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OpuriHanbHi focniaXeHHa

MYTALUWA TEHA MTHER C677T: BJISIHUE
TEHOTUIIA HA HACTOTY PEINPOOYKITVMBHbIX
MOTEPb 1 OCNTO>KHEHM BEPEMEHHOCTU

HACTOAIIlee BpeMs aKTHUBHO HC-
CJIe[yIOTCSA BOIIPOCHI, CBA3aHHBIE
C POJIbIO HACJIE[ICTBEHHBIX Je(EKTOB
reMocTasa IpU IIPUBBIYHOM IIOTEpe
6epemMeHHOCTH. Cpeay MOCIeTHIX yT-
JIyGIIEHHO U3y4aeTCs MyTaIlysa TEPMO-
JIabmIbHOrO (pepMeHTa MEeTHUIEHTEeT-
parugpodonarpenykrasel MTHFR
C677T, KOTOPYIO OOBIYHO CBA3BIBAIOT C
TIOBBIIIIEHHEM YPOBHSA T'OMOIICTENHA
B IUIa3Me KpoBH [3]. Cuuraercsd, 4To
CKPUHUHTOBOTO HCCJIEOBAHUA Ha
JIAaHHBIA BUJT MyTAaIFN IIPOBOJIUTH HE
CJIeZlyeT, TaKk KaKk HasHadeHue ome-
BOH KHCJIOTBI I TPOHIAKTHKY I10-
POKOB HEPBHOU TPYOKH Y IUTOJA U JO-
6GaBJIeHIIE ee B PAIIOH CHITKAET YPO-
BEHb TI'OMOIIMCTEMHA. BMecTe C TeM,
cBA3b MyTaruu reia MTHFR C677T ¢
PEeIIPOAYKTUBHBIMI ITIOTEPSMU B 3aBHU-
CHMOCTH OT THIIA HACJIE[IOBAHUSA, CO-
YeTaH!s C APYyTYMU BHIAMU HACJIEe-
CTBEHHBIX WM IIPHOGPETEHHBIX TPOM-
60¢riii, ¢ ypOBHEM rOMOITMCTEHHA B
IUTa3Me KpoBU TpebyeT yTOIHEHUS.
CilegyeT OTMETUTD, YTO JAaHHAA MyTa-
IV OTHOCUTCSA K T€HHOMY ITOJIIMOP-
GU3My, KOTOPBII OGBIYHO PacCMaTpPH-
BaeTcA KaK HeUTpaJlbHAsA My Talyis, He
TIPUBOAAIIASA K 3AMeTHBIM HapyIIIeH!-
AM (PyHKITY reHa, B TO BpeMs KaK "'My-
TaUsaAMU' OOBIYHO HA3BIBAIOT H3Me-
HEHUA, IIPUBOJIAIIYIE K BHIPAKEHHOMY
HapyIIeHo paboTel reHa. IIpuHATO
HaA3plBaTh  ITOJIMMOPMU3M  IeHa
MTHFR C677T MyTarye, 9To, I10-BU-
JIIMOMY, CBSI3aHO C OOITIEN3BECTHBIMI
JIAaHHBIMI O BBICOKOM PHCKE Pa3/Id-
HBIX, B TOM YHCJIe TPOMOOIMOOITIec-
KUX OCJIOIKHEHUH [2, 4].
TOMOITICTENHY PUS — TSIKEIBIA Ha-
CJIE/ICTBEHHBIA Ae(DUITUT HECKOIBKIX
¢epMeHTOB MeTaboII3Ma FOMOITHCTe-
HHa, TaknxX Kaxk CBS, METHOHMH CHH-
Teraza, MTHFR. [ledekr o6ycioBieH
BO3HUKHOBEHHEM PA3/ITIHBIX TUIIOB
MyTaIuil: CIUTAMCUHI, HOHCEHC- U
MHCCEeHC-MyTaruii. MyTanus, 3arpa-
THBAIOIIas Iy Th TPAHCCYIb(YpPUPOBa-
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HUSA, IIPY KOTOPOM KOHEYHBIM ITPOJYK-
TOM SABJIAETCA IWICTENH, NPHUBOAUT K
TIOBBIIIIEHIIO KOHIIEHTPAIIH B IIa3Me
KaK TOMOIMICTENHA, TaK ¥ METHOHIHA.
B ciydae, eci IPOMCXOAAT HapyIIe-
HUA peaknuil peMeTHINPOBAHMNA,
KOHIIEHTPAIMS METHOHMHA B IUIa3Me
KPOBH OCTaeTcsl B IIpefieslax HOPMBEI
WIM HE3HAYUTEJIbHO CHIKaeTcd [1, 8].
depMeHTHBIE MyTalllil, CBA3aH-
HBblE C THIIEPrOMOIICTENHEMUEH, B
HacTodAllee BpeMs HACUUTBIBAIOT 92
CBS myrtauyu u 24 mytaruua MTHFR.
PeaynsraToM OFHOU W3 MyTaIuid
MTHFR sBisieTcss TepMOJIaGIILHBIA
BapuanT reHa MTHFR. Tpancdepa-
3a (METHOHMH CHUHTETAa3a) TaKKe MO-
JKeT IIPOSABIATH ITOIMMOP(U3M, HO
KOPPEJIAIIN MEK/Ty YPOBHEM I'OMOITH-
CTerHAa 1 TeHOTHUIIOM He HalijieHo. My-
Taryy (pepMeHTOB CHHTe3a KO9H3MMAa
ro6aramyHa (Cbl C, D, E, F m G) Ha-
pymaroT o6pasoBaHUE KoCyOCcTpaTra
MeTWI-B 9. OTH MyTalmu TakKe pef-
KO BOBJIEUCHBI B IIATOI€HE3 T'HIIEPro-
MOLIMCTEMHEMUH (2, 5].

Oco60 ceyeT OTMETUTB, 9TO My-
Tarmsa MTHFR C667T, B ocobeHHOCTUA
romo3urotHas ¢opMa MyTaryy, Mo-
MHMO IIPHUBBIMHOTO HEBBIHAIBAHUSA
ABJIAETCA IIPUYUHON PAA APYTUX aKy-
IIEPCKUX OCJIOKHEHUM. ITOCKOIBKY
myTtaiusa MTHFR C667T momer co-
MIPOBOMKAATHCA HAPA/Y C IMOBBITIEH-
€M YPOBHSA FOMOITICTENHA Ae(PUITITOM
domnara, MOTYT
MMETb MECTO U KJIMHIJIECKUEe ITPOSIB-

COOTBETCTBEHHO,

neHus fedurra ¢onara. B yactHoc-
TH, MU3BECTHO, 4yTo AehmimT Qonara
BBI3BIBACT JIe(PEKThI HEPBHOU TPYOKH
y IUIOAA, UTO BIIEPBBIE OBLIIO OTMEYEHO
Hibbard u Smithells B 1965 . OHm 06-
HaPYKIWIM, 9T0 69% KEHIIH, POAUB-
VX JIETE€U CO CTPYKTYPHBIMI aHOMA-
JIMAMY HEPBHOH CHUCTEMBI WIMENH Jie-
¢yt Qosata, 1 TOIbKO y 17% KeH-
IMH, POAYBIIHX JIETEH C ITOTO0OHBIMI
OTKJIOHEHWSIMH, YPOBeHb (dosrara 6bIT
HOpMaJIbHBIM. [ToMpmo aToro, y 6epe-
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MeHHBIX ¢ MyTanyeri MTHFR C667T u
nedurmroM ¢orara OGHAPYKIBACTCA
MaKpOIIUTApPHAsA aHeMUA, KOTOPYIO
YacTo, He 3HadA reHe3a aHEMIY, Bpadn
6e3yCIIeNTHo JeJaT IIperapaTamMi Ke-
Juesal6, 7).

Ilearpro HaIIEro MCCIETOBAHUSA
CTaJIo oIpeeieHrIe BOSMOYKHOM CBA3H
reHotuna myramuu reHa MTHFR
C677T c penpoAyKTUBHBIMU OTEPS-
MU, TPOMOOTHYIECKMU U TeCTaIHIOH-
HBIMH OCJIO(KHEHHIAMH U THIIEPIrOMO-
IUCTEHEMUEA.




OpuriHanbHi pocniaXeHHa

MaTepua 1 METOABI

O6citenoBaHo 37 NAIMEHTOK C CUH-
JPOMOM IIPUBBIYHOM IIOTepU Gepe-
MEHHOCTU U MyTtanmeit reHa MTHFR
C677T. Vcroab3oBaHbI OOIIEKTMHU-
YeCKHe U CIelUaIbHble MEeTOABI HC-
CJIe/IOBaHUS.

Pe3ysILTaThI HCCIIEA0BAHUA

Y 12 xenmuH (33%) nMena MecTo
roMo3UroTHas ny 25 (68%) — rerepo-
surotHasa MyTtanua reHa MTHFR
C677T. Bo3pacT KeHIIUH B IPyIIIE C
TOMO3UTOTHOM MyTalliell COCTaBIUI
33,613,4 roza, a y *KEHIIUH C FeTepo-
suroTHo MyTariet MTHFR C677T —
34,7+4,5 net

AHamM3 aHAMHECTUYECKUX JaHHbIX
BBIABIUL, YTO IIPH TOMO3UTOTHOM My Ta-
1y rena MTHFR C677T miouTi y Kak-
Joii geTBepTOoH (25,6%) manpieHTKHN
OTMEYAIICH PA3TITIHbIE TPOMO0IMOO0-
JIM9ecKye OCJIOKHeHUA. IIpu retepo-
SUTOTHOU MyTaIllM TPOMGOIMOOIITIe-
CKUE€ OCJIOKHEHUSI OTMeJasich B 8,7%
cIydaeB IIPYU COYETAaHUH C aHTHU(OC-
ommmaEeM crHAPOoMoM (ADC).

ITpy poBeIeHNH CPABHUTEIBHOTO
aHa/IN3a KOJMYECTBO PEIPOYKTUB-
HBIX ITOT€Pb CPEH ITAITIEHTOK C TOMO-
surotHont myrtanmeid rena MTHFR
C677T O6pulo B 1,5 pasza 6osb-
me (5,0+1,1 12,6£1,0; p<0,05), Tar:xe
JIOCTOBEPHO dallle OTMEYAJIOCh COde-
TaHMEe C MPHUOOPETEHHOU TPOMGO(U-
et (ADC)—45,5u 17,1%; p<0,05. B
TO K€ BpeMsI, yMepeHHas THIIeproMo-
IIUCTENHEMHA CPEAl 9TOU KOTOPTHI
FKEHIIFTH BCTpedasIach IOCTOBEPHO pe-
7K€, 9eM Cpe/IU TAITEHTOK C FeTepO3H-
TOTHBIM THUIIOM HACJIEIOBAHUA MyTa-
muu reHa MTHFR C677T (9.0 u
30,4%; (p<0,001).

TakmuM 06pasoM, II0 CPaBHEHUIO C
reTepO3UTOTHOU MyTaIllel OTHOIIIe-
Hue maHcoB (OII) penpoayKTHUBHBIX

Jlumepamypa

HOTEPh IIPH TOMO3UTOTHON MyTaIliN
rena MTHFR C677T cocraBuio
13 (95% 11 (1,3—150,02).

Ha sTare moaroToBEN K GepeMeH-
HOCTH BCEM JKEHIITHAM ObLIO IIpOBe-
JIEHO KOMIUIEKCHOE OOCJIeJOBaHME C
TIOCTIETYFOIEH KOPPEKIEN PeoJIoTH-
YEeCKHX, IMMYHOJIOTHTIECKIX HapyIIe-
HU, JIedeHreM UH(EKIMOHHO-BOCIa-
JINTENBHBIX TIporieccoB. IIpm aToM y
BCEX KEHIIMH-HOCHUTEIBHIUI] TOMO3U-
roTHou Mytanyu resa MTHFR C677T
6bUIa BBIABJIEHA AKTUBAIA BHYTPH-
COCYZIFICTOTO TPOMOOTeHe3a, KoTopasi B
psAze ciydaeB noTpe6oBasa IIprMeHe-
HUSA MHTEHCHUBHBIX METO/IOB JIEYEHUA.
Iocie KOPPEKITNY BBIABICHHBIX HAPY-
II1eHUY B MH(EKIIMOHHOM, TeMOCTa3U-
OJIOTTYIECKOM cTaTycax Ha (OoHe IIpU-
eMa HHU3KOMOJIEKYIAPHBIX Telapu-
HOB (HMI) 1 dhonaToB ObUIa pasperie-
Ha 6epeMeHHOCTb. B To ke BpeMs, HI
OJTHA M3 JKEHIIWH C I'eTepPO3UTOTHOM
myTanued rena MTHFR C677T ne
HYK/IJIach B IIPOBEACHUI IIPOTHBO-
TpoMboTmdeckort Teparmi HMIT mpu
TIOATOTOBKE K 6€PEeMEeHHOCTH.

YTo KacaeTcs JacTOTHI OCJIOMKHE-
HUA IIpU JTAHHOW GepeMEeHHOCTH, TO
JIOCTOBEPHBIE PA3IIMIHA KACAIHCh Ja-
CTOTBI IPEePHIBAHIA 6€PEMEHHOCTH 110
THITy Hepa3BHBalOIIleca 6epeMeHHo-
CTHU B 6—7 HesleIb TP TOMO3UTOTHOM
HOCHUTeIbCTBE (21%), a Takke AOCTo-
BEpHO G6oJiee BBICOKOM YaCTOTHI (B
3,5—4 pasa) aKTUBaIK BHYTPHCOCY-
JucToro TpomooreHesa B [—II Tprmvec-
Tpax 6epeMeHHOCTH, YTO TPeGOBaJIO
TIOCTOSTHHOM IIPOTHBOTPOMOGOTHYEC-
KO Teparmmu B IPOPIUIAKTUYECKUX
WIM TepaleBTHYeCKUX Ao3ax. IIpm
9TOM Pa3JIIMA B YACTOTE aKTUBAIN
OaKTepUaAIbHO-BUPYCHON WH(EKITUH,
yrpo3e IpepbIBaHUsA 6epeMeHHOCTU
6GBbLIN HEJIOCTOBEPHBIMIL.
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Kpome Toro, aHanmma TeueHus Ge-
PEMEHHOCTU IIPU T'€TEPO3UTOTHOM
TUIIE HaCJAEJOBAHUA MyTalldd IeHa
MTHFR C677T mokasai, 4To OpHU
W30 IMPOBAHHOMN T'€TePO3UTOTHOU MY -
TalluM IIOKa3aTeJIr reMocrasa KoJle-
6amich B JIOIYCTHUMBIX IIpejiesax, He
TpeGOBaBIIINX JIEYEHUS, B TO BPeMs
Kak 11pu codetaHuu ¢ ADC mpoucxo-
JWIa aKkTUBALA BHYTPUCOCYJHUCTOrO
TpoMbGoreHe3a, TpeOyoIas MPOTUBO-
TpoMbGoTIaeckoi Teparmu HMI™ u He-
PEAKO COIIPOBOMKJABIIAACA IIOBBI-
IIEHHBIM PHCKOM Pa3BUTHUA OCJIOH-
HeHUH GepeMeHHOCTU U ITOCJIEPOJO-
BOT0 ITIEpUOJA.

TakxyM 06pa3oM, OTHOIIIEHHE ITTaH-
COB Pa3BUTHUsA I€CTAllUOHHBIX, B TOM
qucsie TPOMOOTHYECKUX, OCJIOHEHUI
Opd TOMO3WUTOTHON MyTallUM TIeHa
MTHFR C677T coctraBuio 7,95 (95%
1 1,47—42.7).
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