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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 —
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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.



