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HayuHblil eHTp akymepcTBa, THHEKOIOTHI
U nepuHaronoruu, Anmarsl, Kazaxcran

FEHETUYECKU NOJINMMOP®U3M
METUNEHTETPATUAPO®DOJIATPEAYKTA3bI,
TMMNEPTOMOUNCTEMHEMWA N AEOUNLUNT
OONATA KAK ®AKTOPbI PUCKA PA3BUTUSA
CMHAPOMA NOTEPU NNOAA

m Y 41 % nanMeHToK ¢ CHHAPOMOM

MOTEPH 11012 ObL10 BHISIBJIEHO HAJUYUE
mytauuu C677T MTHFR. HocuresbcTBo
roMO3MIroTHOro Bapuanra rena MTHFR TT
yBeIHYHBAaeT PHCK Pa3BUTUS CHHAPOMA
norepu 1mioaa B 3,9 paza, rerepo3uroTHoro
papuanTa CT — B 1,3 pa3a. [IpucyrcTBue
mytauuu C677T B rene MTHFR ne
BJIMSIJIO HA YPOBEHb FOMOLMCTEHHA B
KkpoBH. OTHAKO 10CTOBEPHOE NMOBbIIICHHE
YPOBHSI FTOMOLMCTeHHA HA0/II012J10Ch

y NAIMEeHTOK ¢ HAJTMYHeM MyTaluHu B

reie MTHFR nipu coyeTaHuM C APYTHMHU
¢popmamu TpoMOopuINN. YPOBEHb
(os1aTOB OBLT CHUKEH BO BCeX rpynmnax
NalHeHTOK, He3aBHCHMO OT NPUCYTCTBUS
mytauuu C677T B rene MTHFR, BmecTe

¢ TeM, BbIpaxkeHHbIH Aepuuut ¢oJaros
Ha0J1roaJicsl B rpynie Npu oHOBPeMeHHOM
HAJIMYMH JIPYTUX Je)eKTOB reMocrasa.

m KinroueBble cjioBa: CHHAPOM MOTEPH ILIOAA;
HACIIeICTBEHHAs TPOMOO NS, TeHETUYCCKUI
nonumopdusm C677T B rene MTHFR;
THIIEPrOMOIMCTEHHEMHUS; 1eDUIUT (onara

B mocnennue rogpl BHUMaHHE MHOTHX MCCIIEAOBaTeNe Npu-
BJIEKACT POJIb HACIIEACTBEHHO 00YCIIOBICHHBIX HAPYIICHUH B CUC-
TEME reMocTasa, TaK Ha3bIBaEMBIX TPOMOOPHUIMUECKUX COCTOSHUH
u runepromoructenHemun (I'T'H) B marorene3e MUKPOLMPKYIIS-
TOPHBIX U TPOMOOTHUYECKUX OCTIOKHEHHUI MPH PA3IUUHBIX 3a00I1e-
BaHUAX, B TOM YUCJIE U B aKyllepckol mpakrtuke [1, 2, 4, 5]. Ilpu
3TOM Haubosee yacToi HOpMOH cpern reHeTHIecKH 00yCIOBIICH-
HOU TpOMOOGUINH SBISIETCS MyTallUsl B I'€HE METHJICHTETParu/-
podonarpenykrazel (MTHFR).

OnurcaHo HECKOJIBKO pa3HOBUAHOCTEN myTauuit rena MTHFR.
Haunbonee 3HaYMMbIM SIBISETCSI BapUAHT, B KOTOPOM HYKJICOTUZ
IIMTO3WH 3aMCHEH TUMHUJMHOM B MO3WIHMH 677 4-ro 3K30HA, UTO
NPUBOAMT K 3aMEHE aMHUHOKHCIIOTHOTO OCTaTKa aJlaHMHA Ha OC-
TaTOK BaJrHa B caiite cBs3bIBaHus (ornara. Takoil nmonumopdusm
rena MTHFR oGo3nauaercsa kak C677T. Annens C677T mmpoxo
pacrpocTpaHeH B HOMYJISAIUH. DTOT (hepMeHT obecreunBaeT mpe-
BpameHue 5,10-meTunenTeTparuapodonaara B S-METUITETPAruI-
podonar, maBHy0 AeHcTByIomyo (GopMmy (onnueBol KHCIOTH,
MOCTYMAIOIIEH B OPraHu3M ajJuMEHTapHbIM myTeM [3]. Donuesas
KHCJIOTa B CBOEH aKkTMBHOM (opme oOecrieunBacT MpeBpallicHUe
TOMOLIMCTEHHA B METUOHUH, OIHY U3 HE3aMEHUMBIX aMHUHOKHCIIOT.
[Tpu camxennn ¢yakunu MTHFR HapymiaeTcs TOCTaBKa U MeTa-
0osn3M (HoIMEBOI KUCIIOTHI, YTO NPUBOANUT K HAKOIIJICHUIO TOMO-
LUCTEHHA B IJIa3Me KPOBH, ITOCIIEIHEE HAPSMYIO KOPPETUPYET C
YTHETEHUEM CHHTE3a TPOMOOMO/Y/INHA, TOHNKEHUEM aKTUBHOCTH
antutTpomOuHa Il 1 s3HIOreHHOrO remapuHa, a TaKkKe ¢ AKTHBALU-
eil BeIpaboTKH TpomMOOKcaHa A2 [4]. OTH U3MEHEHHUs BBI3BIBAIOT
MHUKPOTPOMO000pa3oBaHue U HapyLIEHUE MUKPOLUPKYJISLINH, YTO,
B CBOIO OYE€peilb, UIPACT CYLUICCTBEHHYIO POJib B MATOJOTUHU CITH-
paJIbHBIX apTepUil U Pa3BUTHH aKyLIEPCKUX OCIOKHEHHUH, CBA3aH-
HBIX C I3MEHEHHEM MaTOYHO-TIJIALlEHTApPHOTO KPOBOOOPAILICHHS.

I'TL cama no cebe sBIsieTcss MynbTH()AKTOPHATIBHBIM IIPOLIEC-
COM C BOBJICUCHHEM TI'C€HETHMUYECKUX U HET€HETHYECCKHX ACIIEKTOB
Metabonu3Ma romourctenHa. Hanbonee dacTeiMu mpuoOpeTeH-
HeiMu nipuanHamu ['TL sBisitorest neduuunts! Gonara U, B MEHb-
nieit crenenu, aeduuutsl ButaMuHoB B, u B,. Ilpu 6epemennoc-
TH KOHLEHTpALUsl TOMOLIMCTENHA CHIXKaeTca nmpuMepHo Ha 50 %
OT UCXOHOTO ypoBHA [2]. Hu3Kas KOHLIEHTpalUsi TOMOLIUCTENHA B
KPOBHU, BO3MOXKHO, SIBIISICTCS aJalTALlMOHHBIM MEXaHH3MOM, CIIO-
COOCTBYIOLINM YITyYIICHUIO MaTOYHO-TIIAIIEHTAPHOTO KPOBOTOKA.

ITpn n3yuenvin mytaru C677T B rene MTHER y4eHbIe IIBITAIOTCS
YCTaHOBHUTB CBAI3b €TI0 € pa3BUTHEM cuHipoMa notepu iona (CIIII).

B cBsI3M ¢ 3TUM OrpOMHBIH MHTEpEC MPEACTAaBISET POJIb T'H-
nepromMouucTenHeMun u aeduuuta ¢omnara npu CIIII n myranuu
C677T B rene MTHFR.

Hens nccnenoBanus: oneHuth 3HaueHwe [ TL] u nedunmra
¢onara B nuHamuke OepemenHoctu npu CIIII B 3aBHcHMOCTH OT
npucyrctBusa Mytaunu C677T B rene MTHFR.
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MaTepman n MmetToabl ncaiegoBaHusa

Ha I aTane MmeToiomM MOJIEKyIIpPHO-TEHETHYECKOTO
aHaim3a HaM# ObUTH 00cenoBanbl 200 OepeMeHHBIX,
n3 Hux 100 ¢ CIIII B anamHe3e (OCHOBHas rpymmna)
n 100 OepeMEHHBIX C HOPMaJbHOW PETMPOTYKTHB-
HOW (hyHKIHEW (KOHTpOJIbHAS TPyINa) B Ka3aXxCKOW
TTOTYIISAIUH.

Brissnenne mytanuu C677T MTHER npoBoausioch
B 3 arana: Beiaenenue JJHK, ammmidukarus (Metomom
MTOJIMMEPA3HOH IETTHOM PEeaKIH), PECTPUKITHSL.

Ha II srane y 41 XeHILUHBI ¢ MyTaluel B T€HE
MTHFR u ¢ CIIII B anamHe3e (OCHOBHasI TPyIIa) U y
24 xeHmyH ¢ naHHou myTtanueit u 6e3 CIIII B anam-
He3e (KOHTPOJIbHAS TPYIIA) MPOBOIUIOCH OTIpe/Ieie-
HUE TOMOIUCTEeNHA U (ojlaTa ¢ MOMOIIBI0 MMMYHO-
(hepMeHTHOTO aHaM3a.

Craructudeckas oOpaOoTka BKIOHasa B ceOs
BBIYHCJIICHHE CPEIHUX BEIMYHMH M WX OIIHUOOK.
JlocToBepHOCTh OTIIUYNIN OIICHUBANIACh MPU MTOMOIIN
t-kputepusi CTBIOICHTA U KPUTEPHST .

Pe3ynbTaTtbl M UX 06CYyXXAeHNe

N3 100 GepemeHHBIX OCHOBHOW Tpymmel y 41
(41,0+4,9 %) u u3 100 GepeMEHHBIX KOHTPOJIBHOM
rpynnsl y 24 (24,0 4,3 %) ObU10 BBISBICHO HANHU-
yne mytaunu C677T MTHFR. Ilpu 3ToM B OCHOBHOU
rpymne y 37 (37,0 £ 4,8 %; p < 0,05) — rerepo3uror-
Hast popma, ay 4 (4,0 = 2,0 %) — romo3zurotHas dop-
Ma. M3onmupoBaHHast popMa MyTaIiul BISBICHA Y 28
(28,0 = 4,5 %) GepeMEHHBIX, & B COUCTAHUU C IPYTH-

Mu dopmamu Tpomobopmmmn — y 13 (13,0 + 3,4 %).
B koHTpOiBHON Trpynme gaHHas MyTalus OOHapy-
xeHa y 24 xenmwH (24,0 +4,3 %), npu 3Tom y 23
(23,0 £ 4,2 %) — rerepo3urotHas ¢popma, u B 1 ciy-
qae (1,0 %) — romozurotHas opma (Tadm. 1).

C uenpro OmpeeseHus] KIMHUKO-THarHOCTHYEC-
KO 3HAYMMOCTH TEHETHYECKOTO TMonuMopdu3Ma
C677T rena MTHFR nns pazsutus CIIII B kazaxckoit
noryssiui MetogoMm [1JIPd-ananmusa Ovbimu omnpee-
neHsl monuMopdHbie BapuanTel reHa MTHFR B oc-
HOBHOH U B KOHTPOJIBHOU Ipynmnax.

YacToTel reHoTUIIOB U ameneit mo C677T nomnu-
Mopdusmy rena MTHFR y nauuenTok ¢ CIIII B anam-
He3e, a TaKKe B 3J0POBOM KOHTPOJIE MPECTaBICHBI
B Tabmuie 2. Kak nokasaHo B TaOmuIle, B OCHOBHOM
TpyIIe JOCTOBEPHO PEXEe BCTPEUAJCS OIarorpHsiT-
HBIH roMo3uroTHBIA TeHoTHI (CC) — 59,0 £ 4,9 %, B
TO BpeMs Kak B KoHTposie — 76,0 £4,3 % (y*=17,2;
p < 0,02). Yacrora romosuror no T-amemto (TT)
B ocHOBHOM rpynme cocrasuna 4,0+ 2,0 %, 4yto
MPEBBIIIANI0 AHAJIOTHYHBIA TI0Ka3aTellb KOHTPOJIb-
HoM rpynnsl — 1,0+ 1,0 %. YacTtota rereposuror
(CT) B rpynmne obcnenyembix no pazsutuio CIIIT —
37,0 + 4,8 % — Takke mpeBbllIaa JAHHBINA MOKa3a-
TeJb B MOMYISILIMOHHOM KOHTpojie — 23,0 = 4,2 %.

B koHTpomBHOU Tpymme Yacrtora BCTpedaeMoc-
tn amienss C rena MTHFR npeBanupyeT Haj yac-
toroit amnens T (87,5 u 12,5 % COOTBETCTBEHHO).
B rpymre skeHIMH 9acToTa HEOIArOIPHUsATHOTO aJlie-
ns T okaszanmach BBINIE YacTOTHI BCTPEYAEMOCTH ajl-

Tabnuya 1
Yactora myrauuu C677T MTHFR B uccnenyembix rpynnax (M + m, %)
OcHOBHas Tpymnma Kontponpnas rpymmna
dopma TpomOohmITHI (n=100) (n=100) p
AGc. ynucio M=+m, % AGc. uncio M +m, %
MTHFR: 41 41,0+4,9 24 24,0+4,3 < 0,001
* romo3urorHas gopma 4 4,0£2,0 1 1,0+ 1,0 -
*  reTepo3urotHas hopma 37 37,0+4,8 23 23,0+4,2 <0,05
*  W30JIMpOBaHHAs 28 28,0 +4,5 24 24,0+4,3 -
*  MyJIbTUTCHHAs 13 13,0£34 - - <0,01
Tabruya 2
Yacrora renorunos u ajienei reaa MTHFR no C677T nosmmopdusmy B uccjaenyeMbix rpynnax (M £ m, %)
OcHOBHas Tpymnmna KonrponbsHas rpynna
T'enorumnsl, annenn (n=100) (n=100) p
n M+m, % n M+m, %
CcC 59 59,0 £4,9 76 76,0 £4,3 <0,01
CT 37 37,0 4,8 23 23,0+4,1-2 <0,05
TT 4 4,0+2,0 1 1,0+ 1,0 -
Bcero 100 100,0 100 100,0 -
C 155 77,5+3,0 175 87,5+23 <0,01
T 45 22,5+3,0 25 12,5+2,3 <0,01
Bcero 200 100,0 200 100,0 -
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Tabnuya 3
Bimsinne resoruna MTHFR na ypoBeHb TOMOLIMCTEHHA B CHIBOPOTKE KPOBHU y 00CJIeIOBAHHBIX OepeMEeHHBIX B TUHAMHIKE
OepeMeHHOCTH (MKMOJb /MJT)
YpoBeHb TOMOLCTEHHA
R— I Tpumectp II Tpumectp III Tpumectp
OcHoBHas I'pynma OcHoBHas I'pynma OcHoBHaA I'pynma
rpynmna CpaBHEHHUS rpynmna CpaBHEHUS rpynmna CpaBHEHMS
['ereposuroTHas Gpopma 47+09 43+0,3 54+1,5 4.8+0,6 5,1+£0,6 5,0+0,2
(C-T)
Mynsrurensas popmat 152+ 1,2 ** - 12,7+ 0,7 ** - 46+1,6%* -
MTHFR (C-T)
MynbrurenHas Gpopma+ 4,3+0,3 ** - 58+1,5% - 4,9+0,7 ** -
MTHFR (C-C)
* —p<0,01; ** —p<0,001
Tabnuya 4
Biusinne resoruna MTHFR Ha ypoBeHb (0J1aTa B CIBOPOTKe KPOBH Y 00C/1€10BAHHBIX OepeMEHHBIX B TUHAMUKE
depeMeHHOCTH (HI/MJI)
Vposenb ¢onara
R — I rpumectp II rpumectp III TpumecTp
OcHoBHast I'pynna OcHoBHas ['pynmna OcHoBHas I'pynna
rpymmna CpaBHCHUS rpymna CpaBHEHHUS rpymmna CpaBHEHHS
I'eTeposurorHas Gpopma 32+0,4 3,7+0,3 3,1£04 3,4+£0,6 29+0,5 2,8+04
(C-T)
Mynsrurensas gpopmat 24+05% - 22+04* - 1,603 * -
MTHFR (C-T)
Mynsrurensas gpopmat 33+02% - 32+0,5% - 33+0,3* -
MTHEFR (C-C)
* —p<0,001

nenst C (77,5 u 22,5 % coorBercTBeHHO) (y* = 18,3;
p <0,001). loctoBepHBIE pa3INYMs BBIABICHBI IO
yactore BcTpeuaemoctu T amnens y sxenmuH ¢ CIIIT
B aHAMHE3€ 110 CPABHEHHUIO CO 3JOPOBBIM KOHTPOJIEM
(p <0,01). [ToryueHHBIE pe3yabTATHl CBUICTEIBCTBY-
IOT O BO3MOKHOM BKJajze reHa MTHFR B dTHOIOTUIO
n puck pazsutus CIIII.

AHanu3 4acTOThl HOCHTEIBCTBA MOJIUMOPQPHBIX
BapuaHToB reHa MTHFR y »xenmun c¢ CIIII nmo3-
BOJIMJI onpeleianTsh kodpdunueHT odds ratio (OR),
paccUMTaHHBIN KaK OTHOCUTENbHBIN PUCK PA3BUTHS
CIIII npy HOCUTENBCTBE TOTO MJIM HHOTO F€HOTHUIA.
HaMmu BBISIBIIEHO, YTO HOCUTEIHCTBO TOMO3UTOTHO-
ro Bapuanta resa MTHFR TT yBenuuuBaeT puck
passutus CIIII B 3,9 pa3a, reTepo3uroTHOro Bapu-
anta CT — B 1,3 pasza.

Pesynbrarel mpoBeieHHBIX OMOXUMHYECKUX HC-
cienoBaHui Tokazanu (tadm. 3), 4To y MaIMeHTOK
C HOpPMaJIbHBIM T€UEHHUEM OCpPEeMEHHOCTH M y Malu-
enTok ¢ CIIII B aHamMHe3e HanM4ue MyTallM B T€HE
MTHFR He conpoBOXAAlIOCh MOBBIIICHUEM YPOBHS
TFOMOLIMCTEHHA B IJ1a3M€ KPOBHU U B CPETHEM COCTABHU-
70: B | TpuMecTpe GepeMEHHOCTH B OCHOBHOM IpyTI-
e — 4,7+ 0,92 MKMoOmnb/i1, B TPy KOHTPOIS —

4,3 £ 0,3 mxmone/n, Bo Il Tpumectpe — 5,4+ 1,5
u 4,8 £ 0,6 mxmounb/n, B I Tpumectpe — 5,1 + 0,6
u  5,0+0,2 MKMOIIE/TT  COOTBETCTBEHHO. (OJIHAKO
JOCTOBEPHOE TOBBIIICHHE YPOBHS TOMOLIMCTEHHA
(p <0,001) HabmrOMANOCh y MAIMEHTOK C HAJTHYUEM
myTauuu B rene MTHFR tipu codyeTaHuu ¢ ApPYyTU-
Mu nedpexramu remocrasa (APC, myranus gaxkropa
V Jleiinena, B rene mporpombuna G20210A), mpu
9TOM HauOoJblIee COACP)KAaHHE TOMOLMCTEHHA B
I1a3Me KpoBH Habmoganoch B | TpuMecTpe Gepemen-
HOCTH, B CpelHeM cocTaBmio 15,2 &+ 1,2 MKkMob/11, B
MocieyoneM Habaaan0ch ero CHIKeHNE B JMHA-
MuKe 6epeMeHHOCTH. Hamu Takke onpenensiocs uc-
CJICZIOBAHUE COJCP KaHMsI TOMOLIMCTENHA Y KEHIIMH C
MYJBTUTEHHBIMA (pOpMaMu TpoMOodumnu 6e3 HaIH-
yust MyTaluu B rene MTHFR, ipu 3TOM CoAepKaHue
TFOMOLIMCTEHHA HAXOJUIIOChH B TIpeJiesiaX HOPMBI.

Kak nokazano B Ttabmuue 4, B pesyabrare mpo-
BEJCHHOTO HCCIIeIOBaHUsS OBbLIO BBISBICHO, 4TO
CpeoHMH ypOBEHb (oiara B CBIBOPOTKE KPOBH Y
MAUEHTOK KaK IPYMIbl KOHTPOJIS, TAK K OCHOBHOM
ObUT HIKE HOPMBI M cOCTaBMIL: B | TpuMecTpe Oepe-
MEHHOCTH: B OCHOBHO# Tpymnme — 3,2 + 0,4 Hr/mu,
B Tpymme koHTpois — 3,7 + 0,3 ur/miu, Bo Il Tpu-
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mectpe — 3,1 = 0,4 u 3,4 + 0,6 ar/min, B I Tpumec-
Tpe — 2,7 £ 0,5 u 2,8 £ 0,4 Hr/MII, COOTBETCTBEHHO
B rpynnax. OZHaKo JAOCTOBEPHOE CHUKCHHE YPOB-
Hsa (omara (p < 0,05) HaOmOMANOCHh y MAIMEHTOK
¢ HanuuyueM myTtanuu B rene MTHFR nipu coueTa-
HUU ¢ Ipyrumu nedexramu remocraza (ADC, my-
tanmst pakropa V JlelimeHa, B reHe MpOTpOMOMHA
G20210A). Hamu Takke Ompenessioch Coaepika-
Hue ¢onara y KCHIIUH C MYJIbTUTCHHBIMU (popma-
MU TpoMOopwimnu Oe3 HaIW4Yus MYyTallMk B TEHE
MTHFR, ipu 3TOM coniepxanue (poIreBoi KHCIOTHI
OBLIO HUKE HOPMBL.

VYuunteiBas BiusHUe AedunuTa Gponaros Ha MeTa-
00JIN3M TOMOLMCTEHA, HaMU ObLIT MPOBEICH KOppe-
JSIMOHHBIM aHaIW3 3aBUCHMOCTH JaHHBIX IOKa3a-
teneid. [Ipu 3ToM BBIsSIBIEHA OOpaTHas CBSI3b MEKAY
YPOBHEM TOMOLIMCTEMHA U COAEpKaHHEM QonaTta B
ceiBOpoTKe KpoBH (r =—0,5, p < 0,001).

Pe3ynbrarsel MpOBEACHHBIX MCCIICIOBAaHUH TOKa3a-
iy, yto Mexxay I'T1l u reHoTMnaMHU HACIEICTBEHHBIX
TpoMObopumn U ADC mMeeT MeCTO BBIPAKCHHBIN
CHHEPIU3M B MOTEHIMPOBAHUH BEPOSITHOCTH TPOMOO-
oOpaszoBanus. [Iporno3upoBanue CTEneHN pUCKa pas-
BUTHS MOTEPH IUIOJA Y HALUECHTOK C HAJIUIUEM MyTa-
mu B reHe MTHFR (OMWHOYHON WITH COYCTAOIICHCs
C IPYTHMHU MapKepaMu TPOMOO(DWITHIT) HE MOXKET OBITh
OCYIIECCTBIICHO Ha OCHOBE TOJIbKO OIIPEICIICHUH Te-
HoTHIIa Oe3 y4yera ypOBHSI FTOMOLMCTEHHA U (OJaToB.
[loBbIIEHHBI YpPOBEHb TOMOLMCTEHHA M ACHHULNT
(omnara He 0053aTEIFHO MOTYT OBITH CBSI3aHHBIMH C
myTatmsmu C677T MTHFR, HO SIBISIIOTCS CaMOCTO-
SITENIBHBIMU  (pakTOpaMu prcKa TPoMOOOOpa30BaHMUSL.
[Tpu 5Tom oOycnosmuBaemas [ T u neururom doma-
Ta TpPOMOOOTIACHOCTh BO3PACTACT IIPH OAHOBPEMEHHOM
Hanyuy MyTanuii haktopa V JlelneHa iy mpoTpoM-
ouna G20210A, wmu ADC. Ho, ofgHako, 1o moiydeH-
HBIM Pe3yJIbTaTaM HallUX MCCIeOBaHUI caMu 110 cede
myTatmu C677T MTHFR, He cONpPOBOXKAAEMbIE BO3-
pactaHueM YpOBHSI TOMOLIMCTEHHA, aCCOLUUPYIOTCS C
MOBBILIEHHEM PHCKA ITOTEPH IUIOAA.

BbiBOAbI

VYV mauuentox ¢ CIIII pocroBepHO ualie, yem
y TAaMUeHTOK C HOPMAJIbHOM pEeNnpoayKTUBHOH
¢bynkuuelt, BwissBisieTcst myTtauus C677T B rene
MTHFR — ¢epMenTe, y4acTBYIOIIEM B MeTa00IH3-
Me roMouucTenHa. [Ipm 3ToM HOCHTENbCTBO TOMO-
3urotHoro Bapuanta rena MTHFR TT yBenuuuBaet
puck pazsutusa CIIII B 3,9 pa3a, reTepo3uroTHoro
Bapuanta CT — B 1,3 pa3za. [IpucyrcTBre Mmytanun
C677T B rene MTHFR He BIUANIO Ha ypOBEHb IO-
MouucTenHa B KpoBu. OHAKO JOCTOBEPHOE MOBBI-
meHue ypoBHsi romoructenHa (p < 0,001) Habmro-
JaJIOCh y MALMEHTOK C HAJMYMEM MYTallUd B IeHE
MTHFR mpu codeTaHudn ¢ ApyruMH Jedexramu
remoctasa (ADPC, myranus ¢akropa V Jleiinena, B

rene nporpombuna G20210A). Yposenb ¢omnaros
ObUI CHIDKEH BO BCEX IpyNIax MalUeHTOK, He3a-
BHCHUMO OT npucytcTtBus myrtauuu C677T B rene
MTHFR, BMecTe ¢ TeM, BBIpaXXeHHBIN aeduiut do-
JIaTOB HAOMIONAICS B IPYyINIE NPU OJHOBPEMEHHOM
Hanuuuu Ipyrux nedexros remocrasa (p < 0,05).
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Cratbs npeactasneHa M. C. 3ariHynnHow
HU akywepcTtsa u ruHekonorum um. . O. Otra PAMH,
CaHkT-MNeTepbypr

GENETIC POLYMORPHISM OF GENE OF MTHFR,
HYPERHOMOCYSTEINEMIA AND FOLATE DEFICIENCY AS
FACTORS TO RISK OF DEVELOPMENT OF THE FETAL LOSS
SYNDROME

Rapilbekova G. K.

m Summary: Mutation of MTHFR C677T was founded
at 41 % patients with syndrome of fetal loss. The carriage
of homozygous forms of mutation increasing a risk of fetal
loss in 3,9 once and heterozygous forms — in 1,3 once.
Mutation of MTHFR C677T not influenced on the level of
homocystein. But hyperhomocysteinemia was revealed at
combination of mutation of MTHFR C677T with other forms
of thrombophilia. The level of folates was falled at patients
of all groups, irrespective of presence of mutation of MTHFR
C677T, but expressed folate deficiency observed at patients
with combination of mutation of MTHFR C677T with other
forms of thrombophilia.

m Key words: syndrome of loss fetus; polymorphism
C677T in the gene of MTHFR; hereditary thrombophilia;
hyperhomocysteinemia; folate deficiency
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