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AKTyanba0cTh..OqHONH M3 NPHOPUTETHBIX 3aJa4 COBPEMEHHOH MEIOMLMHBI SBIAETCH OCY-
LIECTB/ICHHE HHAMBHIYaJILHOTO M NMPEBEHTHBHOIO Moaxoja K JiedeHH1o 6onpmMHCTBa 3aboseBa-
HU# yenoBeka. bnarogaps pa3BUTHIO MOJIEKYIAPHON MEMLIMHBI, OCHOBAaHHOH Ha NaHHBIX O CTPYK-
Type reHoMa, MOSBHJIaCh BO3MOXKHOCTh KOPPEKLMH MaToJIOrHYECKHX MPOLECCOB Y KOHKPETHOTO
YeJIOBEKa C Y4ETOM €ro YHHKaJIbHbIX ocobeHHocTell. HakoneHHble JaHHbIE CBHAETELCTBYIOT O
TOM, YTO 3HaYMTeNbHOE YKCio Oone3Helt UMEIOT MHOrOgaKkTOpHYIO NPHPOAY, Pa3BUTHE KOTOPBIX
omnpezenseTcs B3aMMOeHCTBHEM COBOKYIHOCTH, KaK BPOXKAEHHBIX, TaK H 00y CJIOBIEHHBIX CPENOH
npuyuH. B ocHoBe naHHBIX 3a00/€BaHNii, KaK PaBUIIO, JIEXKAT OHOHYKIICOTHIHBIE NTOTAMOPH3-
MbI reHomHo#t JTHK, ompeneneHHble codeTaHAs KOTOPBIX 00yCIIaBIMBAIOT CTENEHb PHCKa pa3BH-
THA natonorud. Cpeau akTHBHO U3y4aeMo# MHOro¢aKTOpHO# NaToJI0rHH, HapyeHHs reMocTasa,
B TOM YHCJIE TEHETHYECKH JIeTepMUHAPOBaHHasA TpoMOodunns, BeI3bIBaeT Bee GonbILMiA HHTEpec
He TOJIbKO y MccllefioBatenel, HO M y NpaKTHKYIOIMX Bpadeil. YcTaHOBIEeHHE B3aHMOCBA3H TPOM-
6odunun ¢ pa3snMUHBIMH TPOMOOTHYECKMMH M HeTpoMOOTHYecKMMH 3¢dexTaMu ompenenset
0COOGEHHOCTH THAarHOCTHYECKOTO H JiedeOHOro noaxoaa K malMeHTaM, IBJSIOMUMUCS ee HOCHTe-
nsmH. Jlannas npo6neMarkka akTyaibHa ¥ VISl IeIUaTPAYECKON MPaKTHKH.

Ilean HccleA0BaHHSE — OLIEHHTD MPENCTABIEHHOCTh TeHETHYECKHX MOMMMOP(HH3MOB CHCTe-
MBI reMOCTa3a U (oIaTHOTO LHKJIa CpelH AeTel, NepeHeCINX KPUTHYECKAE COCTOSTHHS B IepHojIe
HOBOPOXKIAEHHOCTH.

ITamuenTsI H MeTOABI. MeETOIOM NMONMMePa3HOM LIEMTHOM PeakiMy B peXHMe peaJlbHOro Bpe-
MeHH 6bu10 00cnenoBano 33 pebeHKa, HAXOAMBIIMXCS Ha JICYEHWH B OTAEEHHH NaTOJIOTHHA HOBO-
poxaeHHbIX OJTKB Ne 1 r. Exarepuntypra B 2010-2011 rr. Bce et sSBsTACH HEAOHOIEHHBIMH,
pomHBIIHECS B CpoK 2535 Hemenb rectauuu. s oneHKH prUcka pa3BUTHA TpoMOodumuna npose-
AEHO THMHPOBAHHE MOMMOP(HH3MOB BOCEMH [€HOB, OTBETCTBEHHBIX 3a QyHKIIMOHHPOBAHHE pas-
HBIX 3BE€HBEB CBEPTHIBAIOLIEH CHCTEMBI KPOBH M YeTHIpEX reHOB, obecrneunBaoimax pabory ¢ep-
MeHTOB dosiaTHOro 1uKIIa. MicnonbsosanHsle npenapatsl JJHK nomyyeHs! H3 nenbHOM KPOBH HIIH
OyxkanpHoro snutenus. Kputepuii BKIIOYEHHs B HCC/leJOBAHHE — HENOHOLIEHHOCTh B COYETaHHH
C BBIpa)XKCHHBIMH MPOLIECCaMH Jie3aJaNTallii B HEOHATAILHOM MEPHOJE.

PesyabTaThl.

Y Bcex o6cieoBaHHbIX JeTeil ObUIM BBIABIIEHBI T€ WIH HHblE TPOMOO(HIIBLHBIE aJLIENH FEHOB
CHCTEMBI TeMocTa3a H ¢onarsoro uukna. KonuyecTso nmonuMop¢usmMoB BappHpoBano ot 3 mo 6
(4,7+1,1). N3BecTHO, 4TO O6Nanareny YeTbipex U 6oee TpOMOOGUIBHBIX MONUMOPGHUIMOB HMEIOT
BBIIIE LIAHChI OKA3aThCs B IPYINe BHICOKOTO PHCKa MO peajiM3aliy MyIsTH(AKTOpHAIBLHON MaTo-
JTIOTHH.

Cpemr HOBOPOXIEHHBIX BBIABIECHO MO [Ba HOCHTEJNS €TEPO3MIOTHONO BapHaHTa reHa FV:
1691 G>A (JIefinen myTaums) u renanporpom6una FII: 20210 G>A (6,0% 1 6,0%, COOTBETCTBEHHO),
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KOTOPEI€ CBA3LIBAIOT C HaUbOJIEE THKETBIMH TPOMEOGHIBHEIMH s¢pdexramu. Knunuyecku aprepu-
aJIBHBIX H/HIIH BEHO3HbIX TPOMGO30B y 3THX MNajieHIeB 3aHKCHPOBaHO He GBLIO.

YacroTa BbisBNeHHs nonuMopdu3ma rena gpuGprHorena FI: 455 G>A cocTasina 30,3%; Bce
HOBOPOX/ICHHbIC AB/IA/IHCE HOCHTE/ISIMH TOJIBKO I€TEPO3HrOTHOro reHotnna 455GA. Myraumus
rena FXIII: 103 G>T o6napyxeHa y TpeTH 06c/Ief0BaHHEIX MANMHEHTOB (30,3%), B TOM 4HCIIE TO-
MosuroTHI# reHotun 103 GT onpenenen y 3%, a reTeposuroTsi renotun — y 27,3% HOBOPOX-
neHHbIX. [Tonnmopgusm rena npoxouseptrHa (FVII) 6bin mpenctasnen FeTEPO3HIOTHBIM ajliesieM
10976GA c yacrotoii 12,1%.

Yacrora BoiaBnenus awiens T rena ITGA2 cocraeuna 48,5%, romMo3HroTHBIA reHoTHn 807TT
BCTpeYaICs B Ba pa3a pexe rerepo3urotHoro reHoruna 807CT (15,2% u 33,3%, cooTBETCTBEH-
Ho). YacToTa BblAB/IEHHs NOMUMOpPH3IMa reHa TpoMGounTapHoro peuentopa ITGB3 6ruta 6muska
yacToTe BCTpedaeMoCTH aens T rena ITGA2 (45,5%), roMo3uroTHeri BapuanT amnens 1565CC
yHacnenoanu Beero 6%, rereposnrotHeiit Bapuant 1565TC — 39,4% noBopoxmeHHBIX. O6cne-
NOBaHHE BLISBAJIO, YTO HOCHTENIIMH OJHOHYKJIEOTHIHON 3aMeHBI reHa MHTHOMTOpa aKTHBaTopa
nnasmuHoreHa PAI-1: 675 senamics 57,6% MnazeHues, B Tom uncne resotun 4G4G onpenemimu
y 27,3%, renorun 5G4G -y 30,3% nerteir> .

Yactora Mytauuu rena MTHFR 677 cpean o6cnenosannbix neteit cocrauna 51,5%. TeHo-
HN 677TT, HOCHTENBCTBO KOTOPOro B HaHGONbIIEH CTENEHH CBA3BIBAIOT C Pa3BATHEM THIIEPro-
MOLHCTEHHEMHH, GbUT 06HapyxeH y 12,1% HOBOpOXIEHHBIX. [€TepO3UIOTHLIN BapHaHT asens
677CT 6but npenctasnen B 39,4% ciyyaes. [Ipyram BapHanTom nomuMopdusma resa MTHFR
ABJIAETCA 3aMeHa HYKJIeOTH/a ajleHAHa (A) Ha uTo3uH (C) B mo3numu 1298. DTo NpUBOAMT K 3a-
MeHe aMHHOKHCIIOTHOTO OCTaTKa ITyTaMHHOBOM KHCJIOTHI Ha alaHWHA B PEryIATOPHOM JOMEHE
depmenTa. ITomumopdusm A1298C Takxke XapakTepusyercs cHuxxeAueM aktuBHoctH MTHFR,
OZIHaKo, B MEHee BeIpakeHHOMH cTenenH. Yactora Boiseinenns Mytaunu MTHFR1298 cpemn nereit
coeTaBHsIa 63,3%, B TOM 9HCIIe TOMO3HIOTHBIE HOCHTENH TpoMbodmisHoro amnens 1298CC co-
ctaBmum 12,1%, rereposurotHeie — 51,5%.

Pexe Bcero onpenemnsim nonaMopdHbIit reH ¢pepMenta MetronuHcuATassl (MTR). Cpemm
o6cnenoBaHHbIX NAIlIMEHTOB BbIIEyKa3aHHHIH AedekT GbU1 o6HapyxeH y 39,4% obcnemoBan-
HbIX MnazeHueB. [eHotan 2756GG o6HapyxeH y 6% HOBOPOXXIEHHRIX. [ €TepO3HTOTHEIH ajuteNs
2756GA BbBISUICS Cpemu AeTedt ¢ yacToToit 33,3%.

I'en depmenTa MeTHoHmHCHHTa3hl penykTassl (MTRR) kapTipoBaH Ha nsTOH XpOMOCOME.
VYyacTByeT B BocCTaHOBNEeHHH akTMBHOCTH ¢epMenTa MTR. Jledext rena MTRR66 BrisBmsics
qaine Bcero ¢ yactoroit 84,8%. loMo3nAroTHoe HocHTENbCTBO (51,5%) mpeobnanano Hax rerepo3u-
TOTHBIM; B CBOIO O9€pe/ib, F€TEPO3UIOTHBIN BapHaHT ayuens 66AG 6uu1 onpeneneH y 33,3% nertei.

3akmouenne. Hanmuune momimopdHEIX amneneif MOXeT cTaTh 6a3oif A peajH3alHH Kak
TPOMOOTHYECKHX, TaK M HeTpoMBOTHYECKHX 3¢ DeKTOB y HOBOpOXAEHHBIX AeTeil. Hanbonee xm-
HHYeCKH 3HauuMEble MyTauuu Il n V ¢akTopoB cBepThiBaHAS KPOBH B KOMOHHAlHH C APDYTHMH
nonuMopdu3mMamMu TpeOGyIoT MOHMTOPHHIa (PEHOTHIHPOBAHUA HA MPOTAXEHHH BCEH XA3HH, 0CO-
6eHHO B KpUTHYECKHE 3Talbl CTAHOBJIEHHA OpraHu3Ma (MepHoAbl HEOHATaNLHOM aJlanTanuH, Bak-
LIMHALMH, POCTOBBIX CKa4KOB, TyOEpPTaTHBIX MEPeCTPOEK, 6epEMERHOCTH M T.AL.).

YacToTa BCTpEYaeMOCTH NOMHMOPGHEIX aieNneli reHoB epMEHTOB, OTBEYAIOLIHX 3a pabo-
Ty donaTHoro uuKia, cpean o6CIenOBAHABIX HAMH MALHEHTOB BRILIE MOMYIALUMOHHBIX NAHHBIX,
TpencTanIeHHBIX B MHTepaType. HocuTenam nommMopdHEIX coueTaHnit reHoB pepMeHTOB donar-
HOTO LIMKJIa peKOMEHIYETCA ONpelie/ieHHe KOHLEHTPAHH NrOMOMMCTEHHA B MJ1a3Me KPOBH.

Heo6X0auMo MPOXOMKHTL HaKOILIEHHE JaHHKIX MO paclpOCTPaHEHHOCTH T€HETHIEeCKAX Mo-
NMMOpH3IMOB, aCCOMMMPOBAHHKIX C Pa3BHTHEM TPOMOOQWIMH, CPEAH Pa3IMYHBIX BO3PACTHBIX
pYNN AeTCKOH NOMy/ALUMM, C OCHEAYIOIMM YCTaHOBNIEHHEM CTENEHH X BOBJIEYEHHOCTH B pas-
NHYHEIE NaTONOrHYeCKHE NPOLECCHI.
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