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OBBEJUHEHUE «'EHETHUKA» - KAK HAYUYHAS U KIMHUYECKAS BA3A
COBPEMEHHOM ITPOTEOTEHOMMKH
I'peuanuna E.A., bocamvipesa P.B.
Yxpaincokuti incmumym xniniynoi eenemuxku XHMY

61022, Xapkis, np. Ilpasou 13, men.700-32-17; 705-16-74, e-mail: mgc@ukr.net

bypHoe  pasButuHe MOJIEKYJIIPHOU
MEIULIUHBI MOKa3ajio KU3HEHHYIO
HE00X0IMMOCTD COETMHEHUS
(GyHIaMEHTAIBHBIX U TMPUKIIATHBIX 3HAHUHA IS
JalbHEUIIero 3¢ (heKTUBHOTO pa3BUTHUSA
TUArHOCTUKH, JICYEHUS U TNPEIYyNPEKICHUS
HACJIEICTBEHHOU MaTOJIOTHH. Crparerus

pa3BUTHUS KIMHUYECKOW T€HETUKU B XapbKOBE,
pazpabotannas 20 ner Tomy Hazag B 10
MPOCKTaX,  MpeAoIpeesisyia  MOHOJUTHOE
COeMHEHHNE JeueOHOW, y4eOHOM, HaydHOH H
OpraHU3alMOHHO-METOIMYECKOW  paboThl B
€AMHOM YUYPEXKIECHHUH U €IUHOM KOJUIEKTHUBE.
Ucrekmmii niepuop IeATeIbHOCTH, OCHOBHBIM
HUTOIOM KOTOPOT'0 craia WHTErpaLus
MEIUIIUHBl U TEHETUKH, MO3BOJISIET OOCYAHTH
3¢ PeKTUBHOCTD PaOOTHI TAKOTO 0O0BETUHEHHUS.

ITeHcunbBaHCKUI YHHBEPCHTET
(J1abopaTopusi reH. aHTPOTIOJIOTHH)
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Accoyuayus cemetl ¢
XPOMOCOMHOU hamoo2uelt

O0benuHeHNEe co3maHo B 1984 rony,
Korga Obul  opraHm3oBaH  MexoO0JacTHOM
MEUKO-TCHETHYEeCKU IIeHTp. B Hacrosiiee
Bpemsi B coctaB O0benuHeHus «MenuinHcKast
TFeHETHKA) BXOJIAT:

® XapbKOBCKMM  CHEHHMAIM3UPOBAHHBIN
MEJIUKO-TEHETUYECKUN LEHTPp C 5-10
PO MILHBIMU IICHTPAMHU,;

® xapeapa  MEIUMUMHCKOW  TI'€HETUKHU
XHMY;

® VKpauHCKUM MHCTUTYT KIMHUYECKOU
reaetnkun XHMYVY;

® Accoupanyy CHEUAIUCTOB U CEMEH,
UMEIOINX JIETeE C HacleICTBEHHOU
MIaTOJIOTHUEN.
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Puc. 1. Jleuebno-yuebnoe, nayunoe, opeaHuzayuoHHo-memoouseckoe oovedunenue «I enemuxay
(cocmosanue na mau 20112.)

Oﬁ"bCI[I/IHeHI/Ie «I'eHeTuKa

oOecrieunBaeT MHTETPALMI0 MEIULUHBI |
TCHETUKH B PETHOHE 33 CYET CIYKOBI
KOHCYJIbTAaHTOB-TEHETUKOB B 15  jeTckux
CTalMOHapax W MOJUKIMHUKAaX, a Takxke B 24
paliOHHBIX OOJILHUIIAX.

Takas CTPYKTYypa OObenuneHus
criocoO0cTBOBajIa (POPMHUPOBAHHUIO KIMHUYECKUX
TCHETUKOB, BBICTYNAIOMIUX B  HECKOJIBKHX
UIOCTAcsIX — Bpadya, IMeaarora, OpraHu3aropa.

Puc. 2. Knunuueckuti pasbop 601vHbIX

Puc. 3. 3aceoanue pooumenvckux accoyuayuii

I'eorpadust 60IBHBIX, KOTOPHIE MPOIILIH
obcnenoBanne B XCMI'L], nmpsmbiM o06pazom
CBsI3aHa C TPETOAaBATEIBCKON JEATEIbHOCTHIO
Kadeapel Mel. T'€HETHKU M YIbTPa3BYKOBOIi
nuarHoctTukd B 1989-2000 rr. CoTpyaHUKH

Kadenapel BeIE3KAIM BO BCE TOpojaa YKpawHbBI
Ha MECSYHble LHKIBl YCOBEPIIEHCTBOBAHUS
Bpaueil 10 TEeHEeTHKe, KOHCYJIbTHPOBAIU
OONBHBIX M TeM  (OPMUPOBAIN  TOTOK
HalpaBJICHHBIX.




Puc. 4. I'eoepaghus bonvubix, komopwvie npouiiu obcredosanue ¢ XCMI'I]

Crnenuaiu3upoBaHHbIMA MEIHUKO-
FEHETUYECKUU LIEHTP UMEET WHIUBUIYAIbHYIO
CTpYKTYpy (puc. 5) W mITaTHOE pacmucaHue,
MOCTPOEHHBIE B COOTBETCTBUU c
TFeHETUYECKUMU OCOOCHHOCTSIMH  HAaCEeJICHUS
Cno00KaHITUHBIL. Nzyuenuto xXapakTepa
MNOMYJSIIMK  ObUIM  TIOCBSIILIEHBI ~ Hay4dHbIE
ananusel E.f. ['peyanunoii, P.B. boraTteipeBoii,

JLC. OsepoBoii, E.A. SxoBenko, E.H.
BbaGamxansu, T.M. Tkauesoii, JI.B. Momozgan,
10.b. TI'peuanmnoii, E.Il. 3nppiockoii, O.B.
Pomanunoini, B.A. I'ycap, N.B. HoBuxoBoii B
1984-2005rr. OtM  aHAIM3BI  MOCTYKUIU
J0Ka3aTenbHOl 0a3zoil s popMupoBaHUsS
HampaBJICHUH  JUAarHOCTUKH, JICYCHUS U
MIpeIyNpPexACHNUS HACIEICTBEHHBIX MAaTOJOTHH.
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Puc. 5. Cmpykmypa XapbK06CK020 cneyuanusupoeaHnoco MeOUKO-2eHemuU4ecKo2o yermpa
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HakonsieHHble 3HAHUSI W ONBIT Bpayei,

LIUPOKOE HCII0JIb30BaHUE B pabote
KJIACCUYECKOM W COBPEMEHHOM CIPaBOYHOM
JIATEPATYpHL, MIPUMEHEHNE JKCIIEPTHON
CUCTEMBbI YTOYHSIIOIIEH JTMarHOCTHKH,

poBeAcHU MexXayHapOIHbIX KOHCUIMYMOB, B
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ToM uuciae u B On-Line pexume, Hamuio
OTpaKeHHE B BO3pacTaroIIeM qucie
HO30JIOTHYECKUX  (opM  HacIeICTBEHHOMN
I1aTOJIOTHMH, BBIIBJIICHHBIX B OGLGI[I/IHGHI/II/I

(puc. 7).
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Puc.7. Konuuecmeo 6vis161eHHbIX HO30/102UYECKUX d)OpM

B O6benunenun paszpaboraHa cucrema
OKa3aHUsl  MEIUKO-TEHETUYECKOW  IMOMOIIH,
OCHOBaHHas  Ha  3HAHUM  T'EHETUYECKUX
ocobeHHocTeid  momymsimuu.  [IpoBeneHue
MaccoBoro ckpuHuHra Ha ®KVY u runorupeos,
BBIIIOJTHEHUE  MPOTrpamMMbl  T'€HETUYECKOTO
MOHMTOPHMHIA, HM3YyYEHUE ODIUAEMUOJIOTHH H
KIMHUKM ~ MHUTOXOHJpPUAIBHBIX  OOJE3HEH,
CENIEKTUBHBIA ~ CKPUHUHI  HACJIEJCTBEHHBIX
OoJie3HeW B HambOojee KPYMHBIX aKyIIEPCKHX
KIMHUKaX W  HEOHATaJbHBIX  OTJENCHMSIX,
MO3BOJIMIIM  TOJIyYUTh TOYHBIE OLEHKH O
XapakTepe M 4YacTOT€  HaCJIEJICTBEHHOU
natonorud.  CrnenualibHble  MOJIEKYJISIPHO-
TEHETUYECKUE HCCIICJOBAHMS TaIUIOTUIIOB U

nonumopdusmoB  mutoxonapuansHou JIHK,
MOJIMMOP(HBIX ~ T€HOB  (POJIATHOTO  LUKJIA

BBIpUCOBAJIO HCEKOTOPBIC OCO6CHHOCTI/I,
TTO3BOJIAOIIUEC IJIaHUPOBATh aJICKBATHBIC
MCETOABI HpO(I)I/IJ'IaKTI/II(I/I HacCJIeICTBEHHOM
1aToOJIOruu.

Tak, ¢ 2008 r. B OObEAUHEHUH
MPOBOAUTCST CKPUHHUHT TMOJIMUMOP(PHU3MOB B
reHaxX CHCTeMbI (oJaTHOro IuKiIa. B Hauame
OBLTM M3YYECHBI YaCTOTHI MOJUMOP(HBIX TEHOB
(donaTHOrO 1UKIA B TMONYISIUU, a 3aTeM
yCTaHOBJIEHBI  4yacToThl  ayener  C677T
MTHFR u A66G MTRR cpenu GONbHBIX C
pa3IMYHbBIMM  (opMamMH  HACJEICTBEHHOM
narosioruu (Tabdi. 1).



Taobmuma 1.

C677T MTHFR 1 A66G MTRR (n=1938)

[Tonumop- | I'eHoTHUIIBI n=1938, t xpute- | Oxkupgaemass | PazHuna
bu3MBI U aJuIenu HaOmogaemast | puit gacToTa % 9acTOT
yacrora, % t- Tabu. n=1938
1.96
Ce77T Htzg (CT) 43.3 1 42.2 1.1
MTHFR
Hmzg (TT) 8.7 1.3 9.2 0.5
Norm (CC) 48.0 0.54 48.6 0.6
Yacrora 30.3
T-annens
A66G Htzg (AG) 41.8 6.36* 48.8 7*
MTRR
Hmzg (GG) 37.0 3.3 334 3.6*
Norm (AA) 21.2 3.78* 17.8 3.4*
Yactora G- |57.8
asuIest
* - 0603Ha‘IeHI)I 3HAUYCHUA, IJId KOTOPBIX OTKIIOHCHU OT paBHOBECHS ABJIAIOTCA JOCTOBEPHBIMU.
Kak Buano wu3 Ttabmuusl 1 HaGmomaemoe noiumopdusmos  C677T /  A66G  Hmzg
pacnpenenenue  reHorunoB s C677T (rabn.2). Ilpu STOM  OTMEYEHO,  YTO
MTHFR  cormacyercs Cc  0XHIaeMbIMH HaOmonaemoe konmyectBo C677T / A66G
JacToTaMH pacrpeaeneHus (craT. oOpaboTka Hmzg (CT/AG) pmoctoBepHO TMpeBBIIIAET
npoBeaeHa O. [IMoXOoTHUYEHKO). 0)KMJAEMOE, YTO MO3BOJWJIO  BBIABHHYTH

Hns A66G MTRR cormacue mexny
pe3yibTaTaMu HaONIOJACHUN M PacueTOB WHOE:
Habmomaemoe konmuectBo Htzg (AG) MTRR
3HAYUTEIIBHO CHIDKEHO TI0 CPaBHEHHWIO C
OXKUJaeMbIM; HaOMIOJaeTCsl BBICOKAS YacTOTa
natojorndeckoro G-auenss B MOMYJISILUU

IIPEAIIOIOKEHUE O TOJIECPKKE €CTECTBEHHBIM
0TOOPOM ATOTO MATOJOTHYECKOTO KOMIIAyHJa.
Hamm  wabmromenus Hang  OOJBHBIMH — —
HOCHUTEIISIMM  KOMIAayHJa B COYETAHUU C
TOYEYHOM MyTalMel, acCOLMUPOBAHHOU C
pa3HBIMH HACTEACTBEHHBIMU 3a00JICBAaHUSIMU,

(57,8%) u BBICOKMH MpPOLEHT T'OMO3UIOTHBIX CBHUJIETENILCTBYIOT 00 M3MEHEHUHM T'€HHOM
Hocureneit MTRR — 37%; HnaGmomaemoe JKCIIPECCUH, 0 HaJIMYuU «cTepToit
konmnyectBo Norm (AA) MTRR mpesblimaer KJIIMHUYECKOU KapTUHBD) OCHOBHOI'O
0KHJIaeMOE. MOHOT€HHOT'0 3a00JIeBaHUSI.
AHaJOrMYHbIE pACUEThI BBIITOJIHEHBI IS
UCCIIEIOBaHMS  paclpeesieHns KOMIayHIOB
Tabnuma 2.
YacToTsl pacnpeaeseHus: KOMIayHa0B NOIMMOp(HU3MOB
C677T MTHFR / A66G MTRR (n=1938)

Kommayn st n=1938, t kpuTe- Oxnnaemas Paszauma
Habmo1aeMas puit yacToTa, % 4acTOT
gacToTa, % n=1938

’ t- Tabiu. 1.96 '




C677T Htzg/A66G Htzg 18.3 2.7* 20.6 2.3%
(CT/IAG)

C677T Htzg/A66G Hmzg 16.3 2.6* 14.1 2.2%
(CTIGG)

C677T Hmzg/A66G Htzg (TT/AG) | 3.3 3* 4.5 1.2*
Ce77T Hmzg/A66G Hmzg | 3.5 1 3.1 0.4
(TT/GG)

Norm/Norm (CC/AA) 10.7 2.9* 8.7 2*
C677T N/A66G Htzg (CC/AG) 20.2 3.9 23.7 3.5*%
C677T N/A66G Hmzg (CC/GG) 17.1 1.1 16.2 0.9
C677T Htzg/A66G N (CT/AA) 8.7 1.8 7.5 1.2
C677T Hmzg/A66G N (TT/AA) 1.9 1 1.6 0.3

* - 0003HAYEHBI 3HAYUCHUS, U1 KOTOPBIX OTKJIOHCHUA OT pPaBHOBECHSA SABJIAIOTCA TOCTOBCPHBIMU: PACCUUTAHHBIC t-

KPUTEPHUH NPEBIIAIOT TAOIUUHBIN.

[IpussATO CuUMTaTh, YTO OCHOBHBIM
dakropowm, KOTOPBIN omnpenensieT
BCTPEYAEMOCTh ayjieniell, 00yCIOBIMBAIOIINX
noIuMopu3M, sBisieTcss TuddepeHaTbHbIN
or6bop. Bwmaumo, B mnpomecce pa3BuTHS,
HOCHUTEIIU MOJUMOpP(PU3Ma UMEIOT CEIEKTHBHOE
npeuMyiiecTso. Bo Bpems ronoga, KOTOpBIN
HaceJeHue Ykpanussl IIEPEKUBAIIO
HEOJIHOKPAaTHO, HOCUTENIHM BBICOKOM YacCTOTHI
aenss C677T MTHFR umenu, no-suguMomy,
IPEUMYILIECTBO MPHU €CTECTBEHHOM OTOOpe:
CHIDKeHHe akTuBHOocTH (epmenta MTHFR
IPUBOJMIO K CHHKEHUIO PEMETHIMPOBAHMS
TOMOIIUCTEHHAa M MO03TOMY TeTparuapodonar
COXpaHsUICA A JKU3HEHHOBAKHOIO CHHTE3a
HYKJIEMHOBBIX KHCIOT. MBI Mpeanonoxuiy,
yro BbIcOKasg uyactorta G-amtens MTRR B
YKPauHCKOM  TMOMyJsALUU  MOXET  OBbITh
clieICTBUEM «d(peKTa OCHOBATEIS».

OTMedeHHOe HapylIeHHe pPaBHOBECHUS B
paclpefeieHnd  TEHOTUIIOB  KOMIIAyHJOB
MTHFR/ MTRR, mno-BuguMomy, TOBOPUT O
B3aMHON KOMIIEHCAlUM MYTAHTHBIX aJUIEJIEH:

npucoeanHennu nonumoppuzma A66G MTRR
Hmzg x C677T MTHFR Htzg wmoxer
MOBBIIIATh MPUCIIOCOOJICHHOCTh UHIUBUA, T.C.
HOCUTb XapakTep aJalTUBHOIO TIeTepo3uca.
OTH JaHHBIE TO3BOJWIM HaM HE TOJIBKO
pa3BepHyTh ILIHPOKOE HCCIEJAO0BAaHUE POJIU
HapyIICHUS DPEMETUIMPOBAHUS METHOHMHA B

MaHHU(ecTaluu pa3IMYHBIX bopm
HACJIEICTBEHHOMN [1aTOJIOT UM, OTMETUTH
(eHOMEH  CUHTPONHUM,  BUIOU3MEHSIOIIMN
¢denotu, 00yCIIOBJICHHBIH TCHHOU
CUHTPOIIHEH, HO u HalTH IIyTU
[IaTOTEHETHUYECKOW  Tepalmuu Yy  MHOTHUX
OOJIbHBIX.

bnaronaps TOMY, 4TO IIOTOK
HallpaBIIIEMBIX HA  KOHCYJBTALIMKO  CEMEH
¢dopmupoBasicss  BpauamMHM B polecce

KOHCYJIbTAIlUM HA MECTaX, CO3/1ajlach peayibHast
JOCTYITHOCTh MEIUKO-TEHETUYECKOM TOMOIIN
HaceJleHuto. A coxpaHeHue ee OecCIIaTHOCTH
CHOoCcOOCTBOBAJIO POCTY 4YHCIA TMOCEIIEHUH,
PaBHO Kak U BBICOKHH MPOQECCHOHATNZM
OOJIBIIMHCTBA KOHCYJIBTAHTOB (pHC. 8).
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Puc. 8. Obwee wucno nocewenuii 6 XCMI'I]
Jrnamuka oOpaiaeMocTu HaJIU4ue JUCIIAHCEPHOT O XapakTepa
MOAYEPKUBACT BO3pacCTaroIIee YUCIIO0 HaOmoieHui (puc. 9).
MOBTOPHBIX IOCEIIEHUI, KOTOpPbIE OTPAKAIOT
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ITepBbIMH OOJIBHBIMU, TPUHATHIMU B 1965 rony ONpEACINIO HHTEPEC K  HACJIEICTBEHHBIM

BpauaMU-TeHETUKAMH B MEIUKO-T€HETUYECKOU 00je3HsIM OOMEHa BEIIECTB Ha MPOTSKEHHUU
nabopatopun  Kadenpbl  aKymepcTBa U Bceil sxu3nu LlenTpa.

TUHEKOJIOTUHU XMH (koTopas 3aTeM Poct yucna OMOXUMHYECKHIX
nepepacrer uepe3 30 ner B OObeauHeHue HCCIIEIOBaHUM MPSMO CBSI3aH C pacIIUpPEHHEM
«['enerukay) ObUIM CeMbU C MYKOBHUCLHI030M TEXHOJIOTHYEeCKOor  0a3el  (pHuC. 10-12).
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Puc. 12. Konuuecmeso nayuenmos, Komopuim npoedeHo buoxumuieckoe 0ociedosanue

[Touck MeTabOMMYECKUX MapKEPOB C Metabolome Database mpoBOIUTCS €XKETHEBHO
HCIIOJIb30BaHUEM MIPOrPaMMBI Human B MIPOLIECCE YTOUHSIONIEH TUarHOCTUKH.



Human Metabolome Database
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Showing metabocard for 2-Methyl-3-ketovaleric acid (HMDB00408)
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Puc. 15. Hoenmudghuxayus opeanuueckux kuciom no unoexkcam yoepacueanus. Ilpoepamma AMDIS

B mpomecce  yrouHsIOmEH ~— IHMArHOCTHKHU Library. Pediatrics. Inherited Disorders of
00s13aTENIbHBIM CIPAaBOYHUKOM SIBIISIETCS Metabolism Amino Acids, Organic Acids, Fatty
Dnekrpounbnii katamor Merck (Manual for Acid and Glycerol Metabolism Disorders)
healthcare professionals: on-line  Medical (puc. 16).

THE SECTION

MERCK MANUALS o veacriican SUBJECT

ONLINE MEDICAL LIBRARY PROFES TR

DISORDERS OF AMINO ACID AND ORGANIC ACID METABOLISM—Continued

DEFECTIVE
DEFECTIVE GENE OR GENES
DISEASE PROTEINS OR (CHROMOSOMAL
(OMIM NUMBER) ENZYMES LOCATION) COMMENTS
Disorders of branched-chain amino acid (valine, leucine, isoleucine) metabolism
Maple syrup urine dis- Branched-chain Biochemical profile: Elevated plasma valine, leucine, isoleucine, and
ease (branched-chain o-ketoacid alloisoleucine
ketoaciduria; 242600) dehydrogenase Clinical features (molecular forms do not correlate with clinical forms
complex (BCKD) except that a high percentage of type Il mutations are associated with
Type IA BCED Elce BCKDHA (19q13)#% thiamin responsiveness):

In classic form, hypertonia, seizures, coma, death

Type IB BCE;TKDSOETEI BCKDHB ]réé:;el.rom_edime_é)onln, retardation. neurologic symptoms, full-blown picture
t (6p22—p21)* SVEOPLLE WiLh stress o e
componen In intermittent form, symptoms only with stress (eg. fever, infection)
Type I BCKD E2 DBT (1p31)* Thiamin-responsive form, similar to mild intermediate form
component E3 subunit deficient form, similar to intermediate form but accompanied by
Type III BCEKED E3 DLD (7g31—q32)y* severe lactic acidosis because E3 is needed for pyruvate dehydrogenase
component and C-ketoglutarate dehydrogenase
Acute treatment: Peritoneal dialysis, hemodialysis, or both: aggressive
nutrition management, including high-dose glucose, insulin, and special
hyperalimentation
Chronic treatment: Dietary branched-chain amino acid restriction, thiamin
supplementation as needed
Propionic acidemia Propionyl-CosA Biochemical profile: Elevated plasma glycine, urine methylcitrate,
(606054) carboxylase 3-hydroxypropionate, propionylglycine, and tiglylglycine
Type I o-Subunit PCCA (13q32)* Clinical features: Hypotonia, vomiting, lethargy, coma, ketoacidosis,
Type II B-Subunit PCCB (3g21-q22)* hypoglycemia, hyperammonemia, bone marrow suppression, mental and

physical retardation

Treatment: High-dose glucose and aggressive fluid resuscitation during
acute episodes; for extreme hyperammonemia, may need hemodialysis or
peritoneal dialysis: for long-term management, controlled intake of
threonine, valine, isoleucine, and methionine: carnitine supplementation;
biotin for responsive patients (see also multiple carboxylase deficiency
and biotinidase deficiency)

Puc. 16. Dnexmpounnwiii kamanoe Merck



IIpu  pacnpeneneHUr  MOHOTE€HHOM
IIaTOJIOTHU B COOTBETCTBHU C KaTaJIOoromMm
Kiaccuukanuen H.bnay,

Cmurra u

I Xoddmanna oOHApYKEHBI:

Hapymenunst wmetabonuszma DPA u
TeTparuapoouonTeprHa

Hapyenus HeliporpancMucCuu
Hapymenus ’ABA., riununa, cepuna u
IIPOJIMHA

Hapyiienus pacuenienust Tapo3uHa

Hapymenust merabonan3Ma rucTuinHa

Hapymenus BAJIMHO-JICUIITMHOBOT'O
MeTabonu3ma

Hapymenus raMma-riIyTaMHHOBOIO
LUKJIa

Opranuueckue auuypun

Hapymennst oOMeHa cepocojiepKamimx
AMHHOKHUCIIOT

HacnenctBeHHble rUIIEpaMMOHHUEMHH
Hapymenust oOmeHa OpHUTHHA
JU3MHA, TpunrodaHa

Hapymenne TpaHcmopTa aMUHOKHUCIIOT
Hapymenust MHTOXOHIPHAIIBHOI'O
OKHCJICHHST ~ JKHPHBIX  KHCIOT U
MeTa00I1M3Ma KETOHOBEIX TEJl

Hapymenne metabonu3ma yrieBoJoB
Mykomnoymcaxapuao3bl
Ounurocaxapu103sl
Bpoxnennsie
TJIMKO3UJIMPOBAHUS
Bpoxnennsie HapymeHus: MeTaboau3zMa
MIyPUHOB U MIUPHUMHUITHOB

Hapymenust oOMeHa KpeaTHHOB
[IepokcrucomMHbIe HApyIIECHUS
Hapymenus MUTOXOHAPHAIEHOTO
HHEPreTUIecKoro Meradonn3ma
I'eHeTHueckue TUCIUIIONPOTEUHEMHUH
Hapymenust cunTe3a u Mertaboausma
CTEpOUIOB

Bpoxxnennsle HapyieHuss OMOCHHTE3a
X0JIECTEPUHOB

[Toppupun

Hapymenust cuHTe3a )KEIYHBIX KACIOT
Hapymenust merabonmu3Ma Meau LUHKA
¥ JKenesa-

Hpyrue Metaboaudeckrue HapyLueHus

HapyIICHUS

Tabmumna 3.

Hozonornueckue ¢popMbl Hacae1CTBEHHOM narosioruu, BeisiBieHHble B XCMI'L B 2000-2009rT.

Ne | HaumeHoBaHue Bcero BrisiBi1€HO YaeabHblii Bec
3a00J1eBaHUA BBISIBJICHO BIIEPBbIE B (oTHOC. YHCI10
2009 rony Ha 1000
(abdc.uncJ0) NANMEHTOB)

1. | Aaze cungpom 1 - -

2. | AapcbKOro CUHIPOM 4 - -

3. | Amuno3o-reHuTanbHas AUCTPOPHS 5 1 0,029

HEHCTHUHHAsI

4. | AIpeHOTCHUTATBHHII CHHIPOM 8 2 0,068

5. | AkpoocTeonus 4 1 0,029

6. | Axpouedanocunnaktuus (AJl) 1 1 0,029

7. | Anonenus 12 5 0,180

8. | AnpOuHU3M 2 - -

9. | Anpmopra CHHIPOM 8 - -

10. | AMuHOAUMAOIIATUS 17 1 0,029

11. | AMUHOAIIONATHS TPAH3UTOPHAS 5 1 0,029

12. | AMuHOAIMIypHs TeHepaIn30BaHHAs 1 - -

13. | Amuorpoduueckuiinii 60koBoOil ckiepo3 | 2 1 0,029

14. | AmMuorpodus HeBpabHas 1 1 0,029

15. | AmMuorpodus cnuHaibHas 1 - -

16. | AarenpmMaHa CHHIPOM 5 - -

17. | Apnonbna-Kuapu cunapom 4 1 0,029

18. | Axonapomnaszus (AJ]) 14 4 0,140




19. | Auepynormia3MUHEMHS 1 - -

20. | Auumo3 noYeyHsli TYOYIIpHHUNA 2 0,068

21. | Aumnypus anbda-aMUHOATUITHHOBAS 2 - -

22. | Auuaypusi aprUHUHSHTapHast 2 - -

23. | Aumaypusi raMMa-aMHUHOOYTHPOBAst 7 1 0,029

24. | Aumnypusi raMMa-aMHHOTITyTapoBast 1 - -

25. | Aunpaypus rayrapoBast 3 2 0,068

26. | Aumaypusi opraaudeckas 61 2 0,068

27. | Atuaypus ponuoHOBas 4 - -

28. | Aumnypus dymapoBast 1 - -

29. | bexBura-Bunemana cungpom (AJ]) 9 3 0,090

30. | bepa curapom 2 - -

31. | bepapaunemm cuaapom (AP) 1 1 0,029

32. | bukcnepa cuaIpoM 10 1 0,029

33. | brnoxa-Cynpioepra CHHAPOM 26 14 0,500

34. | BaapnenOypra cungpom (AJ]) 1 1 0,029

35. | Banunemus 2 - -

36. | Belins-Mapde3anu CHHIPOM 6 1 0,029

37. | BuBepa cungpom 2 - -

38. | Bunscona-KonoanoBa 60se3Hb 10 - -

39. | BunbsiMca cuaapoM 8 - -

40. | Buckorta-Onapuyda CHHIPOM 1 - -

41. | Butuiuro 4 2 0,068

42. | BpoxxaeHHas uxTuo3ohopmMHas 3 - -
OyIie3Hast SpUTPOJICPMUS

43. | BpoxxJeHHas HEMEePEHOCUMOCTh 2 1 0,029
bpPyKTO3BI

44. | Tanakro3eMus 4 1 0,029

45. | l'annepBopnaena-Illnatia cunapom 2 - -

46. | Naarmmosnmo3-Gm 1 1 - -

47. | 'emanruoma 22 9 0,320

48. | 'emanrnoma KaBepHO3HAs 4 4 0,140

49. | 'emadaruomaros 18 5 0,180

50. | I'mapokcunponuHeMust 2 - -

51. | T'maponedanus BpoxxIeHHAS 2 2 0,068

52. | l'unepamuHoOAIU MU 3 - -

53. | 'unepamuHOAIM Ty pHSI 1 - -

54. | l'unepammoHueMus 10 5 0,180

55. | 'umepanaporeHus 1 1 0,029

56. | I'unepOounmpyOorHEMUS 1 1 0,029

57. | T'uneprounuHemMus 7 - -

58. | I'uneprounmaypus 3 - -

59. | 'mnepnu3uneMus 3 - -

60. | I'umepokcunpoMHypHs 21 2 0,068

61. | ['unepnponakTHHEMUS 4 4 0,140

62. | l'umepnponuaemus (AP) 11 4 0,140

63. | I'unepnposmHypust 13 1 0,029

64. | ['unepdennnamaHnHEMUs 22 4 0,140

65. | ['umo-6eTa-numonporenHeMust 1 - -

66. | ['unomenanos Uto 20 4 0,140

67. | I'umorutasust KOPBI HAATIOYCUHUKOB 1 1 0,029
BPOKICHHAS

68. | ['mnomiazus smanu 3y00B 1 - -




69. | ['unoTrpeo3 BpOKICHHBIN 37 5 0,180

70. | I'umoTupeo3 TpaH3UTOPHBIN 12 1 0,029

71. | 'unodocdarasus (AP) 6 1 0,029

72. | T'unoxonaporasus (AJl) 10 - -

73. | Tuctuouaemus 1 1 0,029

74. | I'uctuaunypus 1 1 0,029

75. | I'mctuonmros X 1 - -

76. | I'mukorenos 1 - -

77. | T'onpenxapa CUHIPOM 1 - -

78. | 'ompeHxapa CHHIPOM 7 2 0,068

79. | Tonbiia cuHIpOM 4 - -

80. | l'omonmcTuHypUS 32 15 0,540

81. | I'opnuna-I'onbsTia cuaapom (AJl) 44 10 0,360

82. | T'ome Gone3Hb 3 3 0,090

83. | I'panyneMaro3 XpOHUYECKHI 1 - -

84. | Jle ns Typerra cunapom 2 - -

85. | Jle Tonu-Jle6pe-DaHKOHN CHHAPOM 1 1 0,029

86. | lennu-Yokepa CHHAPOM 1 1 0,029

87. | HedexT mocTTpaHCasIIIMOHHON 1 - -
MOTU(PUKAIIH JTH30COMATBHBIX
(hepMeHTOB

88. | Hedumur GAMT-depmenra 1 - -

89. | Hedpummr armn-CoA-neruaporeHaspl 3 - -
KUPHBIX KHCIIOT

90. | Aeduuut Buramuna D 1 1 0,029

91. | Hdeduuut ramma- 1 - -
TIIIOTaMIJITPpaHCepasbl

92. | lebuuut MrOTEMHU3UPYIOIIETO 1 1 0,029
TOPMOHA U30JIMPOBAHHBIN

93. | dedpuuut MHOKECTBEHHBIX 1 - -
KapOoKcuiias

94. | Jeduuut nporuHOKCHIA3HI 1 - -

95. | luaGet nHecaxapusiii (A1) 6 2 0,068

96. | /IucaxapunazHas HEJIOCTATOYHOCTh 6 2 0,068

97. | duchyHKIMs KOpBI HAATIOYEYHHUKOB 3 2 0,068
BPOKIICHHAS

98. | Mropunra cungpom (AJ]) 1 1 0,029

99. | XKwibbepa cuaapOM 14 3 0,090

100.| xTtno3 Bynbrapusiii (AJ]) 16 6 0,210

101.| Vixtno3. dpeiina cunapom 1 1 0,029

102.| KamypaTtu-DHrenpMana CHHIPOM 2 - -

103.| Kapnuonarusi BposKIeHHas 1 1 0,029

104.| Kaprarenepa cunapom (AP) 2 2 0,068

105.| Kennu cunnpom (AJ]) 1 - -

106.| KeparnnoBas 60J1€3Hb 6 4 0,140

107.| Keparomepmus BpoxIeHHAsI 4 4 0,140

108.| Keparo3 ¢oauxyasipHbIi 1 1 0,029

109.| Kepuenun ne Jlaare cuaapom 8 3 0,090

110.| Kepnca-Ceiipa cuaapom 12 3 0,090

111.| Knunmens-TpeHoHe CHHIPOM 32 5 0,180

112.| Knunnens-Deiins cuaapom 7 - -

113.| KokkeliHa CUHIPOM 6 3 0,090

114.] «KnenoBoro cupornay 001e3Hb 2 - -




115.

Kommarenonatusa

0,210

116.

Kpannodapunrunoma

[ ik ®2

0,029

117.

KpaHI/IBHI/IHa INUTMCHTHas

118.

Kpurnepa-Haiisipa cunapom

0,090

119.

Kcanromaro3s

120.

Kyrens6epra-Benanaepa 6ose3nb

0,029

121.

JlakTO3Hast HEJOCTATOYHOCTD
BpPOXKJICHHAS

O W, RRWFIN

N[ oo

0,068

122.

JlakTO3Hast HEJOCTATOYHOCTD
BTOpPUYHAS

SN

w

0,090

123.

Jletikoguctpodus (AP)

124.

Jleiikonuctpodus MeTaxpoMaTuyeckas

125.

Jlelikoguctpodus cynanoduiabHast

L)

126.

Jlenua cunpom

127.

Jlemra-Hetixana 0ose3Hn

128.

Jlema-Huxena cunpom

129.

JInsocomuas 00Jie3Hb HAKOIIJICHUS

130.

Jlumdpenema HacneaCcTBEHHAS

131.

Jlunounmo3 IUIa3MaTHYECKUI

RPIWINWWEFLINWIN

132.

JInrmomMaTo3 MHOKECTBEHHBIN

[EE
N

133.

JlutTina cuHpom

NG

134.

Jlyu-bapp cunapom (AP)

135.

Maxk-Kyopu cunapom (AP)

136.

Maxkkbiona-Onbpaiita CHHAPOM

137.

Mapianna CuHIpOM

138.

MaCTOHI/ITOS, KCaHTOMATO3Hasd (bOpMa

139.

Maddydun cuaIpomM

140.

Me3oMenuduecKkas TUCIIIa3Us
Peitnxapna-Ildeiiddepa, (AL)

RRNooRr| N e

141.

MenanogakomaTos

142.

Muacrenus

143.

MuxkpocdeponyrapHas aHeMus

144,

Muonatus BPOKICHHAA

145.

Muotonus ToMmceHa

146.

MUuTOXOHIpHONATHS

147.

Moprassu-Crroapra-Mopeis CHHApOM

148.

Myxkononucaxapuaos

149.

Mykonosucaxapuio3s, Tan |

150.

Myxkononucaxapunos, Tan 1

151.

Mpimeynas quctpodust Ep6a, Tun I[TA

152.

Mpimeynas quctpodus Jlanaysu-
Hexepuna(Al)

NP WRArRORIRIRARNOIRF

153.

Mpiteynast quctpopus
IpOTrpeCcCUpyronIast

154.

3-METUIIKPOTOHMWITIIUIUHYPUS

155.

MELAS-cunapom

156.

MERRF-cunnpom

157.

MNGIE-cunampom

158.

HapymeHHe BCaCbIBaHUs YTIJICBOJIOB

159.

Hapymenne oOMeHa aMUHOKHCIIOT

160.

Hapymenre oOMeHa aMUHOKHCIIOT C
Pa3BETBICHHOM LIETIBIO

161.

Hapymenne oOmena 6enkoB




162.| Hapymienne oOMeHa BENecTB 206 180 6,520

163.| Hapymenue oOmeHa 1 1 0,029
TJTMKO3aMHHOTITNKAHOB

164.| Hapymenne oOMeHa XKUPHBIX KUCIOT 17 10 0,360

165.| Hapymienue oOMeHa Kaablius U 4 3 0,090
docdopa

166.| Hapymienne oOMeHa JIMITHI0B 4 3 0,090

167.| Hapymienue oOMeHa MUHEPAJIOB 12 8 0,290

168.| Hapymenne oOMeHa MO4€BOM KHCIOTHl | 2 1 0,029

169.| Hapymienue oOMeHa MypruHOB 33 4 0,140

170.| Hapymenue oOMeHa cepocogepxammx | 29 21 0,760
AMHHOKHCIIOT

171.| Hapymenue oOMeHa coeTMHUTETHHOM 73 64 2,320
TKaHU

172.| Hapymenue npomMexyTouHoro oomena | 6 2 0,068

173.| Hapymienue Tpancnopra aMMHOKHCTI0oT | 1 - -

174.| Hapymienue oOMeHa METHOHMHA 52 40 1,440

175.| Hapymenue nmukia MOUYeBHUHBI 5 3 0,090

176.| Hapyuienue sHepreTnyeckoro ooMeHa 1 1 0,029

177.| HacnencrBennas remoriaoounomatus H | 1 - -

178.| HacnencrseHHas reMOriioOMHOIIATUS 1 - -
HEYTOYHCH.

179.| HacnencTBeHHas crinHOLEpeOeIIsIpHa 3 1 0,029
aTaKCHs

180.| HeBponarus MoTO-C€HCOpHAast 11 6 0,210

181.| HeByc 64 2 0,068

182.| HeByc BonocaThlit 1 - -

183.| HeByc mUrMeHTHBIH 7 6 0,210

184.| HeByc CaJIbHBIX KeJe3 JIMHUHHBIN 1 1 0,029

185.| Heyc CerToHa 6 2 0,068

186.| HemocratouHocTh anbda- 2 - -
AMHHOTPHUTICHHA

187.| Helipoko>xHBII1 MeTaHO3 11 4 0,140

188.| Heiipomatus Jlebepa 4 1 0,029

189.| Heilpocencopnas rimyxora (A1) 3 - -

190.| HecoBepiieHHBII ocTeoreHes3 36 8 0,290

191.| Hedponarus aucmerabonndeckas 1 - -

192.| Hynan cungpom (AJ]) 20 1 0,029

193.| OnuBo-moHTO-TIepeOeIUIIpHas 6 1 0,029
JiereHepanus

194.| Octeonopo3 HACIIEICTBEHHBII 3 1 0,029

195.| Ocrteockinepo3. HemocrarouHOCTh 2 - -
KapOaHTHApa3sl V

196.| Ocreoxonaponarus 1 - -

197.| ManrunonutynTapusm 1 - -

198.| INapannerus L tprommens 7 1 0,029

199.| Tloyummo3 ropranu 2 1 0,029

200.| [Mopdupwus 7 - -

201, [Iponunypust 5 3 0,090

202.| TlceBmorumonapaTupeos 4 1 0,029

203.| I[Ibepa-Pobena cunapom 3 - -

204.| Paccena-CuibpBepa CHHIPOM 17 5 0,180

205.| Paxur ButamuH D-3aBUCHUMBIIT 4 4 0,140




206.| PeitHo cunipom 2 2 0,068
207.| Penaro-Ocnepa 6one3nb (AJ]) 14 7 0,250
208.| Perta cuanpom 9 2 0,068
209.| Purepa cunapom (AJ]) 2 - -
210.| PoGuHoBa cuHIpOM 4 1 0,029
211.| Poro-nuiie-najaplieBHil CHHIPOM 4 2 0,068
212.| Cexkens curzipom (AP) 4 - -
213.| CuHapOM MOJIMKUCTO3a SMYHUKOB 3 1 0,029
214.| CucreMHas ckejieTHAS QUCILIA3USA 29 13 0,470
215, Cmura-Jlemsin-Onuia CHHAPOM 2 1 0,029
216.| Coroca cungpom (A1) 10 3 0,090
217.| CniuHanpHa MbIIIeYHas aTpodust 5 2 0,068
218.| CniuHanbpHa MbIIIeYHas aTpodus 8 - -
JETCKOro Bo3pacra, tun 11
219.| CniunanbpHa MbIIIeYHas aTpodus 2 - -
JIETCKOro Bo3pacta, il II1
220.| CnunanpHa MelmeyHas arpodust, Tun I | 3 - -
221.| CniunanbHa mMblieynas atpodus, tan I1 | 1 - -
222.| Ctukinepa curapom (AJl) 5 - -
223.| TectukynspHOl (heMHUHU3ALNN 3 1 0,029
cunaapoM (AP)
224, Tupo3uHeMus 3 2 0,068
225.| TopcroHHA TUCTOHWS 6 2 0,068
226.| TpuntohaneMus 1 - -
227.| TpombonTONEeHNYECKast MypIrypa 1 - -
228.| TyObynonarus 29 7 0,250
229.| TyGynonatust. Pocdarnnader 2 1 0,029
230.| Yuiepa cunapom 7 1 0,029
231.| ®aHKOHU CHHAPOM 2 - -
232.| ®apa cuHIpPOM 1 - -
233.| ®epmeHTONATHUS 11 8 0,290
234.| dubpoenactos dHAOKApIA 1 - -
235.| ®ocdar-nuadber 13 3 0,090
236.| ®pangeckert cunapom (AJ]) 2 - -
237.| ®pumena-Illennona cuaapomM 2 - -
238.| ®poHTOHA3aTbHA TUCIUIA3HS 11 - -
239.| Xanepmana-IlItpaiida cuaapom 2 1 0,029
240.| XonTta-Opama cuHIpOM 6 1 0,029
241.| XoHIpoaucTuIa3ust 16 4 0,140
242.| llenuakus 14 5 0,180
243.| LlenbBerepa CHHIPOM 1 - -
244.| Tlepebpo-onuBapHas atpopus Xommca | 1 - -
245, Huncepa-Demana-Koyna cunapom 1 - 0,029
246.| HutpynuHemus 1 - -
247, lleiiepmana-May cUHAPOM 1 - -
248.| llltnnnepa cuHIPOM 14 - -
249, ltypre-Bebepa cunapom 23 7 0,250
250.| DkTogepManbHas TUCTLIA3HS 7 4 0,140
AHTHJIPOTHICCKAs
251.| Dnepca-/lannoca cuHAPOM 1624 35 1,260
252.| Dnepca-Jlannoca CHHAPOM, HapylIeHne | 3 - -
(donaTHOrO MUKIIA
253.| Danedanomuenonarus Jin 2 - -




254.| Dnuaepmonns Oye3HbIH

10

3 0,090

255.| DputponmTapHas JH3UMOIATHUS

1 0,029

[{uTorenernueckue UCCIIeTIOBaHUS
YTOUHSIONICH JMArHOCTUKH MNPUOOPETAIOT BCE
00JbIIMKA BEC MOTOMY, YTO TETEPOXPOMATHH
cTaln yKazareynem HapyLIEHHOI'O
SIUT€HETUYECKOro CTaTyca, HMEHHO 4Yepes
KOMITIaKTHU3alMI0-IEKOMIIAKTU3ALIN IO
XpOMaTHHA TMPOUCXOAUT PEryislus TeHHOU
OKCIIPECCUM C TOMOILBIO  METUJIMPOBAHUS.

Obuee KOJHYECTBO LUTOTEHETHYECKUX
uccaeaoBaHuil 3a nociennue 10 JeT cocTaBuio
12249 KapUOTHUIIOB, MaTOJIOTMYECKHUE

KapuoTurbl oOHapyxeHbl B 13-15% ciyuaes.
Onu Brumouarot 448 aneyruionanii (124 u3 Hux
— w™o3anunble  ¢opmbl), 201 CTpyKTYpHYIO
aHOMaJIHIo, 522 moauMopdusma.

«3amac» HEYTOYHEHHBIX JIMarHO30B
ocraeTcs HIUPOKUM u pe/ICTaBJICH
MalueHTaM1 c BBIPAXCHHBIMU
Heaud hepeHIIUPOBAaHHBIMU MPOSIBICHUSIMU

COCTMHHUTEIIbHO-TKAaHHOW auciuiazuu (5336) u
Heu(epeHIUPOBAHHBIMU ME30IePMATTbHBIMH
nucrasusimu (5423). PazBuTre MOJIEKYJISIPHO-
reHernueckux meronos (YUII-texnomorun) u
caMbIX COBPEMEHHBIX OMOXMUMHUYECKUX
HCCIEAOBAaHUM MPEBPATUT ITOT 3amac B MOTOK
YCTaHOBJICHHBIX JHMArHO30B, a 3HAYUT — U
aJICKBAaTHOT'O MATOI€HETUYECKOTO JICUCHUS.

C 1999r. B O0penunenun «[eHeTnka
BoinoNiHsieTcs:  [Iporpamma  reHETHYECKOro
mouuTopunra BIIP, kotopas mno3BosisieT He
TOJIBKO CyIUTh O JuHamuke 4vactor BIIP B
MOMYJISIIUK, HO U O0ecrneyuBaTh MEIUKO-
TEHETUYECKON TOMOIIBI0 CEMbH, HMEIOIINE
nereid ¢ BIIP B mepBwie Mmecdlbl ku3Hu. B
2000-2010 rr. 6245 nerssm ¢ persm ¢ BIIP we
TOJIbKO YTOYHEH JMar€Ho3, HO W IIPOBEJCHA
Tepanusi WIu

COOTBETCTBYIOIIAs KOPPEKIHS,
peabunurarus (puc. 17).
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Puc. 1'7. Konuuecmeo oemeiti 1-20 2ooa scusnu, npoxkoncyarbmuposanuwvix 6 XCMI'L] coenacno
Ilpozpamme cenemuuecko2o MOHUMOPUH2A

Tab6mumna 4.

Ho3zonornueckue popmet MBIIP, yrouHeHHbIE y eTel epBhIX MECSIIEB )KU3HH B Ipoliecce
reHeTuYeckoro Mmouutopunra B 2009 rony

HacJiieacrBeHHbIe CHHAPOMbI KoanuecTBo nerei
ANBEOMHNA3M T'1a30-KOKHBIN 1
ApTporpunos 1
AXoHiporIazus 1
["'epmadpoauTzm 1
NxTtHnos 2
KpannocrnnocTto3 1




Jlumpenema I Tun

Mactomuros

HeiipokoxHblil MenaHO03

Heiipopubpomaros

HecoBepiieHHbIl OCTEOTreHes3

Paccesuurniil aHrnomaros

C. Aase

C. ApeHOreHUTaIbHBIN

C. AxporeanonoarCHHIAKTUIHS

C. Apnonbaa-Kuapu

C. I'unepTpuxo3 yHEBEpCAIbHBIN

C. IIpepa-Pobena

C. PyOounmreitna-TeiiOu

C.bnoxa-Cynbeuoeprepa

C.Bunemana-bexBura

C.Bunbssimca

C.I'onpaenxapa

C.Knunnens-Tpenone

C.Kopuenuu-ne-Jlanre

C.Kpurnepa Hosipa

C.JIenma

C.Mapdana

C.Meukeca

C.Ilomanpa

C.IlonucuHgakTHINU

C.Ilpanepa-Buiu

C.Paccena-CunbBepa

C.Cmura-Jlemmn-Ommita

C.DpaHyeckeTTn

C.Itypre-Bebepa

CI/IH,Z[aKTI/IJ'II/IH IIOJIHAasA

Ty6epo3Hblii ckiiepo3
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Uuciio  mpeHaTtalbHO — BBIABIEHHBIX
BPOKJICHHBIX ITOPOKOB Pa3BUTHUS UMEET YETKYIO
TEHJEHLHUIO K POCTY 3a CYET BO3PACTAIOLIETO
yycila BHUTaJIbHBIX (OpPM Kak CIEACTBHE
MOSIBUBILIEICS ~ CIIOCOOHOCTHM  HE  TOJIBKO
CMOTpETh B OKHO YJbTpa3ByKa, HO U BUJETh B

HeM HykHoe. Co3nanue LleHTpa npeHaTtanpHOU
nuarHocTuku B coctae XCMI'Ll nepeBogut
aKILICHTBI Ha IIPEHATAJIbHYIO AuarHoctuky BIIP,
aCCOLMMPOBAHHBIX c HAaCJIEACTBEHHBIMU
Oone3HsMH oOMeHa, HE CyXXUBas €€ JIMIIb JI0
XPOMOCOMHBIX Oose3Heit (puc. 18).
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pE3K0€ YKOPOUEHNE KOHEUYHOCTEN nedopmarius Mo3BOHOYHUKA
Puc. 19. Hecosepuennwiii ocmeozerne3
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KOTOpbIE HAIIOMUHAIOT HAJTOYEUYHHUKOB
MOLIOHKY
I'unepnna3zus OOJIBIIKX MOJIOBBIX I'Yy0

Puc. 20. Aopenocenumanvhwiii cunHopom
B COOTBETCTBUU c JIOTOBOPOM 0 MIaTOJIOTUI0 ~ OCMAaTpUBAIOT  BpPAYM-T€HETHKHU
COTPYJHUYECTBE C JETCKUMH KJIMHHUKaMH BbIcIIe  kBanuduranmuu. JlomomHUTETHHOE
ropojia Ha POTSKEHUU MHOTHX JIET BCEX JETEH oOcienoBanne  mpoBoautcs B XCMI'L]
C NOJIO3PEHHEM  Ha  HACJIEJCTBEHHYIO (tabm. 5-7).

Tab6mumna 5.
HaOmroneunue 1.

IManuent Unbs, |[/{narHo3 npu HanpaBlIeHUU: JIAKTa3HAsl HEJOCTATOYHOCTh?
4 mec.

PKamoOsr: JaCTbIH JKUJIKUN CTYJ, CPBITUBAHUE, PBOTHI, THIIOTPO(US

IAHaMHE3: Ponuics or V 6epemenHocTs, poast I11. B 8-10 Henens
0EepeMEHHOCTH KOHTAKT C OOJIBHBIM MOHOHYKJIC030M. B 11-12
HEeIb JIEUEHUE TOKCOIUIa3MO03a, ypeoIIazMo3a.

Bec npu poxxaenuu 4000 r, poct 55 cm.Ha 9 cytku pebenok
[IepEeBE/IEH B OTJEIEHNUE TATOJIOTUU HOBOPOXKIEHHBIX C
IIarHO30M: BPOXKJEHHAs IEPCUCTUPYIOIIas HHpEKIus,
nopaxenue [{HC, neuenu, xonecras. ['unepxpomnas anemus,
bHTEpomaTus, MaibadbcopOuus, runotpodus I cT.

PonocnoBHas Cu6c (I pebenok) ymep B 2,11 mec. Jluaraos: uadapkt B obmactu
[MOJIKOPKOBBIX SIIEP JIEBOM TEMEHHOMW JT0JIH. JIByCTOpOHHSIS
HIDKHEI0JIeBasi 04aroBasi THEBMOHUS (CEpO3HO-IECKBAMaTHUBHAs),
OTEK JIETKUX, OTEK TOJI. MO3Ta.

Pe3ynbrarhl ['X-MC opranndeckux KAcjiaoT Mouu: T aAuNUHOBOM, 3-
00ciIe10BaHUA FUAPOKCHCEOAIIMHOBOW, CHOSPHUHOBOM KHUCIIOT.

TMC - 111 KOHLIEHTpaLK THAPOKCUIMPOBAHHBIX
TUIMHHOLICTIOYEYHBIX )KUPHBIX KACIOT — HEIOCTATOYHOCTh
MUTOXOHAPHATLHOTO TPU(PYHKIIMOHATIBHOTO OeKa




Tab6muma 6.
HaOmronenue 2.

[lanuenT V[uacno3 npu nanpaenenuu: KOHbIOTalIMOHHAS JKEITyXa,

Martseii, 7 M. ruporeanbHblii CHHIPOM; CHHAPOM TOHYCHBIX HapYIICHUH
PKanoOsr: BoipaskeHHast UKTEPUUHOCTb, MPAMOPHOCTh KO>KHBIX ITOKPOBOB.
IAHaAMHE3: bepemenHnocts I, 6e3 ocnoxxuenuit. Bec nmpu poxxnenuu — 3600, p.

53 cm. C 3 nHS )KU3HU UKTEPUIHOE (JIAMOHHOE) OKpAIIuBaHUE
KOkH, ckiiep. [IcuxoMoTOpHOE pa3BUTHE B MPEEIax HOPMBI.

Pesynbrarht ACT- 0,57, AJIT — 0,23, B— JIIT -45, xonectepun — 4,05,
oOcneoBaHus enounas ¢ocdaraza — 5600, ounupyoun: 150 (mpsamoit 102,
HenpsiMoii — 48), xxene3o kposu 4,53 (N 7,2-17,9)

[IpsiMoe aBTOMaTH4YeCKOEe CEKBEHUPOBAHHE - IIOUCK MyTallui B
reae UGTIAIL B mpoMoTOpHOI 0651aCTH reHa 3aperuCTPUPOBAHO
[YBEJIMYCHUE YUCIIA TPUHYKICOTHIHBIX TIOBTOPOB B OJTHON M3
XpPOMOCOM, YTO MPUBOJUT K CHUKEHHUIO aKTUBHOCTHU OeJka
ypuauHIupochaTraruko3unTpancdepassl. B osx3onax 2 u 4 reHa
UGTIAI 6bu11 BbIsiBIEeHBI MyTanuu ¢.1176+2, 1176+5deltaag u
c.1130 G >T (Gly 377 Val) B reTepo3uroTHOM COCTOSIHUHU.
OxonuamenvHolil Ouazno3. cunpoM Kpurnepa — Haiisipa.

Tabmwua 7.
HaoOmronenue 3.

[TaruenT U[uaenos npu nanpaenenuu: Jleiikonucrpodusa? bonesns [Tomne?
JIes, 11 mec. [bone3ns ['ome? OA?

PKaoOsr: rpy0as 3aiepkKa ICUXOMOTOPHOTO Pa3BUTHUS, COHITUBOCTbD,
[EepUOINYECKUE PBOTHI, CBI3aHHBIC C TPUEMOM ITHIIIH,
[ONepXUBaHUE, «B3Maxm», MOJEPruBaHUE PYK, YBEIIUUEHUE
OKPY>KHOCTH TOJIOBBI, HEOOBIYHBIN 3aMlaX MOYH B KapKue JTHHU.
3aTpyJHEHHOE IIYMHOE JIbIXaHUE, TeTparape3, KOHTPaKTypbl
KOJIEHHBIX CYCTaBOB.

IAHamHE3: bepemenHocts I, Tokcuko3s, anemust, ®ITH. Poaer — kecapeBo
ceuerne. Macca — 3900 r, poct - 57cm, ontenka o Anrap 7-8 6. C 1,5
MecsiIieB HabII0JaeTCsl HEBPOJIOTOM T10 TIOBOJTY THIIEp-
Bo30yaumoctH. Yacto 6omen OPBU, OpoHXUTOM, THEBMOHUEH.
[Tocne kaxaoro 3a0ofieBaHusl — yTpaTa HaBBIKOB.

SAAMPT roa. JlaHHBIE B TOJIB3Y JIEHKOAHIIe(haTONaTUN HESICHOTO I'eHe3a.

MO3Ta Pacmipenne O0KOBBIX KEITYA0YKOB U MOA000JI0YETHBIX
[IPOCTPAHCTB

JOnOaHUT. ['X-MC oprannueckux kuciaot mouu, TMC — 6e3 natonoruu.

cCae0BaHUs [DH3UMOJUArHOCTHKA: | aKTUBHOCTH OeTa-D-ramakTo3uaassl.

JIHK -nunarnoctuka: Anamae3— mytanust H281Y B BOCbMOM 3K30HE B
TOMO3UTOTHOM COCTOSIHUH.

Oxonuamenvhuili ouazros. Gml raarimosngos




Boicoknii YPOBEHb KJIMHUYECKOU
OLICHKH (PEHOTUIINYECKUX JAaHHBIX, HCTOPUU
XKU3HMU U Oone3Hu  OONBHOrO,  aHaIU3
POIIOCIIOBHOM ~ CEMbHM  IO3BOJWJI  Bpadam

FCHETHKAaM O0CCIICUUTh TOYHYIO KIIMHUYCCKYIO
JANarHoCTUKYy,

MOATBECPKACHHYTO 3aTeM

WHIUBUAYAIBHO OA00paHHBIM
JIOMOIHATEIbHBIM OMOXHMUYECKHM,
MOJICKYJIIPHO-TEHETUYECKUM u

MOp(OJIOTHYECKUM HucclieoBanreM (puc. 21-
39).

Puc. 21. Cunopom [lenvsecepa

Puc. 22. MNGIE- cunopom. [onumopghusm: htzg 677 C/T MTHFR, hmzg 66 A/G MTRR



Puc. 23. Pebenox K.
Huaenos npu nanpasnenuu: acgurcus. Cyooposscnwlil cunopom. Omex 201061020 Mo32q.
Ymounennwiii ouacnosz: Memabonuueckuii kpus. HEO orcupnvix kuciom. I'omoyucmunypus, [ mun

Puc. 24. JJuaenos npu nanpasnenuu: BIIP [[HC. I'uopoyeghanus.
Ymounennwtit ouacnos: BIIP [[HC. Kucmoi 2on061020 mosea. Hapywenue oomena scuprvix Kuciom.
Hapywenue obmena cepocodepcawux amunokuciom — noaumopgusm 8 cene MTRR 6 comosucomuom
cocmosHuu

Puc. 25. Cunopom Petie



Puc. 26. I'unepammonemuu

Puc. 27. Hapywenue cepocodepaicawyux aMUHOKUCIOM



Puc. 28. Cunopom Cmuma-Jlemnu-Onumya

Puc. 29. Heiipoxoorcnwiii menanos

Puc. 30. Iuxonesas ayudypus



Puc. 31.Hapywenue netipompacmumepos

Puc. 32. Hapywenue oomena sHcupHuix Kuciom

Puc. 33. Kucmul 201081020 MO32a, HapyuieHue 0OMeHa HCUPHBIX KUCTIOM



Puc. 34. Taync-bpoxca

Puc. 35. @enomunvt 60rvnvix ¢ MNGIE-cunopomom u napyuienuem ¢hoiamnoeo yukia
(66 A/G MTRR 6 2omo3ucomuom cocmosuuu)

Puc. 36. Cunopom Cexxens



Puc. 37. 46XX+22pS. MBIIP

Puc. 38. COFS-cunopom. Amunoaoununosas ayuoypus



Puc. 39. Amunoaoununoeasn ayuoypus

OcHOBHBIE HaIpaBJICHUS HAYYHOI'O

noucka llentpa Obu1H:

1.

Tpynosa  E.. (I'pewannna E.A.)
«CpaBHHUTENBHAS OLEHKA J1abopaTOPHBIX
METOJI0OB JUArHOCTHKM TOKCOIUIa3MO3a B
YCIIOBUSX KIMHUKI.

I'peyannna E.. «IIpenaranbHOE
HccIeIoBaHue u npoHITaKTHKa
CTPYKTYPHBIX aHOMAJIMM IIIIOJA».
borateipeBa P.B. «Ponp BpoxneHHOW H
HACJIEICTBEHHOU MIaTOJIOTUN B
PENPOAYKTUBHBIX ITOTEPSX CEMbU.
Momnogaa JI.B. «KnuHmka, TreHETHKa U
paHHss AMarHOCTUKA (DaKOMaTO30BY.
3npiockas E.I. Ponp mambix anomamuit
pa3BUTHS B JMAarHOCTUKE HACJIEICTBEHHBIX
U BPOXKJICHHBIX 3a00JI€BaHUH Yy 1eTei».
Xpuctud A.B. «MonexymsipHO-
LIUTOT€HETUYECKNE HCCIIEIOBaHU
XPOMOCOMHBIX aHOMAJIMI B TOCTHATAJILHOU
U NIPEHATAJIbHOW TMAarHOCTHKE IIPU MEIUKO-
T€HETHYECKOM KOHCYJIIbTUPOBAHUW.
I'pewannna  FO0.b.  «/lmarHoctuueckue
KPUTEPUHA CHUMITOMATUYECKUX DIUICIICHN,
aCCOLIMMPOBAHHBIX €  XPOMOCOMHBIMH
HapYLICHUSAMW.

babamxansan E.H. «KnnHuko-renernyeckue
MOAXOAbl B IIPEHATAIbHONW JUArHOCTHKE
BPOKIECHHBIX IIOPOKOB pa3BUTHSA
MOUYEBBIICIUTEIBHON CUCTEMBI IIII0JA U UX
IIOCTHATaJIbHON KOPPEKLIUN».

9.

10.

11.

12.

13.

14.

15.

16.

Kangan H.A. «MHoromepHas
XapakTepUCTUKA IUIOJHOTO  sWla  TpH
MIPEHATaJbHOW JIMarHOCTUKE BPOXKIEHHBIX
TIOPOKOB Pa3BUTHS.

Kanman M.A. «Cucrema nepuHaTaIbHOTO
MPOTHO3UPOBAHUS, JIMarHOCTHKU u
npOopUIAKTUKA BHYTPHYTPOOHBIX
WH(DEKIMA Ha OCHOBE W3YYCHUsS KIMHUKO-
TEHETHYECKUX OCOOCHHOCTEH CeMbH».
I'ycap B.A. «Ouenka wmHOrooOpasus
ramwiotunoB  mutoxoHapuansHoil  JIHK
HaceneHus: Y KpauHbD».

HosuxoBa n.B. «CBoOOIHBIC
AMUHOKHCIIOTBI KPOBU B JIMaTHOCTHKE
HACJIeJICTBEHHBIX OoJe3Helt oOMeHa y nereit
BBICOKOTO TEHETHYECKOTO PUCKaY.

Maiibopona T.A. «IIpenaranpHble
JTMarHOCTHYECKHE KpUTEpUU
HaCJIe/ICTBEHHBIX 3a00JIEBaHUN CKEJIETay.
byraesa E.B. «CorocraBneHue
KIIMHUYECKUX u OMOXUMHUYECKUX
(dbeHOTHTIOB  TIpHM  CHHApOME  DJepca-
Jannocay.

BacuneeBa O.B. «KIMHHKO-reHETUYECKHE
XapaKTePUCTUKU OOJTBHBIX C MPOSBICHUSIMU
AK30KPHUHHOM HEJOCTATOYHOCTH
MOJDKETYIOYHOM KeNe3bl M CHUMITOMaMHU
MMAHKPEATUTAa.

Mananuyk JI.M. «l'unoriasus IUIaneHThbl
KakK YyJbTPa3BYKOBOM MapKep BPOKICHHBIX
IIOPOKOB Pa3BUTUS».



17. Yepnsena 10.B. «Tpu YPOBHSI
npOopUIAKTUKA BPOXIEHHOMN u
HACJIEJCTBEHHOW TMATOJOTHMU IJIoja B
AKYILIEPCKON MPAKTUKEY.

B 2005-2010 r1r. OObeauHeHue
BBIIIOJIHWIIA HUP c [IPUOPUTETHBIM
¢bunancupoBanueM «BcecTtopoHHU —aHaNU3
SMUJEMUOJIOTUM M MEXaHHU3MOB 3KCIPECCUU
MUTOXOHJIPHAJIbHBIX 0OJe3HEeH B CIIaBSIHCKUX
nonynsauusx Bocrounoit Ykpaune», a B 2011-
2012 r1r. - «OOOCHOBaTh  MPUHITUIIBI
TPEXypOBHEBOM npoUIaKTUKU
HACJIECTBEHHOW IaTOJOTMM Ha OCHOBAaHWUM
MOJIEKYJISIPHO-TEHETHYECKUX UCCIIETOBAHUI.

O0benuHeHne y4acTBYET B
BBITIOTHEHUH MEXAYHApOIHBIX MPOTrpamMMm |
COBMECTHBIX Hay4HbIX MpoekTax. COTpyaHUKU
MPOXOIAT  CTAXHUPOBKY 3a pyOekoM H
SIBJISIFOTCS YWieHaMu MexXIyHapOHBIX HAYUYHBIX
OpraHu3alnil.

3a mocinemuue S5 JeT HW3OAaHO 3
MoHorpadguu, 11 ydeOHMKOB U  y4eOHBIX
rocobwuii, 95 crareit, opopmiieHo 10 maTeHTOB.

Kaxnprit Hosrrit Jenn Kuzau
O0pennuenne  «['eHerMka»  Ha4YMHAeT C
MPOCTYIIMBAHUS TUMHA YKpawHbl TIOTOMY, YTO
HPAaBCTBEHHAss BbICOTAa Bpaya oOecrneuuT
CTpa/ialolIe ceMbe MOAJIEPKKY U MOMOIIb, U,
OUYEHb YacCTO, - MOJHYI0 MOOEeay HaJ HEIYroM,
HAy4YUT KHUTb B JIQAy CO CBOMMH T'€HAMH,
KOTOpbIE JIaHBI HaM He s OONEe3HH W
HOPEJCTABISIIOT cO00l BEYHO HM3MEHSIOUIUICS
JIOKYMEHT, HE UMEIOIIUMA MOCJIEIHET0 W3AaHUs
(M. Punpmum). Bpau — ID'paxmanuH crocoOeH
pemaTh npodyieMy KaxkJ10ro Bo uMs Bcex. Bpau
— UYenoBek He »ajeeT OTAAThb YacTb CBOETO
cep/lla CBOMM TMalMeHTaM IOTOMY, YTO Bpay-
'eneTuk TOYHO 3HaeT, YTO €ro JOOBh K
OmmwkHeMy Bcerma Oyaer B3amMmHOM. Tak
yCTpoeH MHUp U Tak xuBeT OObequHeHHe
«I"eneTukay.



