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YACTOTA BCTPEYAEMOCTH MOJIUMOP®U3MOB 'EHOB HACJIEJCTBEHHO
TPOMBO®HUJINU MO PE3YJIBTATAM UCCJIEJJOBAHUM MMAIIMEHTOB,
OBPATUBIINUXCA B TEHETHYECKYIO JIABOPATOPHUIO TREEGENE
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Pesrome

MHorouucineHHbie padoThl, MOCBSIICHHBIE H3YYEHUIO IPOOJIEM HACIEICTBEHHOH TPOMOO(DWINK B aKyIIEPCKO-THHEKOJIO-
IMYECKON MPAKTHKE MOKA3bIBAIOT aKTYaIbHOCTh 3TOTO MTATOr€HETHUECKOTO MEXaHN3Ma Pa3BUTHS OCIIOKHEHUI OEpEeMEHHOCTH.
B naHHO# craTbe MpoOBe/IeH aHaIN3 YacTOThl BeTpeuaeMocTy nonuMopgusmos renos F2, F5, ITGA2, MTR, MTHFR no pe-
3yJbTaraM MalueHToB, oOparuBimxcs B aboparoputo TreeGene, Anmarsl. MeTos ucclieoBaHus — ajuielib-crienupryecKas
IILIP. Bruio uccnenosano 108 obpasuor JJHK. Haunbosiee yacThiMu SIBUIIMCh MYTAIlUH B TCHAX PELICHTOPOB TPOMOOIIUTOB U
B cucreMe (osIaTHOTO IHMKJIA, MPUYEM, B OCHOBHOM, 3TO OBUTH T€TEPO3UTOTHBIC 3aMeHbI. TOJIBKO B OJIHOM Cily4yae BBISIBJICHA
romo3urotHast Mmytauus no reny MTFHR. HauGonee 3naunmsbie B pasButun TpomoOodunu — Jleiinenckas myranust (F-5) u
MyTanus nporpombuna (F-2) — BcTpedaroTcs 3HaYUTETIBHO PExKe.

Summary
Numerous researches exploring problems of genetic thrombophilia in obstetric practice show the relevance of the pathogenetic
mechanism of the development pregnancy complications. This article analyzes the frequency of polymorphisms of F2, F5, ITGA2,
MTR, MTHEFR based on the results of TreeGene laboratory patients. Method of research is allele-specific PCR. It was analyzed
108 DNA samples. The most frequently mutations occur in the genes of receptors in the platelets and the folate cycle, mostly
heterozygous substitution. Only in one case revealed a homozygous mutation in the gene MTFHR. Leiden mutation (F-5) and
prothrombin mutation (F-2) are the most significant in the thrombophilia development and occur much less frequently.

Knrouesoie cnosa: nacneocmsennas mpombogunus, mymayus, Jletdenosckas mymayus, F2, F5, ITGA2, MTR, MTHFR
Keywords: hereditary thrombophilia, mutation, Leiden mutation, F2, F5, ITGA2, MTR, MTHFR

B mocnemgnee mecsATmieTHe MpHCTAJIbHOE BHUMAaHHE  poib TpoMOO(HMINM B CTPYKType HPHUYHMH HATOJIOTHHU

Y4CHBIX M KIMHHUIKCTOB oOpameHo K mpobieme Ha-  OepemeHHOCTH coctaBisieT oT 40 1o 80%. C coBpeMeH-
CIeACTBCHHON TpoMOOodrmimym Kak KOMIOHEHTY W€  HOW TOYKH 3peHUs, TpoMOo]IuIms paccMaTpuBaeTCs Kak
MATOJIOTHYECKUX MPOLECCOB, BEAYIIUX K OCIOXKHEHHO-  JTHOIATOTCHETHYECKHH (DaKTOp Ui LIMPOKOTO CIIEKTpa
My TedeHHI0 OepeMeHHOCTH. 1o TaHHBIM psiga aBTOPOB,  3a00JIEBaHUN M CHHAPOMOB — CHHAPOMA IOTEPH ILIOJA,
Becmnonwne, Heymaan 9KO, ( Ocnoxxuenus 3T ) Pannue BbIkKMABIIIH,
paHHUE MPE3MOPHOHNIECKIE MTO3JHNE BBIKHIBIIIN,

TIoTepHU V aHTeHaTrallbHasi THOCIb mIoaa,

~. &~ HpEXKIEBPEMEHHBIE POJIB,

MEPTBOPOXKICHNE
TpomoOopuus
OcnoxHEeHHs] TOPMOHATIBHOU C3PII, recrossr, [IOHPII,
KOHTpALCIIHH TpoMO03a, TPOMOOIMOOITHH

Poab TpoMOoduinii B natoreHese akymepcko-ruuexosorndeckoii naronorun (Makanapus A.JL. 2007)
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FOPMOHAJBbHOM KOHTpaUeNUuu M TOPMOHAJIbHOM 3ame-
CTUTEIbHOW TEepamuu, HOBTOPHBIX HEyHad dKCTPAKOPIIO-
panbHOTO omuonotrBopenus (OKO) u ap. (cxema 1).

BHenpeHne B COBPEMEHHYIO T€HETHKY HOBBIX BBICOKO-
TEXHOJIOTHYHBIX METOZOB MOJIEKYJISIPHONH AMArHOCTHKH Cy-
IIECTBEHHO PACUIMPUIIO IOHATHE 3a00JIeBaHUH, CBSI3aHHBIX
C pEIpOAYKTUBHON cucTeMoil. BrisBneHs! Haubonee 3Haun-
MbI€ MyTalll{, HAINYHME KOTOPBIX ITOBBIIIAECT PUCK PA3BUTHUS
TPOMOO030B U OCIIOKHEHHI OEpEMEHHOCTH.

B na6oparopun TreeGene 3a nepuon ¢ mas 2013 . o
ceHtsiopp 2014 1. 6buT0 0OcienoBanHo 108 manueHToB ¢ 1e-
JBI0 HMCCIECAOBAHHS MOIUMOPGHU3MOB TI'€HOB, acCOLMUPO-
BaHHBIX ¢ TpoMOoduineil. Bee manueHThl ObLIM C OCIIOXK-
HEHUSIMHM PETPOAYKTUBHOTO 30POBbSI MM OTSATOLICHHBIM
CeMEHHBIM TPOMOOTHYECKHM aHAMHE30M, IPEHMYIIECTBCH-
HO AcraHbl 1 AJnMarthl. B uccnenyemsiii mpoduiib BXOIUIH
reHbl (DaKTOPOB CBEPTHIBAHUS KPOBH: MOJUMOP(U3M TreHa
FS Jleiinen (Arg506Gln), nonumopdusm rena nporpomMou-

Ha F2 (20210G/A); rena peuentopoB tpomborutos ITGA2
(GPIA) u renbl cuctemsl (OJNATHOTO IUKIIA: TOIUMOPDHU3-
MBI T€HOB-PETYJIATOPOB HAaKOIIEHUs! romouucrenHa - MTR
(sp919Gly) u MTHFR (677C/T).

[To naHHBIM MPOBEICHHBIX AHAIHM30B MOJIYYCHBI Clle-
JyIOIYe pe3yiabTaThl: Hanbojee 4YacTBIMH B HCCIENO-
BAaHHOW I'pyIlIe SBHWIMCH MyTallMM B T'€HaX PELEeNTOpPOB
TPOMOOIIUTOB M B cHcTeMe (POJIaTHOIO LUKJIA, IPHYEM B
OCHOBHOM 3TO OBIIM T€TEPO3UIOTHBIE 3aMEHBI. TOJIBKO
B OJHOM CIIy4ae BBISBICHA I'OMO3HIOTHAs MyTauHUs IO
reny MTFHR (ren-perynstop HakoIUICHUS TOMOIIHMCTE-
uHa). Haubosee 3HaunMble B pa3sBUTUU TpomOOuInu
— Jleiinenckas mytanus (F-5) u myranus nporpomOuHa
(F-2) — BcTpeuaroTcs 3HaUUTENBHO pexe — B 2,8% u 5,6%
CIydaeB COOTBETCTBEHHO (puc. 1,2).

OnHUM U3 BaXHBIX HANpPABICHUH B WM3YYCHUH Ha-
CJIEICTBEHHON TPOMOO(WINYU SIBISIETCS UCCIISIOBAHKE €e
KOMOHWHHUPOBAaHHBIX (GopM. X Hamu4ne CymecTBEeHHO 110-
BBIIIACT PUCK PA3BUTHS TPOMOO30B U OCIOKHEHHI Oepe-
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MeHHOCTH. IIpucyrcTBre cpasdy 1ByXx HanOoiee 3HaUUMBIX
B pa3BUTHH TpoMOodummmu myrtanuid (daxrtop 5 Jleiinen
u nporpomOuH F-2) yBennunBaetr puck Tpom0O030B B He-
CKOJILKO pa3 10 CPaBHEHHWIO C HOCHUTEISIMH H30JIMPOBAH-
HeIX MyTanui. CodeTaHWe THUNEPrOMOUMCTEHHEMHUH U
npyrux GopMm TpoMOOGUINU TakkKe 3HAYUTEIHHO IMOBEI-
IaeT pucK pasBUTHUSA TPoMO030B. OTMEUEHO, 9TO KOMOH-
HUPOBAaHHBIE (POPMBI TPOMOO(DIIHH yBEIHYUBAIOT PHUCK
MOTEpH IUIONA, 3alEPIKKY Pa3BUTHS IUIONA, BEPOATHOCTH
MPEKIEBPEMEHHON OTCIOWKH HOPMAJIBHO PaCIIONOKEH-
HOMW IJIAIICeHTHI, Pa3BUTHSA I'eCTO3a, OeCTUIONuSI.

B Hammx wccnenoBaHWAX KOMOWHHPOBAHHEIE (HOPMBI
TpoMOOh K ObIIM BBIIBICHB! Y 43 maruenToB (39,8% 00-
ClIeZIOBaHHEIX) (pHc. 3).

Pe3ynbrarbl MpPOBEAECHHBIX MCCIIEAOBAHMN MAlMEHTOB,
oOparuBmuxcs B maboparoputo TreeGene 1Mo HarpaBICHHIO
Jeyarux Bpadeil pa3aHdHBIX Mpoduieil, B OCHOBHOM Bpa-
4eid, 3aHUMAIOLIUXCS PEIPOAYKTHBHBIM 3/I0POBLEM XKEHIIUH,
TeMaToJI0TOB M KapANO0JIOTOB, TOKA3bIBAIOT BA)KHOCTH UCCIIE-
JIOBaHUI TEHETHUYECKUX HM3MEHEHHUIl CHCTEMBI IeéMOCTa3a,
MIOMOTAIOMINX TPAKTUYECKUM BpadyaM BBISIBUTH OCHOBHBIC
3BEHBS MIATOTCHE3a PA3NIUYHBIX TPOMOO(HUIMYECKUX COCTO-
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SIHUM HapsAgy ¢ APYTMMH KJINHHUKO-INArHOCTHYECKUMH HC-
cienoBaHusIMU. 10 JaHHBIM JTUTEPATypBl O BHICOKOM YacTo-
T€ MYJIBTUTCHHBIX (OpPM TPOMOODHINH MIPH PaCcIIHPECHHOM
o0cieIoBaHNH, a TaKKe 110 TOCTYIMUBIINM B JIAOOPATOPHIO
3anpocaM KIMHUYECKUX CIEHUAIICTOB, ObIIO PEIIEHO BHE/-
PHTB €1Ile HECKOIBKO UCCIEAOBAHUH MOMUMOP(HU3MOB TEHOB
JUISl paCILIMPEHUS BBISIBICHUH BO3MOXHBIX N3MEHEHHH.

C 2014 roma B MOJEKYISPHO-TCHETHUECKOH Iabopa-
topun TreeGene mccnemoBanue mpoBoauTcs 1mo 11 reHawm,
KOHTPOJIMPYIOIINM CHCTEMY reMocTa3a U (oIaTHOTO oOMe-
Ha. [ToMMMO 5-TH T'€HOB, yKa3aHHBIX BbIIIE, BHEIPEHO HC-
clieZioBaHMe 1O TeHy nHTerpuHa TpombonuToB ITGB3, rena
kxoHBeptuHa F7 u hubpuncTadbmmmsupyromero ¢akropa F13,
reHa ¢ubpunoreHa FGB, reHa MeTHOHWH-CHHTAa3BI-pEeIyK-
ta3el MTRR u rena mHrHONMTOpa akTUBaTOpa IIA3MHHOTEHA
PAI1, xoTOpBIii SBIIETCS OMHUM U3 KOMIIOHEHTOB (PHOPHHO-
JUTUYECKOHM CHCTEMbI TeMOCTa3a.

Pe3ynbraTbl KOMILIEKCHOTO MOJIEKYISIPHO-TEHETHYECKO-
IO MCCIJIEZIOBAHUS MTOJMMOP(PHU3MOB TCHOB HACIIEACTBEHHOMN
TPOMOODUINN CYIIECTBEHHO PACIIUPSIOT BO3MOKHOCTH
MIPOTHO3UPOBAHUSA M TMPOMMIAKTUKN 3a00JIEBaHUN pEIpo-
JIYKTUBHOM U COCYIUCTON CUCTEMBI.
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