAXKEHHYIO CTe-
MEeHb CHUXKEHUST aKTUBHOCTU ¢hepmeHTa. Ho roMo-
3UTOTHBIN TEHOTUIT U TOMO3UTOTHBIM KOMITayH He-
CKOJIBKMX MOJMMOP(MU3MOB BCTPEUaETCs pexXe, YeM
BCe JIpyrue KOMOMHALUMU reHoTumna. KnuHuyeckasi
BbIpa>k€HHOCTh MpU TaKWX TEHOTUMAX He Bceraa
aJeKBaTHA KOJMYECTBY BOBJI€YEHHbIX Konuit. Eciu
YeJIOBEK SIBJISETCS HOCUTENEeM cIleuudruuecKoi
MyTalliu, TO 3TO HE Bcerga O3HayaeT, YTO aKTUB-
HOCTb OIpeAe/ieHHON (PpyHKIUU 00s13aTe/IbHO CHU-
3utcsl. Huke mpuBoauTCS KpaTkKas MHGpOpMaLUs
0 TeHaX, KOTOpble BKJIIOUYEHbI B KOMILJIEKCHYIO Ma-
HeJb aHajlKu3a METWIMPOBaHUS MpHU ayTusme (ATy
VYasko, 2010).

Lloaumopghuvuii  eapuanm zena COMT Y158M,
H62H, 61

OCHOBHOI1 (pyHKIIMEIl 3TOro reHa SIBISIETCS
yJyacTuve B paclueryieHuu pogamuHa. JlopamMuH —
3TO HEUPOTPAHCMUTTEP, MPUHUMAIOIIMI yJyacTue B
(opMUpOBaHMHU MMOBEAEHYECKUX peaKLIUi 1 BHUMA-
Hus. JlopaMuH CrOCOOCTBYET MOSIBACHUIO TMPUSIT-
HBbIX OILYILEHUWI, BIUsIeT Ha MPOLECChl MOTUBALIUU
u ooyueHus. JlodpaMuH BbIpabaThIBaeTCsI BO BpeMs
no3utuBHoro MbiieHuss. COMT, monseprasich
pacueruieH1Io, MPUBOAUT K 0O0pa30BaHUIO APYro-
ro HelipoTpaHcMUTTepa - HopanuHedpuHa. COMT
TakXKe BOBJIEKAETCSl B COOTBETCTBYIOLIME Ipeod-
pa3oBaHUs 3CTPOTEHOB B OpraHu3Me. AKTUBHOCTb
COMT yacto acCOUMMUPYIOT C YyBCTBUTEIbHOCTHIO
K 6oy, mostromy romo3urotel COMT moryT ObITh
0oJiee YyBCTBUTEIbHBI K OOJIH.

Iloaumoppuviii eapuanm zena VDR/Taq and
VDR/Fok (6umamuna D peuenmop)

ITaHenp comepXXUT 4YacTb peuenTOpOB BUTA-
muHa D, Taq a takxke Fok caiitoB. B To Bpems
Kak u3MeHeHue Fok OBLIO CBSI3aHO C peryssiu-
el caxapa B KpoBHU, M3MeHeHUs Taq MOXET ITO-
BIMSITH Ha ypoBeHb modamuHa. Ilo stoil mpu-
YMHE BaXHO ucciaeaoBarb kommnozuuuiwo COMT
u VDR / Taq naenatsb BEIBOALI HA OCHOBE COBOKYII-
HOCTHM pe3yJIbTAaTOB 3TUX JIBYX YYACTKOB.

Iloaumoppuwiii eapuanm cena MAO A R297R
(monoamunorcudaza A)

MAO vyuacTByeT B paclleIlJIeHUM Heilpome-
IAATOPOB CEPOTOHMHA M JTo(aMUHA B OpTaHU3ME.
YpoBeHbr MAO cBsI3aH ¢ HACTpOeHUEM, AuUcOaIaHC
YPOBHSI CEPOTOHMHA ACCOLMUPYIOT C IEIpeccUuei,
arpeccueit, tpeBoroii. MAO A nokaau3oBaH Ha
X-XpoMOCOMEe U CUMTAeTCs X- CLEIJICHHBIM ITpU-
3HAKOM, KOTOPBIM He MPOSIBIISIeTCS Y My>KUMH. Tak
Kak X-XpoMocoMa K My>K4MHE MOKET IIPUIATH TOJIb-
KO OT MaTepu, 3TO o3Hayaer, yTo MAO-MmyTaluu
oTua (MU UX OTCYTCTBHE) HE UTPaeT pOJIv Yy ChIHA.
VY >XKeHIIMH Kaxpaash X-XpoOMOCOMa HacjeayeTcsl OT
OIHOTO U3 pomMTenelt, yto orpaxkaer MAQO-cTaTyc
000X poaUTeNeit.

Toaumoppuvwiii éapuanm cenaACAT 102 (auemua
K03H3UMA auemuampancepasa)

ACAT wurpaet posb B JUTUAHOM OOMEHE, CIO-
COOCTBYeT MPEIOTBPAILCHWIO HAKOIJIEHUSI M30bI-
TOYHOTO XOJIECTEPMHA B OMpPEAEICHHBIX YacCTsIX
kJjeTku B opraHuszme. ACAT TakKe ydyacTBYeT B 00-
pa3oBaHUM SHEPIUM B OpPraHu3Me, CIIOCOOCTBYET
pacraay 0eJKOB, XKMPOB 1 YTIJIEBOAOB U3 nuiu. OT-
cyrctBue ACAT Takke MOXET MPUBECTU K UCTOIIE-
HUIO BUTaMuHa B ., KOTOpBII HEOOXOOUM B 1IUKIIE
METWJIUPOBAHUSI.

122

Iloaumoppnusiii éapuanm 2ena ACE (anzuomen-
3un xoneepmupyrouguii 3u3um ACE)

PaznuuHble (hakToOphl, B TOM YKCIIE U IUTaHUE,
MOTYT BIUATh Ha akTUBHOCTL reHa ACE, uzmene-
HUSI KOTOPOTO MOTIYT MPHUBECTU K IMOBBLIIIEHHOMY
apTepUallbHOMY JaBJeHUI0. BBICOKasi aKTMBHOCTD
ACE MoxXeT OBITh CBSI3aHa C TTOBBLITIIEHHOM TPEBOX-
HOCTBIO, CHMXKEHUEM MaMsTH M Ipolecca obyue-
HUSI, IPUBECTU K BHIBEACHUIO MUHEPAJIOB U3 Opra-
HU3Ma BCJIEICTBHE CHYDKEHUS SKCKPELIUU HATPUS C
MOYOI1 1 Kanus. B cuTyany XxpoHU4YECKOTo cTpecca
MOKET MPUBECTU K JOMOJTHUTEIbHBIM HAKOILIEHUIO
HATpUS U YBEJIMYEHMIO DKCKpeluM Kaaus. B Tom
ciaydae, eci (DYHKIUS ITOYeK HapyIleHa, 3TO MO-
3KeT MPUBECTU K YAEPKAHUIO U KaJIUs B OpraHu3Me.

Lloaumoppuviii eapuanm 2ena MTHFR A1298C,
C677T, (memuaenmempazudpochorampedyxmasa)

ITpoaykt renHa MTHFR HaxomuTcss Ha KPpUTH-
YeCKOM TOYKE B IIMKJIC METWIMPOBAHUS. YUacTBYeT
B HOpMalM3alliM YpOBHS romouucrenHa. Heko-
topble MyTalu B reHe MTHFR accounnpoBaHbl
C PUCKOM CepIeYHO-COCYIMCTBIX 3a00JIeBaHMIA,
paka, MOTYT UTpaTh POJIb B U3BMEHCHNHU YPOBHSI HEli-
pOMEAnaTopoOB CEPOTOHMHA U AodamurHa, a odliee
YMCJIO COYETAaHUM C Pa3In4YHOM IaTOJIOTHEN 4Yeio-
Beka mpeBbiacT 600 HaMeHOBAaHUIA HO30J10THYE-
CKMX €AMHULL 3a00J€BAaHUIA.
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ITloaumopepnuotii 6apuanm zena_MTR A2756G/
MTRR A66G, H595Y, K3504, R415T1, S257T, 11
(MemuoxuHCUHmMe3a/MEeMUOHUHCURMA3A PEOYKMA3a)

OTu aBa MpoOmyKTa TeHa paboTaioT BMecTe, U
YYacTBYIOT B IIpeBpallleHUM T'OMOILMCTEMHAa B Me-
THOHUH. IloBBIIIEHHBIE YPOBHM TOMOLIMCTECHHA
SIBIISIIOTCS (paKTOpaMM PUCKA IIPU psiie TIaTOJIOTHIA,
BKJIIOYas 00JIE3HU cepaLa, 00Je3Hb AnbLreimepa u
eme 156 Ho3zonormyeckux equuul. Kak u B ciydae
¢ COMT u VDR / Taq, MTR u MTRR cnenyer u3-
y4aTb B nape apyr ¢ apyrom. Myrtauuu 8 MTR Mo-
TYT YBEIMYMBATh aKTUBHOCTb IIPOIYKTa 3TOrO T'eHa
TaK, 9YTO 3TO MPUBOIUT K OOJIBIIEMY ITOTPEOICHUIO
B12 B kauectBe kKodepmeHTa. C Ipyroil CTOpOHHI,
MocjaeAHre MyOJMKalUKM IMOKa3bIBalOT, uTo A66G
myTaiuu B MTRR cHuXXaeT akTMBHOCTh (pepMeH-
Ta. HezaBUCHUMO OT TOro, Kakast Teopus IpaBUIbHA,
HapyllleHMe IMKJIa BUTaMrHa B12 Win akTMUBHOCTH
(pYyHKIIMM METUIMPOBAHUS B 3TOM TOUKE, B JICUCHUN
ucnoJjb3yercs BuTamMmuH B12 B KauecTBe KoakTopa.

Lloaumoppuwiii éapuanm eena BHMT 1,2,4,8
(6emaun 2omouucmeun memuampancghepasa)

IIpomykT »TOro reHa 3aHMMAcET IIEHTPAIBHOE
MECTO B KOPOTKOM IIyTM METHJIMPOBAaHUS, OCY-
IIECTBISIET PEeMETWIMPOBaHWE TOMOIMCTEMHA B
MeTnoHuH. IlomruMopdu3MEl TeHa MOTYT BIMATH Ha
BO3HMKHOBEHME CTpecca, Ha ypOBeHb KOPTU30Ja U
HOpaNUHe(pPUHA.

Lloaumoppuwiii  eéapuanm 2ena AHCY 1,2,19
(S adenosurzomouucmeun euopoaasa)

Paznuunbie myrauuu B AHCY MoryT BIusaTh Ha
YPOBHM TOMOIIMCTEMHA, a TaAK:Ke aMMHaKa B opra-
HU3ME.

Lloaumoppuwiii  6éapuanm cena CBS C6997T,
A3604, N212N (yucmamuonun-6ema- cunmasa)

®epmenr CBS B OCHOBHOM [EHCTBYeT Kak
1LIJTI03 MEXTY TOMOLIMCTEMHOM U TPAHCCYIb(aTUpO-
BaHMEM METMOHWHA, KOTOPHIM TeHepUpyeT aMMUaK
B opranm3me. ClieayeT OTMETUTb, YTO KOHEUHEIS
MPOAYKTHI, KOTOPbIE CO3MAI0TCS B KOHIIE TTpeobpa-
30BaHUS METHUOHWHA, KOTOPbIE UYPE3BLIYATHO BaXK-
HBI IJI1 OpTaHM3Ma — 3TO TJIyTaTUOH 1 TaypuH. Ho
€CTb U NOOOYHEIE MPOAYKTHI (M30BITOUHBIN aMMUAK
U CYIb(MUTHI), KOTOPbIE IBJISIOTCS TOKCUYHBIMMU JIJIST
OopraHu3Ma.

Lloaumoppuwiii eapuanm zena S1IMT C1420T
(cepuu 2udpoxcumemuampancgepasa)

IIpomykT 3TOro reHa y4acTBYeT B CHMHTE3€¢ HO-
Boit IHK u B mpeBpallleHM TOMOLIUCTENHA B Me-
THOHUH. DTW OJIOKM, y4acTByd B CHMHTE3¢ HOBOI
JHK, BIus110T Ha CIIOCOOHOCTH PEryJIMpoBaTh Ipo-
IYKT 3TOTO TeHa, a TeEM CaMbIM, BJIUSIIOT Ha IIPOIIecC
METUJIMPOBAaHUS. DTO BBI3BIBACT HAKOIUIEHHE TOMO-
UCTENHA W OUcOalaHC B IPYTUX IIPOMEKYTOIHBIX
COCAMHEHUSX B OpraHU3ME.

Iloaumoppnusiii eapuanm 2ena NOS D29SE (ok-
cuo cunmasa azoma)

NOS ¢depMeHT urpaeT BaxKHYIO pOJib B JETOKCH-
KalMy aMMHaKa B IUKJIE MOYeBHMHBL. JInMma, KOTo-
pbie roMmo3uroTHH 1o NOS, o61amaioT pepMeHTOM
CO CHIDKEHHOI aKTUBHOCTBI0. NOS MyTaiuu MoryT
BIMATH Ha peryisinuio CBS BIUIOTh 10 yBeIudeHUS
YPOBHSI aMMUaKa, KOTOpbIii reHepupyercs CBS.

Hloaumopgpnoui  eapuanm zenaSUOX S3 708
(cyavgpum oxcuo aza)

IIpomykT 3TOro reHa CIOCOOCTBYET ICTOKCH-
Kauuu cyab(@uToB B opraHusMe. Cyab(PuUThl TeHe-
PUPYIOTCS KaK €CTECTBEHHBIN MOOOYHBII MPOIYKT
IUKJIa METHJIMPOBAaHMsI, a TAaKXKe IOCTYITaloT B Op-
raHusM c nuieit. CynbuThl B BUAE KOHCEPBAHTOB
Ha OCHOBE CEpPbl, MCITOJIb3YIOTCS IS IpeaoTBpalle-
HUSI WIM YMEHBIIECHHUSI OOCCLIBEUMBAHMSI CBETJIBIX
(pyKTOB M OBOLIEH, NMPeaOTBPALLICHHUS TTOSIBICHUIO
YepHBIX ISITEH Ha KpeBeTKaX U omapax, IoJaBisi-
IOT pOCT MUKPOOPraHU3MOB B (hepMEHTUPOBAHHBIX
MUIIEBBIX MPOAYKTaX (HAIpuMeEp, BUHO), U CIIO-
COOHBI MOAAEPKUBATh AKTUBHOCTh HEKOTOPBIX Jie-
KapCTBeHHBIX ITpernapaTtoB. Cyab(GUTHI MOTYT TaKXe
HCIO0JIb30BaThCs AJIS1 OTOSIMBAHMS MTUILIEBOTO Kpax-
Maja, TMpenoTBpallleHUs] pPXKaBUMHbI M HAKUIIM B
OoiliJiepax, KOTOpble UCHOJb3YIOTCS IJISI TPUTOTOB-
JICHMSI TApOBOI UM, U JaXKe B IIPOU3BOACTBE LI~
JiohaHa Ij1 YIIaKOBKM MUILEBBIX MPOAYKTOB. OauH
W3 CTa JI0Jel Cylb(PUT-4yBCTBUTEIbHBI, U OKOJIO 5
% cTpamaroT OT aCTMBI. YeJI0BEK MOXET CTOJIKHYTh-
¢S ¢ Tpo0JIeMoit Cyab(GUT- YYBCTBUTEIbHOCTH B JIIO-
00li MOMEHT XU3HU. YUEHble HE YKa3blBaeT TOYHO
HaMMeHbIIEH KOHUEHTpalUKu CYyJIb(PUTOB, HEOOXO-
JUMBIX, YTOOBI BBI3BaThb peaklvio. 3aTpyAHEHHOE
JIbIXaHUe SIBJISIETCSI HauboJjiee pacnpoCTpaHEHHBIM
cumnToMoM. Cynb@UThI BbIACISIOT Ta3000pa3HblIit
JUOKCH]I CEPbI, KOTOPBII MOXET BbI3BATh pa3apaxKe-
HUE B JIETKMX, U BbI3BATh TSXKEIbIA MPUCTYH aCTMbI
JJI1 TeX, KTO CTpajaeT 4YacTbIMM OPOHXOCITa3MaMMU.
Cynab(MUTBl MOTYT BbI3bIBAaTh YYBCTBO CTECHEHMS B
TpyAu, TOLIHOTY, KpallMBHULLY U, B PEAKHUX CIIydasix,
0oJiee TSKEJbIX ajUIepruyeckKux peakuuii. Myrauuu
B SUOX MoryT ObITh (h)aKTOPOM pUCKA Pa3BUTHUS HE-
KOTOpPBIX BUIOB paKa, BKJII0Yas JIEHKeMUIO.

TakuM o06pa3zoM, 0030p (PyHKLIMOHAJILHON Xa-
PaKTEepUCTUKM TIPOAYKTOB IOJUMOPGHBIX Bapu-
aHTOB reHOB (PepMEeHTOB (POJATHOTO LIMKJA, MOKa-
3bIBAaCT MPUUYUHY KIMHUYECKOIro MNoarMmopdusma
ayTh3Ma BHE 3aBUCHUMOCTU OT TOTO, Kakue IeHO-
TUIIbl CBOMCTBEHHbI TOMY WJIM WHOMY MaLIMEHTY.
OTO 03HAYaeT, YTO KJIMHUYECKUI MNOIMMOpPdU3M
ayTh3Ma, ¢ KOTOPbIM Mbl BCTpeYaeMcsl y KaKaoro
0OJILHOIrO, MMEET T'e€HEeTUYECKOe MPOMCXOXKACHUE,
3aJI0’)keHHOE MHOroo0pa3sneM OJHOHYKJIEOTUIHBIX
NoaMMOpP(PU3MOB. DTOT (PaKkT MOIUEPKUBAET BaxXK-
HOCTh a0COJIIOTHO HEPCOHATM3UPOBAHHOIO W CHU-
CTEMHOTO I10X0/1a KaK B AMarHOCTUKE, TaK U B JieUe-
HUM Y peadbuInuTalury OOJIbHBIX C QyTU3MOM.
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IlpencraBiaecHHbBIE JaHHBIE TTO3BOJISIOT MO-
HSTh, TOYEMY IPU AyTU3ME B IIPOLIECC BOBJICKAIOTCS
MHOTHE OpraHbl M CUCTEMbI, MIOYEMY HET €AMHOI
MOJIEKYJIIPHOI HaXOAKM, KOTopas Obl ITO3BOJIMJIA
Ha3bIBaTbCS MyTallMeil, MPUBOASILLIECH K BOSHUKHO-
BeHMIO ayTu3Ma. A8() MOXHO OTHECTH K COCTOSTHH-
sIM, KOTOpBI€ pPa3BUBAIOTCS BCJIEICTBUE IPOSIBIIC-
HUS Ae3amanTaluu, Koraa reHOMHOE 3I0pOBbe KakK
MHOTOKOMITOHEHTHOE COCTABJISIOIIEE, HAPYLIAETCS
Y B OCHOBE 3TOT0 HAPYILICHUS JIEXUT JUCTAPMOHUS
MeEXJy TeHeTUuecKoit MH@opMalueil U BHEIIHeH
CpEloM.

Kinnuka

Cundpom Pemma

K BacrosmemMy BpeMeHU OOJBIIMHCTBO HC-
cjemoBaTeNiell IIpeariojaraloT, YTo CUHApoM Pet-
Ta — He HelpoJereHepaTUBHOE IIPOrpecCUpyIoIee
MO3TOBO¢E MOpaXeHNe, a, CKopee, FTeHeTUIeCcKoe Ha-
pYILIeHWE pa3BUTHS MO3Ta, U CBSI3BIBAIOT JTaHHBIN
CHHAPOM C HapylleHusIMH B X-xpomocome. Cpenn
IPYIUX BO3MOXHBIX MEXaHM3MOB HACJIEIOBaHMS
00CyXIaeTcsl TakxKe MMTOXOHApHAJIbHAsI MOJEb,
npemroxeHHas B 1989 romy Eeg-Olofsson O. 11 coaB-
TOpaMM Ha OCHOBAaHUM HaWIEHHBIX MU CTPYKTYp-
HBIX U3MEHEHUI MUTOXOHIPHUI M METa0OJIMIECKIX
AHOMAaJINii, YKa3bIBAIOIINX Ha MUTOXOHIPHUAIBHYIO
auchyHKIuo (mpuMepHo y 50 % neBoYeK ¢ CHH-
apomoM Perta oOHapy:KMBaeTCsd yMEpeHHOe II0-
BBIIIICHNE MOJIOYHOM M IMMMPOBUHOIPATHON KHUCIIOT
B KPOBU WU JUKBOPE).

CunapomMm PetTa nipencraBisieT co0oil msrcenoe
HacnedcmeeHHoe 3a00ne8anue, Conpogodcdaroujeecs
HapyweHuaMU HepeHO-ncuxu1eckozo pazgumus. Pa-
OOTBI, TOCBSIICHHBIE M3YUCHUIO MOJCKYISIPHBIX
MEXaHM3MOB pa3BUTHUs CUHApoMa Perra, moKasbi-
BaloOT BaxxHy1o poyib reHa MECP2 B manudecraiuu
3aboneBaHus. Yactota cuHapoMa Perra coctaBisier
1 Ha 10 000-15 000 pgereii xXeHCKOro I0Jia, a B OT-
nenbHbIX pernoHax — 1 Ha 3000. ITeorpacduyeckoe
pacnpocTpaHeHUe cuHapoMa PeTta HepaBHOMEPHO.
OTMeueHO CKOIUIEHME OOJIbHBIX B OIPEAeICHHBIX
HEOOJIbIINX CEJIbCKUX paiioHax «PeTT-apeaibl», UTO
MOXKET OBITh CBSI3aHO C CYIIECTBYIOIIMMU ITOITYJISI-
LIMOHHBIMU M30JIsITaMU. Takast KOHLIEHTpalus 3a00-
JieBaHus Habmogaercs: B Hopseruu, Utanuu, Anba-
HuUM 1 BeHrpuu.

Ien MECP2 gaBnsiercss reHOM-peryjasiTopoMm
TPAHCKPUIIIUM, JOKAIN30BaH Ha IMHHOM ILIeUe
X-xpomocoMbl Xq28. TIpoaykKTom reHa SBJsSIETCS
metun CpO-cBs3biBaoldii 00K, WUIpaeT LeH-
TpaJIbHYIO POJIb B caiiieHcuHre reHoB. Hapsay c
JpYyTUMM MeTWICBSA3bIBaloIUMu OenkamMu (MBDI,
MBD2, MBD3 u MBD4), npuHumaer ydyacTue B
OIHOM M3 TJIaBHBIX MoAM(UKAIIi TeHOMa — METH-
supoBanuu JJTHK. CeMelicTBO METUICBSI3BIBAIOIINX
0EJIKOB CITOCOOHO TOJIBKO K CIIEIU(PUIECKOMY CBSI-
3piBaHMI0 ¢ MeTunpoBaHoil [IHK. benok, B 3aBu-
CUMOCTHU OT KOHTEKCTa BOBJIEKAETCS B MOAABJICHUE

WIM aKTuBaluio TeHoB. IToka ocraeTcs Heu3BecT-
HO, KaKiie KOHKPETHO T€HHI ITOABEPraloTCs BO3IEi-
CTBUIO METUJICBSI3BIBAIONIETO OeIKa, HO C 0OJIbIION
BEPOSITHOCTBIO 3TU TeHBI BaXKHHI IJISI HOPMAaJIBEHOTO
¢dynkumonuposanus LIHC. He Bce myTranuu reHa
SIBJITIOTCSI TIATOT€HHBIMU, HA CETOMHSIIHUI TEeHb
HauOoJIee 3HAUYMMBIMUA MYTallMSIMUA CUUTAIOTCS BO-
CeMb PEKYPPEHTHBIX MYTallMii, HOHCEHC MyTalluH
B HavaJie mocjaeaoBaTeJbHOCTA U B foMeHax MBD
u TRD, a Takke KpymnHbIE AeJeMH B KOAUPYIOLIei
MOCJAeA0BaTeIbHOCTA 3TOro reHa. MaeHTuduim-
POBAaHO HECKOJIbKO TMIIOB MYTallMU: OJHOHYKJIEO-
TUIHBIC 3aMEHBI, KPYITHBIE IeJIelIUN, TyTUIMKALIH.
Nzydyenne GyHKUIMOHAJIBHBIX IOCIEICTBUI MyTa-
uuit reHa MECP2 noka3ssiBaeT, YTO OHU ITPUBOIST K
W3MEHEHUIO CTPYKTYpPhI OejiKa, U3BMEHEHUIO ero Ko-
JIMYECTBA, MTOTEPEe CEEKTUBHOCTU MO OTHOIUEHUIO K
CpG-caiitam, MOHMXEHUIO CTAOUJILHOCTHU pacrpe-
nefaeHus 0eka B KJIeTKe. B pe3ynbrare cBsI3bIBaHE
Oejika 0Ka3bIBaeTCsl HEMOJIHOLEHHBIM, HApYLIAeTCs
«TIpaBUJIbHAST» PETYJISILUs TPaHCKPUILMU. [eHBHI,
KOTOpBbI€ JOKHBI ObLIN 3KCIIPECCUPOBATHCS, OCTa-
JOTCSI «BBIKJIFOYEHHBIMU», 1 HAOOOPOT, aKTUBUPY-
JOTCSI T€ TeHBI, KOTOPHIC JOJIKHBI ObUIM «MOJTYATh.
DTOoT JedeKT, BEPOSTHO, MPUBOAUT K HapYyLICHUIO
(pYHKIIMOHUPOBAHMSI HEPBHBIX KJIETOK.

bbL10 3aMeyeHo, 4To y Bcex MalueHTOB C CUH-
JpoMoM PetTta onpeneisiiics ocoOblil BapyuaHT MO3/-
HO peruMuupytoiieiics xpomocoMsl X (tum C), 4to
SIBJISIETCS CJISACTBUMEM HapylIeHUs TOCeI0BaTe/b-
HocTH perukauuu. Cunapom Petra kpaliHe peako
BCTpeYaeTcs y JIUL MYKCKOro MoJjia, U TOJIbKO MpU
HaJIM4UU JOMOJHUTENbHOI X-XpoMOocoMbI (XXY) B
KapuoOTUIIE B PETYJISIPHONM WM MO3aW4yHO (hopme.
Ecniu ponomHuTenbHass X-XpoMocoMa B KJETKax
KpOBU He OOHapyKeHa, 3TO MOXKeT ObITh CBUAETE/b-
CTBOM HaJIM4Ms TKAHEBOTO MO3auiu3Ma. B ocTtaib-
HBIX CJIydasix HacTyIllaeT BHYTpMYTpOOHasl rubeib
miona.

ITockosbKy cuHApOM PeTTa OTHOCHUTCS K BIH-
TEHETUYECKUM 00JIe3HSIM U 3a00JIeBaHUSIM C ayTH-
CTUYECKUM PaCCTPOIICTBaM, MbI CKJIOHHBI CYUTATh,
YyTO 93Ta MOAEAb NOAKPEIUIsIeT IPearnoa0XeHUs
O BOBJICYEHUU DBIUTCHETUYECKUX HapylIeHU B
(opMupoBaHue ayTU3Ma.

B aHTe- 1 neprHATaIBHbBIN IEPUOALI PA3BUTHS,
a Takke B MepBoe TMOJyroAare X1U3HU, pa3BUTHUE Je-
Teil yacTo paclieHMBaeTcsl Kak HopManbHoe. OnHa-
KO BO MHOTHUX CJIy4yasX HaOJI0Aal0TCs BPOXIEHHAs
TUMOTOHMSI, HEDOJbIIOEe OTCTaBaHUE B CTAHOBIIE-
HUM OCHOBHBIX JBUTATEJIbHBIX HaBBIKOB (CUICHMSI,
MOJI3aHUsI, XObObI), KOTOPbIE YaCTO JIMOO OCTAIOTCS
HepacIlo3HaHHBIMM, JIMOO HETOOLIEHUBAIOTCS.

B teyeHum 3abosieBaHUS YaCTO BBISBISIOT 4e-
moipe cmaouu.

Bo3spacTt, BKOTOpOMBII€pBbIE OTMEYAIOTCS OTKIIO-
HEHUS Bpa3BUTUM IE€TEH, KOIeOaeTCsI 0T4 MeCSILIEB 10
2,5 Jet; 4aie Bcero ot 6 Mecsues 1o 1,5 net. Ilep-
Bbl€ IpU3HAKU OO0JIE3HM BKJIIOYAIOT 3aMeJIeHUE
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TICUXOMOTOPHOTO Pa3BUTHS peOCHKA W TEMIIOB PO-
CTa TOJIOBHI, IIOTEPIO MHTEpeca K urpam, muddys-
HYIO MBIIIICYHYIO TUITOTOHMIO. D10 I cTamus 3abose-
BaHUS — CTarHams.

Hanee cnenyetr nepuon perpecca (II cramus)
HEPBHO-TICUXMYECKOTO pPa3BUTHSI, KOTOPHIA Ha-
YMHAeTCsI, KaK IIpaBWiIo, B Bo3pacTte 1-3 JieT u
COIIPOBOXIAETCS  MPUCTyIaMM  OEeCIIOKOICTBa,
«0e3yTelIHOTO KpHUKa», HapylleHHueM cHa. B Te-
YeHHEe HECKOJbKUX Hededb — MecsleB peode-
HOK yTpayuBaeT paHee IpHOOpeTeHHBIC HaBBIKU,
B YaCTHOCTH, IIPOITANAOT 1IeJieHAIIpaBIeHHBIC TBU-
JKEHUS PYK, OH IIepecTacT TOBOpUTh. OTHOBpPEeMEH-
HO TIOSIBJISIFOTCSI XapaKTepHBIE CTEPEOTUIIHBIC OBH-
KEHUs, HalOMMWHaIIKe “MbIThe PyK”. Y 0OoJjee
yeM TIIOJJOBMHBI JeTeil HaOJI0JalTcs aHOMaluu
IBIXaHUS B BHUIE aIllHOD, YepeayIOIIecs C IepHo-
JaMyd TUIIEPBEHTWISLIMM, BO3MOXKHO IIOSIBICHUE
CYOOPOXHEIX IIPUITAAKOB. BaXXHBIM CHMIITOMOM
SIBJISIETCS TIOTePSI KOHTAKTa C OKPYXKaIOIIMMMU, 4TO
YacToO OLIMOOYHO MHTEPIPETUPYETCS KaK ayTU3M.
Ha sToii craguu 3abojieBaHME pa3BUBAETCS CTOJIb
OBICTPO U ApaMaTUYHO, YTO KIMHULMCTBI HEPEAKO
CTaBAT NETSIM IUArHO3 SHIledanunTa.

ITo okoHuaHuu ¢asbl perpecca HactymaeT 111
CTaausl, OXBaThbIBalollasl JIWTEIbHBIA MEPUOI d0-
IIKOJIBHOTO Y PaHHETO IIKOJBHOTO Bo3pacTa. B aTo
BpeMsI COCTOSTHUE JETE OTHOCUTEIBHO CTAOMIIBHO.
Ha nepBblii 11aH BBICTYTIAIOT IIyOOKask yMCTBEHHAas
OTCTaJIOCTh, CYAOPOXHBIE MPUTTAIKA, a TAKXKE pa3-
HOOOpa3HbIe JKCTpaNMpaMUIHBIE PacCTPOMCTBA,
CpeAu KOTOPBIX HamboJiee YacTo HaOIIomaloTCs
JUCTOHMS MBIIIL, aTaKCUs, TUIepKUHE3bl U ap. B
TO XK€ BpeMsI MPUCTYMNbI OCCHOKONMCTBA MPOXOMISIT,
COH YJIyYIIIaeTCs, CTAHOBUTCS BO3MOXEH AMOIIHAO-
HaJbHBII KOHTAKT C PEOEHKOM.

K KOHIly mepBOro AecAaTUIeTUs] KU3HU HauM-
HaeTcs [V cranusi — mporpeccupoBaHHue JBUraTeNb-
HbIX HapymeHui. ITalMeHTBl CTaHOBATCS 00€3IBU-
JKEHHBIMM, HapacTalOT CMACTUYHOCTb, MBILLIEYHbIC
aTpo¢uu U BTOpUYHbIE OpToNeAnYecKre aehopma-
LUU (B YACTHOCTU, CKOJIMO3), MOSIBSIOTCS BA30MO-
TOPHBIE PACCTPONCTBA, OCOOEHHO BbIpaXXeHHbIE Ha
HIDKHUX KOHEYHOCTSX, OTCTaBaHWE B pocTe 0e3 3a-
JIEPKKW MOJIOBOTO CO3PEBaHUS, a 'y psAaa OONTbHBIX
pa3BUBaeTCsd Kaxekcus. B To e Bpems Cyaoporu
CTAHOBATCSI pexXe, BO3MOXHO 3MOILMOHAIBbHOE 00-
1eHue ¢ 00JIbHBIM. B TaKOM COCTOSIHUM MallMeHThI
MOTYT NpeObIBaTh NECSATKU JIET.

Ilonpaznenenvie cuHapoma Perra Ha craguu
SIBJISIETCSI TOBOJIbHO YCJIOBHBIM, TaK KaK YeTKUX I'pa-
HUL MEXIy HUMU BBISIBUTh HE YAAETCs, U HabI01a-
€TCS MPOTPEAUEHTHOE TeUCHNE OOJIE3HU.

Huxe npuBegeHa xapakKTepUCTUKA OTHAECIbHBIX
HauboJjiee BaXKHBIX KIMHWYECKMX MPU3HAKOB CUH-
Jpoma Petra.

Ieuscenue pyx. Iloteps (HapyllieHue) LeaeHa-
MPaBJICHHBIX IBMKEHUN PYK, TAKMX KaK MaHUITYJTH -
pOBaHUeE UTPYILIKaAMU, AepKaHUe OYyTbUIOUKU, MPO-

HMCXOIUT Yallle B Bo3pacTe 6-8 MecsieB, HO MHOTAA
OHU coxpaHsTcsd 10 3-4 neT. OOHOBpeMEHHO C
STUM MOSIBJISIIOTCSI OTJIMUUTEIbHBIE CTEPEOTUITHBIE
IBWKCHUSI PYK, KOTOpbIe HAOIIOAAIOTCS TTOYTH BCE
BpeMsI, TTOKa IMallueHT 0oapcTByeT. Yale 3Th ABU-
JKEHUS HAITOMUHAIOT “MBIThE€ PYK”, UX CXKUMaHUE,
CTUCKMBaHME, XJIONKM OOBIYHO HA YpOBHE TPYIH,
JINIIA, MHOTJA 3a CITMHON. JIpyruMm cTepeoTUITHBI-
MU IBMKEHUSIMH MOTYT OBITh COCAaHME MJIN KyCaHHe
PYK, IOCTYKMBaHWE UMM 1O rpyau win juiry. Cre-
PEOTUIIHbBIC ABKEHUSI PYK MMEIOT MECTO BO BCEX
cayJasx 3a00jieBaHMS M paclieHUBAIOTCS KaK Hau-
0oJiee xapaKTepHbIe IPU3HAKKU CUHApoMa Perra.

«IIpuobpemennas» murxpouyepanus. OKpy>KHOCThb
TOJIOBBI IPOOAHIOB NpPU POXISHUM OLIEHMBAeTCS
Kak HopMasibHas. [IprocTaHOBKa poCTa TOJIOBEI CO-
BIIagaeT ¢ MaHuecTalneil 3a00IeBaHUs U SIBJISIET-
cs1 CJIeACTBUEM 3aMeJICHUS POCTa MO3ra.

llo3nasamenvhasn desmenvHocms. BOJbHBIE UME-
IOT KpaifHe orpaHUYeHHbIE MHTEJIJICKTYaJIbHbIE, pe-
YeBbIE€ 1 aalITUBHBIE CITIOCOOHOCTH. J1JIS X OLIEHKU
HCITOJIB3YIOTCSI CTaHAAPTHBIE TICUXOJIOTMYECKUE Te-
CTHI, KOTOPBIE BEISBJISIIOT OTCTaBaHUE YMCTBEHHOTO
pa3BuTHus (y OOJBIIMHCTBA MAIIMEHTOB B BO3pacTe
oT 1,5 u 6oJiee JIET OHO OLIEHMBAETCS HUXKE, YEM Y
Jereit 8- MecsyHOro Bo3pacTta). [eTu, gocTUriiue
OIIpeACIEHHOTO YPOBHSI Pa3BUTHSI peUM, OOIICHUS
¥ COLIMAJIBHOM afarTaiyy, Iocjie MaHudecTalnn
3a00JIeBaHMsI YTpauMBalOT 3T HaBBIKU. CO CJIOB
ponuTeneit, SKCIpecCuBHAas U UMIIPECCUBHAsI peyb
W COIIMAJIbHBIE HABBIKU TEPSIOTCS B CPEIHEM B BO3-
pacte 4-11 Mecs1eB, a HABBIKM CaMOOOCITY>KMBaHUS
— B 12-14 mecs1ieB.

Amakcus u anpakcus. HapyllieHus: KoopauHa-
UK OBWKEHUU (aTakcus) M 3aTpyAHEHUS B IIa-
HUPOBaHWUM NEeCTBUI (alIpakCchsl) OXBaThIBAIOT KaK
JIBVKEHMS TYJIOBMIIA, TaK M KOHEYHOCTEM. YKa3aH-
HbIE pacCTPOMCTBA IPOSIBISIIOTCS B BUAE OTPBLIBH-
CTBIX PE3KUX ABIKEHUI, HapyIIeHUs paBHOBECHUSI,
TpeMoOpa, XOAbObl Ha IIIMPOKO PACCTABJIICHHBIX HE-
THYIIMXCS HOTax ¢ pacKauMBaHUEM W3 CTOPOHEI B
CTOPOHY. Ps1 mamyeHToB Npy paHHei MaHudecTa-
MU 3a00J1eBaHMSI He yCIIeBaeT MPUOOPECT HaBBIK
X0JIb0Obl. BOJBIIMHCTBO AeTeil ¢ cuHaApoMoM Petra,
YMEIOIIVX XOAUTh, ITOCTEIIEHHO TEPSIIOT 3Ty CIO-
COOHOCTH 10 Mepe MPOrpeCcCUPOBaHMST OOJIE3HU.

oixamenwvroie paccmpoiicmeéa. Hanbonee yacto
BCTpEUAIOTCS TaKWe AbIXaTeJIbHbIE aHOMAaJIWM, KaK
HepeTYJISIPHOE JbIXaHWe, ITPUCTYIbI TUTIEPBEHTUIIS -
LIMY, aITHO3 MTPOAOJKUTEIBHOCTBIO MHOTIa 1-2 MU-
HYTbI, KOTOPOT'O JIOCTaTOYHO, YTOOBI BBI3BATh LIV-
aHO3 U Aaxe oOMOpOK. JlpIxaTeJIbHbIE HapylIeHUs
Ha0JTI01aI0TCSI TOJIBKO B COCTOSTHUM OOIPCTBOBAaHUS
1 OTCYTCTBYIOT BO BpeMsI CHa.

Cydopoeu. Oxono 50-80 % neBoyek ¢ CMHAPO-
MoM PeTTa MMEIOT SMUIPUCTYIIBI, KOTOPbIE MO-
I'YyT OBITh Pa3JIMYHBIX TUIIOB U TUIOXO ITOAIABaTHCS
Tepalnuyu aHTUKOHBYJIbcaHTaMu. Hawubosee yacto
Ha0JII01a0TCsl TeHepaJlu30BaHHbIE TOHMKO-KJIOHU-
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YecKMe MPpUMaaKi, KOMIUIEKCHBIC W IIPOCThIC Iap-
IUajJbHbIE Cyooporu, apomn-ataku. CymopoxKHEIS
MIPUCTYIIHI IIMPOKO BapbUPYIOT IO YACTOTE, OMHAKO
CTAHOBSTCSI peXe M0 Mepe pa3BUTHUS 3a00JIeBaHUSI.
CrnenyeT OTMETUTh HAIMYKME Y MALMEHTOB IapLM-
aJIbHBIX HEAMWICITUISCKUX IIPOSIBICHUIA, KOTOPEIS
YacTo OIIMOOYHO MHTEPIIPETUPYIOTCA KaK Cya0po-
TU. 3TO arHOd, TPEMOpP, Pe3KUe IBMKEHUS, SII130-
OBl IIPUCTAJIbHOTO B3IJISIAa C 3aMMpaHMEM IBUTa-
TeJIbHOI aKTUBHOCTH, IAPOKCU3MAaJIbHEIC YCHIICHUS
CTEPEOTUTIMIA. Y OONBHBIX IPOBOIMICS BHUIEO- W
OB -MOHUTOPUHI, KOTOPbIA MO3BOJWJ AOKAa3aTh,
YTO IepEeUYNCIeHHBIC CUMITTOMBI HE CBSI3aHBI C CYH0-
POXHBIMU M3MeHeHUs MU Ha DT Takum obpaszom,
YacTo MMEET MECTO THUIIepAUArHOCTHUKA CYIOpOr
npu cuHapoMe PeTTa, uTo Bemer K HEOOOCHOBaHHO-
MY Ha3HaY€HMIO aHTUKOHBYJIbCAHTOB.

Ckoauos. VIckpuBlieHHe ITO3BOHOYHMKA MMeE-
€T MMHUMYM MOJIOBMHA MAllME€HTOB C CUHAPOMOM
Perra. Ckonmos sBaseTCS CAEACTBUEM AUCTOHUU
MBI CIIMHEL ¥ TIPOTPecCUpyeT M0 Mepe pa3BUTHUS
3a00J1eBaHus.

IIpakTuyecku BO BcCeX ClydyasiX, Jaxe y Tex
MNalMeHTOB, KOTOPbIe HE UMEIOT KIMHUYECKUX CYy-
JOpOI, HAOMI0JAI0TCS aHOMAUM Ha BJIEKTPO3HIIEe-
(hamorpamMme, HauyMHasi MPUMEPHO C JIBYXJETHErO
Bo3pacta. Ha ¢oHe mosBieHUs LEIOro CIeKTpa
KJIMHUYECKUX CUMIITOMOB HabJIofaeTcsl yBeanudye-
HUE aMIUIUTYAbl U CHUXXEHHE 4acTOThbl (hpOHOBOTO
pUTMa B TIEpUOJ OOAPCTBOBAHUS, a TAKXKE MU~
TU(POPMHBIEC pa3psabl, KOIUYECTBO KOTOPBIX 3HA-
YUTEJIbHO 0O0JIbllie BO BpeMs cHa. Takoe couyeTaHue
3aMelyieHus (OHOBOTO pUTMa B Iepuod 00APCTBO-
BaHUS Y TMOBBILIEHHON MapOKCU3MAaJIbHOW aKTUB-
HOCTH BO BpPEMsI CHa CYILIECTBEHHO obJieryaeT aua-
THOCTUKY cuHApoma PeTTa u MOXeT CUMTAThCs ero
JOMOJHUTEIbHBIMU IUarHOCTUYECKUMU KPUTEPUSI-
MU. B OoJIbIIMHCTBE cllyyaeB HaOII0IAaeTCs Xapak-
TepHasl 3BoJiIoLUsI u3MeHeHuit Ha DI TIpumepHo
C LIECTUJIETHEro Bo3pacTta JOMUHHPYET MOHOTOH-
HbI a-pUTM, KOTOpBI B HmaibHeliieMm, rocie 20
JIeT, UMeeT TeHICHLIUIO JOKaIu3aluy B LEHTPO-T1a-
pUeTaabHO 00JaCTH.

MeToabsl KOMIIBIOTEPHO W MAarHUTHO-PE30-
HaHCHOW ToMorpaduu, Kak MNpaBujao, He JaloT J0-
MOJHUTEbHON MH(popMalu o nopaxeHuu HHC
npu 3ToM 3abojieBaHUM. Tak, MpyU KOMIIBIOTEPHOI
ToMOrpaum oTMeudeHa cybaTpodusi KOpbl TOJ0B-
HOI'0 MO3ra, a MarHUTHO- PE30HAHCHAs TOMOTIpa-
¢dus oOHapyXuBaeT OWJIaTepaJbHYIO aTpoduio B
JIOOHO-BUCOYHBIX 00JIACTSX KOPbl OOJBILIMX ITOJTY-
1apvii ¥ Npu3HakKu aTpouy MO3KedyKa JUIIb Ha
TpeTheM-4YETBEPTOM ACCITUIETUU XXKU3HMU.

MeToa MO3UTPOHHOU 3MUCCUOHHONM KOMIIbIO-
TepHOU TOoMoOrpaguu BBISIBUI 3HAYUTEIbHOE CHU-
KEHUEe OOIllero liepedpaabHOrO KpPOBOTOKA MpU
cuHapoMme PeTta mo cpaBHEHHIO C KOHTpPOJIEM.
HawubGonrbliee ero cHUXXeHue HaOd0gaeTcsl B mpe-
(POHTATLHOM U TEMIIOPO-TIapUeTaIbHON 001aCTIX

OOJIBIINX TOJyIIapUid, CpEIHEM MO3Te M BepxHel
YacTHW MO3TOBOTO CTBOJIA, YTO YKa3blBaeT Ha ocjia-
OsieHre MeTab0IM3Ma B 3TUX CTPYKTYpax U HAaIlOMU-
HaeT pacrpene/ieHre MO3roBOro KpOBOTOKA y IeTel
TPYIHOTO BO3pacTa.

Kpumepuu duaenocmuxu

HuarHo3 cuHapoma PeTTa ocHOBBIBaeTcs Ha
pacrio3HaBaHUM XapaKTepPHON KIMHWYECKOU Kap-
TUHBL. 1 3Toro MexayHapoaHO#l accoluanuei
10 U3y4eHU1Io CMHIpoMa PeTTa npemioxeHa rpyria
JVarHOCTUYECKUX KPUTEPUEB, KOTOPHIE pa3aeaeHbl
Ha HEOOXOIMMBbIE, TOTIOJIHUTEIbHbBIE U UCKII0YAl0-
mue. Knaccuueckas ¢popma cunapoma Perra moxer
ObITb OMAarHOCTMPOBaHA, €CAW y TalMeHTa TMpPU-
CYTCTBYIOT Bce HeobOxoauMmble KpuTepuu. Ciemyer
OTMETUTh, YTO KEHCKUI T10JI He BXOJUT B UX YHMC-
JI0, TIOCKOJIbKY 3TO MOTJIO Obl YKJIOHUTbH Bpaueii OT
MoKucKa MajbuuKoB ¢ cuHApoMoM Perra. Bropas
TpymIa COCTOUT U3 JOIMOJHUTEIbHBIX KPUTEPUEB,
MHOTHE U3 KOTOPbIX OOBIYHO UMEIOTCS Yy OOJBHBIX,
HO HM OJIMH U3 HUX HE ABJISETCS 00s13aTEIbHBIM JIJIST
MOCTAaHOBKM ArarHo3a. TpeThs rpyIna — UcKoda-
IollUe KPUTEPUH, OJHOTO M3 KOTOPBIX JOCTATOYHO,
4yTOOBI OTBEPTHYTh CUHApPOM PeTTa y mpobaHaa.

JuarHoctuyeckue Kputepuu cuHapoma Perra

(rmo Trevathan el al., 1998) BkiIO4alOT HEOOXOIM-
Mble KPUTEPUU:
* HOpMaJibHble MpeHATAIbHBII U TIepruHATAJIb-
HBII TIEPUOIBI;
* HOpMaJibHasl OKPYXXHOCTb I'OJIOBBI IPU POXK-
JEHWU C MOCIEAYIONIMM 3aMeJICHUEeM PocTa
TOJIOBBI MEX]Y 5 MecsillaMU U 4 rogaMu;
* TIOTeps MPUOOPETEHHBIX IieJIeHAITPaBICHHBIX
JBVDKCHUI PyK B Bo3pacte oT 6 mo 30 Mecsi-
1IeB, CBSI3aHHAas 10 BPEMEHU C HapyIIeHUEM
OOLIEHUS;
* TIy0OKOe IOBpEXACHNE SKCIIPECCUBHON U
WMIIPECCUBHOM peur U Tpydast 3amepxkka
TICUXOMOTOPHOTO Pa3BUTHSI;
* CTEpEOTUITHBIC ABMKEHUSI PYK, HAIlOMHUHAa-
JollUe BbDXKMMAaHUE, CTUCKUBAHUE, XJIOIKH,
«MBITbE PYyK», MOTUPAHUE, TOSBISIOIINECS
Mocje TMOTepM IeJeHaINpaBIeHHBIX JIBXe-
HUA pyK;
* HapylIeHUs TOXOIKH (arpakcuu v aTakcuu),
BBISIBJISIIONIMECS B Bo3pacTe 1-4 jeT.
JAunarHo3 cyuTaeTcs IpeaBapUTEeIbHBIM [0
NBYX-TISITUIETHETO BO3pacTa.

XoTs McCleaoBaTeIM eAUHOAYIITHBI B TOM, UTO
B Pa3BUTUU IMATOJOTUU HACIEACTBEHHBIE (haKTOPhI
WTPAIOT CYIIECTBEHHYIO POJb, UX MHEHWSI OTHOCH-
TEJIbHO MEXaHU3MOB HacJienoBaHMsI CMHApoMa PeT-
Ta PacXomsTCs.

JlonoanumenvHble Kpumepuu 6KAOHAOM:!

* IbIXaTeJIbHbIE PAacCTPOMCTBA B BUIE IEPUO-
IUYECKUX alTHO? BO BpeMs 0OOIpCTBOBaHUS,
TepeMeKarIIXCs TUIIEPBEHTUISILICH,
(bopcrupoBaHHOTO M3THAHUS BO3AyXa U CIIIO-
HBI, a3podaruu;
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* CyIOpPOXHEBIC ITPUTIAIKIN;

* CHACTUYHOCTH, YACTO COYCTAIOIIYIOCS C AHC-
TOHMEN 1 aTpodUeii MBIIIILI;

* nepudepruuecKre Ba30MOTOPHEIE PacCTPOIi-
CTBa,

* CKOJIMO3,

* 3alepXKKy pocTa,

* TUIIOTPO(PUUYHBIC MaJICHBKUE CTYITHU,

* 3jeKkTposHLedanorpaduyeckue  aHOMaauu
(MemneHHBIT (POHOBEIE PUTM B COCTOSIHUU
OOIPCTBOBAHUS M IIEPUOAMIECKOE 3aMelie-
Hue putMa (3-5 Iix),

* snuIenTU(OpPMHBIE pa3psiabl 6e3 Wi C Ha-
JIMYINEM KIMHUIECKUX CYIOPOT).

K uckarouarowum kpumepuam omuocam:

* OYEBUIHOCTb BHYTPUYTPOOHONM 3alepXKKu
pocra,

* OpraHOMETAINIO WIW APYTryue MpU3HaKu 00-
JIE3HEW HAKOIUICHUS,

* PETUMHOIIATUIO WJIM aTpoUI0 TUCKOB 3pHU-
TeJbHBIX HEPBOB,

* MUKpoUehalIno NPy POKACHUHU,

* J0Ka3aTeJIbCTBO IepUHATaJbHO MpHUoOpe-
TEHHOTI'O MOBPEXIECHUS MO3ra,

* CyLIECTBOBaHUE UIEHTU(PULIUPOBAHHOTO
METa0OJIMYECKOTO WJIN PYTOro MPOTPECCHU-
PYIOIIETO HEBPOJIOTUYECKOTO 3a00JIeBaHUS,

* NpuoOOpeTeHHbIEC B pe3yJibTaTe TSKEJION MH-
ek WM yepermHO-MO3roBOM TpaBMbI He-
BPOJIOTUYECKKE HAPYLIEHUSI.

V psiga GONBHBIX KJIMHWYECKME MPU3HAKU HE
COOTBETCTBYIOT MOJHOCTBbIO KJIaCCUYECKOMY Teye-
HUIO cuHJapoMa Perta. DTu ciyyam Kjaaccuduim-
pYIOT OO KaK HETOJHbIE, MO0 KaK amunu4Hble
gopmut 3ab60se6aHusl.

ITpu HenoHO opMe y 60IbHOIO NPUCYTCTBY-
IOT MHOTME, HO He BCE U3 HEOOXOAUMBIX CUMITTOMOB.
OTUM XapaKTEePpU3YIOTCS JIeTKre BApUaHThI 00JIE3HU.
ATunu4yHble OpMbI — 3TO Ciyyaud cuHiapoma Pet-
Ta, KOTOPbIE COOTBETCTBYIOT BCEM HEOOXOIUMbBIM
KPUTEPUSIM AUATHOCTUKW, HO UMEIOT OTKJIOHEHUS
OT TUIUYHOIO TeUeHus1. B yacTHOCTH, pU aTUNNY-
HO#i (popMe cMHApOMa ¢ paHHUM HavyajioM CYAOpOT
SMUMPUCTYIBI SBISIOTCS 1e0I0TOM 3a00JeBaHMUSI.
AtunnuHag ¢dopma cuHapoma Perra (5%) BO3HU-
kaeT npu mytauun CDKLS B reHe Xq22. PaHHee
Hayajao 3MUJEIICUM He OKa3bIBaeT CYLIECTBEHHOTO
BJIMSIHUSI Ha T€YeHWe U MPOrHo3 00Je3HU, OJHAKO
BbI3bIBaeT  IUPdepeHInaTbHO-IMarHOCTUYECKUE
TpyaHOCTHU. [Ipu aTMIIMYHOM BapuaHTe CUHIpPOMaA C
YaCTUYHO COXPAHEHHOI peublo 00JbHBIC UMEIOT He-
KOTOpBIE peyeBble HABBIKM, TeUeHHE 3a00J1eBaHuUs Y
HUX OoJiee MITKOE, YeM IpU KlacCcuueckoil ¢popme,
a YpOBeHb OOILEHS 3HAYUTEJIbHO Bhllle. MI3BeCTHBI
TaK>Ke aTMIIMYHbIE BApMAHTBI CHHAPOMA C aHOMaJIb-
HBIM pa3BUTHEM peOeHKa C POXIACHUS, MO3IHUM
HavayioM (pa3sl perpecca, Clofia XXe OTHOCAT CiayJyaun
cuHapoMa PeTra y MaJIbuMKOB.

Ilpoecnos

JwuarHoctuka cuHapoMa Petra ctana Bo3MOX-
Ha He Oosiee yeM 15 jeT Hasan:, MO3TOMY MPOTHO3
MPU 3TOU TMATOJOTUU OCTACTCSl HEAOCTATOYHO SiC-
HbIM. HekoTopble maneHThl TOruoaoT B AETCKOM
1 IOHOIIIECKOM BO3pacTe, 00BIYHO B pe3yJIbTaTe AuC-
TpoduM, OCIOXKHEHU, CBI3aHHBIX C HApPYIIEHUEM
BEHTUJISILIMY JIETKUX BCJIEACTBUE CKOJIMO3a, MHOTAA
BO BpeMs amwiienTudeckoro craryca. OmHako psin
0o0JbHBIX JocTuraeT Bo3dpacta 20-30 u Gosee jeT.
YacTb U3 HUX 00€3ABUKEHBI M MPUKOBAHbBI K MH-
BJIMAHBIM KOJISICKaM, APYrMe HMMEIOT COXpaHHbIe
JBUTATENbHbIE (DYHKIIMW; TPUYEM MX COCTOSTHUE
OCTaeTCsl OTHOCUTEJIbHO CTaOUIbHBIM C TeUYEHUEM
BpPEMEHU WM Jaxe HabmomaeTrcsd HeOosblias Mmo-
JIOXKUTeJIbHAsI IMHAMUKA B PsIIe CUMITTOMOB. Takum
00pa3oM, xapakTep TeueHus cuHapoMa PetTa mim-
POKO BapbUpYyeT.

Cundpom Mapmuna-beara

PazBuTne cuHgpoma CBSI3aHO C BKCIaHCHEM
eAMHWYHBIX TpuHyKieotunoB (LII'T) B X xpoMoco-
MEH MPUBOIUT K HEAOCTATOYHOM 3KCIIpeccuu Oe-
ka [TYHMU, xoTopslit HEOOXOOMM 1T HOPMAJIbHOTO
pa3BUTHS HepBHOI cucTeMbl. CyIIECTBYET YeThIpe
OCHOBHBIX COCTOSTHUSI XPOMOCOMHOTO y4acTKa MO -
BEeP>KEHHOTO HApYIICHUSIM TPU CUHAPOME JIOMKOM
X XPOMOCOMBI, KOTOPbIE OTHOCSITCS K YIIMHEHUIO
MoBTOpSOIIMXCSA — TochaenoBarenpHocTelt  CGG
HopManbHoe KoJIMYecTBO IMOBTOPOB (OTCYTCTBUE
cuHiapoma) ot 29 mo 31. Ilpemyrauus oT 55 1o
200 nmoBTOpOB (cUHIpPOM He pa3BuBaercs). [ToaHasa
myTtanus 6osiee 200 moBTOpoB (00bIYHO OT 230 10
4000) — TIPOSABIATBHCS CUHAPOM, MPOMEXYTOUHOE
COCTOSTHUE WJTH aJUTeIn cepoii 30HbI oT 40 10 60 mo-
BTOPOB.

Myrtanus B 3TOM TeHe BcTpedaeTcs NMpuOu-
3UTEbHO y omHOro 13 2000 My>XYrH U y OTHOM U3
259 xeHmuH. PacnpocTpaHEHHOCTb Hemocpe-
CTBEHHO 3a0o0jeBaHus MpuoausutTeasHo 1 u3 4000
MykurH 1 6000 XKeHIMH. DKCIaHCHs TTOBTOPSIIO-
muxcst CGG KoJOHOB B TaKOH CTENEHU MPUBOIUT
K MetuaupoBaHuio yactu JHK u, Kak ciaeactsue,
(hakTHUECKOMY TIpEeKpallleHUI0 3KCIpeccuu Oeska
PMIII. ITongo6HOoe MeTwnupoBaHue Jokyca PMIII
B XpoMmocoMme Xq27.3, KaK MpeamnoyaraioT, SBIs-
€TCSl MPUYUHON CYXeHUsI X XPOMOCOMBI, KOTOpast
Mo, MUKPOCKOTIOM KakeTCsl XPYMKOU; B CBSI3U C
3TUM CMHAPOM IOJTYYMJI CBOE Ha3zBaHue. MyTtauust
reHa FMR1 npuBoauT K moaaBiaeHUIO TPaHCKPUIT-
uun 6enka FMRP. ¥ 3nopoBbix nunausunoBs FMRP,
CUMTAIOT, PETYJIMPYeT 3HAYUTEIbHYIO MOMYISILINIO
MPHK: FMRP urpaer BaxxHyoo pojb B 00y4eHUU U
3allOMMHAHUHU, a TaKKe IPUHUMAET yyacTve B pa3-
BUTUM aKCOHOB, (DOPMUPOBAHMM CHUHAIICOB, ITOSIB-
JICHUM U pa3BUTUM HEPBHBIX CBSI3EHA.

CuHApPOM JIOMKOI X XPOMOCOMBI CLIETIJIEHHOE
C MOJIOM JOMHHAHTHOE 3a00JieBaHUE C PeaylUpo-
BaHHOU MEHETPAHTHOCTBIO.
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Manpuvky poXAalTCd C OOJIbIIONM Maccoi
tesma — ot 3,5 1o 4 kr. [1epBBIM TIpU3HAKOM, KOTO-
PHIi 3aCTaBISIET 3aTIOTO3PUTH 3a00JIeBaHE — SIBIISI-
eTCI MaKpPOOPXU3M MPU OTCYTCTBUU SHIOKPUHHON
narojoruu. Takxke ecThb onpeieéHHble (HPeHOTHU-
nJecKre TpU3HaKM: OOJbIIast TOJ0Ba C BRICOKUM
W IIUPOKHUM JIOOM, JUTMHHOE JINIIO C YBEJIMYEHHBIM
Moa0OPOJIKOM, HECKOJLKO YIUIOMEHHAS CpeaHSIs
YacTh JINIIA, TYMOM, CcJIeTKa KIIOBOBUIHO 3aTrHYTHIM
KOHYMK HOca. YIIM OOJbIINe, WHOTAA OTTOIThI-
peHHBIe, HU3KO pacIojiokeHHble. KMCTH 1 cTOmbI
IIMPOKNE, NUCTANbHBIE (aJTaHTH TTAIbIIEB TaKXkKe
IIMPOKNE, CYCTaBBl WMEIOT ITOBBLIINICHHYIO TONI-
BIDXKHOCTh. KoxXa Hepeako rumnepanactudHa. Yacro
BCTPEYAIOTCI CBETIIOOKpAIleHHBIE pagysKHEBIE 000-
JIOUKU, CBETJIbIe BOJIOCHL. He 00s3aTenbHO BCcTpeda-
IOTCSI BCe MPU3HAKM — MOTYT OBITh OOWH WJIM He-
CKOJIBKO.

HeBponormyeckast CHUMITTOMATHKa HecCTel-
ndudHa, oIpenesaeTcs Kak U y BceX AeTeil ¢ yM-
CTBEHHOM oTcTanocThio. HabiiogaeTcss HekoTopast
MBIIICYHAsS] TUTIOTOHMS, TUCKOOPOMHAIINS ABIKE-
Huii. Takke MOTYT ObITh I1a30JBUTaTeIbHbIE, TUPa-
MUOHBIC Y 3KCTpaMpaMUIHbIC HAPYIIICHMSI.

[;1aBHBIM CHMITTOMOM CHHApPOMA SBJISICTCS MH-
TeJJIEKTyalbHOE HEOOopa3BUTHE M CBOeoOpa3Has
peub. Takue 60JbHBIE TOBOPST OBICTPO, COMBUMBO,
MMEIOTCSl BbhIpaXKEHHbIE 2XOJAJIMM UIEpceBepalin
(6opMouyiasg pedb). Takxke MOTYT ObITh Hapyllie-
HUS TIOBEICHUSI B BUIE arpeCCUBHOCTH, IBUTa-
TeJbHOU PacTOPMOXEHHOCTU. B KauyecTBe omHOIA
M3 4YacTbhIX IICMXOMNATOJOrMYeCKUX OCOOEHHOCTEeH
OTMeueHa IIM30(pPeHOIon00Hasd CUMIITOMATUKa,
BKJIIOYAIOIIAs B Ce0s1 MOAMPHITMBAHMS, TOXJIOIbIBA-
HUSI pyKaMHU, TTIOBOPOTHI BOKPYT CBOEM OCH, BCTPSI-
XMUBaHME KUCTIMU, «MaHEXHBI» Oer, pa3HoOOpa3-
HbIE TPUMAChl, MOHOTOHHOE XHBbIKaHbE.

Cunodpom Acnepeepa

CuHapoMm Acnieprepa — OgHO M3 oOLIMX (rep-
BasUBHBIX) HApYIICHUI pa3BUTHUSI, XapaKTePU3YIO-
1eecsl CepbE3HBIMU TPYAHOCTSIMU B COLIMATIbLHOM
B3aMMOJACHCTBUH, a TaKXKe OrpaHUYEeHHBIM, CTepe-
OTUITHBIM, TOBTOPSIIOIIAMCS peIrepTyapoM HHTE-
pecoB M 3aHATUI. OT paHHEro AETCKOro ayTu3ma
OH OTJIMYAEeTCs MpexXae BCEero TeM, YTO pedyeBble U
KOTHUTHUBHBIEC CITOCOOHOCTH B LIEJIOM OCTalOTCS CO-
xpaHHbIMUA. CMHIPOM 4acTO XapaKTepU3yeTcs TaK-
K€ BbIpaxkeHHOM HEYKJTIOXKECThIO.

XoTs JMlia ¢ CUHAPOMOM Acmeprepa MMeloT
TEHICHLIO K Jy4YIlIeMy KOTHUTUBHOMY (PYHKIIMO-
HUPOBAHUIO, YEM ayTUCThI, CTENEHb IepeceyeHuUs
cuHIpoMa Acrieprepa ¢ BbICOKO(PYHKIIMOHATbHBIM
ayTU3MOM OCTaé€rcsl HesicHoil. B 1eaoM, Mexmy
cUMHIpoMOM Acmeprepa U ayTU3MOM OTHOCHUTEb-
HO MaJjio pa3JIMuyMii B mapamMeTpax, CBI3aHHBIX C UX
HpUYNHAMU.

CraHgapTHOe MPeanojaoXeHre 3aKI4aeTcs B
TOM, YTO CUHAPOM AcIrieprepa u ayTu3M UMEIOT 00-
IIYIO MPUYMHY U SIBISIOTCS pa3HBIMU IIPOSIBICHU-

SIMM OITHOTO M TOTO K¢ HapylleHus. B omy0onmko-
paHHOM B 2008 roay 0030pe KiaccuPUKaMOHHBIX
WCCJICIOBAaHUIA NIeJIAeTCS BBIBOMA, UYTO PE3YJIbTATHI
WCCJIEIOBAaHUI B 1IEJIOM He MOIACPXKUBAIOT pasiini-
Yus MEXAY IUarHO3aMM, a caMble 3aMEeTHBIC OTJIH-
YKSI TPYMIT IIPOUCXOOST OT paszimanii B 1Q.

JuarHocTuka

JlnarHo3 ayTh3M ycTaHaBJIMBAETCS HA OCHOBA-
HUM KOMIUIEKCHBIX WCCJIEIOBAHWM W BKJIIOYAET B
ce0s1 KOHCUIMYM Bpadyeil HECKOIbKUX CIieMabHO-
CTeli: TIcKXxoJora, HeBpOIaTojora, Icuxuarpa, rmcu-
XoTeparneBTa, MeauaTpa, Joromneaa-aedeKronora u
reHeTrka. OCHOBOIIOJIAralOIIMM SIBJISIETCS XapaKTe-
pYCTHKA TOBEACHYECKMX peaklyii. MeTtomukamu,
JarlMK nHpopMaLuio o cepe BiaeYeHuit, cpepe
0011IeHYsI, BOCTIPUATUH, MEJKO MOTOPUKE, MHTE-
JIEKTyaJIbHOM Pa3BUTUU, PeUU, UTPe, HaBBIKAX CO-
LIMAJIbHOTO TIOBEICHUSI, SIBJISTIOTCSI:

* ONPOCHUK ISl AMAarHOCTMKM ayTU3Ma, afar-
TUPOBaHHBIN BapuaHT (Autism Diagnostic
Interview - ADI-R)

* IIIKaJ1a HaOJIIOIEeHUS IJIsI TMarHOCTUKHU ayTH3-
Ma (Autism Diagnostic Observation Schedule
- ADOS)

* IKaja HaOMoAeHUS IS TMArHOCTUKM ay-
TH3Ma — oO1Mit BapuaHT (Autism Diagnostic
. Observation Schedule-Generic - ADOS-G)

* IIKajJla  peWTMHra  JeTCKOTO  ayTM3Ma
(Childhood Autism Rating Scale - CARS)

* TIOBEJACHYECKUIA OMPOCHUK JIJIsI AMarHOCTUKHU
aytusma (Autism Behavior Checklist - ABC)

* ONPOCHUK POAWTENICH IJII TUarHOCTUKU ay-
ti3Ma (Autism Diagnostic Parents Checklist
- ADPC).

Aneopumm obcaedosanus nayueHma ¢ aymu4HsIM
cnekmpom Hapyulenus: nosederus 6 XCMTI] (Ipeua-
Huna E. 4., Ipevanuna 10. b., 2013):

» IlepBuyHasg KoHcyabTamus (cOop kao0,
aHaMHe3a, OlIeHKa POJOCIOBHON M (peHOTH-
na);

* OOlLIEeKJIMHUYECKOe 0o0cenoBaHue (KJIUHU-
YeCKUIi aHaJIu3 KPOBU, MOYM, OMOXUMMYE-
CKUii mpodub, KorporpaMmMa, Kaj Ha Auc-
0aKTepuo3 U T.1.);

* LluToreHeTnueckoe ucciaenoBaHue JuMdpo-
LIUTOB TepU(epUIeCcKOil KPOBH C UCIIOIb30-
BaHueMm G u C okpacku, onpeaeaeHue Xpo-
MOCOMHOI HeCTaOUJIbHOCTH;

* BroisBieHue MeTabOAMYECKUX HApyIIeHUN
(razoBast xpomatorpadusi mouu, BIXKX
aMUHOKMCJIOT KPOBH, JaKTaT, aMMMaK, To-
MOILIMUCTeUH, ojieBas KUCI0Ta, BUTaAMUH
B12 kpoBu; mop¢upuHBI U OUONTEPUHBHI,
COJIM TSDKEJIBIX METaJJIOB, HEMpPOTpaHCMMUT-
Tepbl U T.1.);

* NHpekTonornyeckoe oocaeaopaHue (bakre-
pUMabHOE, BUPYCOJIOTUYECKOE);

* IMMyHorpamma;
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* (DyHKIIMOHAJBbHBIE METOIBI MCCIICAOBAHUS
(Y3U, AMPT romnosHoro mo3sra, D3I, PAI,
Dx0DC, DMI, MPC rosoBHOro Mo3ra);

* buorncust MBI ¢ ompenesicHUEeM aKTUBHO-
CTA MUTOXOHIPHAJIBHEIX (PEPMEHTOB U I1aTO-
MOpGOJIOTMYECKUM HCCIeAOBaHMEM TKaHei
(Ipu MOmO3peHUM HAa MUTOXOHIPHUAIBHYIO
00JI€3Hb);

* MoJeKynIsipHO-TeHETUIECKIE METOBI.

HeobOxoauMo elié pa3 moauepKHYyTh, UTO IIPO-

rpaMmMa o0CJIeIOBaHMS IMOA0MPAETCSI CTPOTO MHIU-
BUIYaJIbHO!

Jleyenue

Lleaamu mepanuu aymuunsiX paccmporiicme 164:1-
romcsi:

* HEOOXOOMMOCTD CIIPABISATECS C MOBEACHYE-
CKUMHA W SMOILMOHAJIBHBIMU IIPOOJIeMaMHU,
KOTOPBIC BIMSIIOT HA Pa3BUTHE;

* CIIOCOOCTBOBaHUE COIIMAIBHOMY M KOMMY-
HUKATUBHOMY DPa3BUTHIO pPeOEHKA C ayTH3-
MOM;

* pa3BUTHE WHTEPECOB U OCOOBIX CHOCOOHO-
CTeli, KOTOPBIC MPOSIBIISIIOT MHOTHE HETU C
ayTU3MOM;

* pa3BUTHE ANAIITUBHBIX CIIOCOOHOCTE! U yCH-
JICHUE KOTHUTUBHBIX U a(p(HeKTUBHBIX (DYHK-
LU IUTST Pa3BUTHS TIPUCITOCOOISIEMOCTH

* OKazaHue WHMOPMALIMOHHON MOMACPXKKHI
POIUTEISIM U CIIEIIAAIICTOB APYrOro Ipodu-
JIsl, HaOmomaommux pedeHkKa.

KowmriekcHoe JledeHre COCTOUT U3 CIIeIIAalb-
HBIX 00pa30BaTeIbHBIX IIPOrpaMM, Pa3BUBAIOIINX
colMajJbHbIe, KOTHUTUBHBIC U PAa3TOBOPHBIC HABBI-
KM, TUETHI 1 METNKAMEHTO3HOM TepaIInu.

K 0CHOBHBIM IICHMXOJIOTMYECKIM METOIAM KOp-
PEeKILIMKA ayTH3Ma OTHOCSTCSI: OpraHM3alnsl 00IIero
MO3UTUBHOTO (hOHA B MpoIecce KOPPEKILMU, pas-
BUTHE SMOIMOHAIBLHON cdepbl, KOPPEKLMSI He-
raTMBM3Ma, TpaHcgopMalus CTPaxoB, arpeccuil u
ayToarpeccuii, UrpoBasl Tepalmsi, CKa3KoTepalius,
IecoYHasl Tepamus, CTPYKTYpUpPOBaHHOE oOOyde-
HUe, TIPOrpaMMbl U3MEHEHUsI ITOBEICHUS, 3aHATHS
c JIoromeaoM, pu3nuecKast Tepanust 1 3proreparms,
MOHTECCOPHU.

B HacTostiiee BpeMsI B LENISIX MEIMKAMEHTO3-
HOI Tepalvy MPUMEHSIOT IIpenapaThl TPYIITEL HO-
OTPOINOB, HEHPOMETA0OJUKOB, aHTUAEIIPECCAHTHI
W3 TPYIIIBI MHTUOUTOPOB OOPATHOIO 3axBaTa Cepo-
ToHMHA ((JIYOKCETUH, CepTajvH, LMTaJonpaM U
IIp), aHTUKOHBYJILCAHTBI, TICUXOCTUMYJISITOPBI, UTO
YacToO NPUBOIUT K YCUJICHUIO THIIEPAKTUBHOCTH;
CHOTBOPHEBIE, B YaCTHOCTH MEJIaTOHMH.

CornacHo gaHHbIM npod. AdaHackeBa B. B.
(2010), nmag monaydeHMsT HauOosiee BbIPAXKEHHOTO
MOJOXUTENbHOro 3(pdeKkra Npu Ha3HAUYCHUU Hek-
POLIMTOIIPOTEKTOPOB, HEOOXOAMMO YUUTHIBATh B3a-
MMOIEHCTBUE KaXKIOTo IIperapaTa ¢ onpeaeIeHHbI-

MU peLenTopHbIMU cucTeMaMu. Ha 3Toil ocHoBe
nogoopaHbl Hanbosee 3pdeKTUBHBIE KOMOMHALIUN
npemnapatoB (Adanacwes B. B., 2012):

2auamuaun +

B,, B,, mmokosa, umrodnaBuH (pUOOKCUH),
uepebpomsuH, Mmekcunon (B,, B,, mananrun), ma-
HAHTYH, JIUIIOeBasl KMCJIOTa, LIepakKCoH (IIOC/Ie €Tro
BBeAcHMST Yepe3 20 MUHYT OaTh IJIMATWINH), aKTO-
BEeTHWH, CEMaKC, CTAaTUHEI - ycuiieHue 3(pdekra;

uepaxcon +

HumoounuH, Mmekcuaona — ycuieHue a3 exra;
yumognaguu +

Imoko3sa, nuknodepoH, mexcunos, Bo, Bl, na-
naBepuH, aktoBeruH (+ Bl, B6, riokos3a) - ycuie-
Hue 3¢ddekTa;

Mmexcudon +

IlepakcoH, nuTodaaBuH - ycuiieHUe 3 dexra.

BaxxHO OTMETHUTH, YTO pacIpoOCTpaHEHHBIC U
peKIaMupyeMble METOOUKU TepaIllni pPacCTPOIICTB
CHeKTpa ayTh3Ma BbICOKMMU J03aMU BUTAMMHOB,
CEKPETMHOM, aMMHOKHUCJIOTaMU, XeJIMpOBaHUE (BbI-
BEICHUE TSKEIbIX METa/UIOB), MaHyaJlbHOM Tepa-
UM, TPOTUKAHAUAO3HOM Tepanuu (peKoMeHaaluu
nBkeHuss DAN! (Defeat Autism Now! - [Tobenum
ayTU3M ceifuac!), He UMEIOT yOeaUTEeIbHbIX HayYHbIX
JloKa3aTeabCTB 3¢ ¢GeKTUBHOCTU. IlonmHOe MCKITIo-
YeHHE U3 MUTAaHUS BCEX MOJOYHBIX U MyYHBIX MPO-
JIYKTOB SIBJISIETCSl HE TOJIbKO 3HAYMUTEJIbHBIM Orpa-
HUYEHMEM pallioHa pebeHKa, TUIIEeHUEM ero 4acTo
JIIOOMMOM eabl, — Yy HEKOTOPBIX JeTeil 3TO MOXET
MepepacTu B MHOTOJIETHEE <«3aLMKJIMBAHUE». DTO
HE 3HA4YUT, YTO IS IeTell ¢ ayTU3MOM OHa BOOOIIe
HE HYXXHa, T.K. €CJIM Y HEKOTOPbIX U3 HUX €CTh MpHU-
3HAaKW TMUIIEBOM ajlIepruu, €ciu IpU o0CaeaoBa-
HUM BBISIBIEHA HETIEPEHOCHMMOCTh INIIOTCHA W/WIIN
Ka3euHa, TO B TAKOM cJydyae UM ITOKa3aHO MPOBECTU
nuerorepanuio (O. Pomanuyk, 2009).

Huerorepanusl OOKHA MNOAOMpPAThCd WHAW-
BUAYaJIbHO B COOTBETCTBUM C BBISIBJICHHBIMU Me€-
TaboJMYecKUMM HapylieHussMu. OCHOBHbIE eé
MNPUHLMUIBI 3aKJII0YAIOTCSI B HUCKIIOYEHUU (WU
OrpaHMYEHUU) TeX MPOAYKTOB, B KOTOPbIX B Hau-
0oJbllIeM KOJUYECTBE COAEPXKUTCS BELIECTBO, Ha-
KanjuBamwlleecs B opraHu3Me (WIM ero mpealie-
cTBeHHUK). M, HAa00OpOT, B ciyyae BBISIBACHHOTO
JeulMTa TMOKa3aHO YCWJIEHHOE €ro BBEACHUE B
palvoH.

MeaukamMeHTO3Hasl Tepamnusl TakXkKe OMNupaeT-
¢Sl Ha IMarHOCTMPOBaHHbIE OOMEHHbIE HAPYILIECHUS
(I'peyanuna E. f., IpeuanuHa 1O. b., 2013):

— MUMOXOHOPUANbHAS OUCHYHKUUSA:

1. KodakTopbl (pepMEHTHBIX peaKLMil dHep-
reTUYEeCKOro oOMeHa (KapHUTUH, HUKOTUHA-
MU, pudboiaBuH);

2. TIepeHOCUYUKHU DBJIEKTPOHOB B JbIXaTeJbHOM
Lernu MUTOXOHAPUM (Ko3H3uM 0, sSTHTapHas
KucaoTa, utoxpom C u 1p.);
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3. aatuokcumantel (But. E, Butr. C); 1mum- 1. B mMTaHUM orpaHMYEHUE MTPOAYKTOB C BBICO-
Medoc poH, yaydinaroimii QyHKIIMK MUTO-  KUM COAepXKaHMEM METHUOHMHA; 00oralieHue paLu-
XOHIpUI, CHUXKAIOIIWIA JaKTaT-alua03. OHa MPOAYKTaMU C BBICOKAM COJep>KaHMEM BUTaMU-

ITpu BapyaHTEe MUTOXOHAPHUAILHON MATOJNOTMKA  HOB IrpyImnsl B;
B YCJOBHUSIX MEPBMYHOIO WJIM BTOPUYHOTO Aedu- 2. xodakropHas Tepanus (ButaMuH B, Gomu-
LIMTa KAPHUTMHA WU TPAHCIIOPTa XXUPHBIX KUCIOT C eBasl KMCJ0Ta, METWIKOOajaMWH, OeTauH,
yCIIeXoM MpUMeHsieTcsl L-KapHUTHUH. MMAHTOTEHOBAsI KMCJI0Ta, HUAIIMH).

— HapyuieHue osamuoeo Yyukaa: — amuHoayudonamuu:

Tuposun

IToBeiIeHue: cienranbHble cMecu 06e3 peHnIaaHMHa U THPO3KMHA, BUTaMUH B,

CHukenue: TuposuH (Vita-Tyrosine, Vitaline), Butamuu C, HUalUH

MeTrnoHuH

IMoBbI1IEHME: OIrpaHMYC€HUEC B pallMOHE IMPOAYKTOB C BBICOKUM COACPXKAHUEM METMOHMHA, BUTAMUH Bﬁ, MarHum

CHUXKCHUEC. MCTUOHWH

Huctun

[ToBeIlIeHE: OrpaHUYEHUE B PALIMOHE MPOAYKTOB C BBICOKMM COMIep>KaHKMEM IIMCTerMHa (COsl, CEMEUKH,
ropox, MyKa, siiilia, CBMHHUHA, JIOCOCh, TPEIIKME OPEXH, KyKypy3Hasi MyKa, HEOUMILEHHBI PUC, MOJIOKO),
pubodiaBuH

CHIXeHue: oboraiieHue panuyoHa nNpoayKraMu C BbICOKUM COACPKaHUMEM LIUCTEUHA

AcnaparnHoBas
KHUcJioTa

[oBbllIeHKE: OrpaHUYEHME IIPOAYKTOB C BRICOKMM COAEPKAHUEM acIapariHOBOM KMCIOThI
(BBICOKOOEJIKOBBIE ITPOAYKTBI — MSICO, MOJIOYHBIE TPOAYKTHI, siilla), BATaMUH B (YCKOpsIET MpeBpalleHne
acrapariHOBOWM KHCJIOTHI B IHTApHYIO), MarHUii, LIMHK

CHIXeHue: KOIrmuTyM, lMaHaHI'vH, acliapkKamM

InyramuHoBast
KUCJIOTa

[ToBebillIeHUE: OrpaHUYEHUE MPOAYKTOB C BBICOKUM COACPKaHMEM TTyTaMUHOBOM KHCIOTHI (CBIP, 3€JIEHBII
ropolleK, YTKa, I'ych, LBITJICHOK, TOBSIAMHA, MaKpe/ib, CBUHMHA, (popelib, TpecKa, KyKypy3a, siiilia, MOJIOKO,
Cosl, TPECKa, CYAIaK, x1eb); BUTaMUH B, (yckopsieT IpeBpalleHne acraparnHoBOM KUCIOTBI B THTAPHYIO),
B-anaHuH, JEHLUMH, HUALMH

CHIXEHMeE: TJIyTaMMHOBAas KUCIOTa

[yramun

[oBpIIIeHNE: OrpaHUYEHME ITPOIYKTOB C BEICOKMM COIEepKaHUEM TIIyTaMuHa (ChIp, 3eJICHBIN TOPOIIIeK, YTKa,
TYCh, IILITUIEHOK, TOBSIAMHA, MaKpeslb, CBUHUHA, (DOpelib, TPpecKa, KyKypy3a, siilla, MOJIOKO, COsI, TpecKa,
Cylax, xied), ButamuH B,

CHukeHue: rayraprut, rayramuH (Vitaline)

Acmaparus

[oBbIIeHNE: OrpaHUYEHNE TTPOIYKTOB C BRICOKMM COJepKaHUEM aciiaparnHa (MoJIOKO, CBIBOPOTKA, MsICO,
OMAIIIHSS [ITULIA, STiila, pbiba, MOPEIIPOMAYKThI, CIIapXa, IOMUA0pP, 0000BLIE, OpEXU, CEMEHA, COsI, LIEJbHbIE
3epHa)

CHukeHue: odoraleHue panyoHa nnpoaykKraMu ¢ BbICOKUMM COJCpKaHUEM acliaparmHa, MarHum

AJnaHuH

[MoBeIIeHNE: OTpaHUYEHUE TTPOIYKTOB C BBICOKHUM COepKaHWeM ajlaHMHa (3KUBOTHBIE GEIKM, aBOKAIO,
MOJIOYHBIE ITPOJYKTHI, OBEC, 3aPOABLILIN MIIEHULIbI), BUTaMUH B,

CHIMXeHME: MaHTOTeHOBAsl KUCI0Ta

Jleituyn

[NoBrbIlIeHNE: OrpaHWYCHHE MTPOAYKTOB C BLICOKUM COACpKaHMEM JIeUIIMHA (OYphlIii prc, 600BI, MSICO, OpeXH,
coeBas U MIIIEHNYHAs MyKa), IPMMEHEHUE TIOJIYCUHTETUIECKUX JICUeOHBIX ITPOAYKTOB (JIMIIEHHBIX JIEALIHA,
U30JI€M1IMHA U BaJIMHA), BUTAMKUH B,

CHuXeHue: JIelnH B TabietupoBaHHoi dhopme, BCAA? (ieiiivH, U30JedMH 1 BaiuH), 1u3uH (Vitaline)
(ycuneHue BCachIBaHWSI JIEHITMHA)

WzoneiiumH

[oBbllIeHKE: OrpaHUYEHME ITPOAYKTOB C BRICOKMM COAepKaHMEeM M30JeinHa (MUHIAb, KEIIblOo, KYpHHOE
MSICO, TYPELIKMI TOPOX, diflia, pbi0a, YedeBrlIa, IIeYeHb, MSICO, POXb, OOIBIIMHCTBO CEMSTH, COEBbIE OEJIKH),
MPUMEHEHHE TIOJTYCUHTETUYECKUX JICUCOHBIX MPOAYKTOB (JIMIIICHHBIX JISHIIMHA, N30JIeHIIMHA 1 BaJIHA),
BUTAMUH B,

CHuxenue: BCAA (ieiiuyH, U30JeHLIMH 1 BaJlMH)

CepuH

[oBbITIeHNE: OrpaHUYEHNE TTPOIYKTOB C BRICOKUM COJepKaHUEM cepruHa (MSICHBIE M MOJIOYHBIE TIPOITYKTHI,
MIIEHUYHAs KJIEHKOBUHA, apaxyC U COEBbIe MPOAYKTHI), TNIMLIMHA ¥ TPEOHUHA (MICTOYHUKYU CEepUHA)

CHuxenue: Butamunbl B, B, u ¢onuesas Kkucnora, MarHuii

Taypun

IToBbllIeHNE: OrpaHWYEHHE MMPOAYKTOB C BBICOKUM COAEPKaHMEM TaypruHa, METUOHWHA U LIUCTEMHA,
putamunsl E, C, kosH3uMm Q10

Chnuxenue: ButaMuH B, Taypun (Vitaline), kpaTai (TaypuH + 3KCTPAKT IUIOAOB OOSAPBILHUKA U
MYCTbIPHUKA)

Tpeonnn
(CHUXKaeT
MBIIIEYHBIA
TOHYC)

[NoBebIlIeHNE: OTpaHWYEHHE ITPOAYKTOB C BLICOKUM COAEpKaHMEeM TpeOHUHa (cosl, TopOyIlla, cemra,
MOJIOYHbIE IIPOAYKTHI, STIiilia, Opexu, 600bI); IIPU COMYTCTBYIOLIEM Ae(ULINTE METUOHUHA HA3HAYMTh METHO-
HUH (MHTMOMPOBaHME BCaChbIBaHUsA TPEOHUHA), BUTAMUH B, IMHK;

CHuxenue: ButaMuHbl B,, B, Marauid, musun (Vitaline) (yay4diiaer BcacblBaHHe
TPEOHUHA);
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[NoBbIIeHNE: OTPaHWYEHUE ITPOAYKTOB C BBICOKUM COAepKaHWEeM TPOJIMHA, TIIyTAMUHOBOI KUCJIOTHI U
OpPHUTHUHA

CHuxenue: nposuH (Vitaline)

Iuctuoun

[ToBbIlIeHME: OrpaHUYEHME TPOIYKTOB C BHICOKMM COAEepKaHUEeM TMCTUAWHA (CBUHUHA, MITULIA, CBIP U
3apOJBIIIHN MIEHUIIBI), HU3KOOETKOBOE ITUTaHKe

CHuxenue: AT®-nonr (AT®, kanuii u Mmarauii), pouesast KUCI0Ta

ApruHuH

[oBbIlIeHNE: OrpaHUYEHME ITPOAYKTOB C BHICOKMM COIepKaHMEM aprMHIHA (II0OKOJIa, KOKOCOBBIE OpEXH,
MOJIOUHBIC TTPOAYKTHI, XXEJIaTHH, MSICO, OBEC, apaxyc, COeBbie 600!, TpELIKUE Opexu, Oejlasg MyKa, TIIeHUALA
M IMIIEHUYHBIE 3aPOIBIIIN, OPEXU, KYKYpY3a, KeJaTHH, IIIOKOJIal, U3I0M, OBCSIHAs KPYIla, KYHXYT), JIM3UH
(Vitaline) (MHrMOMpOBaHME BcachbIBAaHUSI aprMHUHA)

CHukeHue: oboralleHue paliMoHa MPOAyKTaMu ¢ BBICOKMM COiepKaHueM apruHuHa, apruduH (Vitaline)

Banun

[oBbIIeHNE: OrpaHUYSHUE MPOLYKTOB C BEICOKMM COIEpXKaHWEM BaJlMHa (Cosl M Apyrre 6000BbIe, TBEPAbIC
CBHIPBI, MKPa, TBOPOT, OPEXU U CEMEUYKM, MSICO U TITUIIA, sTilla, 3HAYMTEIbHO MEHBIIIe BAJIMHA B KPYIaxX 1
MakapoHax), IPUMEHEHHE MTOJYCUHTETUIECKHUX JIeUeOHbBIX IIPOAYKTOB (JIMIIEHHBIX JIEHLIMHA, M30JeALIMHA 1
BajliHa), BUTaMUH B,

CHuxeHnue: BCAA (eiiuuH, U30JeMLIMH 1 BaJIMH)

 B02000703

IMoBbllieHKE: OrpaHUYEHNE TPOAYKTOB C BHICOKMM COIEPXKAHUEM IIMIMHA, BUTaMuHbl B, B,, By

CHIMXeHMe: IMUIMH, 6eTauH (JIMLIUH SIBJISIETCS ero MpeallieCTBEeHHUKOM)

JIuzun

[ToBbillIeHUE: OrpaHUYEHUE MMPOAYKTOB C BBICOKUM COAEpKaHMEM JIM3KMHa (pblOa, MTULIA, MOJIOKO,
3apOJIBIILIY TIIEHULBI, GOGOBbIE, APaXUC, KEITKHU AUL), BUTaMUH B, HuauuH, puramun C

CHuxenue: mu3uH (Vitaline), L-kapHUTUH (JIU3UH SIBJSIETCS €rO MPEAIIECTBEHHUKOM U €ro 1e(ULUT
COTIPOBOXIAETCS NePUIIMTOM KapHUTUHA); JIEHIIMH B TA0JIETUPOBAHHOI (popMe (yCHIMBaeT BCaChIBaHUE
JIU31HA)

Tpunropan

[ToBbllIeHUE: OrpaHUYEHME TPOLYKTOB C BBICOKUM CoJepKaHUeM TpuntodaHa (Msico, peiba, TBOPOT, ChIp,
sii11a, ropox, (acosb U, 0COGEHHO, COs1), BUTaMUH B, HUamH

CHuxeHue: oborauieHue paloHa yrieBogamu, Tpunrodan (Vitaline)

OpHUTUH

IToBebIlIeHNE: OrpaHWYEHHE MMPOAYKTOB C BEICOKUM COAECPKaHMEM apTMHUHA — MPEAIIeCTBEHHUKA OPHUTH-
Ha (III0K0J1a, KOKOCOBBIE OPEXH, MOJIOYHBIE TTPOAYKTHI, 3KEJIaTUH, MSICO, OBEC, apaxKC, COeBbIe OOOBI, TPpell-
KHe opexu, Oenas MyKa, MIeHUIIa U MIIIeHUYHbIE 3apOJIbIIIN, OPeXH, KyKypy3a, XeJaTuH, III0KOJIal, U3I0OM,

OBCsIHasl Kpyna, KyHXyT), BUTaMuH B, Maruuii

CHukeHue: oboraleHue panyoHa 1npoaykKraMu ¢ BbICOKUM COJACPKaHUEM apTUHHWHA

DdenunnananuH

IToBbllIeHME: HU3KOOEIKOBAsT JUETa, ClICHMAJIbHBIC CMECHU oe3 (DGHI/UTaJTaHVIHa 1 TUPO3UHaA

CHuXeHue: npenaparthbl (I)CHI/U'[aI[aHV[Ha 1 TUPpO3MHA

MexayHapoaHasl Tpynna y4eHBbIX He MCKIIIO-
YaeT, YTo eil ydajJoch BIIEPBbLIC BbISIBUTH ITOTEH-
OUaJbHO M3JIeunMylo ¢opMy ayTtusma. biaroma-
ps CEKBEHMPOBAHWIO YaCTU TeHOMa IIeCTH ACTei,
CTpaJaloIINX OYeHb PEIKO BCTpedalolleiics pas-
HOBUJIHOCTBIO 3a00JieBaHUsl, Y BCex Oblia HalieHa
MYTaIus, n3-3a KOTOPOU B OpraHN3Me OUYeHb HU30K
YPOBEHb COAEPKAHUSI HECKOJbKUX HE3aMEeHUMBIX
AMUHOKUCJIIOT, Je(PUILUT KOTOPhIX MOXHO BO3MeE-
CTUTb CITeLMabHOM nueToi. PaboTta omybinkoBaHa
6 ceHTOPS B XypHaie Science. CeKBeHUPOBAHUE UX
9K30HOB — YacTW F€HETUYECKOro Habopa, oTBeYa-
IOlIEei 32 KOAUPOBaHKWE OEJIKOB — BbISIBUJIO MyTa-
nuio B reHe BCKDK, kotopast uHaKTUBUpPYeET (pep-
MmeHT BCKD-kuHagy. biaarogapst aTomy hepMeHTy B
OpraHu3Me MoAaepP>KMBAETCS HOPMATbHBIA YPOBEHb
TpeX aMUHOKMCJIOT C pa3BeTBJACHHON LIeNbl0 — Ba-
JIMHA, JIellMHA 1 U30JiefiluHa - HEOOXOAUMBIX JIJISI
CHHTe3a psiaa 0eJIKOB U APYTUX OMOJOTUYECKU BaK-
HbIX KOMIIOHEHTOB. B oTinMuyue oT Ipyrux aMrHO-
KMCJIOT, OHW HE CUHTE3UPYIOTCS OPraHU3MOM, a Mo-

crynalorT ¢ numeit. TecTupoBaHUe ITOKA3ajIo, 9TO Y
BCEX MCCIIEAyeMBIX AeTel ITOCcIe bl B KPOBU OUYCHbB
HU3KWI ypOBEeHh aMMHOKMWCJIOT C pa3BeTBICHHON
LEeIbI0. AMMHOKHCIIOTEL C Pa3BETBJICHHON IIEIBIO,
TakKe, KaK W JPyrue BUIBI aMIHOKWCIIOT, TIPEOIO-
JIeBaIOT TeMOdHIIePannIecKuii 6apbep ¢ IIOMOIIIBIO
OeJIKOB-TpaHCIIOpTepoB. B ciyyae aedpuumra Baau-
Ha, JIeHilIMHA 1 U30JIeHIIMHA, TPacIIOPTephl HAUMHA-
IOT TIEPEHOCUTH B MO3T 00Jiee KPYIHBIC MOJICKYJIBI
JIPYTUX aMUHOKUCIIOT, KOTOPBIE B UTOTE 3aHUMAIOT
nx MecTo. Ilocite Toro, Kak auera OOJBHBIX AeTelt
OblJ1a oOoraileHa BaJWMHOM, JISHIIMHOM U U30Jeii-
LIMHOM, YPOBEHb aMMHOKMUCJIOT C pa3BeTBICHHON
LIETTbI0 B MX KPOBU HOPMAJIM30BAJICSI, OOHAKO Ha-
YYHO TTOATBEPXKIEHHOTO YIYUYIIEeHUsI COCTOSTHUAS UX
3J0POBbS TT0KA TOJIy4YeHO He ObLIO. ABTOPHI IJIAaHM-
PYIOT TIPOBECTU KIWHWYECKWE VICTIBITAHUS THETH-
YeCKOro MeToAa Tepaluy 3Toi (POpMBI ayTH3Ma, a
TaKKe TMPOIOJIKUTL MOMCKH TTallIEHTOB C MyTaIeit
B reHe BCKD-kuna3el (Mutations in BCKD-kinase
Lead to a Potentially Treatable Form of Autism with
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Epilepsy (Science 190ctober, 2012: Vol. 338 no. 6105
pp. 394-397 DOI: 10.1126/science. 1224631))
— dechuyum MuKkpo- u MaKposI1emMeHmo8:
1. oOorameHue palioHa IPOIYKTaAMU C BBICO-
KNM coliepKaHueM AeOUIIMTHOTO 3JIEMEH-
Ta;
2. MeIuKaMEHTO3Has Teparius.
BoAbIIMHCTBO BUTAMMHOB HE CUHTE3UPYIOTCS
B opraHusMe 4JejioBeka. [1oaToMy OHM TOJKHBI pe-
TYJSIPHO U B TIOCTATOYHOM KOJMYECTBE ITOCTYIIATh
B OpPraHu3M C NUIIEK WIK B BUE Mpenaparos.
HckntoueHust coctaBisioT ButamMuH K, no-
CTaTOYHOE KOJMYECTBO KOTOPOTO B HOPME CHHTE-
3UPYeTCs B TOJICTOM KMIIEUYHUKE YeIOBEKa 3a CUET
NeATeIbHOCTH OakTepwii, 1 BUTaMuH B,, cuHTe3n-
PYEMBIi OaKTepUsIMU KMIIICYHNKA 13 aMIHOKICIIO-
Thl TpuntoaHa. ButamuHsl rpynnsl B yyacTByroT
B IIpoIleccax METWIMPOBAaHUS, HapylleHUE KOTO-
poro HambOoJiee JacTO AMATHOCTUPYETCS y AeTel
C ayTM3MOM M ayTUCTUISCKHIM CIICKTPOM HapyIIeHUS
MOBEACHMUS.
— HapyuleHue 8 yuk.ie Mo4esUH000pa308aHuUsA:
1. Hu3KOOeJIKOBas AueTa C OrpaHMYCHHEM B
panuoHe 6eka 1o 1, 5 rHa 1 Kr Beca peOEH-
Ka B CYTKH;
2. mpemnaparThl, yaydyllaroliyue QYHKLIUIO Tede-
HU (TIe IPOMCXOINM ASTOKCUKALIMS aMMU-
aKka) U CIOCOOCTBYIOLIME BBIBEACHUIO aM-
Muaka (TJyTapruH, renamepir).
— HapyuleHue OKUCAEHUS HCUPHBIX KUCAOM!
1. runoaUMUAEMMHYECKOE MUTaHUE (B TPYIHOM
BO3pacTe nepeBoJi pedéHKa Ha UCKYCCTBEH-
HYIO CM€Cbh, COAEpKalllyl0 MPEUMYIIECTBEH-
HO CpeAHELEeNOYEYHbIE XXUPHBIE KHUCIOThI).
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MPE3EHTALI

MAarHOCTUKA W nedeHne

HapyleHnn obmeHa aMMUHOKUCAOT
npu ayTmsme

IO0.b.I'peyannHa

«ecqnu nekapcrtso nogxoauT BCeEM, 3HAYUT OHO HE NOAXOAUT HUKOMY».
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Korgpa AYTU3M un aytuctnyeckume 4epTbl
noBeAeHUs UMET MeTabonn4yeckyro
OCHOBY — 3TO, C O4HOW CTOPOHbI,
yXyAlaeT TAXeCTb TeYeHUs1, C APYromn —
AaeT KOHKpPeTHOe HanpaBrieHue
neyvyeHus.

/

0 C Toro MOMEHTQ, KOrjja 4€/710B€K CTajl
BMEIIINBATbCA B ,Il;EfICTBPIE €eCTeCTBEHHOTIO 0T6opa,
nmocjaeagHeMy npuxoagnuTca MEHATH YPOBHU CBO€ro
B/IMAHUA, I€EpEXoasi C OJHOTIO 3TAalld OHTOI€He3a Ha

APYTOH.

. Tak, MONBITKU COXpPAaHEHUs NPepPhIBAaIOLIeics B
paHHHE CPOKUA OepeMeHHOCTH C ITIOMOIHI0 MOILIHBIX
JIeKapCTBEHHBIX CPEeCTB, IPUBOJAT K MHUMOM
modege — YaCcToTa POXKIEHHUS AeTeH C BPOXKAEHHOM U
HaC/IeICTBEHHOH IMaTO/JIOTHeM MO HAIllUM JaHHbIM
Bo3pacraer B 4 pa3a. (E.fl.Tpeyanunna, 2012)
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e
MeTabonuyeckux

" HapyLLeHUi Mbl MOXeM _

HabnogaTb ele BHyTpUyTpoGHO m -
“ B Nepuoae HOBOPOXOEHHOCTU x y

"ony6on WHankaH CvHOpom rony6bIX NENEHOK,
HapyLueHne (bonesHb)
XapTHana

KopwnyHeBo-rony6on [lomMoreHTU3MHOBasA kucnota AnkanToHypus

Kopu4yHeBbIn MeTremorno6uH Mwuornobunypus

KopuyHeBo-KkpacHbIN remorno6uH/ "emornobuHypms

MeTremMornobuH

KpacHbIn OpuUTpoLUUTHI Fematypus

KpacHbin MopdurpuHbI Mopdmpus

KpacHbin MupasonoHsI JlekapcTBeHHbIe cpeacTBa

KpacHbin deHondTanenH XvMmukanum

CBeTno-kpacHbIn Yparthbl dusnonormyeckoe,
rMnepypukosypus

KpacHbin Ceekna Bbi3BaHHOE NUTaHMeM

\_ XKentbin Pu6odnasuH ButamuHbl =4

CoepguHeHue

Hap

HapyLlueHus
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“BaTXIbIN, MbILLUHBIN

KneHOoBOro cupona usim »xeHoro
caxapa

[NOTHbIX HOT

Kowlayben mouun

KanycTbl

[Mporopknoro macna

deHunykcycHas kucnorta

2-OKCcon3oKkaHpoHOBast KncnoTta
2-Okco-3-meTnneanepmaHoBas

Kncnota

MSOBaJ’IepI/IaHOBaH KMCnoTa

3-OkcumnsoBanepraHoBas KucnoTa

2-OkcumacnsaHas kucnoTa

2-Okco-4-meTunonmacnsaHas
Kucrnora

Knaccuyeckasa OKY

Bones3Hb «KneHoBOro cupona»
(MSUD)

M3oBanepuaHoBas aungemus.

3-okcun-3-merunrnyrapo-sas
aumaypvsl, MHOXECTBEHHbIE
nedektbl aumn-CoA-

perngporexvpoBaxus (MAD)

3-MeTuUnKpoTOHNAMUUMHYPUS,
MHOXECTBEHHasi HeJ0OCTaTO4YHOCTb
kapbokcunasbl

Manabcopbuns METUOHMHA,
TMpO3uHeMus 1

TuposnHemus 1

KncnoTHbin MeTunmanoHoBas kucrnora MeTunmanoHoBas aungemmsi
CepHuUCTbIV CepoBopopoa Linctunypus
KPI:IGHOFO pbIHKa TpumeTunamuH TpumeTunaMmuHypus

roreHe3 MeTabonnyeck

I
it aren

! ‘«»‘ i ’5;'[ N4yeckuit NepBUYIH

m prM He,D,OCTaTOLI HOMaanbm, OTCYT(

Aath || |
[arort

e
I'laTonorm opraHusma

Hen
MOXeT 6bITb Bblpa)KEH CXeMaTn4yHo.:
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- CnoHTaHHbI aBopT UMM MEePTBOPOXKAEHNE B
aHamMHe3e AO0MKHbl pacueHNBATCA Kak aNMMUHaLNS
HEeXn3HecnocobHoro pebeHka.

My>KCKOW Non Takoro nnoga MOXeT roBopuTb 06
X - cuenneHHon cbopme MeTabonnyeckmnx
3aboneBaHuy;

- Hannume natonoruyecknx nameHeHuin y 6epemeHHoM,
TaknX Kak 3aTsaHYBLUMNCA TOKCUKO3 UIU OCTpad
XupoBas AncTpodus nevyeHn, MoryT ObiTb crieqCcTBUEM
HapyLleHUsa y Nnoaa OKUCNEHUS XXUPHbIX KNCMNOT.

= =

V-4

“=kpm3za npn H60
(no Johannes Zschocke, Georg F. Hoffmann, 1999)

MexaHu3MBI 3211y CKa I'pynnsl HapymieHui
I'onopanue, nudexuuu, Hapyumienne metaboiu3zma 0ej1koB,
JINXOPaJKa, ONepanuu, YIJIEBOAOB, SJHEPreTHYEeCKOI 0
TPaBMBbI MeTaboIu3Ma
Bbicokoe ynorpeodJienue Hapymenue meradoiu3mMa 0eJIKOB:
0ejika u/UM 0eJIKOBBIN aMHHOALMEMHH, OPraHUuYeCcKue
KaTa00/1M3M auuaypuu, 1edexTobl MK

MOY€E€BUHBI
N3menenus npu MuTtoxoHaponaTuu
NnoTpedJIeHNH YyIJjieBo10B
bbicTpo abcopOupyemsbie | 'MnepuHCYJIUHHU3M,
YIJIeBO/IbI MHUTOXOHAPONATHH
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(no Johannes Zschocke, Georg F. Hoffmann, 1999)

PdDpykTHI, cTONOBBINH caxap | HemepeHocuMocTh PpPYKTO3BI
(caxapo3a)
JlakTo3a, MOJIOYHBbIE TanaxkTo3zeMmusi
NPOAYKTHI
Bbicokoe noTpedJieHue HapyuieHne OKHMCJIeHUSA
JKHpa JKMPHBIX KMCJIOT, Ae(UuIuT
JUNONPOTEHHINIIA3BI,
JaeUuUuMT rJIMIUPOJIKUHA3BI,
HelnepeHOCUuMOCTh
rJINLEePUHA
JlekapcTBa IHoppupum,
HeJ0CTATOYHOCTH IJIIOK030-6-
dpochar-mernaporeHasol,
HaApPYIUIEeHUs] OKUCJIEHUSs
KHMPHBIX KHMCJIOT

~ Korpa Hapo noao3peBaThb HapyLUEeHHbIN

oOmMeH BelecTB?
netaprus
OTKa3 oT eAbl
noTeps Beca
HapyweHune gbiXaHusA
rmnoTepmusa
MNOTOHUA
HeoOblYHbIe ABWNXEeHUsA
renatTomeranunsa
cyaoporu
nosyimopraHHblieé U3AMEeHeHUsA
KOMa
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uccneanosaHuUA
MpeananuTuyecKun
’m- ./ ’} 3Tan fo N \
-4 F OwuarHocTunyeckas \
l 3HAYUMOCTb U =
e it dai il /7
MocTananuTuyecKkun AHanUTUYECKNN
aTtan - aTtan
PS _4""
\—mi

—

~TlpeaHanuTuueckuin atan:

ComaTto-reHeTudeckoe uccnenosaHue

CUHAPOMOSNOrUYECKUN U KITUHUKO -
reHeanorMvyeckum aHanus

NOAroToBKa nauueHTa ANa UcCnenoBaHUs
c6op obpasuoe 6uonoruyeckoro marepuana

XpaHeHuWe U TpaHcnopTuposka obpasuos

()
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' npa,qyl{raMn ob6MeHa aMHHOKHNCIIOT, yIr/ieBo4os,
JINMNG0B M GMOreHHbIX aMUHOB.

Opranunveckue auuaypuu (alfugeMuun) — rpymnmna
HaCJIeACTBeHHBIX 3a00/1eBaHuM,
XapaKTepHU3yIoIasicaA HapylieHueM
IMMPOME)KYTOYHOTO OOMEeHA C HAaKOIJIEHHEM
KapOOKCHIbHBIX KHCIOT. TOKcHYecKue
CcoeJMHEHH’A HaPYyIIAOT BHYTPUK/IETOYHbIE
MeTa0o/IMYecKe MyTH, BKII0Yass KaTa0o/Iu3mM
I/II0KO3bI (IIMKOJIN3), CAHTE3 I'/TIOKO3bI
(raroxkoHeoreHes), 0OMeH aMMHOKMC/IOT U
aMMHaKa, MeTad0/IM3M IyPUHOB, MTUPUMHUAUHOB,
a TaK)Ke JKHPOB.

(OA)

OA, 06ycnioB/1IeHHblIe HE4OCTaTOYHOCTbIO
¢pepMeHTOB, y4YyacTBYyrOLNX B
npeobpa3zoBaHnn aMUHOKHNCOT (1enUnHa,
n3onenynHa, BaJimHa, JIN3MHa, TUPO3UHa, -
aMHUHOMAC/ISHON KMUCJIOTbl ).

OA, obycsioB/1IeHHbIe HapyLU€eHUEM
6nosHeprernyeckmnx npoyeccoB (UMUK
Kpebca), TkaHeBOro AgbixXaHusi,
OKMC/INTE/IbHOIro ¢pbochopmnainpoBaHmsi B
MUTOXOHAPHNSIX KJ/TI€TOK

OA, 06ycsioB/IeHHbIe HapyLweHNeM
TPpaHCNopTa NJin MUTOXOHAPHNAJIbHOIO
OKMNCJI€HUS YXUPHbIX KUCJIOT.
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poseneHuA:

s MaHI/I(l)ECTaI.[I/I}I B rmepnoae HOBOPOXKXKIAE€HHOCTH

. (v B paHHEM Bo3pacTe)

oCTpOe Havyajao

cyAoporu

AIHO3, OABIIIKA

MmoBbIIIeHHas BO30yaumocTs (viu yrauerenue) ITHC
MBIII€eYHasA TUIIOTOHUSA

» % » % B
B EBERER

B

AaHOpeKCHsI
« &1 pBOTa
# é3 MHOTJA dKCTpanMpaMHAHbIe pacCTpPoOiicTBa

pYHna =R
3 /‘,“—‘—J 5 ;

nposeneHus:

7-'. - =

e

-

Manudecranus npenMylIecCTBEHHO B J€TCKOM BO3PacCTe;
3a/iep>KKa pa3BUTHSA;

pe3Kas MbIIIeYHast CIaboCTh;

AbIXaTe/IbHbIe PacCTPOMCTBA;

KapJAuOMHOIIaTUs, HApPYIIeHUsI PUTMaA;

0eCIIOKOMCTBO U/IN COHJIMBOCTD;

CyAOpPOTHY, aTaKCHUs;

HUCTArM, arpodus 3puTeTbHBIX HEPBOB;

dlIN/103, HAKOIIVIEHHUE JIdKTaTad, IUpyBaTa.




KniHiyHa reHeTuKa i nepuMHaTanbHa giarHocTuka, sun. 1, 2013

- pasJimM4yHoe BpeMsi MaHngecrayunn;
. & ynopHasi peora;

. &3 MbILLeYHas1 c/1ab0CTb;
& ruMnoToHus;

&3 ann3ogbl MbilLeYHbIXx 6os1en n
MHNOrs106MHypun;

& cmHgpoM Peiie;

. & remaTomeranus, >xmpoBas
MHUABTPaLUNAa nedyeHu;

& rmnorinkKeMmsi C runoKeToHeMmeun

Specialised Medical Genetic Ce - Kharkiv, Ukraine.
Organic acids analysis
BATIENT DATA PRERUN RESEARCH
e Ml 133 eompaund result norm range | compound result RO range
ity 06.02.2012 Kren level, mmolll 23 89 Bilirubin, mgrdl otr
fientiF 10) Borisyuk 1. sledi F negative Urobilinogen, mg/dl N
otr negative (=15 8.0
Age a7 otr nagalive Specific Gravity 1.030
E.¥a Grechanina, otr Blood, mgfdl +0.09 T negative
Molodan L W otr Ketone, mg/dl otr negative
o ] itrits otr negative
obsledovanie Protein, mafdl +-15 T negative Leucocites, Leu/ul  otr negative
RESULT OF QUANTITY ORGANIC ACIDS ANALYSIS
e Result eference nic Result Reference MName of organic  Result Reference
{mmaolimo ue (mmaol/mo valu ncids nol/mo value
I erea) tmmaoalimaol {mmol/maol - (mmaol/imol
crea) < crea)
4.75 0z Tartaric n.d nd
3.61 nd. nd Sube 0.24 o-2.8
22 003 | 0.2-0.8 n-Acatyl-L-aspartic™ n.d
e 18.05 § 18.50 - 198 52 Glutar n.d nd Orotic* . o
*Blydrosybutyric: n.a na Thymine: n.d 0.36 + 13-1s
Aflcryic: nd na 3-methylglutaric:  n.d o-1.01 107 ATTE
S i nic present G- 1.41 D-malic n.d 0-6.21 3 8382
B e sl nd O - 46943 Adipic 0.12 o-7.80 N-acetyitirosine. n.d. nd
:fue; 5 n.d 1.9-68 S-Oxoproline: 13.84 1.20-21.80 Succynylacetone n.d nd
n.d nd A-methyladipic 0.69 0-322
038 0.34 - 2081 Pimelic 0.11 o-o8e
RESULT OF SEMIQUANT ORGANIC ACIDS ANALYSIS

nerm Ufmel Cres

pounds name Result norm Uimel Crea Compounds name Result
tyric acid 8.2 0.72-12.69 Oxoglutaric acid n.d -i« 3.16 - 57.85
0.8 4-hydroxybenzoic acid 17 0- 4002
14.4 p-hydroxyphenylacetic acid 47 8 14.77 - 175.08
n.d 2.5 furandicarboxylic acid: nd. -} 9,23 - 34478
34.6 Furoylglicine 08 nd
4.2 Isocitric lactene n.d. - 3483
212 01T - 5047 Aconitic acid 1.8 0.51 - 1737
2 0- 2288 Vanillic acid: n.a
aa 078 - 16,60 Homovanillic acid: 154 o}
583.8 066 - 1188.81  Gentisic acid 6.8
nd 0-31.15 p-hydroxymandelic acid a7
n.d Hippuric acid 3008 T 9431 -204008
1.8 0- 478 A-(AHydroxyphenyl)-3- 6.6 1.08 - 4213
18 o.80 hydroxypropionic acid
0.4 0.18-1.74 Ischomovanillic acid: £9.4 N 7202 -260.51
n.d 0-0.23 Hydroxyphanyllactic acid: 2.2 2.08 - 20.76
1.4 z.43 " so.0e Indoleacetic acid: 14.8 B.83 - 223.76
xanoic nd a-methoxy-4-hydroxyphenyl- 13.6 6.20 - 310.10
acid 107.8 11.21 - 141,95  3-hydroxypropionic acid
n.d a-18.02 Palmitic acid: 130.8 36,37 - 40239
1 J 2.14 - 20 48 Salicyluric acid: nd 0 - 55 58
5.2 1.00 - 16.92 hydroxysebacic acid na o-3z2a
nd 0-14.97 A-hydroxyhippuric acid nd O - 6.6
15 3.44 - 133,81 linole it 1.8 0-27.37
0.4 Oleic acid: 222 7.10 - 73.61
0.8 0-416 p-hydroxyhippuric acid n.d 0- 44120
otic acid 88.4 3.18 - 164.31 5-Hydroxyindoleacetic acid 2z o . 223
nd. .} 0.21-5.18 Stearic acid 30.23 -
0 - 24850

Hydroxyproline dipeptid:

Signature Z
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X i € Meamiko-T's UenTp, Yipauna
HeeAenonanie opraniteckny KUEIOT Momn

DAD Maiganta

M0 Bparia
""" Tinsim03 lcTa
m MTEALNLIE HECTEIONANIE
Beusectao Poaynurar __ [Hopus [
o T, ananeln 762 § loni.ss pH
AP CIO T arp. 0
Treoss wiign | N [N inopus) Kpoau, wrian
Barnos silnn ++100 o T Ko, marian
Eutngylum, mrign o] t il HitTpatT
Wpoluiwmorgl MIEN N N [ Moshmcaarti, Liusid
BewiocTeo | Cocrour & rpynema|  Pesymrar
1 Kpebica
Citric 1,14 3153 25.7-B4B.57 | mmeumal KREA
Acanitic , 1047 0- 3661 Umolimmal KREA
locitric 12,13, 14 56.8 5713369 mmciimal KREA
Oxogharic 7.8.10, 12,13, 14 182.72 0-877.2 Umolimal KREA
Succime 2.11.12.13 2.78 251-1278 mmolimal KREA
Fumaric 7. 1192 6.02 12-2528 mmolimal KREA.
[Manic 7. 12 nd. 0-47.26 mmclimal KREA
2 rydreyghitan jou. Ceoghaanc) 7.6.11,12,13, 14 ECEIER 0- 1858 ey
ABONNC. (raeryr e, rveassen hapasgston ucna)| nd. nd. mamolimol KREA
¥ u 178 0-182 Umaktmimol KREA, |
Tarlaric (yTeT et (EDMENTOR Loaura) 79,17 nd. nd. mmolimol KREA
et 5.8,12,13 41.13 6.32- 14248 | menolimol KREA
# grue 512,14 prasent - Umolmmel KREA
Trahighone 2. 11 206 |1 nd. Umotmmal KREA
3 Fydeymathyighitaric 71102 14.18 0-33.1 Umalmmel KREA
2 i wcnoT;
Maj; Uneranma (Cys). (M,
Cnnduder (Mo, uamabanuiu caps) ||? 100 1 orgyTeTEyRT wnin
MiooBa wa wucmun a1p. aTpmATAHAR
[Mothyimalonic (B12) nd. 0-8.24 ‘menolimol KREA
[ VemSypmiiso haerassimn meaceos; [y g0 gy 1 |t 0-7786 Umaimmal KREA
e Tinuponass, Mo)
“m;"‘""""m 10,1213 119,03 0- 38568 Umamems KREA
Uracd [chormendn wacnora) 5.8 [E] 0-10.87 mimaolimol KREA
Tyghighvone (Met) 111 0w |1 nd. Umciimmal KREA
Saceansc (Mat) 1,11, 12,13 278 2511278 mmabimol KREA
3y ypiopionc (B12) 8,12, 13,15 1332 0-2486 Umnosmemol KREA
& tiyimalonic (B12) 4,12 5.16 0-18.49 Umoaimemel KREA
- Hyaronybutyric (B12) 4 1387 1 nd. mmalimol KREA
Arasaacetc (B12) 4 5.06 0-20.88 Umoiimemal KREA
5 Omaproles (Cysh 8,5, 13. 14, 15 185 [ 1 15,82 - T4 46 | Umoiimmal KREA
Acorsts; (Cys) 1,11, 13, 14 10.47 0- 3551 Umoimemal KREA
niodaceie: - Umaimemal KREA
[ 3
Daalic 12 2187 30052198 | mmolimol KREA |
Giycolic 8,12 5291 10.78 - 607.58__| mmokimol KREA
\ Biycerc 8,12 nd nd mmolimal KREA j
& T, =
am
£l 6347
T Bl
12 T
12 [F]
IEG [ (T3 I
[ [ [T
1k 2o t 03158
3,12 ] - 1048
iF an 0318
iade [
1L 13 ) 1 0- 154
3-18
D-4T8
nd 0- 448
[ETE]
0- 137
- Lr T
|Fnenaa [] i {mopan)
et L] . I 7
i 1,8 1% 13 [IRE] B2 T8
Er&w! [NENT] premant .
] W, 12 1% ﬂ T 054
2 ¥ Dehvpcranytetes (] [ERE-50)
5 A-Tarpdramybe e (] 0-244
8 e gyt T 0-a28
AT -3
el 2.8 [F] - 1087
o- 148
B M1t Al
i & [ 0~ BsT
[ nd .
G 1293 nd il
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Nap i cumaTn M Feneruueckuii Llewrp, Yipanna I 3
Lo negonanne 0!]‘-“.“2"‘“‘ KHCAOT MOuM
BAO Naumenta “ [Bospact |1 1m  [Parmcrpaunowwn i [543
/ P10 Bpava___|nou Fpeuama 10.6. [honIm 1;1- npusws Ins.m.z K]
Bousctac [cocrout o roynastax)|  Peaynurar Hopsa
7. M PHEKOD W ApoRRER
Mpoba wa unduran . OTPHUBTENEHER bl
s (5- ¥ yi-2-furoic) 236 0-5512 Umolimmol KREA
2.5 furandicarboxylic n.d. 0-234 Umodmmol KREA
Furoylglicine 17 n.d. n.d. Umolmmel KREA
Tartaric 1.8, 17 n.d. n.d, mmolimol KREA
Methylmaleic 1 1.78 0-1.82 Umnclmmol KREA
Duogiutanc 1.9.11,12, 13, 14 182,72 0-677.2 Umaolimmal KREA
Fumanc 1, 11,12 6.02 1.2-26.26 KREA
Malic 1,12 n.d. 0-47.26 mmaolimel KREA
3-hydroxymetnyigiutarc 1,11, 12 14.18 0-33.1 Umalimmol KREA
8. MeTabonuTh GakTepui .
acid (Clostrichial marker) (Phe, Tyr) = 1 014 eiimmelRin
d-hydroxyphenyipropancic (Phe, Tyr) n.d. 1 KREA
|FHydrocattelc (DHPPA) (Bereficlal N Urnobmmol KREA
e yphenylacetic (Phe, Tyr) 222 1 0-124 [ KREA
J-hydroxyhippuric (Phe, Tyr) 11 5.15 1 n.d. Umnclimmol KREA
p-hydroxyhippuric (Phe, Tyn) 11,16 4273 | t 0 - 406.21 \ KREA
4-hydroxybenzoic (Phe, Tyr) 1" 137.85 15.92 - 2732 Umclimemel KREA
jp-hydroxyphenylacetic (Phe, Tyr) 11 331,46 0- 8378 [ KREA
2-hydroxyphenylacetic (Phe, Tyr) 11,13 107 0-11 Umolimmel KRIA
Heppuric (Phe, Tyr) 9. 11. 15,18 508218 | 1 0-2181.85 KREA
Banzow (Phe. Tyry 15 nd. 0-2.14 KREA
{o-Cresel (Phe, Tyr) 14 1403.15 | 1 0-281.05 Umalimmaol KREA
0 carboxylic_(Phe. Tyr) 1 nd. 0-2.02 Umalimmol KREA
|4-hydroxycyclohaxylacetic (Phe, Tyr) 1 n.d. Umalimmol KREA
[Indolencetic (Trp) 11 0838 | 0-261.14 KREA
Gentisc (Trp) 45.06 0-199.1 Umolimmol KREA
indolelactc (Trp) 11 - Unalimmol KREA
 Hydiaxy ndcleacend (1) 10,11 0 - 583,66 Umolimmol KREA
Lache 1.8.12,13 6.32 - 14249 KREA
Glycolc 3, 12 52.91 10.79 - B07.58 mmolimol KREA
Glycenc 3. 12 n.d. n.d. KREA
Salicyluric 14 26 44 T n.d. Urnolmmel KREA
Tricarballylc - Umnolimmel KREA
[Methyicine 12, 18 - KREA
3 nydroxypropionic 2,12,13, 18 13.32 0-2486 KREA
- Oxoproline 2,9,13, 14,15 1165 | 1t 15.82 - 74.46 mmaolimael KREA
Levubme f_ 16.05 0-21.60 Umalimmaol KREA
3. Morab W & A, SBmana AK 3 (Pro), Fnuawna (Gly)
Phosphoric (Bumasumn D) | a22.1 0-87143 Urnolimenol KREA
v (B [=] 12 16585 | ¢ nd. Umolimmel KREA
5. Onoprolne — [z.8.13.14.15 1165 | 1 15.82 - 74.48 ‘mmolimol KREA,
Tartane (T 1,717 LX] n.d, mmolimol KREA
Cuoglutanc (Hie, Arg. Pro) 1, 7,11, 12,13, 14 182.72 0-877.2 Umolbmmol KREA
. anm 11 Hippuric (Gly) 8,11, 15,18 500218 | 1 0-2181.85 Umalimmel KREA

S S

. Napn. i C) T a0t M Tene Uentp, Yy
Hecaeqonanue oprammueckny KHCIoT Moun
DAO Nauwasta || A
1AG Boava 6w Mpevamnra 10 6.
= Bowecrso [cocrour n reynne(ax)
10. Mo repon
itmandalic (Hopadpesanun) |2, 12,13 1021 1
Homavanilic (Qonasmumn) 12,1213 118.03
5-Hy (i 8, 11 576.23
1 a 38.63
T Andeic (TADIMWN, D-OXTENAMAH, B I 165.53
11.1 MetaBonutes AK @enwnanaknna (Phe), T (Tyr)
7 hydraxyphenylacetic (Phe, Tyr) B, 13 — | 107 0.1 Umolimmol KREA
p-hydroxyphenylacetic (Phe, Tyr) 8 331.49 0-837.9 Umealimencl KREA
Phenyglactic (Phe, Tyr) 14 - Umalmmal KREA
(Phe. Tyr) 14 - KREA
hanyipinunc (Phe, Tyr) - KREA
Fhenyllache (Phe. Tyr) - Umcimmal KREA
. Sumikr's (5 FIT 2.36 0-55.12 Umnolimmal KREA
N yltirosne (Tyr) 15 0.06 1 n.d. KREA
4-hydroxyphenylpyruvic (Phe, Tyr) 12,13, 15 9.52 0 - 28.57 KREA
Hygrosyphenyliachc (Phe, Tyr) 12,13, 15 47.68 0 - 167.01 Umalimmal KREA
[Homogentisic (Phe. Tyr) 12,13 - Umolimmel KREA
4-hydroxybenzoic (Pha. Tyr) 8 137.65 1562 - 2732 KREA
p-hydroxytuppurs (Phe, Tyr) 8,16 4273 1 0- 40521 KREA
|3 hydroayhippunc_(Phe, Tyr) 8 5.15 1 n.d. i KREA
ippunc (Phe, Tyr) 8.0. 16,18 5002.18 | 1 0-2181.85 KREA
4 hydroxycyclohexylcarboxybc (Phe, Tyr) |8 nd. 0-2.02 KREA
4 hydroxycyclohexylacetic (Phe, Tyr) 8 n.d. KREA
Fumanc (Phe. Tyr) 1.7.12 6.02 1.2-2525 KREA
11.2 MovaBonmri AK T) (Trp). Muawna (Lis), Muctransa (His), Apruswna (Arg)
Pimelic (Lys) |0 0.39 0-1.82 mmalimol KREA
iulaanG (Lys, Tip, B2) T12. 14 — .51 0-3.38 KREA
|5 Hydrexyindoleacetic (Trp) I_s. 10 576.23 0- 583865 Umalimmol KREA
iln:!ulu'uuullc (Trp) 8 108.38 0-261.14 Umalimmol KREA
[ingoletacte (Trp) |8 - Umalimmol KREA
| Jsoghatanc (His, Arg, Proy [1.7.8. 11121314 | 18272 0-677.2 KREA
11.3 Ketoa; AK © PRIROTRNEHHOR LENLMT {Leu), (e}, Banwna (Val)
Tact wa npe aTp. OTPHUATA N HEIR -
3 methylghutaric (Leu) 0.16 0-0.5 Umatimmal KREA
3 Maihylglutaconic (Leu) 38.07 1 0-36.41 Umalimmol KREA
Isovalardglcne (Lau) nd. L KREA
3 metrylcrotonylglycine (Leu) = L KREA
2 Hydroxyisovalenc (Leu) 0-15.04 L KREA
i-hydroxyisovalenc (Leu) 12 18.65 [ 0-13.11 [ KREA
3 Leu) 1.7, 92 14.18 0-33.1 KREA
¥ (lle) 9.85 0-14.48 KREA
E rythwonaic. (e} 118.27 [ 0-11063 Umolmmal KREA
2 Ethylhydracrylic (lle) 33.64 1 0-1.2 Umolmmal KREA
Tyglylglycine (lle} 1.2 21.93 t n.d. Umolimmeol KREA
2 Methyibutyrylghycine ille) - Umaolimmal KREA
3 Hydroxyrsobutyrie (Val, Taman) 2249 1 0-168 L KREA
(Val) n.d. Umolimmol KREA
\ Succini (Leu. lle. Val) 1,212, 13 2.78 2.51-127.6 mmolimol KREA
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Xapl R Cneuma P 1t M Tener enTp, ¥ ’ ¢
Urcienonanme Opranuyueckny KHCIOT MOSH )
770 Nauverra [ Bospac 1 Tnt are |543
140 Bpasa  [acu. Mpeuasvna 10.6. Non  [m flata npusua 08.04.2013
Bouwectao Cocrout o rpynne(ax)] Peaynetar Hopama
AL " Al nyTaMmMHa L TNYTAMHHOBOMW KMENO T u PArMHo HHCNOTh . HCTOLWLBHMA
. 5-Oxoproline (| glutatione) 14 116.5 1 1582 - 74.46 mmolimal KREA
-Citne (| glutatione) 1 31.83 25.7 - B48.87 mmaolimol KREA
- Acomtc {glutatione) 1.2, 13,14 10.47 0 - 3551 Umatimmal KREA
[Cengiutanc Glu_Gin 1.7.9.11,12,13, 14 | 18272 0-677.2 Umalimmol KREA
fs-Acetyl-L-aspamc (Asp, Glu. Gin, Cu) 13 484.75 | 11 0-323 mmolimol KREA
12.1 P ™ B1( B3 PP)
|Z-ketoisovaleric (81, B3) 12, 13 - mmelimol KREA
Lactic (B1, B3) 1.5.8,12,13 41,13 6.32 - 14248 Umolmmal KREA
Pyruvic (B1. B3) 1,5.12, 14 present - Umolimmal KREA
2 Hydroxybulynic (B1. B3) 4,5, 12,13 2.01 1 0-1.64 mmalimol KREA
Coglutane (B1. B3) 1.7.9.11. 12,13, 14 182.72 0-877.2 Umolimmol KREA
Fumanc (B3) 1.7, 11 6.02 1.2 -2525 KREA
Makc (B3) 1.7 nd. 0-47.26 KREA
Isociine (B3) 1,13 568 5.7 - 133.99 mmolimel KREA
. Homovanikc (B3) 2,10,12,13 119.03 0 - 365.65 Umolimmaol KREA
Orotic (B3) 6, 12, 13, 14 nd. nd. mmaolimol KREA
12.2 B2 B85 )
Glutaric (B2) [11.12. 14 1.51 0-3.38 KREA
Ethylmalonic (B2, BS) E 4 5.18 0-18.49 Umolimmol KREA
(Mathylsuccinic (B2, B5) 4 0.18 0-3.15 Umclimmeol KREA
3-mathyladipic (B2, BS) 4 12.01 1 0-2.58 mmolimol KREA
Adipic (B2, BS5) 4 7.98 0 - 36,62 KREA
iberic (B2, BS) 4 0.2 0-9.6 mmolimol KREA
Dxoglutanc (B2, BS) 1,7,.8.11,12, 13, 14 182.72 0-677.2 Umolimmol KREA
faniimandelic (B2) 2,10, 12, 13 1031 1 0-778.6 Umolimmel KREA
| Homovanilic (B2) 2,10,12, 13 119.03 0 - 365.66 Umolimmaol KREA
Z-wetosovalenc (B1, B3) 12,13 - Umolbimmol KREA
12.3 B5
Orotic 6,12, 13, 14 n.d. n.d. mmolimol KREA
Oraic ER 167 30.05-219.8 ‘mmolimel KREA
Glycalc 3.8 52.91 10.79 - 607.58 mmaolimol KREA
Glycens 3,8 n.d, n.d. KREA
. Wanilmandelic 2, 10, 12, 13 1031 T 0- 778.8 Umolimmal KREA
. Homaovanilic 2,10, 12,13 115.03 0 - 365.66 Urmolimmol KREA
12.4 B8 (;uwm., H}
3-Hydroxyisovaleric IR 18.65 1 0-13.11 Umolmmel KREA
Mathylcitric 8, 15 - Umolmmal KREA
3-hydraxypropionic 2,8,13,18 13.32 0 - 24.66 Umobimmal KREA
Lactic 1,5 8,12, 13 4113 6.32 - 142,49 mmolimal KREA
12.5 P Q1o
3-hydroxymethylglutaric 1,7, 11 14.18 0-33.1 Umolimmal KREA
Cactic 1.5.8, 12,13 [IRE) 63214249 | mmolimol KREA
Pyrunnc 1.5, 12, 14 present - Umnolimmol KREA
Succinic 1,2,11,13 2.78 251-12786 mmolimol KREA
\ Glutanc 11,12, 14 1.51 0-3.38 mmelimol KREA )
Nap i Crenma i T entp, ¥
Hecaeaonamme opranmacckns KucaorT Moun
|I_\ Bospact [1 s |Parscrpausomses Ne.
A0 Bpana___|aou. Mpevanmina 10 6, Fon__ |m v g [08.04.2013
BewecTeo [Cecrour u rpynneiax)|  Peaynurar Hopas
12.6 MHAMKATOP SXTHBHOCTH 1]
Fydroxyprobne dipeptid 0 16508 | 1 nd. [ KREA
Hyhoxyphenyllactic 11,13 4766 0-167.01 KREA
Ny oy phanylpyruwe 11.13. 15 9.52 0-28.57 KREA
[EEr— 11,13 = Umnolmmel KREA,
131 MHAMKATOR HAAGCTATONHOGTIN MAKE w: #enean (Fe), Maaw (Cu)
[Hyarosyphenyllachc (Fe) 11, 12 4766 0-167.01 KREA
4-hydroxyphenylpyruvic (Fe, Cu) 11, 12, 15 9.52 0- 2887 Urnalimmal KREA
[Homagentisic (Fe) 1,12 - Urnalimmel KRILA
Vanimandehe (Fe, Cu) 2,10, 12 1031 1 0-778.6 KREA
| Homoaning (Fe) 2.10,12,13 118.03 0-38586 KREA
< hydrosyphenylacenc (Fe) 8. 11 1.07 1 Umnalimmal KREA
| Aconibc (Fe) 1,2, 11,14 10.47 0 - 3551 Urnalimenal KIEA
N Acetyl-L-aspanic (Cu, Asp, Gh, Gin} 11 46475 | 11 0-323 KREA
13,2 MuaueaTopel HEQOCTATOUHOSTH MHKBOINaMaHTS:  Marnmn (Mg)
Succinic 1.2, 11,12 278 251-1276 mmalimol KREA
Sxoghutanc 1.7.9.11.12,14 182.72 0-677.2 KREA
|| socir 1,12, 13, 14 56.8 5.7 - 133.99 KREA
13 hydroxypropionic 2.8 12,15 1332 0.2468 Urnolimmal KREA
% Ouoproline 2.8,0.14 1865 | 1 15.02 - 74 46 KREA
{Homovaniic 2,10, 12.13 119.03 0 - 365 66 Umnalimmol KREA
2 keloisovaleric 12 L] KREA
CroteC 6. 12, 14 n.d. nd. mmolimol KREA
3 13.3 HBAGCTATOMHOGTH APYTHE
'_ [Mn), Lnrika (Zn), Xpowa (Cr), Baragna (V), Canena (Se)
s0CnC (RAn) 1.12.13, 14 568 5.7-133.80 mmolimol KREA
s (&0} 1.8, 8,12 .13 B8.32 - 142.48 mmalimal KREA
- Hydronybutynic (Cr, V) 4.6,12 2.01 T 0-1.54 KREA
£ Ouwoprobne (Se) 8. 9, 14, 15 116.5 1 15,82 - 74 .48 mmolimol KREA
14, MOTYT BiaiTh NOBLLHIE IPH OTDABNEHMN
LR B, 8,13, 11, 15 116.5 T 15.82 - 74,46 mmolimol KREA
B3 B 12 13 n.d nd KREA,
Glutaric 11,12 161 0.338 KREA
b LTO 203 182.72 0-877.2 Unmalimemal KREA
i 1.5.12 present - Umalmmal KREA
(oTpaRnerwe Al Hg, A 1 3153 26.7 - 648 67 mmolimol KREA.
(oTpanne e Al Hg_ As) 1.2.11.13 10.47 0- 3581 mmolimol KREA
+ (oTpannewe Al 1,12, 13 56.8 5.7 - 133.89 HREA
Fanol s ralas LR 12,05 0- 2042 Urmalimenal KRILA
resol HonoM) 0 1403.16 | 1 0-2681.05 Umokimamol KREA
Aandekc (GTRARMMHAE TOMYONoM, 11 - Umokimimol KREA
TR R PICTBODWTENRN)
Frenakyscelic (CTREENEMEG NECTWLMARMN nd. 0- 14181 Umelimmol KREA
ey vy
:‘;N-_ylum'. (OTPBRMEME BCinpwron, npwes | 2044 P s Urmolimmol KREA
Franobanxtal - Umobimimal KREA
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Nuprronckuil Creunaininpona

A0 Naunan | Ne [543
BAO Bpoa |en [ pesarmms 9.6 Mon__ |m fava npuess |o8.04.2013
) BowecTtno [cocrout m rpynnetax)]  PeaynutaT Hopma
151 Me MoryT npu P
(MOryT KATOI, L] e 4, 11.3)
N-Acatylirosine 11 0.06 1 nd mmolimol KREA
4-nydroxyphenylpyruvic 11,12, 13 9.52 0-28.57 Umolimmaol KREA

tothylcitric B, 12 Umolimmaol KREA
[vaiproe - Umolimmeol KREA
2-n-propyl-3-hydroxyvaleric - Umolimmaol KREA
(Z)-2-propyl-3-oxopentancic B Umnolimmaol KREA
Hexane-1 3.dicarboxylic (2-n-propylgiutaric) = Umolimmol KREA
3. Hydrexypropionic 13,32 0 - 24,86 UmnoUmmaol KREA
4 -hydroxybutyric (MeTaBonut FCAMEK) - Umobmmeol KREA
- 15.2 "
Glycaral 17 n.d. 0-1184 KREA
Malec n.d. n.d. Umaol'mmol KREA
3-hydroxybenzoic n.d. Umolimmal KREA
Cyclohaxanone - Umalimmal KREA
|Methylparaben - Umolimmol KREA
- Umolimmaol KREA
280.24 - Umolmmal KREA
Paracetamol glucopyranoside present - Urnolimmel KREA
Benzamid [ Umnolimmol KREA
2.aminobenzoic - Umnaolimmol KREA
Fantothenic 2.35 0 - 16.62 Umaolimmel KREA
Ascorbic - Umalimmol KREA
Chiorampl col 5 Umalmmol KREA
5. Oxop: (npwen np e
100 T PBOsAn KOG NPanspaTOs;: 2.8,8 13, 14 116.8 T mmobimol KREA
Hanzoic (Npuas GanloaTos) a n.d. 0-214 mmolimol KREA
Hippurc (Nprasm GaHloaTos) 8.9 11. 16 50082.18 1 0 - 2181.85 Umalimmol KREA
16. " & nwuiei
Ferulic | | || 0-17.76 [ umetmmel kKREA
| Hippuric 8.9, 11,18 600218 Al 0-2181.856 Umolimmeol KREA
Hydroryeinnamic - Umelimmol KREA
Caffoic = Umobmmal KIREA
B-hydroxyhippuric 8. 11 427.3 T 0 - 405.21 Umolmmol KREA

A-methoxy-4-hydroxyphenyl-
3-nydroxypropionic

14.74 0 - 37.37 Umaoalimmel KREA

Umolmmol KREA

A viate -
m-Coumanc - Umolmmol KREA
Sinapic - Umol/mmol KREA
Galic - Umalimmeol KREA
Pyrogallol - Umalimmel KREA
Gumcol - Umolmmol KREA

Eyrocatechol - Umnolimmal KREA

Hydroquinone - Umalimmel KREA

i P KX KHCAOT MOuH
e e [ LTI Sl F]
[#0 Braa [aou. Fpesamena 1.6 Non  |m o s }ﬁ.l}d.]ﬂl 3
— Beuwiecrso [Cocrour s rpynnetax)| Peaynurar —
1T Mpouse seTaBonure U BewecTRa
Tarc wib CyPudmiae (soncepeante E221 - E223) |2 100 [ i wrin
Urea 11.45 0-1979.48 Umodimmol KREA
une 0-2050 Umedmmel KREA
Tarnanc (Burnan kecnota) 1.7.9 n.d. nd. mmolimol KREA
Furoylghcing (ofparyeTce 8 wapesod nuwe) |7 nd, nd. Umod'mmol KREA
Glycerol 15 nd. 0-1184 mmolimol KREA
Vandlic 83.04 T n.d. Urmolimemnal KREA
3. 5-cinsdroxybenzoic n.d. Uemolimemel KREA
Isacitric lactone n.d. 0-89.79 Umolimmol KREA
Cine acsd ethyl ester - Umalimmel KREA
Caffene - Umalimmel KREA
4-hydrosybutyne 15 E Umelimmol KREA
Pamahc 4. 11 0.38 0-182 KREA
Azelasc (MeTABCNMT NNBCTMBE) 4 028 0-13.4 mmolimal KREA
2.methylghutanc - Umodimimol KREA
Z-methylglutaconic - Umolimmal KREA
| Shydroxy-n-valenc nd. 0-168 Umobmmol KREA
Caproe 1.77 0 - 40.54 Umolimmal KREA
Caprihc 3.54 0-97.67 Umnolmmol KREA
Falargonie 7.81 0 - 266.41 Umelimmol KREA,
Caprc - Umclimmol KREA
Lauric 107.73 | t 0-63.25 Umolimmol KREA
Minishic - Umekimemol KREA,
niolne 5 0-67.08 Umckimemol KREA
o 22,83 0-312.33 Umokimemol KREA
Steanc 56,66 74.1 - 144305 Umokmemol KREA
Arahidonsc. - Umolimmal KREA
Glucosan - Umalimenol KREA
vanyllactie % Umolimmal KREA
KOMMEHTAPUM:
BLiAON s IHASMTENLHGE NOBLHKE N-BUETHN-L-8CNapariHOB0N KWCNOTE
|
Boissnens uameHenus metaGonuros:
- cepel,
- COBOMHUTENLHOR THAHW,
= werosa, AK C paineTaneHHoRn Lensi;
- wenoctatoumocTw C, Cu;
- pocTa PR B JKKT;
= TOUMOCTE BHANWIA CHUNEHA B CBAIW C yp:

\EE 16 man 2013 r. Honnucn _Kanioka M.B. L4 =/
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HapyweHml AeTOoKcUukarymum GMMMGKG

* PacwenneHue 6enka npusoamuT K 06pasosaHUIo
6onbworo KonNu4ecTsa asoTa - BelecTBa,
BLICOKO TOKCcuYHoro ana LIHC. Asot obbryHO
npeobpasyeTca B MOYeBUHY U BbIAensercsa C
MOMYOM.

* [eqpeKTbI (pepMeHTOB LIMKNG MOYEBUHBLI U
Apyrue HapylleHus AeTOKCUKALMKM ammMuaka
NPOABNALOTCA KNUHUYECKU B BUAE
3HUeganonaTtMm U rmnepammoHmemmum

* UccnepnosaHue metabonusma AOSKHO
BKNFOUUTb GHANIU3 GMUHOKUCIIOT KPOBU U MOUU
U onpepeneHue OpOTOBOMU KUCNOTHI B MOue.

>

HapyweHusa TpaHCROpTA AMUHOKUCIOT

He@ekT KuweyHoro u/unu nNoYeyHoro TpaHcnopTa
AK moxeT 6bITb:

6eCCUMNTOMHBIM

NPOABNATLCA KNMHUYECKU KaK AepuuuT
He3aMeHUMBIX AMUHOKUCIIOT UMK KAK pe3ynbTaTt
HapyweHusa TpaHcnopta AK (Hanpumep TpunTogaHa
npu 6onesHu XaptHyna)

COMpPOBOXAATHCA yBesiudeHUeM MOuYeBOU
KOHLeHTpauuu HepacTBopumbIx AK, npueoas k
HeponuTtuasy (Hanpumep, UUCTUH NpU
LIMCTUHYPUU)
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meTabonuTos Npu BpOXAEHHBLIX Owmnbrax
metabonuama AK

PA3BUBAIOTCA NATOMIOrUYECKUEe U3MeHeHUs co
CTOPOHBI PA3SINYHBIX OPraHOB U CUCTEM;

NOoBbIWAETCA PUCK pa3BUTUA 3HUePanonaTtuum,

NnosBnNAOTCA CTOMKUE HeBposnoruvyeckue
HapylweHus

amuHoaLumMaonaTu

JecKkue OCObeHHOCT

~coYeTaHUe YyMmcTBeHHou oTtctanoctu (YO) ¢
cynaoporamu (HekeToTuU4eckas runepravLMHeMuUs,
FKY, HapyweHue metabonusma AK uukna
MOYEBUHBI, rUNepnUsUHemMms);

~-codetaHme YO ¢ natonoruen  3peHus
(romouucTuHypua);

~codetaHue YO ¢ nopaxeHuem koxu (EKY,
HacneacTeeHHas KCAHTypeHypusa, ructuanHemus);

~COMeTaHue nOopaxXeHUsa neyYeHU U LeHTpasnbHOM
HepBHOU cucTemsl (apruHUHeMUS);

~HapyweHusa cnyxa (runepnponuHemus).
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B

— —

CooTHOLWIEeHMne aflaHUuH/NN3uH >3
YKa3biBaeT Ha HapyLwieHue
dHepreTnyeckoro obmemHa
(conpoBo)aaeTcs noBbilUeHNEeM
nupyBaTa)

NMoBbilLleHUe YPOBHSA rULMHa
(+anaHuH) yka3biBaeT Ha
rmepaMMOHNEeMuIo

Z A'A‘ﬂ 2 NMRa nuAar i

METOADT, b3y eMbIE ™} )
nusma AK

~ HapylieHuh meTa

6o
&3  YpuHONU3UC - KayecTBeHHbIE U KONMYeCTBeHHbIEe peakLmu.
MaTtepuan ans uccnenoBaHUs - YTpeHHSa moua

&3 ToHkocnouHasa xpomatorpagpua. Matepuan - KpoBb, MOua
CYTOYHaS.

&3 Knaccuyeckme bUoxummyeckme nokasatTesm U epmMeHTbI
(rnrokosa, Ca, P, NAT, KK u ap. )

&2 KonuuyecTBeHHbINM aHANMU3 AMUHOKUCIIOT meToaom BIXX,
Waters.

&3 Maccosble CKPUHUHTU - NPOrPAMMbBI HOBOPOXAEHHBIX:
AvarHoctuka @KY. Matepuan - cyxue natHa Kposwu

& TTepcnexkTUBHbIE UCCEAO0BAHUS - KOSTUYECTBEHHbIW aHANU3
OprGHUYECKUX TA XUPHBIX KUCNOT 3 UCMONb30BAHUEM
TAHAEMHOU Macc-cnekTpomeTpum
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eckoro
COCTOSHUA:

o TTpu 3a60pe KpoBU NOcCse Npuema NULLU

NOBLIWAETCS CoAepKaHUEe He3aMeHUMBIX
amuHokucnot (LYS, PHE, TYR, VAL, LEU, ILE, GLN,

CIT),
a [1nutenbHoe ronoaaHue ¢ KeTo30M - NOBbILLEeHUE
EAEAUI;OKMCJ'IOT c passeTBneHHou uenbro (VAL, ILE,
Hecneumngpuyeckue nsmeHeHus:
o remonus, nosaHee LeHTPUPYrMpOBAHUE BbI3bIBAFOT:
VARG, TASP, GLU, ORN, TAU;
OnutenbHoe xpaHeHWe npob Npu KOMHATHOM
Ei/\(\jnepmype -4 GLN, ASN, CYS, HOCYS:; TASP,

4]

ANUMeHTapHas Harpyska
3abonesaHUs neyeHu

TTpumeHeHue (nekapcTtea, Averta u np.)
TPUrNULEPUAOB CO CpefHel Lienbho

Mcnonb3osaHue D[] TA B KayecTse
aGHTUKOArynaHTa npu 3abope Kposu

IleyeHue 6eH30aTOM, MUPOBUHOTPAAHOM
WU BASTbMPOEBOU KUCIIOTAMMU

HegeKT KapHUTUHA
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XpomaTorpaduuecknin npodunb. MNponnHemus

0,08

0,06

PRO - 26,284
LYS - 59543

A% - 20,142
WAL - 44 551

Al
ARG - 22,703

o044

TaU -14,179

HIS - 15,697
ETANOLAM - 31,752

CIT -17,989
TYR - 41,856

THR -19

o0z

My tes
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la60paTOpPHbIE KPUTEPUU TOCTIHOE
KOHKPETHOM aMmnHoaumMaonaTMm

40

Std. Dev = 65,43

Cucrema CvMnTOMBI/ Mapkepbl Hosopox | [letu
[EHHble
YHUKanbHble 3agepxKa pa3BuTuUA - - - -
KNMHUYECcKue
NpU3HaKM HapyLweHusa noseaeHus =+ +
MeranobnacrtHasa aHemMus +
CneunanbHble | FoMoumcTenH (Moya, KpoBb) 1 1
nabopaTopHble 3 3
uccnenosanus | METWUIManoHoBas kucnota (Mova)
MeTMOHUH (KpOBb) d- HopMma | { - HopMa
PyTUHHbIE MakpouuTapHasa aHeMUs ek
nabopaTopHble =
uccnemosaHms | | ANEPCErMeHTbl HenTpopunos - -
TpombouuToneHus +
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@ obcrAenOBaRMS 60Tt ‘ =
HapyLueHue obmeHa cepycoaepxalumx AK
Cucrema CvMnTOMBI/ Mapkepbl HoBopox | [etu
[€HHbIe

LHC YMCTBEHHasa OTCTanoCTb o
MnoToHUA * =5
JleTaprus g £
Cynoporu % =
CnacTtuyHocTb E
MuenonaTtus E
HapyweHus peuu =
[emeHuus S
OcCTpbI NCUX03 i

na3a [ereHepauus ceTyaTku B

dMWUHOKWNCAOT NPU ayTU3IMe

npvem B 60N1bLIOM A03€ NPU XENUPOBAHUMU
» [lpu cratuctuyeckom nccnegosaHum Moreno-

06 BACHANOCHL KOMNEHCATOPHbLIM XapaKTepPOM.
Cratuctuueckoe uccnepgosaHme 330 aHanu3oB B

(‘-ITO COOTBETCTBOBAIO Cepbe3HbIM

1 cnyvae.

e CornacHo aaH!-Teopum CHUXEH TaypuH,u PEKOMEHAOBAH €ro

Fuenmayor et al., nposegeHHom B 1996 roay, AokasaHo,
yTo Y 50% Oeten ypoBeHb TaypuHa Obin NOBbILEH, YTO

XCMI'l nokasano ero noBbiweHue B 56% cny4vaeB

nccecnepgoBatesibCKum .anHbIM), a CHMUXeHue Bceros
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e e ey

- B oTrHoweHnuu apyrux amuHokucaor JAH-

TeOpHs IUIACTUYHA B OObSICHEHUU (CHIDKEHUE
AaMHHOKHCJIOT B TIJIa3Me, He CBSI3aHHOE C TUeTOH
ITAH-Teopusi cBsI3bIBaeT C IBYMsI U3BECTHBIMH
3¢ PeKTamMu pTYyTH: UHTUOMPOBaHHE BBIPAOOTKHU
COJISTHOUM KUCJIOTHI B )KeJTy/IKe, U UHTUOMPOBAaHUE
Pa3/IMYHBIX TPOTEA3 U MEeNTUIOB, YTO CO3JaeT
IpO6IeMBI [IJIsT BCAChIBAHUSI aMUHOKHUCJIOT ), HO
CcaMOyBepeHHaA B JIeYeHUH: “TeCThl MOTYT OBITh
He JyYIIUMU UHIUKATOPAaMH, PeaibHOe
HCIIbITAaHWE TEPATUU HaJle)XHee .

e
/“

e ~

JAH-Teopus cpa3y ke peKOMeHJyeT
yBe/IMYMUBaTh KOJINYEeCTBO MPOTENHOB
(0enkos B nuie).

Ilogknrouarorcsa nmpousBoaurenun bA/l, yame
Bcero mnpumeHsia buomenn wu IIporuBurn
(M30/I€MIIMH, METHOHWH, Ba/JWH, JEUIUH,
Tpuntoda, ¢eHwIaJlaHUuH, JTU3UH, BajJIvH),
yBepsiA MOTpeOuTe/IsT B TOM, 4YTO “HEeT HHU
OJHOTO 4Yejl0OBeKa, KOTOpoMy ObI He ObUI
IIOKa3aH nepuoguIHbIN npuem
AMUHOKHUCJIOT .
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S ——

— s b

- ‘-‘f‘/I/ICCJIe,ILOBaHI/Ie nerem m}ﬁfﬁ 10 JIeT,
MpOoBeJeHHOEe B 1996 ToAy, MOKa3a10, YTO
KOHIeHTPALIUY I/IyTaMaTa U acllapTaTa OKa3a/IuCh
DOCTOBEPHO MOBBIIIEHHBIMH, a TIyTAMUHA U
acrmaparvHa — MOHKEHHBIMH, a Y TOJIOBUHBI JIeTei

Ha0TI0A/10Ch MTOBBILIEHUE TAaypPUHA.

BbiCcKa3aHO NpeJnoIo)KeHnue O TOM, YTO
OTKJIOHEHHWEe OT HOPMbI YPOBHEI rilyTaMaTa MOXKeT
OBITHh BHI3BAaHO MPHCYTCTBHEM IMOBBIIIEHHBIX
KOJINYEeCTB 3TOM aMUHOKHC/IOTHI B MHUILE, a MOXKET
HOCHUTH ¥ JHOTE€HHbII XapaKTep (ObITh pe3yIbTaTOM
HapyleHuil MeTabo/IM3Ma riiyrTaMmaTra, 0 IOKUPOBKU
PeLenTopoB UK U3MeHeHU I PyHKIUH
nepeHoCcYuKoB). [loBbIlIeHe KOHIIEHTPALH
TaypHUHA, CKOpee BCero, HOCUT KOMIIEHCATOPHBI
XapaKTep.

B

e e —_

: Bb11 cetan BbIBO, YTO OOTbHBIE
ayTU3MOM JIETH POXIAIOTCS B CEMbSIX C
HAPYIIEHUSMU PETYISIINUA MeTaboTM3Ma
AMHHOKMCJIOT, YTO CJTY)KUT yYKa3aHHEM Ha
OMOXMMHYECKYI0 OCHOBY JAHHOTO
3a00/1€BaHUSI.
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[Io mHenuto boxkma M.C., 2005., Takue
V3MEHEeHUsI aMUHOKHUCJIOT COOTBETCTBYIOT
IJIyTaMaTHOU HeMpoOMeaAaTOPHON CUCTEMBI U

HapYLIeHUs CTPYKTYPbI (M1 U3MEeHEeHWU ST
CKOPOCTH CMHTE3a) KOMIIOHEHTOB
HEeUPOMeIUATOPHBIX CUCTEM (perenTopoB U
MePEeHOCYUKOB), B YaCTHOCTH, TTyTAMAaTHOM, a
TAaK)XXe XOJIMHEePru4ecKou,
CEPOTOHUHEPTUYECKOM, TopaMHUHEPTrUIECKOTH,
[AMKeprudeckoii, a Takke MmeTaboM3Ma
HeUpoMeAraTOPOB UTPAIOT LIEHTPA/IbHYIO POJIb B
Pa3BUTHM ayTU3MA

fi'*‘_*:——u—'———mmw'
- f/ e ———

CHmKeHMe He3aMeHUMbIX aMUHOKUCIOT
noATBepXKAaeTcs uccaegoBanusamu (G.
Novarino et al, 2012), 06BscHsI€TCS 3TO
myTauurel B rene BCKDK, koTopas
nHaktuBupyet ¢pepmenT BCKD-kuHaszy.
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Koraa nomoratot pekomeHaaummn [JAH!

[Ipu cogep>kanuu B mpobuoTHKax L-riayramuHa!l

[Ipy 1a60paTOPHOM NOATBEPXKAEHUH CHIDKEHUS
AMUHOKHUC/IOT

PU HaLWNX U

ccnenoBaHUAX:

He BBISIB/IEHO CHM)KEHUS

AcmnaparuHOBOW KHUC/IOThI, TJTyTAMHUHOBOU KHUCJIOTHI,
AaMMMAKa;

- TloBreInIenus:

- -JIM3UHA, METUOHWHA, JIECMLIUHA, TUPO3MHA.
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Hawnbosee yacTo BCTpeTHIIOCH CHIDKEHME:

BaJIMHA, JIM3UHQ, JIEULIMHA, U30/IeULIMHA, TJTyTaMUHA,
TUPO3WHA, peHU/TaIaHUHA, METUOHWHA, TDEOHHHA;
(resamenumble amuHOKHCI0THI). COOTBETCTBYET
MKWPOBBIM MCCJIEJOBAHWSM)

[loBrIlIEHUE:

-aCITAPAaruHOBOU KUCJIOTHI, TJTyTAMAUHOBOM KUCJIOTHI,
OpHUTHHA (3aMeHHMbI€ AMUHOKHCJIOTHI,

HelpoMeANaTOPhI BO30YXKIeHHsI), aMMHaKa
COOTBETCTBYET MHMPOBbBIM MCCJIEJOBAHU M)

—

TIPoOYKMbl (npu noesl
271ymamuHoeol Kucaomoli):

TBopor;

Aiua;

['oBsiINHA, KypBI, TPECKA;

Kamm (Kkpome rpedHeBoii), ropox;
MakapoHur;

X1e6 (0co6eHHO MIIeHUYHBIN );

[leyeHnbe
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“TpodyKmeolI (Npu noesliweHUU
acnapaz2uHoeoll Kuciomel):

Aina;

['oBsaaMHa;

KYPBI;

TPeCKa;

Puc, rpedka, OBCSIHKa;
ITIIEHO ;

TOpOX.

OVMIEHOOEUHO"00
“numadHue (npu CHUMeHuUuU
He3amMmeHUMbIX AMUHOKUC/0m):

TBOpOTr ¥ MOJIOYHBIE NTPOAYKTHI;
Sna;

['oBsiZViHA, KypBI, TPECKQ;

Kawu (rpeyxka, mireHo, ropox);
MaxkapoHsr;

X1e6 (0coOEeHHO IIIEeHUYHbIN);
Ileyenne.

171
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e HapyLueHwi o6mena AK.

" o1 hopMBI 3360/1€BAHNT M KITHHNYECKONH KaPTHHBI

BoABIIMHCTBO 3THX 3a001€BaHUM ITOAKAI0OTCHA
AVEeTUIEeCKOMY JIeYeHHIO ITyTeM OrpaHuYeHusi 0e/IKOB U
AMHUHOKHCJIOT, BOBJIEY€HHbIX B MaTOJIOTUYECKUH
MeTa0O0IU3M;

JApyrou repaneBTU4eCKOM TaKTUKOMH , KOTOpast
ycrelHa Npu je4YeHU! renaTopeHaabHOU
TUPO3UHEMHUH SBAAETCS MHIUOUMPOBaHME
OMOXMMHYECKHUX PEeaKIHi , MpeJeCcTBYIINX
MeTabo/TuIYeCKOMY OJIOKY;

BBegeHue 0OJIBIINX KOTUYE€CTB HUKOTHHOBOM
KUCIOThI - KodakTropa rpunrodana (B crydae
nepunmrTa rpunrodana npu GonesHu XapTHamna);

Ha3zHayeHue neHUMIIM/UIAaMUHA NPH HUCTUHYPUU
npejoTBpaliaeT NOYeYHYI0 KOJIUKY IyTeM
00pa30BaHMUA PAaCTBOPUMBIX JUCYTbPHUAOB C
IMUCTEUMHOM

ez oo F ‘7_%"""“0'&:.“;, oo
~ —HpekpaieHre 0ObIYHON TUETHI;

YacToe BBefeHMe OOUIIBHOTO ITUTHS,
COZIEP)KAIETO TJTI0KO3Y.

YacToTa, KOTMYECTBO Y KOHI[EHTPALIHsI
BBOJMMOTO MUThS 3aBUCHUT OT BO3pacTa pebeHKa
Y OCHOBHOTO 3a00JIeBaHUSI.

IIpy HapyleHUsIX GUKJIa MOYEBUHBI BAXXHO
YBEJIMYUTH BBeJ€HME JIEKapCTBEHHBIX CPEJCTB,
CIIOCOOCTBYIOLINX BBIBEZEHUIO a30Ta

[Tpu opraHuYeckux alyeMHUsIX OOBIYHO
HazHa4aoT KapuuTUH (+[' 111 ipu MIBA).

[Tpu Hapymenuu oomeHa AK ¢ pa3BeTBIeHHOM
EMbI0 UX YPOBEHb MOXKET ObITh CHM)KEH TOJIBKO
3a cueT 00pa30BaHUs Oe/TKOB; [J/is1 YBeTUYeHHSI
OMOCHHTE3a BBOJSAT MOTHUMEPBI TTIOKO3bI
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7~ 1lpu peHHUIKEeTOHYPHUH - THeTa C HUSKUM
cofiep>kxaHreM ¢peHnIalaHuHA

JlekapcTBeHas Tepanus 3aK/II04YaeTcs B
Ha3HAYeHUHU JIEKAPCTBEHHBIX CPeACTB,
BJIMSIIOIINX Ha MeTa0O0JIM3M aMUHOKHUCJIOT:
BuTaMUTHBI B, C, n1uImoeBass KUCa10Ta,
OpTraHHUYeCKHe KMUCJIOTHI, KaJIbLIUMH,
riunepodocdaTsl, HMHK-COIepIKAlIe
JIeKapCTBEHHbIE CPe/iCTBa

lnst Bcex rpytin 3a0601€BaHU — HEOOXOIUMOCTh
WHAWBUYAIBHOTO MOJX0/A K JIEYeHUTO
KaXJ0ro pebeHKa

e e

—YHacmelu dechuyum npu aymusme rno
OaHHbLIM Mupoaeol aumepamypbi

METAJIZIOTHUOHEUH - ue6onbiuoi,

00OoralleHHbIN IIYICTeMHOM 0€eJIOK, CIIOCOOHBIH
CBSI3bIBATh IBYXBaJIeHTHbIE MeTA/UTbI. POsTb
MeTa/I/IOTUOHEHMHA COCTOUT B PETYJISAIAN
KOHIIEHTPAIIUH B KJIETKe TAKUX MUKPO3/IEMEHTOB,
KaK IMHK U MeJib , @ TAK)Ke B CBA3bIBAHUU
SITOBUTBIX TSDKEJIBIX METAJJIOB ,

HapUMep, KaAMUS U PTYTH .
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~ MHEHWE JAF

1. MeTaiIoTHOHENH [O/DKeH GbITh PEaKTUBUPOBAH M BOCCTAHOBJIEH
nocrerneHHo. [To 3To¥ nMpuUYHHE UCTEUH He YCBAaUBAETCS, MMOKA [[UHK
Y ipyrue GHo3/IeMeHTHbIe MperapaThl He HA3HAYAITCSI CPOKOM He
MeHee, YeM Ha 3-4 Mecsita. Ec/iu MeTayioTHOHEeH aKTUBU3UPOBATh
CJIUIIKOM GBICTPO, MOXKET IPOU30UTH CEPhe3HOE YXy/IIeHHEe, TOTOMY
YTO BO3HUKHET MEepPerpys3Ka TSHKEeTbIMU MeTa/l/IAMH ITyTei
UUPKyIauuu. YacTo 6e3 mpuMeHeHHs UCTeNHA MeTHO-IIMHKOBBIMA
6aslaHC He MOJKET OBITh MTOJTHOCTHIO BOCCTAHOBJIEH.

2. Hucmeun, HeoGXOAUMBII [I/Is CHHTE3a MeTa/UIOTUOHENHA
okasbIiBaeT ny4uruii a¢pdexr B Buze raoratnona (GSH.) Ox
pacLIenisieTCst B KULIEYHUKE 10 [UCTENHA C MUHUMYMOM TTOOOYHBIX
a¢dexToB.

3. lucrenn (GSH) B KOMOHMHAIIMH C IMHKOM M TJIIOTATHOHOM -
JIYYIINH crtoco0 M36aBUTHCS OT U30BITOYHOM MEAH U TSDKEIBIX
METaJIOB.

LnymamuoHn (2-amuno-5-{[2-[(kap6okcumemun JamuHo|- 1-

(MepkanmomemuJ)-2-0KCo3muJ JamuHo }-5-
okconenmanoegas kucaoma,aurn glutathione, GSH) —
5TO TPUIIEIITHU] Y-TTyTaMUJIIICTEMHUJITTULIVH.
['lyTaTHOH COEP)KUT HEOOBIYHYIO MENTHIHYIO CBS3b
MEXAY aMHUHO-TPYIION LUCTEMHA ¥ KapOOKCHU-TPYIIIIOH
GOKOBOW 1INy rayraMara. BayXHOCTb TIyTaTHOHA

B KJIETKE OTIPeIeIsIeTCs

ero aHTUOKCUJIAHTHBIMHA CBOMCTBaMU. PaKTHYeCKH
TJIyTaTHOH He TOJIBKO 3alIMIIAET KIETKY OT TAKUX
TOKCHUYHBIX ar€HTOB, KAKCBOOO/IHbIE PA/IMKAJIbI, HO U B
1[€JIOM OIIPeIe/ISIET PEAOKC-CTATyC BHYTPUKIETOYHOM

cpeabl
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AnbTepHAaTUBBI HEMTOCPEACTBEHHOMY IIPUMEHEHUIO
IJTIIOTaTUOHA BKIIOYAOT N-auemuiyucmeuw,
8HYmMpueeHHbLll YucimeuH, junoeagyto kucaomy. Ha
Zejie, TO MOXXEeT 0Ka3aThcsi 6oee 3P PeKTUBHBIM
MeTOJI0OM yBe/IMYeHMs] YPOBHSI IJTIOTAaTHOHA. JTU METO/IbI
TaK)Ke MOTYT UMeTh MOOO0YHbIe 3PPEKThI U TOTOMY

I OJDKHBI TPUMEHSTHCS 110, HAO/II0JeHNeM CIelHaIvCTaA.

ITo604Hble 3hhekmbl: HEKOTOPbHIE T€TH He TEPEHOCAT
ITIOTAaTUOH, ¥ MOTYT IIPOSIBUTh BpEMEHHBbII perpecc B
MoBeleHWH, 0COOEHHO eC/Th Bbl HA4a/Ix CPa3y € OOJTBIION
n03bl. TeM He MeHee, TIOJAHSTHE YPOBHS

TJIIOTaTUOHA MMeEET pelliaollee 3Ha4YeHre B CTOCOOHOCTH
opraHu3Ma pebGeHKa K JeTOKCHKAIVH.

HucmeuH u yucmuH.

MoryT CBS3BIBATHCS CO PTYTHIO M TAKUM 00pPa3oM
BBIBOJWTH BHOBb B KPOBb PTYTh, OCEBIIYIO B
TKaHAX. [Ipu 3TOM MOXXeT yCUIUThCSA PTYTHOE
OTpaBJIEHUE 3a CYeT IlepepacnpesesieHust pTyTHU B
apyrue opraHbl (BO3MOXXHO, B MO3T').

3amevaTeTbHAsI MUTATeTbHAS CPeAa LISt
TPOXOKEBOUM MHPEKIUH.

YpoBeHb UCTEerHA B KPOBU Y ayTUYHBIX
AeTeil MOYKeT OBITh M TAK Y)Ke BBICOKHM.
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N-auemun-L-uucmeun (NAC)

MokeT CBSI3BBIBATHCSI CO PTYThIO U ITIEPEHOCUTD €€ Y€epe3
MEM6paHBI KJIETOK.

Xopolllas nUuTaTe/bHas cpeja AJs JPOXOKeBOr
MHPEKIIHH.

Mo>xeT ObICTPO MOAHSATH BHYTPUKJIETOYHBIN YPOBEHD
IJIFOTAaTUOHA, YTO OYEeHb M0JIE3HO JJI51 BOCCTAHOB/I€HUS
nedbHUIINTa aHTUOKCUIAHTOB, HO MCITO/Tb30BATh JTydllle B
KOMOWHAIIUH C TUMEPKANTOCYKLIMHOBOU KUCIOTOM
DMSA wunu nocse Toro, Kak pTyTb B OCHOBHOM BbIBeJ€eHa
13 KPOBM U TKaHel. Micnonb3yliTe ¢ kpaiHe
OCTOPOXXHOCTBIO Y JleTel, y KOTOPbIX BBICOKUM YPOBEHb
IVCTEeNHa.

4. MeTanjioTHOHenH CONEePXUT MHOTO CepPHBIX
OCTaTKOB. BBeseHne nonoTHUTE TPHOM cepbl B popme
MSM MoXeT TOMOYb B BOCCTAHOB/IEHUHM QYHKIIUH
MeTa/ZIOTUOHEWHA KUIIEeYHWKA, IeYeHU U MO3Ta.
AyTuyHbIe IeTH BbIZENSIOT B IBA pa3a OoJIblile cepbl C
MOYOM IO CPaBHEHUIO C HOPMAJIbHBIMU JIeTbMH, a B
KPOBH COJI€PYKUTCS TOJIBKO 1/5 4acCThb OT
HOPMaJIbHOTO 3HAa4YeHUs
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Jlo/DKHO OGBITh MPUHSITO BO BHUMAHHE, YTO B HEKOTOPbIX
CJTy4asix MPOUCXOAUT TpaHcopMalvsi ayTU3Ma B
COCTOSTHHE C SMOLIMOHAIbHBIM CBEPXBO30OY)XAEHHEM. JTO
MOYXHO OO'BSICHUTD TeM (HPAKTOM, UTO OBICTPOE
yBe/IMYeHHe [IMHKA B KUIIeYHUKE MOXKET IIPUBECTH K
OBICTPOMY CHHTE3y MeTa/UIOTUOHENHA, KOTOPbIi
BPEMEHHO OJIOKUPYeT LIMHK, KOTOPBIN JO/DKEH TOCTYIHUTh
B KPOBb, MTPHUBO/ST K BEIPAKEHHOMY MICUXUYECKOMY
BO30Y)KAEHHIO U TUIEPAKTUBHOCTH. OTHAKO, 3TO -
MPU3HAK TOTO, YTO UJET BOCCTaHOBIeHUe!!!!

12. B momonHeHre K aMMHOKHC/IOTE LIMCTEUHY
MeTa/I/IOTUOHENH COJIEPXKUT 13 APYTHUX
AMUHOKUC/IOT. MHOTME IeTH ayTUCTBI
HeCTIOCOOHBI PacHIerIATh Oe/TKH 0
AMHHOKHUCJ/IOT, HeOOXOIMMBIX [IJIsI CHHTe3a Oeka
MeTa/I/IOTUOHEeMHA. BBeleHre aMMHOKUCIOTHBIX
KOMIIJIEKCOB MOYXET ObITh Ba)KHBIM 1IarOM B
npouecce nedeHus. [Tuiry, npuroToBieHHYIO B
MUKPOBO/THOBOH TeYH HY)XHO aOCOTIOTHO
130eraTh, TOTOMY YTO MPOUCXOAUT JeHaTypallUs
6eKOB M pa3pylieHue GIaBOHOUAOB.
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[lpaBuabHble pekomeHaaumnn LAH:

Korza HazHavatoTcsa 6MO31€EMEHTHBIE ITPerapaThl
17151 BOCCTAaHOB/IeHUST QYHKIIUH
MeTa/I/IOTUOHENHA U PeOEHOK pearupyer,
TIOKa3bIBasl B QHA/IM3aX HOPMa/IbHbIA MeJHO-
LMHKOBBIN UHJEKC, MOXXHO 3aKJIIOYUTh, YTO
$YHKIIHUST MeTaJTIOTHOHEWH OblJIa BOCCTAHOBJIEHA.
HezocTaToK METU/IOBBIX IPYIIT KOMIIEHCHUPYETCS
NMpYUMEeHeHrneM aMUHOKHUCJ/IOThl METUOHUHA,
Ka/IbLysi, MarHus ¥ BuTamuHa B6. Kanpuuin
BA)KEH JIJ1s1 YMEHbLIEHUs] YPOBHS I'MCTaMUHaA.
['mnoMmeTnIMpOBaHWe TMCTaMUHA BbIPAaBHUBAET
ero noBbIlIeHre. [ MCTaMUH CIIY)KUT MeJHUaTOPOM
B MO3re.

Ten,"c‘ocmm ‘

CooTHOLIeHHe MOIOB cocTaBuo 1:3,5 (JK:M), uTo cooTBeTcTBYeET
MHPOBBIM JaHHBIM.

OCHOBHBIMH Ka100amMu GbLIH:

- 3aJIep)KKa IICUX0-pevyeBoro pa3BUTHS — 100%;

- OTCYTCTBHE 3pUTETBHOrO0 KOHTAKTA M yKa3aTeJIbHOTO XecTa — 63%;
- TUTIEPAaKTUBHOCTH, arpecCUBHOCTH — 88%);

- crepeotunuu — 85%;

- HapylIeHue CTy/a (3amopel, CKIIOHHOCTH K TIOHOCaM) — 79%;

- BIUCUHAPOM — 22%

- OlIylLleHHe HeOOBIYHOTO 3amaxa OT Tejla, MOYH, KaJja, moTa — 34%;
- yacTas pBota - 21%;

- SIBJIEeHUA aTOIIM4YeCKOI o ﬂepMaTI/ITa Ya HeI/IBBeCTHOI/I 9THUOJIOT u
p%BI/ICTeHTHbIe K MTpOBOANMOM I'MIIOCEHCHU )'II/IBI/IPYIOIJ_LCI/I Tepalinun) —

51%.
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[To Bpemenu manudecramuu 3a601€BaHUS:
- IEPBBIH TOJ, XXU3HU — 34%);

- 1-3 roga - 66%.

PoauTenu CBSI3bIBAIOT HAYAI0 300/ 1€ BaHUA:
- BaKkImHanus — 31%;

- MHQEKUMOHHbIE 3a60/1eBal }/IH C
aHTHOMOTHUKOTepanuen — 15%

- BBEZIEHHUE B PALIMOH BBICOKOOETIKOB {X IPOZIyKTOB
nuTaHus (oooraiieHue panroHa) — 2%;

- crpecc — 2%);

- HUM C YeM He CBSA3bIBAOT — 50%.

OcoGeHHOCTH TeueHHsI OepeMeHHOCTH U POJOB:
- paHHUH TOKCHUKO3 — 72%;
- anemus — 22%;

- YrpO3a NMpephiBaHus O6epeMeHHOCTU M TOPMOHAJIbHAS
Tepanus — 47%;

- bepeMeHHOCTD HacTymnuaa ¢ momoinbio IKO - 3%;

- ”HQEKIINH TT0JIOBBIX myTelt — 49%;

- OPBU, repniernyeckast undpexkiusi, rpuri — 69%;

- ¢/1ab0OCTh POJIOBOM [IeSITeTbHOCTU, CTUMYISILMS — 66%);

- cTpemMuTesibHbIe poabl — 18%.
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- Oco06eHHOCTM Nepuoaa

e

HOBOPOXOEHHOCT!.

- 3aTsDKHasI KOH'BIOTAIIMOHHAS YXenTyxa — 33%;
- nepuHaTanbHOe nmopaxkenue LIHC - 58%;

- CYZOPOXHBINU CUHAPOM — 13%0;

- nucbakTepros — 45%;

- BBIPAKE€HHbIE OITPEJIOCTHU — 10%.

B

- IOBEPXHOCTHOE PACIOJIOKEHME MMOIKOXKHBIX BeH
— 88%;

- 6JIeIHOCTD U CYXOCTh KOXKHBIX TOKPOBOB — 90%;
- MPAaMOPHOCTbH KOXKHBIX ITOKPOBOB — 74%);

- SIPKO-PO30BbIe JAA0WKU — 87%;

- MPOSIBJIEHUSI ATOMTUYECKOro JiepMaTuTa — 34%;

- UI3MEHEHUS CO CTOPOHBI CKeJleTa (HapylleHue
OCaHKH, TUIIePMOOUIBHOCTD CyCTaBOB,
I0cKocTomnue) — 76%.




KniHiyHa reHeTuKa i nepuMHaTanbHa giarHocTtuka, sun. 1, 2013 181

P AT T R e,

IIpyn aHanM3e poaOCIOBHOM:

- CepAeYHO-COCYIUCTAsI maToorus — 98%;
- oHKomartosiorus — 75%;

- caxapHbIi guabet - 34%.

14% meTeil HA MOMEHT KOHCY/IbTALIUU U
00cIeToBaHMS TIPUEePIKUBATHICH
6e3I/II0TeHOBOM 1 6€3Ka3eMHOBO JTUeTHI.
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a (NAA) (8) B

= Cnaptat

~ MeHUHI1ome (a), Mo CPaBHEHMIO C HOPMasIbHbIM CMEKTPOM C
NPOTUBOMOJIOXKHOM CTOPOHDI (6). (TpydaHos, 2013)
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awe HabnwogeHne

MPC pe6GEHOK rUMepaKTUBEH U arPECCUBEH )
3akodeHue: B cnexkrpax curnaner N-
alleTWUJIACapTaTa, KpeaTuHa, X0JINHA, JIAKTATa,
MHUOWHO3HUTO/IA. B T0OGHO-BUCOYHBIX JOJISIX PABOTO
MOJTyLIApUsT HAOTIOAFOTCSI CUTHAJTBI TJTyTaMaTa U
rJIyTaMHMHa, a TaKKe JaKTaTa.

183

3aboneBaHue

v

OdunranbHas MeIUIHHA

'

HoBbrlit 1 HOBBII

TIOMCK

CMMU + omsIT Apyrux

MaM

Becnopsimounoe
obclie10BaHne

=

,/

PactepsHHOCTS,

HEYBEPEHHOCTb B Pe3yJIbTaTe

Jleuenue no
MPUHLMITY — «€4TO
TIOMOTJIO COCEIY»
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N_____

)

MiyTb, DeKOMEH Z0BAHRLIA MmeTalo

3ab6o1eBaHue

OneHkKa YpoBHSI aMUHOKHCJIOT, YIJI€BO/IOB,
JIMNHUI0B, MUKPO03J1eMEHTOB, BUTAMHUHOB,
(donaToB (KauecTBEHHO U KOJUYECTBEHHO)

onneTom

\.

¥Y3HU, AMPT, MPC

JHEThI U MUIEBbIX
100aBOK

Bb100op MHANBUAYATbHOI

Jnaruos

luzodpenust

+C677T MTHFR
Hmzgt

Heiipopubpomaros
MoTUMOpHU3M

Ty0epo3Hslii ckIepo3
nonmuMophu3M

Iuzodpenust
Hapymienune oomena
TpunrodaHa
nouMophu3M

PaccrnanBarommii
MHEJIHT

3 HabmoneHus
nonuMophu3M

Ty6epo3Hslii cKIepo3
oTUMOpHU3M

YTo4YHEeHHBIIi AMArHO3 Jleuenue pdexr
Buoxu  Monex. Kmmn. J[lumetorepa Kodakro Peabmmuran
M. st pHOE us
+ + + + + + BBI3/IOPOBJICHHE
+ + + - + Pemuccus qiurenbHas

+ + + + - + JlnntenbHas peMuccust
paccachlBaHUs
oryxoJein

+ + + + + + Ionnoe
BBI3ZIOPOBIICHHE

+ + + + + + Brznoposnenue.
BosBpammenue k Tpymy

+ + + + - + JnutenbHas pemuccust.

Bossparenue k Tpyay
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CoueTaHue HEMPOLMTONPOTEKTOPOB

FmnatunuH +

B6, B1, rnioko3a, uMtodnasuH (pubokcuH), uepebponuanH, mekcugon (B1, B6, naHaHrMH), NaHaHrvH,
nvMnoeBas KUcnoTa, LiepakcoH (nocne ero BBeAeHus Yyepes 20 MUHYT AaTb rMUaTUUH), akTOBETVH,
CeMakc, CTaTuHbl — ycuneHue apdekTa;

HumoannuH, npenapaTbl KanbLus, roko3nabl, 3yUnuH, KNodenuH — aHTaroHu3Mm;
AkToBeruH +

[ntoko3a — ycuneHue apdekta;

LlepakcoH +

HumoannuH, mekcmaon — ycuneHue addekTa;

LUutodnasuH +

['nioko3sa, uuknodepoH, mekcugon, B6, B1, nanaBepuH, aktoBeruH (+ B1, B6, rmoko3a) — ycuneHue

acbdekTa;

OydunnuH, KohPenH — aHTaroHU3wm;

Mekcupgon +

LlepakcoH, umtodnasuH — ycuneHne adpdekTa;
AHTUBNOTUKN — CHMXKEHNE aKTUBHOCTMU;
LlepebponuanH +

[MMWUMH — aHTaroHM3Mm.
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AMUWHOALMOONATUN

TuposuH

- IOBBIIICHHUE: CTIEIIHANbHBIE cMecH 0e3 (heHHTaJaHnHa U THPO3UHA;
- cumkenue: TuposuH (Vita Line);

MeTtnoHuH

- IOBBIIICHNE: OTPAaHUYEHHUE B PAIIMOHE MPOAYKTOB C BEICOKUM COJIEp)KaHUEM METHOHHUHA,
BuTaMuH B6;

- CHW)KCHUE: METHOHHH
MucTun

- IIOBBIIIICHUE: OTPAHUYCHUE B PALTMOHC IPOAYKTOB C BBICOKHMM COACPIKAHNEM ITUCTECUHA (COH,
CEMEUKH, TOPOX, MyKa, Silla, CBHHUHA, JIOCOCh, IPELIKUE OPEXH, KYKYpy3Has MyKa,
HEOYHIIEHHBIN PUC, MOJIOKO);

- CHOKCHHUC! O6OI‘aH.[eHI/Ie panroHa NpOoAYKTaMU C BBICOKHUM COACPKAHUEM LTUCTEHUHA,

Acnapamnonaﬂ KHUCJI0Ta

- IOBBIIICHUE: OTPAaHUYCHUE IIPOTYKTOB C BEICOKUM COZEPKAHUEM acllaparHHOBOW KHUCIIOTHI (BEICOKOOETKOBBIE
MPOAYKTHI — MSICO, MOJIOYHBIE IIPOYKTHI, siilia), BUTaMUH B6 (yckopsieT mpeBpallieHie acrnapariHOBOH
KHCJIOTHI B SHTApHYIO);

- CHIDKEHHE: KOTHTYM, TaHAHTHH, acTiapKaM;
I'nyramuHoBasi Kucj0Ta

- IOBBIIICHNE: OTPAHNYEHHE TIPOIYKTOB C BHICOKUM COJEpP)KaHHEM TIIyTaMHUHOBOW KUCIIOTHI (ChIP, 3€MEHBIN
TOPOIIIEK, YTKA, T'yCh, IBIIUIEHOK, TOBSIIMHA, MaKpellb, CBUHUHA, (OpEeiib, TPECKa, KyKypy3a, Ailla, MOJIOKO, COs,
Tpecka, cynak, xjied), ButaMuH B6 (yckopsieT mpeBpalieHue aciapariHOBOI KHCIIOTHI B SHTAPHYIO); P-alaHuH;
JICHITNH,

- CHIDKCHUE: [NIyTaMUHOBAsI KUCJIOTA;
Tiryramun

- OBBIIICHUE: OTPAHUYCHHUE TIPOAYKTOB C BBICOKUM COZIEPKaHHEM TIyTaMuHa (ChIp, 3eEHBIN TOPOIIEK, yTKA,
I'yCh, IBITUIEHOK, TOBSINHA, MAKpeJib, CBUHIHA, (DOPEITb, TPECKa, KYKYpy3a, A, MOJIOKO, COsl, TPECKA, CYIaK,
xJ1€0);

- CHIDKEHHE: TiTyTapruH, rrytamuH (Vita Line);
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Acnaparux

- IOBBIIICHNE: OTPaHUYECHHUE TIPOTYKTOB C BBICOKMM COJIep)KaHHEM acnaparusa ( ; ; ;
JOMAIIHSS NTUIIA, ; , MOPEIIPOTYKTEI, ; ; 5 , CEMEHa, 01, [eJIbHbIe
3épHa );

- CHIDKEHHE: 000TallleHHEe PallioHa IPOJYKTaMH C BEICOKHM COZICPKAaHUEM acIapariuHa;
AlanuH

- ITIOBBIIIEHUE: OTPAHUYCHUE IPOAYKTOB C BBICOKHMM COACPIKAaHUEM aJlaHUHA ()KI/IBOTHI:IG GBHKH, aBOKazo,
MOJIOYHBIC MTPOAYKTHIL, OBéC, 3apOoJAbIn HHICHI/IIH)I);

- CHIDKEHME: IIAHTOTEHOBAs KUCIIOTA;
Jlednun

- TIOBBIILICHHE: OTPAaHNYEHHE TIPOIYKTOB C BEICOKMM COJep KaHHeM JieinnHa (Oypslii puc, 000BI, MsCO, Opexu,
coeBas ¥ MIICHHYHAs MyKa), IPUMEHEHNE MOy CHHTETHYECKUX JIeueOHbIX MPOYKTOB (JIMIICHHBIX JEeHINHA,
n30JeiuHa ¥ BaJlHA);

- cHIKeHue: neinuH (1ab.), BCAA (neiinun, u3oneiuy u BanuH); tusul (Vita Line) — ycunenue
BCACBIBaHUS JICHIINHA;

HM3oaeiinun

- IOBBIIICHNE: OTPAHUUYCHHUE TIPOAYKTOB C BBICOKUM COZICPKaHHEM H30JIeiInHa (MUHAANb, KEIIbIO, KYPHHOE
MSICO, TYPELIKHI TOPOX, fila, ppida, YeueBnna, e4eHb, MSICO, POXKb, OOJBITMHCTBO CEMSH, COEBbIE OENKH),
MPUMEHEHUE MOTYCHHTETUYECKUX JICUSOHBIX MPOTYKTOB (JHMIICHHBIX JICHIIMHA, U30JICHITNHA U BaIMHA);

- camxenue: BCAA (JieliiuH, U30JICHIIUH U BaJIMH);
Cepun

- IOBBIIICHUE: OTPaHIYECHNUE IPOTYKTOB C BBICOKUM COJIEp)KaHUEM CeprHa (MSICHBIE X MOJIOUHBIE IPOTYKTHL,
MICHNYHAs KICHKOBHUHA, apAXHC U COEBBIE MPOIYKTHI), IIIHIIMHA ¥ TPEOHHHA (MCTOYHHKH CEPHHA);

- cHIDKeHHe: BuTaMuH B6, B3 u donmuesas kucnora;
Taypun
- OBBIIICHUE: OTPAHUYCHUE IPOAYKTOB C BEICOKUM COZICpKaHUEM TaypHHA, METHOHUHA U [IUCTEHHA,

- CHIDKeHHe: BuTaMuH B6, Taypus (Vita Line), kpartai (+9KCTpakT IUI0I0B OOSPHINTHAKA U MYCTHIPHHUKA);
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TpeoHuH (CHU:KAET MbILIEYHbIH TOHYC)

- ITIOBBIIIEHUE: OIPAaHUYCHUEC ITPOAYKTOB € BBICOKUM COACPI)KaHUEM TPEOHHNHA (COfI, rop6yma, cemra,
MOJIOYHBIC MTPOAYKTHI, S{ﬁ].[a, opexu, 606];1); IpU COIMMyTCTBYIOILIEM Z[e(l)I/IIII/ITC MCTHOHHWHA Ha3HAYHUTh
MCTUOHUH (I/IHI‘I/I6I/IpOBaHI/Ie BCaCbIBaHUS TpCOHI/IHa);

- cHkeHue: ButamMuH B3, B6, marnwmii, mu3uH (Vita Line) - (ynydinaeT BcachlBaHHE TPEOHUHA);
Iposaun

- IIOBBILICHUE: OTPaHUYCHHUE ITPOAYKTOB C BBICOKUM COACPIKAaHUEM IIPOJIMHA, FHyTaMHHOBOﬁ KHCJIOTBI U
OpHHUTHHA;

- camxenue: nponuH (Vita Line);
I'meruaun

- ITOBBIIIEHUE: OTPAHUYCHHUE ITPOAYKTOB C BBICOKUM COACPKAHUEM THCTUINHA (CBI/IHI/IHa, NITHILA, CBIPp U
3apOoAbIn HIHCHI/IIII;I), HHU3KOO0EIIKOBOE IMUTAaHUE,

- camkenne: AT®-nonr (+ AT®, kanuit u Marauii);

ApruHuH

- HOBBIIICHUE: OTPaHUIEHHE IIPOIYKTOB C BEICOKUM COZIep )KaHNEM apTrHHUHA
(1I0KOJIa/1, KOKOCOBBIE OPEXU, MOJIOUHBIE POJYKTHI, KEJIATHH, MSCO, OBEC, apaxuc, COeBbIe OOObI, IpeLKre
opexw, Oenast MyKa, NIIEHNIA U MIISHUYHbIE 3aPOIBIIIH, OPEXH, KyKYypy3a, )KeIaTHH, LIOKOJIa, U3IOM,
OBCcsIHAs Kpyna, KyHxkyT); mu3uH (Vita Line) — nHruOnpoBaHue BcacbIBaHUS aprHHIHA;

- CHIDKEHHE: 00oraleHne panuoHa MpoIyKTaMy ¢ BRICOKHM COZepKaHueM apruHuHa, apruauH (Vita Line);
Baaun

- IOBBIIIICHHE: OrPAHHYEHHE TPOLYKTOB C BHICOKHM COZIEpXKaHHeM BaiiHa (cost U Apyrue 6060BbIe, TBEpIbIe
CBIPBI, HKpa, TBOPOT, OPEXH M CEMEUKH, MSICO U NITHL, SIHI[a, 3HAYNTEIFHO MEHBIIIE — B KPYIax U
MakapoHax), IPUMECHEHHE ITOJTyCHHTETHYCCKUX JICYEOHBIX MMPOTYKTOB (JIMIICHHBIX JICHIINHA, H30JICHIINHA U
BaJIMHA);

- cHmxeHue: ononodaska BCAA (yeiiiuH, W30JICHIIMH U BAJIMH);
T'auuun
- IOBBIIICHUE: OTPaHMYCHUE MIPOLYKTOB C BHICOKUM COJECP)KaHHEM IIMINHA;

- CHIDKEHHE: TJIMIHH, 6eTanH (T.K. ero MpeALIeCTBEHHUKOM SBIISICTCS TIIULIMH );
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JIn3uH

- HOBBILICHNE: OTPAHHYECHHE IIPOLYKTOB C BHICOKHUM COAEPYKAaHHEM JIM3HHA (pbIOa, ITHI@, MOJIOKO, 3aPOABIIIH MIICHULIBI,
6000BbI€, APaXUC, KEITKH SULL);

- cHkeHue: m3uH (Vita Line), L-KkapHUTHH (T.K. JIM3HH ABJIACTCS €r0 MPEIMICCTBCHHUKOM H JS(ULHUT JTH3UHA
conpoBoxaaeTcs AeGUIMTOM KapHUTHHA); JIeHIMH B Ta0. (YCUIMBAET BCAChIBAHUE JIM3HHA);

Tpunrodan

- MOBBILICHHE: OrPAHUYEHHE TIPOLYKTOB C BHICOKMM COfiepKanreM Tpunrodana (Msco, ppia, TBOPOT, ChIp, siflia, ropox, Gpacois
M, 0COOCHHO, €O51);

- CHIWKeHHe: o0oraleHue paluoHa yriesoaamu, tpunrodpan (Vita Line);

OpHutHH

- [IOBBILICHHE: OTPAHHYEHHE TIPOLYKTOB C BHICOKHM COEP)KaHHEM aprHHUHA-TIPEIIIECTBCHHUKA (III0KOJIal, KOKOCOBBIE OPEXH,
MOJIOYHBIE TIPOYKTBI, XKEJIATHH, MSCO, OBEC, apaxuc, COeBbIe O00bI, IPeLKHe opexu, Oenast MyKa, MIICHHUIA U [IICHUYHbIE
3apOJIBILIH, OPEXH, KYKYPY3a, )KEJIaTHH, LLIOKOJIal, U3F0M, OBCSHAs KpyIia, KYHXKYT);

- CHIDKEeHHE: 000ralleHne PallMoHa POYKTaMH C BBICOKHM COJCP)KaHUEM aprUHHHA;

DeHUIATAHUH

- MOBBIIICHHE: HU3KOOEGIKOBas JHUETa, CICUaJIbHBIE CMECH 0e3 (beHnnanaHnHa ¥ TUPO3UHA,

- CHIOKCHHUC!

AMHHOKHCJIOTHBbIE KOMIIO3UThI

Mposur-P (kancyasr 200, 220, 500 mr) — ruuKH, aTaHUH, TIyTaMUH;
I'moxanpum-P (kancyast 200, 250, 500 mr) — rounuH, cepus;

Buramuxcr-P (kancyast 200, 500 mMr) — ananuH, apruHuH, TIIyTaMAH;
Amunoxomno3ut-P (kancyust 100, 150, 250, 300 mr) — neiiuun, U30€HLUH, BAIUH;
Oupapun (kancyast 100, 150, 180, 200 mr) — uucrenH, UCTHUH;

Amunonypunou (kamcyibt 330 Mr) — nu3uH, NeHUNH, pUOOKCHH, TITyTAMHHOBAsI KHCIIOTA;
Heiipoaun (xancysast 100, 150, 200, 250 mr) — nu3uH, apruduy;

HeiipoBut-P (kancyuast 100, 150, 200, 250 mr) — aprusuH, JIH30H;

Amunoui-P (kancynst 200, 250, 500 mr) — ananvH, rIHIKH;

Lepe6pon (kancyas: 100, 150, 200, 250 mr) — ananun, acnaprar MarHus;

Ipurt (kancyast 150, 200, 250, 500 mr) — ananuH, TUCTHIUH;

Mpuma-®P (kancyast 150, 200, 400, 500 mr) — Trpo3uH, (eHUIAIAHNH;
TCaroxanan-® (kancyast 150, 170, 200 mr) — hernnananud, THPO3UH;

Buropar (kancyast 100, 150 mr) — anauus, neiiuuy;
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e = S

AMMUHOKMNCNOTHI

TPEOHUH + NN3NH

TPEOHUH + METUOHUH

TPEOHWH + TpunTodaH

nenuvH + n3onenunH + BanuH

JIN3NH + aprHuH

rMUUnH + METUOHUH

NU3UH + NENLMH

AdcpekT
B3aMMHOE yCUeHMe BCaCbIBaHNA
3amMensieHue BcacbiBaHUsA ob6enx
aMUHOKUCIIOT
yCcuneHue BcacbiBaHusa TpuntodaHa u

I/IHFI/I6I/IDOBaHI/Ie BCaCblBaHUA
TpeOHNHa

3amesieHne scacbliBaHUA
n3onenunHa n BanuHa

3ameneHne BcacbiBaHNA aprmHnHa

3amMeasieHHoe BcacbiBaHne obenx
AMUHOKUCIIOT

B3anMHO€E yCuiieHne BCcacbiBaHUA

Cmacu6o 3a
BHUMAHUE
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HapyweHue obmeHa
BUTaMMUHOB rpynnbl B u
MUKPO3NIeMEHTOB

Beneukasa C. B.

XapbKOBCKUN crneunanmsnpoBaHHbIn
Meauko-reHeTudeckum LieHTp

/

¥ ButamuHbl (OT nat. Vita -<«KusHb») —
HMU3KOMONEKYNSAPHble opraHndeckne coeauHe-
HUS Pa3fUYHON XUMUYECKOW NpUpOoabl, HEOO-
XoAQMMble ANns HOpManbHOWU XusHeaeaTenb-
HOCTU U obnagaloLmne BbICOKOW Buonoruyec-
KOW aKTUBHOCTLIO.
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~

¥ BONbLWMHCTBO BUTAMUHOB HE CUHTE3UPYIOTCS B
opraHusme yenoseka. [109TOMY OHM OOMXKHbI
perynsipHoO 1 B 4OCTAaTOMHOM KONMYeCTBE NnocTynaTtb
B OpraHu3m C nuuien unu B Buae npenaparTos.
WNcknoveruna coctaBnaT BUTaMUH K, JocTaTouHoe
KONUYECTBO KOTOPOro B HOPpMEe CUHTE3UPYeTCS B
TONCTOM KULLEYHUKE YernoBeKa 3a CYET
nesatenbHocTU 6aktepun, n Butamun B3,
CUHTE3UPYEMbIA DaKTEPUAMKU KULLEYHUKA U3

aMUHOKUCINOTbI TpunTodaHa.

~
N

ButamuHbl rpynnel B y4acTeyiloT B
npoueccax MeTunupoBaHus,
HapyLLleHne KOToporo Hanbonee 4acTto
OnarHoCTUpyeTca y AeTen ¢ ayTusmMom
N ayTUCTUYECKUM CNEKTPOM
HapyLLleHNA NoBeaeHuUs.

~
N
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MeTunupoBaHue — npocTon XMMU4YECKUn
npouecc, Npu KOTOPOM METUrbHas rpynna —
aToM yrnepoja v Tpu atoma Bogopona —
CBA3bIBAETCA C APYrMMKU Monekynamu. AHo-
MaribHOe MEeTUNMpPOBaHUE BEOET K HapyLUEeHUAM
Ha NPOTSXKEHUU BCEWN XU3HWU, OT 3a4aTus HOBOIO
opraHusamMa 0o cMepTu. JTa npocrtan buoxu-
MUYeckas peakuma nmeet 6onblUoe 3HavYeHue
ana cuHtesa OHK, «BKNOYEeHUA» U «BbIKNHO-
YEeHUA» reHOB B KNETKe, AeTOoKcMKauum n obmeHa

BELLIECTB.

J

MeTunupoBaHue NoOMoraeT opraHU3my
n30aBUTLCA OT TOKCUHOB TsKEnNbIX METanmnos.,
B TOM 4uUCIie OT PTYTU, CBUHLA, CypbMbl U
MbllbsAKa. Ecnu metunupoBaHue y pebeHka
HapyLleHO, 3TN TOKCUYHble MeTansbl
HaKanIMBakTCs, YTO HEraTUBHO BIIUAET Ha
MHorme oyHKuum opraHmsma. Ecnu
XUMUYECKUN aHanu3 BOJIOC Ha coaepkaHue
MWUHEPanoB BbIABNAET NOBbILLUEHHbIA YPOBEHbL
TOKCUYHbIX TAXKENbIX MeTannoB B opraHu3me,

3TO roOBOPUT O HapyLwleHnn meTusinpoBaHuUA.
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ERIORIE2ST

PHCYHOK 1. TTPOLIECC METH/THPOBAHIA

—

AN

CambIn npocTon cnocob NpoBeEpUTb,
HOPManbHO N NPOXoAuUT METUNUPOBAHUE B
opraHusmMme — 3TO U3MePUTb YPOBEHb
romoumncTenHa, ponnmeBon KUCNoThbl U
BuTamuHa B12 kposu. [NoBbILLEHUE YPOBHSA
roMmouucTenHa B KpOBU Npoucxoaut

BCneagcrene CHMXeHnd ero MeTusinpoBaHuA.

~
\_
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LUMCTATHOHMH

rOMOUMCTE HH
/ S-AACHOINNTOMOUMCTEHM
(SAH)
HETHOHHH
MO TN
(SAM)

[IHK, 6o, nunuas

"' S-apemomnn:

/

MHorme gaHHble NoATBEPXAAoT, UTO
BbICOKUA YPOBEHb FOMOLMCTENHA CBA3aH C
HexBaTKou B opraHu3ame ButamuHoB B6, B12 u
donueson kucnotel (BUTammH B9), kotopbie
aBnaTCAa Kodakropamu (CTuMmynatopamu)
JoepMEeHTOB, Y4acCTBYIOLLUX B
YHKUMOHMPOBaAHUK PONaTHOroO LukKna.
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Cratuctuka XCMI'y (100 peten):

W M3smeHeHus npu onpegeneHum ypoBHSA
BUTaMUHOB rpynnbl B BbisiBneHbl B 65%);

W CHUXeHune ypoBHA donmMeBon KUCIOThI KPOBU —
23%,;

¥ MNoBblWeHMe YpoBHA honneBon KUCnoTbl (NpUém
meragos unm uepebpanbHbin aedomunt) — 11%;

~

/

-~

W CHuxeHue ypoBHA BuTammHa B12 — 18%;
W MoBbiweHne ypoBHA BUTamuHa B12 (npuém
meragos unu uepebpanbHbii gedpuunt) — 21%;

¥ BbisiBNeHue B rasoBoun xpomatorpadoum mMmoyu
MeTabonuMToB, KOTOPbIE yKa3blBalOT Ha
He4OCTaTOMHOCTb BUTaMUHOB rpynnbl B — 47%.
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W Non6op nevyebHon A03bl BUTAMUHOB OCHOBAH
Ha 3 cocTaBNALWMUX:

1.Bospact nauueHTa (Oo3a YETKO COOTBETCTBYET
BO3pacTHbIM HOpMaMm);

2.cxogHble ypoBeHb BUTaMuUHa B KPOBU;
3.Hopmanusauma ypoBHs
UNn €€ OTCyTCTBUE
B npouecce
ONHaMUYECKOro
HabOnogeHus.

" MNpn OAH! Tepanun He oAUH U3
BbllLlenepevYncneHHbIX KpUTeEPUEB HEe
vyutbiBaertca!
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OnacHoCcTU nepefo3npPOBKU BUTaMUHOB
rpynnbl B (runepButammnHo3a):

W UcxogHoe HapyweHue obmeHa ycyrybnaercsa
HOBOW UHTOKCUKaLMEN;

W CtpapatoT napeHxumMmaTo3Hble opraHbl (B NepByio
oyepeab NeYeHb);

W Annepruyeckue peakuuu;

™ NepeunsbbiTok BUTaMmMHa B12 npusoauT k
rMnepakTMBHOCTU, B OyayLLEM BO3MOXHO
yrHeTeHue npouecca KpOBETBOPEHUS;

~

¥ MMnepBuTaMUHO3 BUTamMuHa B6 Bbi3biBaeT
NONUHeNponaTuto, yXyaweHne MoTOpUKK Yy
NauneHToB;

W MNepensbbiTok oNMeBON KUCINOTbl HEPEeaKo
ABNAETCA MYyCKOBbIM PAKTOPOM pa3BUTUSA
OHKOMNaTONornu.

-~
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W JleyeHue meragosamu (Hepeako ¢
NMONOXUTENbHBLIM 3PPEKTOM) U UTHOPUPOBAHUE
PE3KOro noBbILLEHUS YPOBHA BUTaMUHA B KPOBU
MO>XXHO CpaBHUTb C OQHUM U3 BUOOB
HapKOMaHUM, Korga UCnosb3yrTca Tak
Ha3blBaeMble 9HEPrOTOHUKU — YEeNoBeK
nony4vaeT nosfioXXuTtenbHbln 3pdeKkT B BUAE
OTJIMYHOrO HACTPOEHUSA, ACHOCTU MbILLNEHUS,
anuTenbHou pabotocnocobHocTu... cxon
Yyepes roga U3BeCcTeH BCEM...

-

W Butamun B6 ynyywaeTt BcacbliBaHMe MarHust U3
XenyaouHO-KULLEYHOro TpakTa U ero NPOHUKHOBEHUE
B KNneTku. Ecnn ypoBeHb MarHus (B KpOBM U MOYE) B
npeaenax HopMbl, TO HUKAKOW HEODXOAUMOCTU B €ro
pononHuTensHoMm npuéme Het! McknioveHue
COCTaBnseT HapyLweHne obmeHa gonamuHa, Korga
NONOXUTENbHbLIA 3EKT HabngaeTca UMEHHO OT
neveHus sutammHom B6 coBmecTHO ¢ marHuem (nopg
KOHTPONEeM roMoBa-HUNOBOW KUCNOTbI B MOYeE).

B OJAH! Tepanun npuHaTo HasHavaTb BUTaMuH B6
TOJIbKO C MarHueMm, OnATb Xe, HE 3HasA UCXOOHbIX

nokasartenem oomeHa...
\_ J
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W [1pu nposBeneHMN rasoBomn
xpomatorpaduu/macc-cnektpometpum B 24%
CnyvaeB BbIIBNIEHO CHUXEHUE YPOBHS
BuTamunHa B5 (naHToTeHoBas kucnota). Hamu
3aMeuYeHo, YTOo y psga aeten ¢ ayTUCTUYECKUM
CNEeKTPOM HapyLleHUSA NOBeAEHUN TaKOW
nedpuumT coyetanca co cneunguieckum
3anaxoM ChbIporo msica ot Tena u 1u3o prTa.
Koppekuusa yposHa BuTamuHa BS npuBoauna k
NCYE3HOBEHUIO 3anaxa

~

B page cnyvaeB 6onee Bbipa)XeHHbIN
NoNoOXuTenbHbIn achdekT Habnganca npu
KOoppeKuuu nutaHus ¢ oboralleHMemM pauuoHa
NpoAyKTaMu C BbICOKMM COAepKaHUeMm
HeobxoAMMOoro BUTaMMUHa
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Henoocrato4yHOCTbL MaKpo- U
MUKPOPINIeMEHTOB

HaunbGonee 4acto y geTei ¢ ayTuamom u

ayTUCTUYECKNM CMEKTPOM HapyLleHUS
NoBeAEHNA B ra30BOU Xpomartorpadum Moyu
BbisiBreH aepnumt maramsa (23%), umHka (9%),
ceneHa (9%) n monnbaeHa (7%).

Oedonunt marHmus

- HapyweHne obmeHa yrneBogos,;
- HapyweHne obmeHa HeMpoTpaHCMUTTE-POB;

- OnutenbHbIN geuumT NpMBOAUT K
HakonneHuto B opraHname Ni, Pb, Cd, Be, Al.

Mpn nepeno3npoBke npenapatamm MarHus
BO3HMKAET MblLLIEYHasi TMNoTOHUS, cnabocTb,
COHINNBOCTb.
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~

Hednunt umHka

- HapyweHune paboTbl okcnaaHTHOW
CUCTEMBI;

- [opmoHanbHbIN ancbanaHc;

- HapyweHne pyHKUNOHUPOBaAHUSA reHoMa
(BXOOUT coCTaB LMHK-coAepXaLymx
HYKNeoTuaoB);

- Hakonnenue TaKénblX MeTanmnos;

- VIMMyHOMnornyeckue HapyLieHus:, B T.4.
anneprus; D

-~

Hedunumnt ceneHa

- CHwuxeHne oyHKUNM LUMTOBUOHOW Xeneabl;

- HakonneHne TOKCUHOB U TSXKENMbIX
MeTannoB (CeneH ABNAeTCS aHTaroHNCTOM
PTYTU U MblLLUbSAKA; 3alUuLLaeT opraHn3m oT
HaKOMeHNA KagMusi, CBUHLA N Tannus );

- CHwxXeHune aHepreTnyeckoro oomeHa (npu
ydyactum ceneHa obpasyetcs 80% monekyn
AT®, yyacTtByeT B cMHTE3€e KOaH3Mma Q10);

- CHWXeHne oKcuaaTUBHOW CUCTEMBI;

~
N
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N

Nedununt monnbaeHa

- [NoBbILIEHHAs pa3apaXKMTENbHOCTb,
rMNepakTUBHOCTD;

- HapyweHune metunupoBaHmna (MonmbaeH
BXOAWT B COCTaB CynbguUToKCnaasbl);

- TopmoXeHue katabonnmama MeTUOHUHA;
- HakonneHvne meaun B opraHmsme.

N

-~

Takum obpasom, eyt BUTAaMUHOB
rpynnel B, a Takke Makpo- N MMKPO3SIEMEHTOB
4acTo AMarHoCTMpyeTcs y AeTeun ¢ ayTU3MOoM U
ayTUCTUYECKNM CNEKTPOM HapyLLUEHUS
noseaeHns. Hopmanusaums nx ypoBHA JOMMKHA
ObITb CTPOro MHANBUAYaANLHOM N BNOCNEACTBUN
KOHTPONMpoBaTbLCA UCCNegoBaHNEM KPOBU U
MOYM.

N

AR
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Cnacnbo 3a BHMMaHue!
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