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AHHOTALMSA

AxTyanbHocTh: CeronHs akTyalbHO H3Y4EHHE Haclel-
CTBEHHBIX TPOMOO(MINHA W TeHEeTHYeCKUX HapymeHuid ¢o-
JIATHOTO IIMKJIA Y OEPEMEHHBIX, KOTOpBIE MMENU OecIioane B
aHaMHe3e.

Heap uccienqoBaHusi — NPOAHAIN3UPOBATH YACTOTYy H
CTPYKTYpY T€HHBIX OIUMOP(HU3MOB NIPH BPOXKICHHBIX TPOM-
60¢HINAX BBICOKOTO PHCKA M T'€HETHYECKHUX HapyIICHHAX
(homatHOTO TMKIIA Y OepeMeHHBIX ¢ OecIuIoaeM B aHAMHE3e.

Metoapi: O6cnenoBansl 122 GepeMEHHBIX B BO3PAcTe OT
20 mo 49 net, B TOM YHCI€: )KEHIIUHBI C Y)HIOKPUHHBIM Oec-
wionueM B aHamHese (n=40, [pymma 1); KeHmuHB ¢ TpyO-
HO-TIEpUTOHEANTFHBIM OectuiogueM (n=28, ['pymnma 2); xeHmm-
HBI, KOTOPBIE UMENN B AaHAMHE3€ COUETAHUE SHIOKPHHHOTO U
TpyOHO-TIepuTOHeanpHOTO  (hakTopoB  Oecrumogus  (n=36,
I'pynma 3); KeHIIWHBI, HE UMEBIINE B aHAMHE3E OeCTUIOAHS
(n=18, I'pynma 4).

Bbeun npoBeneH reneruueckuil aHanus merogoM IIIIP B
pEKMME pPeaJbHOIO BPEMEHH IO COOCTBEHHOW TEXHOIOTHUH
Seegene — mTOCE: omHOMOMEHTHOE TEHOTHITHPOBAHKE O-TH
MONMUMOP(HBIX BapUAHTOB 3-X OCHOBHBIX T€HOB CUCTEMBI T'e-
MOCTa3a, CBA3aHHbIX C HACJIEICTBEHHBIMH TPOMOODIIINAMHY U
obmeHOM (ponaTos.

Pe3yabraThl: Yactora myTanuii rera Factor 2 Prothrombin
cocTtaBuia oT 5% y OepeMEHHBIX ¢ HIOKPHHHBIM O€CIIONu-
eM B aHamHe3e 10 11,1% y GepeMeHHBIX ¢ coYeTaHHBIM Oec-
wionueM B aHamuese. Yacrora myrtanuii rena Factor 5 Opura
caMmoii OONBIIOHN y KEHIIMH ¢ TPYOHO-IIEPUTOHEANBHBIM Oec-
mIogueM B aHamHe3se u orHocutcs K F5 Leiden, F5 P2 4070
u F5 5249.

T'omMO3UrOTHBIE MyTallMK T€HOB (POJIATHOTO LIUKJIA UMEIH
OepeMeHHBIE C OeCIIOANEM B IIPOILIOM.

3akaioueHne: AHaIU3 MOMyYCHHBIX TaHHBIX IIOKa3bIBALT,
YTO TOMO3UTOTHBIE TIOKa3aTeNy (OIaTHOrO LUKJIA HAaOIroma-
IOTCSI TOJBKO ¥ OepeMeHHBIX ¢ OecruromueMm B aHamHese. C
y4€TOM BBIIIEU3IOKEHHBIX JaHHBIX, MPEICTABISIETCS aKTy-
aJbHBIM CBOEBPEMEHHOE IPOBEICHUE MOJIEKYIIPHO-TEHETH-
YECKOT0 00CIIENOBAaHMS KEHIINH ¢ OECIUIONNEM B aHAMHE3E.
OTO NMOMOXKET HAa3HAYWTh KOPPEKTHUPYIOIIEe MaToreHeTHde-
CKOE JIEUEHHE U NPEAyNpEIUTh Pa3BUTHE OIACHBIX OCIOXK-
HEHUIl: HEeBBIHAIINBAHNUSA OEPEMEHHOCTH, IUIAIICHTApHOH He-
JOCTaTOYHOCTH, MPE3KIaMIICHH, CHHAPOMA 33JEp:KKH pocTa
UI0/1a, BHYTPUYTPOOHOH rubenu miozaa.

Kntoueevte cnoea: cenemuueckue mpombogunuu, 3H00-
KpunHoe u mpyoOHo-nepumoneanrbHoe becniooue 8 aHamHese,
bepemeHHOCb.

BBenenne: HecoMmHeHHOIt sBIsIeTCS poib TpoMOOGMINN
HE TOIBKO B CTPYKType TPOMOO30B H TPOMOOIMOOIHYIECKUX
OCIJIOKHEHUH, HO U B MaToreHes3e psjga 3abolieBaHUN ¥ MaTo-
JIOTHYECKUX COCTOSIHUH, K KOTOPBIM OTHOCSATCS aKyILIEpCKHE
OCIIO)KHEHHUS: MPUBBIYHOE HEBBIHAIIMBAaHHE OEPEMEHHOCTH,
MIPEIKIIAMIICHS, CHHAPOM 3aaepkku pocta mioxa (C3PID),
HELLP-cunnpom u npyrue [1-6].

[Ipobnema HeBBIHAIIMBAHUS OEPEMEHHOCTH OCTaeTCs
OHOW M3 IVIaBHBIX NPOOJEM INEpUHATAIFHOH METUIUHBI.
ITocTostHHOE COBEPIICHCTBOBAHME METOOB JICUCHUS MallH-
€HTOK, KOTOpPbIE JUINTEIbHOE BPEMsI MMENN SHIOKPHHHOE H
TpyOHO-TIEpUTOHEATbHOE OECIUIONUe, CTAaBUT MEpe BpadaMi
BOTIPOCHI JTaJbHEUIIIET0 COMPOBOXKICHUS UX OEpeMEHHOCTEH
[7, 8]

BonpmmHCTBO OEpeMEHHBIX, NMEBIIUX B aHAMHE3€ 3H-
IOKpUHHOE W COYeTaHHOe OEeCIUTonue, MMEIOT M30BITOYHBII
BEC, a HAJIMYUE O)KUPEHHS BO BPeMs OEPEMEHHOCTH acCOLH-
HPOBAHO C Pa3BUTHEM CEPHE3HBIX OCIOKHEHUH Ul MaTePH U
wiofa. Takue OClOXKHEHUsI Hanboiee XapaKTepHbI IS KEH-
IIMH C a0JOMUHAIBHBIM THIIOM OKHPEHUS (BUCIIEPATEHBIM),
KOTOpO€ B OOJIBIIMHCTBE CIIy4aeB COUETAETCA C KOMIUIEKCOM
TOPMOHAJIBHBIX U META0OMMUECKUX HapYIICHUH W SBISIETCS
caMbIM HEOJIAroNpHATHBIM B KIMHHYECKHX M IPOTHOCTHYE-
ckux acmekTax [9, 10]. B HacTosmee Bpemsi ocoboe BHUMa-
HHUE yZeNseTcs U3y49eHHI0 TPOMOOPHUINIECKNX OCIOKHEHUH
npu oxupernuu [11, 12]. IlapamgokcaabHO, HO IPH TOM, YTO
OONBIIMHCTBO OTKPBITHHA B TEMOCTA3HOIOTHU CBS3aHBI C AKy-
LIEPCTBOM, AJIUTEIHFHOE BPEMS B aKyIIEPCTBE OHH UTHOPHPO-
BaJINCH M BHEAPSIINCH C OOJIBIINM OTIO31aHUEM T10 CPAaBHEHHIO
¢ IPYTHMH KIHHUIeCKUMH nucrurminaami [ 13]. I[Tpu oxwupe-
HUM U HAJIMYUH METa0ONMYECKUX HAPYIICHUH MMEET MECTO
TUIIEPKOAryIsIHs, CHIDKaeTcsl (puOpHHOIMTHUYECKAs aKTUB-
HOCTh KPOBH, YTO CBS3aHO C IOBBINICHUEM TPOMOOTEHHOTO
notennuana [14, 15].

Tpom6oGuINs — MOBBIIICHHAS CKIOHHOCTD K Pa3BUTHIO
TPOMOOB B KPOBEHOCHBIX COCYAaX BCIIEACTBHE T€HETHUECKUX
(30-50% TpomMO030B) MM TPHOOPETCHHBIX A€(DEKTOB CHCTE-
MBI TeMocTa3a. TpoMOo¢unrs He Bcerga MPUBOAUT K TPOM-
003y, HO CYIIECTBEHHO ITOBBIIIAET PUCK €r0 BOZHUKHOBEHUSI.
3t0 He 00JIEe3HB, a MATOJIOTHYECKOE COCTOSIHHE, KOTOPOE MO-
JKET IPUBECTH K 3a0ojeBanuio [16].

BonbminHCTBO NIOAEH A0Nroe BpeMsi MOTYT HE 3HATh O
HaMA4IHH (HaKTOPOB PHUCKA TPOMOO30B J0 IMOSBICHHUS CHMIITO-
MoB. IlaTonorndeckne CUMITOMBI MOTYT BO3HHUKATh B CBSI3U
¢ 6epeMeHHOCThIO, IPHEMOM JIEKapPCTB, 0COOCHHOCTSIMU TIH-
TaHWsA, TI0CIIe XUPYPTHUECKOTO BMEIIATENbCTBA, TPABMBI, (H-
3MYECKOTO TEepeHANpsDKeHUs U T.1. TpoMmOooOpa3oBaHue, 1O
CyTH, HOPMAJIBHBIHA, (U3NOJIOTHUYECKUI IIPOLECcC, KOTOPHINA
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MPEIATCTBYET YPE3MEPHOMY BBITEKAaHHIO KPOBH B MeCTax
noBpexaeHus cocyna. OJHako, Korma TpoOMOOTHUECKHUI MPo-
LeCC SBISAETCS W30BITOYHBIM, OH CTAHOBHTCS MATOJOTHYeE-
ckum [16,17].

Ha ceronHs BRIACIAIOT TaKUe BUABI TPOMODUITHIA:

1) BpoxaeHHbIE (HACJIEACTBEHHBIE, TEHETHYEeCKH O0O0y-
CJIOBJICHHBIE) TPOMOOHINY;

2) npuobpeteHHbIe (IPHOOPETEHHBIE, KaK Pe3yJIbTar orle-
PaTUBHOTO BMEUIATENIBCTBA, CEPHE3HBIX TPaBM, JAJIUTEIHHOTO
IpreMa JICKapCcTB - HalpUMep, OPAIbHBIX KOHTPAILIETITHBOB).

IeneTnveckn NeTepPMUHUPOBAHHAS WM MPHOOpETEHHAs
CKJIOHHOCTh MOXKET NPHBECTH K PAa3BUTHIO BEHO3HOH TPOM-
6oambonmueckoit Oonesnn (BTOB), a Takke (10 MHEHHIO
HEKOTOPBIX 3KCIEPTOB) apTepuaibHOro Tpombo3a. Yacrora
BPOXKACHHOH TpoMOoduInu oleHnBaercs Ha ypoBHe 8% B
obmeit momymsituu U B 30-50% cimyyaeB BeHO3HOTO Tpombo3a
B Bo3pacte < 50 yeT.

[Marorene3 TpoM003a MMOYTH BCeria KOMIUIEKCHBIH. D30~
Jibl TpOMOO3a BO3HUKAIOT BCIIEACTBHE COUYETAHHOTO BIIUSIHUS
HACJICJICTBEHHBIX U MPHOOpeTeHHBIX (hakTopos [17].

Knaccudukanms Tpom0Oodunuii mo creneHu pucka:

1) nerkue (HU3KOTO PHUCKA) - TETEPO3UIOTHBIE (POPMBI MY-
taiuu akropa V Jlelinena u rena nporpomouHa 20210A;

2) Tskenble (BHICOKOTO PUCKA) - TOMO3UTOTHBIE (DOPMBI
BBILIIEYKa3aHHBIX MYTallii, KOMOWHALUS TeTEePO3UTOTHBIX
bopM 3THX 2-X MyTauuii, 1epUUUT aHTUTPOMOUHA, aHTHdOC-
GOMUMUIHBIN CHHAPOM.

Jjist AMarHoCTHKY NPUYUH TPOMOO(DUIINK U PUCKA Pa3BH-
THUSI TPOMOO30B IIPY MATOJNIOTHH OEPEMEHHOCTH Mbl IIPUMEHH-
JIM TeHeTHYecKoe uccienoBanue «IlomuMophu3M reHoB TpoM-
6odumuu (IIporpom6buH, Jlefinenckas mytamus, MTHFR)».

Ha ceronns mokazaHUsIMH K Ha3HAUYCHHUIO T€HETHYECKOTO
HCCIIEIOBAaHNS B aKyIIEpPCTBE U THHEKOJIOTHH sABJIsIoTCA [18]:

1. Hanmuaue cocyaucroro Tpom603a B aHaMHE3€: CIIy4au
HACJICJICTBEHHOI TPOMO03MOOINY B CEMbE, CITy4an TpoMO03a
B JIT0OOM BO3pacTe NMpy HAJIMYUHM CEMEHHOro aHaMHe3a, e/Iu-
HUYHBIA TPOoMO03 10 50 JIeT, HOBTOPHBIE TPOMOO3bI, TPOMOO-
3bl HEOOBIUHOM JoKanu3anuu (MopTajbHbIe, OpbDKEEUHbIE,
MO3TOBBIE BEHBI);

2. Ilpu akyuiepckoil maToNIOTHUH: OCIOKHEHHBIH aKylep-
CKUif aHaMHe3 (TPUBBIYHOE HEBBIHAIIMBAHUE, IPEIKIAMIICHS,
aHTeHaranbHas rubenb mioxa, C3PII, mpexneBpemeHHas
OTCJIOHMKa IJIAleHTH, MOBTOpHBIe Heymaun OKO); xeHiu-
HBI, IUIAHUPYIOUIME OepeMEHHOCTh, UMEIOIINEe TPOMOO3bI B
aHaMHe3e, POACTBEHHHMKOB IEPBOM CTENEHM POACTBA C Ha-
CIIEJICTBEHHON TpoMOodmInei# u TpPoMOOIMOOIHIECKIUMU
OCIIO)KHEHHUSIMH TIPU BBISIBJICHUH TOBBIIICHUS! YPOBHS TOMO-
LUCTENHA,

3. B runekonoruu: miaHUPOBaHNE WIM IPUMEHEHHE TOp-
MOHQJIBHOM KOHTPALEIIUMHU UM TOPMOHAIbHON 3aMECTUTEIIb-
HOM Teparnuy y XKeHIINH, UMEIOIINX TPOMOO3bI B aHaMHe3e 1/
WJIH POACTBEHHHUKOB IIEPBO CTEIICHH POACTBA C HACIEICTBEH-
HOW TpoMmOoduIHeH, TPOMOOIMOOTHUESCKUMH OCIOKHEHHSI-
MH, TIpH [UIAHUPOBAHUU THHEKOJIIOTHYECKHUX OTIEPAIlHii;

4. Cutyanum BEICOKOTO pHCKa: MACCUBHBIE XUPYPTrUUeCKHe
BMeEIIATeNbCTBA, MMOBBIIICHUE YPOBHS aHTU(OCHOIUIHAHBIX
aHTUTE] W/WIM THIEPrOMOLUCTEMHEMHS, TPOQHUIAKTHKA
TPOMOOTHYECKHX OCIIOKHEHHH Y OONIBHBIX 3JI0KA4ECTBEHHBI-
MH HOBOOOpa3oBanusimMu [19].

Yamie Bcero reHeTHyecku OOYCIIOBJIEHHAs TpoMOodu-
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JIUST BIIEPBBIE MIPOSIBIISET cebs BO BpeMs OEpEMEHHOCTH. JTO
CBSI3aHO C IOSIBJIGHHEM TPEThEro Kpyra KpoBOOOpallleHUs] —
IUIAIIEHTAPHOT0, KOTOPbI UMEET CBOU CIelU(UUECKUE 0CO-
OCHHOCTH W JIaeT JOIOJHHUTENILHYIO HAarpy3Ky Ha OpPraHu3M.
HMeHHO mosTOMy OEpeMEHHOCTh M TPOMOOMMIIHS SIBISIETCSI
OIIaCHBIM COYETAHHEM, KOTOpoe TpeOyeT K ceOe MOBBIIICHHO-
rO BHUMaHWUsI )KEHILUHBI U BpadeH.

Takxe Ha CErofHSIIHUM I€Hb IHPOKO UCCIEyeTCs B Ma-
TOreHe3€¢ OCHOBHBIX aKyNIEPCKUX OCIIOKHEHHH U POJIb MyTa-
uuid Metunenterparugpodonarpenykrasst (MTHFR) [5, 7].
®epmentr MTHFR wurpaer kiroueByio poib B MeTaboIn3Me
(onreBol KUCIOTHI, IOTOMY YTO KaTajJH3UPYeT BOCCTAHOB-
nenue 5,10 -merunenrparuapodonara B 5- METHICHTETparu-
npodonar. [Tocnennuii siBnsiercss akTuBHOW (opmoii doue-
BOU KHCJIOTBI, HEOOXOMMMOI /1J1si 00pa30BaHHsI METHOHHHA U3
TOMOIICTEHHA U 1ajiee — S-a/IeHO3WIMETHOHNHA, UTPAOIIETO
3HAYNTENBHYIO0 poNb B Iponecce mMetwinposanus JJHK. 13-
BECTHO OKOJIO JIBYX J€CSATKOB MYTAllMi 3TOr0 reHa, Hapylla-
fonmx GyHkiuo hepmenta. Hanbosee H3ydeHHOM My TaIien
ABJISIETCA BapHaHT, B KOTOPOM HykieoTun 1uto3ud (C) B mo-
suruu 677 3amened TumuauaoM (T) [20].

[IpuHrMas BO BHMMaHHWE, 4TO IIIABHBIM OCJIO)KHEHHEM
OepeMEHHOCTEH Y KEHIIMH ¢ OSCIJIOAUEM SBJISIETCS HEBbIHA-
IIMBAaHUE, Mbl MBITAJIUCh BBUICHUTH TE IMATO(U3UOIOTHYE-
CKHE MEXaHU3Mbl, KOTOPbIE C PAHHHUX 3TAlOB I'eCTallMOHHOTO
mpoIecca M A0 POAOB OMNPEAEIIIOT OCOOCHHOCTH TEYCHHUS
9TUX OEpeMEHHOCTEH, C 1IeJIbI0 CIPOrHO3UPOBATh, U3JICYUTh
Y CHU3HUTH YacTOTY JaHHOH narosnoruu. OCHOBHAs Harpyska
10 (POPMHUPOBAHHIO PEIPOAYKTUBHBIX IOTEPh NPUXOAUTCS Ha
nepsbie 12 Henmenb rectamuu [21].

Hac 3anHTepecoBano n3y4yeHue HacJeCTBEHHbIX TPOMOO-
Gbunmii ¥ reHeTHYeCKUX HapylleHnH (onaTHOro 1uKia y Oe-
PEMEHHBIX, UMEBIINX OECIUIONNe B aHAMHe3e, Bellb HU OIHMH
U3 CYILECTBYIOUIMX JieYeOHBIX MPOTOKOJIOB HE YYHTHIBAET
pOJIb COYETaHMsI CaMbIX PACHPOCTPAHEHHBIX TPOMOOTEHHBIX
(dhopM TpOMOODHIIHH, YTO MPUBOIUT K T€CTAIIMOHHBIM OCIIOXK-
HEHUSIM U MIEPUHATAIBHBIM MOTEPSIM.

[IpoBenenHsbIit 0030p JUTEpaTypsl MO 3TOW mpobieme
NOKa3aJl HeOOJIbLIOE KOJNIMUECTBO HAYYHBIX MCCIIENOBAaHUN B
VYkpanHe M0 TPOMOOGHINYSCKHM MPHYUHAM OCIOKHCHHMA
OepeMEHHOCTH, POJIOB U MIEPUHATAIIBHOTO [IEPUO/Ia Y MIIA/ICH-
L[EB, POXKJICHHBIX KEHIIMHAMH ¢ OeCIJIONUeM B aHAMHE3e.

Lens wuccienoBaHusT — IPOAHAIN3UPOBATh YacTOTy U
CTPYKTYPY T€HHBIX HOJIUMOP(U3MOB ITPU BPOXKJCHHBIX TPOM-
00(puIMAX BBICOKOTO PHCKa M TI'€HETHYECKUX HapyIICHUIX
(onarHOro KKIIA Y OepeMEHHBIX ¢ OSCIUIOHEM B aHAMHE3E.

Marepuajbl 1 METOIbI:

Koeopma uccnedosanus

Jnist fOCTHKEHHS TOCTABICHHOM 11eJ11 OBbLIO 00CIIeI0BAHO
122 xenmunbl B Bo3pacte oT 20 1o 49 ner B [-m TpumecTpe
OEepEeMEHHOCTH, B TOM YHCJIE: XKSHIINHBI C JHJOKPHHHBIM Oec-
wionueM B aHamHese (I'pymma 1, n=40); *eHIMHBI ¢ TpyO-
HO-TIepuTOHeabHBIM OecioaneM (I'pymnma 2, n=28); KeH1u-
HbI, KOTOPBIC UMEJIM B aHAMHE3€ COUETaHHe YHIOKPHUHHOTO U
TpyOHO-TIepuTOHEaNnbHoro (akropoB oecrutonus (I'pymnma 3,
n=36); >KEHINHbI, 3a0€peMEHEBIINE CAMOCTOSTEIBHO U HE
uMeBInMe B anamHe3se oecrioaus (Ipynmna 4 — KOHTpOJIbHAS,
n=18,).

Cpenuuii Bo3pacT OepeMEHHBIX ¢ OCSCIUIONUEM B aHAMHE3¢
cocTaBui 38,5 5et, a GepeMeHHBIX, HE UMEBIINX 00pEeMEHEH-
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Kpurepun orbopa marmentox B I'pynmy 1 BKiIroyanu Ha-
JUYUEe B aHaMHe3e CIIEAYIOINX COCTOSIHUN: CHHIPOM ITOJIH-
kucto3HbIX suyHUKOB (CIIKA), runmepnponaxrunemus (I'TI)
WM UX coYeTaHue. Y )KEHIMH ¢ OeCIIonueM SHJOKPHHHOTO
reHe3a B aHamHe3e Jaiie Bcero ormeuancsa CITKS mmn CITKSA
B couetannu ¢ ['TI. B 75% cayuaes, CIIKS compoBoxmancs
MeTa0OJIHMYECKUM CHHIPOMOM, OXHPEHHEM, WHCYIHHOPE3H-
CTEHTHOCTBIO.

Kpurepun orbopa marmentox B I'pymnmy 2 BKIOYaIu Ha-
JUYMEe B aHaAMHE3€ CJIEOYIOUINX COCTOSHHH: BHEMAaTOYHBIC
6epeMEeHHOCTH, CAKTOCAIBIINHTCHI, XPOHUYECKUE PEIUIUBH-
PYIOILUE CAIBITMHTO0O()OPUTHI, XPOHUYECKHE METPHUTBHI.

B I'pynme 3 manmeHTKH MMeTH B aHaMHE3€e Iepes HacTy-
nuBIIEH OepeMEeHHOCThIO coueTanue ropmonanbHoro (CITKS
u I'Tl) u TpyOHO-TIepUTOHEATLHOTO (haKTOPOB OECILIIONMSL.

B kaxkIy1o U3 MepBbIX TpeX IPYII BKIHOYAIUCh alUeHT-
KH, 3a0epeMeHeBIIre KaK MOocje ONepaTHBHOTO UM KOHCEpBa-
THUBHOTO JieueHus Oecruioaus, Tak u mocie BPT (3KO).

YV Bcex ManueHToK OBLIO MOyYeHO COITTache Ha MPOBEe-
HUE TEHETUYECKUX UCCIIEIOBAHUM.

OOBEKTOM HCCIIEIOBAHUS SIBUJINCH MYTaIlliM B TeHAX
Factor 2 Prothrombin, Factor 5 Jleitnen, MTHFR 677 u
MTHEFR 1298.

Memoow! uccnedosanus

Br110 mpoBeIeHO OAHOMOMEHTHOE TEHOTUITHPOBAHUE 6-TH
NONMUMOP(HBIX BaApUAHTOB 3-X OCHOBHBIX T€HOB CUCTEMBI T'e-
MOCTa3a, CBS3aHHBIX C HACJIEACTBEHHBIMH TPOMOO(UIMIMU
u oOMeHoM (onatoB. [eHeTHUECKUT aHaIU3 TIPOBOAMIN BbI-
COKOUYBCTBUTENBHBIM MeToznioM IIIIP B pexume peanbHOro
BpeMeHHU 1o coOcTBeHHOM TexHonormu Seegene - mTOCE
Technology Ha ammiudukarope CFX- 96 No 785 BR18596
«BIO-RAD» (CIIA).

AxTHBHOCTH (hakTOopa/epMeHTa MEHSJIach B pe3yJbTare
HYKJICOTHIHBIX 3aMEH B KOAUPYIOIIEM €ro TeHe:

1. ITo orHOwmIeHUIO K (haKTOpaM CBEPTHIBAHHS CHCTEMBI
reMOoCTa3a pa3luyald BBICOKYIO U CPEIHIOI0 CTETIeHb pPHCKa
TpOMOO30B: aijens «HEUTPaJIbHBII - HOpMaJbHasl aKTHB-
HOCTh (DAaKTOpa, «rETEPO3UTOTa IO MYTAHTHOMY aJUIEIIIO»
XapaKTepU30Balach W3MEHEHHWEM aKTHBHOCTH (akropa u
CpeliHel CTeleHbI0 pUcKa TPOMOO30B, «KTOMO3HMIOTa IO MY-
TQHTHOMY aJIJIEII0» - 3HAYUTEJbHBIM M3MEHEHHEM (YHKIIH-
OHAJILHOM aKTMBHOCTH (haKTOpa M BBICOKOH CTENEHBIO pUCKa
TPOMOO30B.

2. OtHOCUTENBbHO (PepMEHTOB (HONATHOTO LHMKJIA: AJjIesb
«HENTpabHBI» — HOPMaJIbHAsi aKTUBHOCTh (DepMEHTa, «re-
TEPO3UT0Ta 110 MYTAaHTHOMY aJUIENIO» — MOHMKEHHAs! aKTHB-
HOCTh (PEepMEHTa, «TOMO3HMIOTa [0 MYTAHTHOMY aJUIEIIO»
— 3HAYMUTEJILHO MOHMKEHHAsl aKTUBHOCTh (epmeHTa. [ToHH-
JKCHHass aKTMBHOCTh (pepMeHTa MPHUBOIWIA K HapyIICHHUIO
MeTabOJIMUECKOro0 IyTH MNpeoOpa3oBaHusi TOMOIMCTEHHA,
YBEJIMYEHHUIO €r0 COAEP)KaHUs B IJIa3Me KPOBU (THIIEPrOMO-
UCTEMHEMHUH) M BEPOSTHOCTU PAa3BUTHS I1aTOJOTMYECKUX
COCTOSIHUH.

JlocTOBEPHOCTH 111 OTHOCUTEIIBHBIX BEJTMUYNH OLIEHUBAIN
M0 METO/ly yIJIOBOrO IpeobpasoBanus duiepa.

Pe3yabTaThl: bepeMeHHOCTH ObUIA MOTy4YeHA Y MaIUeH-
TOK ¢ OecruiogueM Kak Mocjie KOHCEPBAaTUBHBIX M ONEPaTHB-
HBIX METOJIUK JICUEHHsI, TaK U TI0CIIe MPUMEHEHHUS IPOrpaMM
BPT(OKO). XKenmunsl, 3a0epeMeHeBIINE NOCIE KOHCEPBa-

S
DogpnaS

TUBHOTO M OIEPATUBHOIO JIEYCHUsS] OECIUIOAMS COCTaBHUIIU:
B I'pynne 1 — 40%, B I'pynme 2- 25%, B I'pynme 3 — 10%.
Bepemennocts HacTynmia nocie npumenernst BPT(3KO) o
rpynmnax: B I'pynme 1 —y 60%, B I'pymme 2 — 75%, B I'pynme
3 -y 90%.

Haubonee BbICOKas 4YacToTa YrpOXKalOIIMX PAaHHUX |
MO3JJHAX BBIKUJIBIIICH U TPEKACBPEMEHHBIX POJOB OTMEYa-
nack B [pynmnax 1 u 3: B [ TpuMecTpe 3TOT nokazarenb 10CTH-
ran 89%. Tak, y 5% sxenmud B I'pynme 1, y 4% — B ['pynme
2 uy 6% — B ['pynme 3 OepeMEHHOCTh 3aKOHUMIIACh PAHHUMHU
CaMOIPON3BOJIBHBIMH BBIKUBIIIAMH, TOTA KaK B KOHTPOJIb-
Hoit ['pynme 4 3tot nokazarens coctaBui 1%. [lo3nHne BHIKH-
Jeiiy 6b6uTH y 5% sxeHmuH B [pynmax 1 u 3,y 3% — B I'pynme
2uy 1% — B I'pynne 3. HauGosee yacToi npuYuHON MO3THUX
BBIKH/IbIILIEH OBUIO pa3BUTHE MCTMHKO-IIEPBHKAIBHON HEO-
crarogHocTH — 110 30% y marentox I'pynn 1 u 3, umeBmux
THIIEPaHIPOTEHUIO.

HecMoTpst Ha MacCHBHYIO MTOAJIEPKUBAOLIYIO TEPAITHIO B
NEepBBIX TPEX TPYIIaX, HAPABICHHYIO Ha COXpaHeHue Oepe-
MEHHOCTH, OTMEUEHA TeHICHLIUS K YBEJITHMYCHHUIO 0N OCIIOXK-
HEHUH, CBA3aHHBIX C YIPO30ii MpepbIBaHUs OEPEMEHHOCTH, Y
OepemenHbIX nocie BPT o cpaBHEHHIO ¢ CaMOCTOSATENBHBI-
MU OEpPEMEHHOCTSIMH.

Kaxnas uyerBepras OepemeHHocTh B [pynme 1 u kaxnias
TpeThsi — B I pynne 3 3aKOHYMIACH MTPEXKIEBPEMEHHBIMU PO-
JlaM{ HEe3aBUCHUMO OT METoJla OILUIONOTBOpeHwMs, u3 HuX 90%
COCTaBWJIM TIO3JTHUE MIPEXKIEBPEMEHHbBIE POABI U TOJIbKO 10%
— paHHHe.

AKyIiepckre THIIEPTeH3UBHBIE PACCTPONCTBA Yallle BCEro
BcTpevanuck y 0epemenHbix [pymnn 1 u 3 u cocraBuiu ot 20%
10 35%. 3HAYUTENILHO MEHbBILE ITHX OCJIOXKHEHHH OBbLIO B
I'pyrnme 2 — 1o 10%. OOpaiuaer Ha ce0st BHUMAHUE U TSIHKECTh
TEYEHMsI ITUX COCTOSAHMU. Tak, Tskenas IMpedKJIaMIICus OT-
Meuanack y 10% >xermun B I'pynme 1 u 15% B I'pynme 3,
MIPESKJIAMIICUS CpEHEH cTeneHu TsbkecTd — y 20% KeHIIUH
B I'pymnme 1 u 25% B I'pynme 3.

[InaneHnTapHas HEZOCTATOYHOCTh 4YacTO BBISBISUIACH Y
OepeMEeHHBIX BCEX IPYIII, MMEBIIUX OeCIUIonue B aHaAMHE3e.
Tak, B I'pynmax 1 u 3 ona coctaBuina 25% u 30%, cooTBeT-
CTBEHHO, a B I'pymnme 2 — 15%, B To Bpems, kak B [pymme 4
IUIAIICHTapHasi HeJOCTaTOYHOCTh BCTpeYaliaCh TOJBKO Y 5%
OepeMEeHHBIX.

C3PII Taxke yaie BcTpedaics y O6peMeHHBIX, UMEBLINX
B npormioM Oecrutonue. Tak, C3PII 3apeructpuposan y 10%
xeHuwH B ['pynme 1, y 8% - B I'pynne 3, y 12%, B I'pymnme 2
u ToneKo y 2% B I'pymme 4.

CreyeT OTMETUTh, YTO TOKa3aTedu MepUHATaIbHON 3a-
6oseBaemoctu cocrasmiu 30,2%, 27,5% u 40,5% B I'pymmax
1,2 1 3, COOTBETCTBEHHO, U OBLIIM CTATUCTUYECKHU JJOCTOBEP-
HO (p>0,05) BBIIE IO CPAaBHEHHUIO C KOHTPOJIBbHOU [pymnmoi
(11,0%). B ctpykrype 3aboneBaemocty B [ pynmax 1-3 Bemy-
mUMH ObUTH: HepoHOMmEHHOCTh (24,8%, 27,5%, 30,1%), He-
oHaranpHas xentyxa(26,1%, 24,3%, 29,3%), HeoHaTanbHas
sunedanonarus (9,3%, 10,2%, 12,2%), CHHAPOM AbIXaTEb-
HBIX paccTpoHCTB, mpenmymniecTsenHo I Tuma (10,7%, 12,2%,
14,6%), BHyTpIKETy04KOBBIE KpoBou3musHu (3,5%, 3,5%,
4,8%) u perunonarus HenoHomeHHBIX (1,5%, 1,8%, 2,4%). B
KOHTPOJIbHOU ['pyIiie yacToTa HEJOHOIIEHHBIX HOBOPOXKACH-
HbIX coctaBmia 8,0%, cpeau kotopsix y 9,3% oTMedanach He-
OHaTaJIbHAs JKENTyXa.
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[Maronoruuecknue M3MEHEHHs B KOAryjlorpamMMme B JMHa-
MHKE OEPEMEHHOCTH Y JKEHIIMH TPEX OCHOBHBIX I'PYIIII Yalle
obOHapyxuBanuchk B III Tpumectpe. Tak, BBICOKHI ypOBEHB
¢ubpunorena(6-8r/m) ormeuaincs B 11l Tpumectpe y Bcex Oe-
pemenHbix [pynn 1-3 He3aBucumo ot Gopmel Oecrionust (10
66,7%), B I'pymine 4 3TOT moka3areib ObLUT MOBBIIICH TOJIBKO Y
20% >keHIIUH.

AntndochonunuaHbii CHHIPOM BCTpevalcst y OepeMeH-

201 \N(‘Q

MyTtanuii B reHe Factor 2 Prothrombin y 6epeMeHHbBIX ¢ pas-
JIMYHBIMK BHJaMHU OECIUIONHs B aHaMHe3e 10 rpymnmnam. Tak,
B I'pynme 1 reTepo3uroTsl ¥ TOMO3MIOTHI MyTaHTHOTO I'€Ha
BCTpedanuch y 5% marnuentok. B I'pynmne 3 roMo3uroTs! mMy-
TaHTHOTO TeHa Berpedanuch y 11,1%. B I'pynmax 2 u 4, 100%
JKEHILIMH UMEJIH HEUTPaJIbHBIN aJlIelb.

Takum obpazom, mytautHbiil Factor 2 Prothrombin o6na-
PY’KHBAJICSI TOJIBKO y JKEHIMH C SHIOKPUHHBIM W COYETaH-

HbIX [pynm 1 u 3 B 3-4%, B I'pynne 2 —y 2%. B [pynne 4 Hu ~ HbIM Oecruionuem, U ero yacrtora pocrurana 10%.

y Koro He ObUT 00HapyKeH aHTH(OCHONNIHIHBIA CHHAPOM.
B Tabmuue 1 mpeacTaBieHbl pe3ysbTaThl HCCIIEIOBAHUS

Tabnuua 1 — Iokazarenu mytanuii Factor 2 Prothrombin 20210 y GepemMeHHBIX
¢ OecrutomueM B aHaMHE3€ 1o Tpymmnam, ade. (%)

IToka3zarennb I'pynma oGcnenoBaHHBIX JKEHITUH
I'pynna 1, n=40 I'pynna 2, n=28 I'pynna 3, n=36 I'pynna 4, n=18
Factor 2 G/G HelTpanbHbIN 36 (90%) 28 (100%) 32 (88,9%)* 18 (100%)
Prothrombin amnens
20210 G>A G/A rereposurora 2 (5%) - - -
A/A romo3zurora 2 (5%) - 4 (11,1%) -

IIpumeuanue: *Pa3HuIa JOCTOBEpHA OTHOCUTENFHO TIOKa3aTelNeil KOHTPONBHOM Tpymsl, p<0,05

Pesynbrarhl BoisiBeHHst MyTaruid Factor 5 y 6epeMeHHBIX ¢ OecionueM B aHaMHe3€ 10 TPyIIIaM IIpeICTaBIeHbI Ha PUCYHKE
1. Tak, B I'pynme | rerepo3uroTsl ¥ TOMO3UIOTHI MyTaHTHOTO IeHa ¢ JleiineHckoit MyTarueit Berpedanuch y 5% u 10% narues-
TOK, B I'pynme 2 - onuHakoBo 1o 14, 3%. B I'pynne 3 reTepo3uroTs! MyTaHTHOTO reHa Berpedanucs B 11,1%. B 4 rpynme y 100%

KEHIIUH ObUT HEHUTpabHbIH ajutenb 1o JlelaeHckoi MyTanum.
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Pucynok 1 — Ilokazarenn mytanuit Factor 5 y GepeMeHHBIX ¢ OecTioareM B aHaMHe3€ 10 TPYTIIaM
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B I'pynme 1 retepo3urorsl 1 roMo3uroTsl MyranTHoro rera Factor 5 R2 4070 Bctpeuanucek coorBercTBeHHO y 20% 1 10%
MaIueHToK, B I'pynme 2 - y 28,6% u 'y 14, 3%. B I'pynne 3 rerepo3uroTs! ¥ rOMO3UTOTH MyTaHTHOTO T€HA BCTPEYAIIHICh OJIHA-
koBO 4acTo —y 11,1% sxenuuH. B 4 rpynme rerepo3urorsl MyrantHoro rena R2 4070 6butn y 33,3% sxeHuiuH.

B I'pynme 1 rerepo3urots! mytanTHoro reHa Factor 5 5279 Berpedanucs y 10% manueHTok, B I'pynme 2 —y 28,6%. B I'pynme
3 reTepo3uroTH ¥ TOMO3UTOTHI MyTaHTHOTO TeHa Factor 5 5279 Berpewanuchk ognHakoBO 4acto — y 22,2% xeHmmH. Bee xeH-
muHb B [ pynme 4 uMenu HeUTpaabHBIN ajieb.

Takum 00pa3oM, YacToTa HAJTHUKSA MyTaluid reHa Factor 5 (reTepo3uroTsl 1 TOMO3HUIOTHI) ObLIa CaMOi OOJIBIIION Y JKCHIIUH
¢ TpyOHO-TIEPUTOHEAIBHBIM OCCILIONNEM B aHaMHe3e, 3To oTHocuTcst K F5 Leiden, FS P2 4070 u F5 5249.

Taxoxe mbl uccaenosaan MTHFR y 6epemennsix ¢ OecruiofreM B aHaMmHe3e 1Mo rpymmam (pucyHok 2). Tak, B I'pymme 1
TeTepo3UroThl U roMo3urotel MyranTHoro reska MTHFR 677 Berpewanucs y 50% u 10% marmenTtok, B ['pymniie 2 reTepo3uroTs
6 y 28,6%. B I'pynme 3 rereposurotsl mytantHoro reHa MTHFR 677 Berpewanics B 66,7%. B I'pynme 4 rerepo3urorst
MYTaHTHOT'O I'eHa BCTpeyanuch y 27,7% >KeHIIUH, TOMO3UTOTHI HE BCTPEYAIUCH.

Tak, reTepo3uroTsl ¥ TOMO3UIOTHI 0 MyTaHTHOMY TeHy MTHFR 1298 Bctpeuanucs B I'pynme 1y 50% u 15% naruenTox,
COOTBETCTBEHHO; B ['pymiie 2 ObuM OMHAKOBBIE MOKa3aTean — 1o 28,6%. B I'pynie 3 reTepo3uroTsl 1 TOMO3UTOTHI 10 MyTaHT-
Homy rery MTHFR 1298 Bctpeuanucs y 22,2% u 11,1% >xeHuuH, cooTBeTcTBEeHHO. B I'pynmne 4 BcTpedatnck TOIBKO reTepo-
3UTOTHl MyTaHTHOTO TeHa (33,3% >keHIIuH).

80
* 71,4 723

7% 66,56,7
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50 50
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42,
40
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MTHFR 677 C>T MTHFR 1298 A>C
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Pucynox 2 — Ilokazarenu mytauuit MTHFR y GepemeHHBIX ¢ OecriofueM B aHaMHE3€ 110 TpyIiaM

Oobcy:xnenne:

1. OOHapyeHbI OTKJIOHEHHUS] B HOCUTEIbCTBE I'€HOB TPOMOO(HIINU BO BCEX IpyNIIax OEpeMEHHBIX ¢ OECIIONueM B aHaMHE3e.
Tak, B rpyme 6epeMeHHBIX C JHIOKPHHHBIM OECIUIOANEM B aHAMHE3€ F€TepO3UTOThI M TOMO3UTOTHI MyTaHTHOTO reHa Factor
2 Prothrombin BcTpedanuch 0AMHAKOBO Y 5% ManeHToK. B rpyrmne 6epeMeHHbIX ¢ CoueTaHHbIM OeCIIONUEeM B aHaMHE3e
TOMO3HIOTHI 110 3TOMY K€ MyTaHTHOMY I'eHy BcTpedasnch B 11,1% cimyuaes.

2. Yacrora narojornueckux myrauuit Factor 5 (reTepo3uroTsl 1 TOMO3UTOTHI) ObliIa caMoii OOJIBLION Y KEHIIUH C TPYOHO-TIe-
PHUTOHEATBHBIM OeCIuToreM B aHaMHe3e U oTHocutes K FS Leiden, F5 P2 4070 u F5 5249.

3. Ilaromoruueckue MyTauuH (F€TEPO3MIOThI) FEHOB (OJIATHOTO IMKJIA BCTPEYAIHMCh JOBOJBHO YacTo y OepeMEHHBIX BCEX
TPYIII, OJIHAKO TOMO3UTOTHBIE aJUIEJIN 3THX FC€HOB HAOIIONANCh TOJIBKO Y OEPEMEHHBIX, C OECIUIOJMEM B aHAMHE3e.

[Tporuo3 TpoMOOdUINK 3aBUCUT OT €€ THIIA, HAIMYUS U TSDKECTH MPEIbLIYIIHUX cIydaeB TpoM003a, a TaKke MPUCYTCTBYIO-
el komopounHocty. Cnennduyeckoe geueHne TpoMOO(UINU OTCYTCTBYET U TAKTUKY €€ JIeUeHHs OA0MPAIOT MHANBULYalb-
HO. KoHCcepBaTHBHBIE METOAMKY MTPEAYCMATPUBAIOT KOMILJIEKCHBIH MOAXO0/ U BKIIIOYAIOT B Ce0s:

*  JIMeTY, UCKJIIOYAIOIIYIO YIOTPEOICHHE XKUPHBIX U KapeHbIX OJIFOJI,  TAKIKE TPOAYKTOB C BEICOKUM COIECPIKAHHUEM XOJIECTEPUHA;
* HOIICHHE BO BpeMsi OEpEeMEHHOCTH IaCTUYHOTO TPUKOTaKa (OMHTOBaHKME, KOMITPECCHOHHBIE YYIIKH )
*  1puéM GapMaKoIIOrHYECKHX CPEACTB (1€3arperanToB, aHTUKOATYJISIHTOB U Ba30IUJIaTaTOPOB).

HccnenoBanue Ha MaTepUHCKYIO TPOMOO(HIIHIO ClielyeT NPOBOJUTh Ha MPEArPaBUIAPHOM dTaIle C LIENbI0 Ha3HAYCHUS CBO-
€BPEMEHHOT'0 ITaTOreHETHYECKH OOOCHOBAHHOTO JICUEHHS C aKLIEHTOM Ha Tepamuio B (EPTHIBHOM IHKIIE, YTO AACT BO3ZMOXK-
HOCTB YIYUIINTh TIEPUHATAIBHBIC UCXO/IBl y ITHX JKCHILUH.
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Bce OGepeMeHHbIe )KEHIMHBI C TUarHOCTUPOBAHHOM TpoMOoduiIneil moyiexar peryjisipHoMy aKylIepcKOMY MOHUTOPHUHLY;
0COOEHHO 3TO KacaeTcsl MalMeHTOK mocie 35 jet, nmocie BPT, ¢ mpuBBIYHBIM HEBBIHAIIMBAHUEM.

3akurouenne: [lonydeHHble JaHHBIE CBHETENBCTBYIOT, YTO IaToyiornyeckue mytaiuu Factor 2 Prothrombin Berpedaror-
Cs HE YacTo M OOHAPYKHMBAIOTCS Y OCPEMEHHBIX, UMEBIINX YHIOKPUHHOE Oecrutoaue B anamHe3e. [laromornueckue MyTamnuu
Factor 5 nposiBisitoTCst yaie ¥ npucyy OepeMeHHbIM, KOTOPbIE UMEIH TPYOHO-TIEPUTOHEAaIbHOE M COYeTaHHOe OeCIUIonne B
aHaMHe3e. Yaile Bcero y OepeMeHHbBIX pa3HbIX TPYIII BCTPEUAIOTCS MAaTONIOTHYECKHE MyTallii T€HOB (DOJIATHOTO LIUKIIA.

AHanu3 NoNy4YeHHBIX JaHHBIX [MOKa3bIBAET, YTO TOMO3UTOTHBIE MMOKA3aTeaH (POJNATHOTO IMKIIA HAOIIONAOTCS TONBKO Yy Oe-
PEMCHHBIX C 6€C1'IJ'I0}II/ICM B aHAMHE3C. HpI/IHI/IMaSI BO BHMMaHHMC BBIIICHU3JIOKCHHBIC JTaHHBIC, IPEACTABIACTCA aKTyaJlbHBIM
CBOEBPEMEHHOE MPOBEJCHNE MOJIEKYIISIPHO-TEHETHUECKOTO 00CIIeI0BaHusl )KEHIMH ¢ OeCIyionueM B aHaMHe3e. DTO TIOMOXKET
Ha3HAYUTh KOPPEKTUPYIOIIEC MATOTCHCTUYCCKOEC JICYHCHNE U TPEAYIIPEANTD PA3BUTUEC OIMACHBIX OCJIO)KHECHHUH: HEBBIHAIIIMBAHUS
OepeMeHHOCTH, TUIalleHTapHo# HenocTarouHoctd, C3PII, BHyTpuyTpoOHO# rudeny rioza.
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AHAMHE3IHJE BEJEYJIITT BAP )KYKTI OUEJJIEPIEI'T KAYIII 2KOFAPBI
TYA BITKEH TPOMBO®UJIUAJAP )KOHE 'EHETUKAJIBIK
®OJIATTBIK IUKJI BY3bIJIBICTAPBI

JLE. Tymanosa', E.B. Konomuerr'
"»VYipauna ¥YMFA akan. E.M. JIyKpsiHOBa aThIHAAFbI [IETHATPUS,
aKyIIEPIiK KoHE THHEKOJIOTHs HHCTUTYTED MM, Kues, Ykpanna

Anjarna

Ozexrisiri: byrinri Tanna anamuesinzae Oezaeystiri OoFaH XKYKTI oieniepaeri TYKbIM KyalaiThIH TpOMOO(MIHMsIIap/Ip! KHE Te-
HETHKAJIBIK (hOJIATTHIK UK OY3bUIBICTAPBIH 3€PTTEy ©3€KTi OOJIBII TAOBIIA/IBI.

3epTTey MaKcaTbl — aHaMHE31H e Oe/ieytiri 6ap >KYKTi sfenep/eri KayIi *orapsl Tya OiTKeH TpoMOoduIIHsiiap MeH TeHeTHKa-
JIBIK (DOTATTHIK UKIT OY3BLTBICTAPEI KE3IHIET] TeHAIK ITOTMMOPMOU3MICPIIH KHILTIrT MEH KYPBUTBIMBIH TaJ/IaYy.

Inuicrep: XKac mamacs! 20 sxactan 49 »xacka geiinri 122 xyKri oifen Tekcepini, conapablH ilIiH/e: aHaMHE31H/e HIOKPHUHAIIK
Geneymniri Oap siienaep (n=40, 1-tom); TyTIKTIK-immepaenik 6eneyiri Oap siienaep (n=28, 2-Tomn); aHaMHE31HAE YHAOKPUHIIIK XKIHE
TYTIKTIK-1ITIepAenik Oeneyiik (hakropiaapbIHBIH TipkeciMi OorFal sifennep (n=36, 3-Tom); anHamHe3iHe Oeneyrik OonmaraH aiernnep
(n=18, 4-ton). Seegene — mMTOCE MeHIIIKTI TEXHOJIOTHSCHI — TeMOCTa3 )KYHECIHIH TYKbIM KyalaiThIH TPOMOO(MIIISIIApMEH XKaHEe
(bonarTappIH anMacybIMeH OaiIaHBICTHI HETi3r1 3 TeHiHIH 6 TOIMMOPQTHIK HYCKACKIH 0ip ME3ETTIK TeHOTHUITEY TEXHOIOTHSICHI OO~
praIA [TTP oiciMeH HaKThI YaKbIT peXKUMIHIE TeHETUKATBIK TaJliay JKYPri3uimi.

Hormkenep: Factor 2 Prothrombin reHinig MyTanusiiap sKUUTIr — aHAMHE3IHIC SHIOKPHH/IK Oeeyriri 6ap KyKTi oifennepie
5%-nan Oacrar, anHamHe3iH e Kocapiac Oezneyairi 6ap skykri sitennepne 11,1%-ra neftin Kypaapl. AHaMHE31H/E TYTIKTIK-1IITepAeITiK
Oeneyniri 6ap oienuepne Factor 5 xwiniri eH yiken 6ol xkone on FS Leiden, F5 P2 4070 sxone F5 5249 sxaranpr. @onarThIK MUK
TeHJIEPiHIH TOMO3HUTOTAIBIK MyTallMsUIapbIHA 6TKEH YaKbITTa Oe/IeysIiri OosFaH JKYKTi sifenep ue ol

KopsIThIHABI: AJIBIHFaH JIEPEKTEPIIiH Taaaybl (QOIaTTHIK HUKIIIH TOMO3UIOTANIBIK KOpCEeTKIITepl aHamMHe3iHie Oeneyiiri 6ap
JKYKTI oifenzepre raHa OaiiKanaTelHBIH KepceTTi. JKorapbina OasHIaisraH AepeKTepl eckepe OTBIPBII, aHaMHe3iHae Oezeyriri 6ap
Sifeniep/IiH MONEKyAIIBIK-TeHETUKAIIBIK TEKCEPICIH YaKBITBUIBI JKYPrizy ©3eKTi Macere 0okl kepineai. byt Tyeryrui naroreHesnik
eMIIl TaFalbIHIAI, KYKTUTIKTIH COHBIHA JCHIH JKeTrey, (eTo-YPBIKKOIIACTHIK AUCPYHKIWS, YPBIKTHIH KYPCAKIIILUTIK JTaMybIHbIH
Kitipyl, YPBIKTBIH KYPCAKIIIUTIK ©1iMre YIIbIpaybl CUSIKTBI KayilTi acCKbIHYIap/AbIH JaMybIH 00JpIpMayFa KOMEKTeCe]Ii.

Tyiinoi ce30ep: cenemukanvi mpomboguiusnap, anamuez0ezi FIHOOKPUHOIK HCIHe MYMIKMIK-IUNEpoeniK beoeyi, HCYKmiix.
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HIGH-RISK CONGENITAL THROMBOPHILIA AND GENETIC FOLATE CYCLE
DISORDERS IN PREGNANT WOMEN WITH A HISTORY OF INFERTILITY

L.E. Tumanoval, E.V. Kolomiiets'
'GU «Institute of Pediatrics, Obstetrics, and Gynecology named after Acad. E.M. Lukyanova NAMS
of Ukraine,» Kiev, Ukraine

Abstract

Relevance: Today, the study of hereditary thrombophilia and genetic disorders of the folate cycle in pregnant women with a history
of infertility is relevant.

The study aimed to analyze the frequency and structure of gene polymorphisms in high-risk congenital thrombophilia and genetic
disorders of the folate cycle in pregnant women with a history of infertility.

Methods: We examined 122 pregnant women aged 20 to 49. They were divided into four groups: Group (n=40) included women
with a history of endocrine infertility; Group 2 (n=28) — pregnant women with tube-peritoneal infertility; Group 3 (n=36) included
pregnant women with a combination of endocrine and tube-peritoneal infertility factors; Group 4 (n=18) — women without a history of
infertility.

Genetic analysis was carried out by real-time PCR using own Seegene — mTOCE technology for simultaneous genotyping of 6
polymorphic variants of 3 major hemostasis system genes associated with hereditary thrombophilia and folate exchange.

Results: Factor 2 Prothrombin mutations in pregnant women occurred in 5% (in patients with previous endocrine infertility) to
11.1% of cases (in patients with combined infertility in the anamnesis). Factor 5 mutation was most common in women with a history
of tube-peritoneal infertility and referred to as F5 Leiden, F5 P2 4070, and F5 5249. Homozygous mutations of folate cycle genes had
pregnant women with infertility in the past.

Conclusion: Analysis of the data obtained shows that homozygous folate cycle indicators are observed only in pregnant women
with a history of infertility. The above data necessitates a timely molecular genetic examination of women with a history of infertility
to prescribe corrective pathogenetic treatment and prevent the development of dangerous complications: miscarriage, fetoplacental
dysfunction, a delay in intrauterine growth, or intrauterine fetal death.

Keywords: genetic thrombophilia, history of endocrine and tube-peritoneal infertility, pregnancy.
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