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nepUHama/leoﬁ 3a6os1eeaemocmu U cmMepmHocmu,

HecMomps Ha COBpEeMEeHHble docmuoiceHust akywepcmea

Posamblil yura, u zeHemuku. CywecmeeHHylo poab 8 (HopMuUposaHuu
2OMOYuCcmeuH, anomanuu OaHHbBIX 0CAOXNCHEHUTUl uzpaiom HapyweHus @oaamHoz0
paseumus naoda, 3amep3was - 06ycAoeenHbIe 2eHemu4ecKuMU
bepemeHHOCMY, NnoAUMOPPUIMAMU, 6 YACMHOCMU aAPUAYUAMU 2eHd
2UnepzoMoyuUCMeuHeMUusl. MTHFR, npusodsuumu K pazeumuio

2unep20MoyucmeuHeMuu U HAPYUWEHUK Npoyeccos
ambpuozeHe3a. H3yuenue noaumopgduzma Glu429Ala
ceHa MTHFR kak He3a8ucumo20 Nnpo2HOCMu4ecko20
Mapkepa umeem 0c€o6y0 KAUHUYECKYI 3HAYUMOCMb,
NOCKO/IbKY =~ N0380/€m  B8blSI8ASIMb  HCEHWUH  C
NO8bIUWEHHbIM PUCKOM 8POHOEHHbIX NOPOKO8 pa3eumusi
n/aoda ewjé Ha amane npezpasudapHoti nod2omoexu. 3mo
OmKpbl8aem 803MONCHOCMU 0151 NEPCOHAAUUPOBAHHOU
npoguaakmuku, paHHell — Koppekyuu  Ho/s1amHO20
cmamyca U CHUMCEHUS 4acmombsl Heb6/1a20npusimHblx
ucxodos - 6epemeHHocmu.  IlosyyeHHble ~ OJaHHbIE
noouépkusarm Heobxodumocmbob 8HedpeHus
MONEKYASIPHO-2eHEMUYECKO20 CKPUHUH2Ad 8 NPAKMUKy
8e0eHUs1 HCeHWUH 2pYNNbl 8bICOKO20 PUCKA.
AkTyasibHOCTB. OcCO0OBI HHTEpeCc NpeAcTaBJseT BONPOC O TOM, Y4YacCTBYIOT JIU
noJiIMMOpHU3Mbl TeHOB ¢oJiaTHOro o6MeHa, AepUUUT GoOJIaTOB U OOYCJOBJEHHAsT MM
TMIIEProMOLMCTENHEMUM B GOPMUPOBAHUY HeBbIHALIWBAHUS G6epeMEHHOCTH, AUCPYHKLHUHU
IJIALleHThl, Mpe3KJaMIICUH, NpeXxJeBpeMeHHbIM poJiaM, 3aJlep>KKe pocTa IJioja |
BPOXJEeHHbIX MOpokoB pa3BuTusaA. B CIIA pacnpocTpaHEHHOCTb TeTepPO3UTOTHBIX
nosuMopdusmoB rena pepmenta MTHFR B nonynsauuu gocturaet 60%, roM0o3UroTHble
HOCHUTEJN 3THUX IeHEeTUYeCKUX BAapUaHTOB COCTABJSAIOT OKo0J0 25% omnpejeseHHbIX
rpynn HacesieHUs1. B pesysibTaTe reHeTu4eckux noiuMmopdusmoB pyHkuusa pepmenta MTHFR
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cHMKaeTcas Ha 70% y TOMO3UIOTHBIX M NpuMepHO Ha 35% I@pU TreTepo3UTrOTHBIX

WHJHUBU/IYYMOB.

Henb wuccaepoBaHuda. OneHUTb TNPOTHOCTUYECKYH L€eHHOCTb B  KayecTBe
caMOCTOsATe/JbHOr0 Mapkepa noaumopousm Glu429Ala B rene MTHFR y »xeHuuH c
BPOXX/leHHbIMHU IOPOKaMHU Pa3BUTH IJI0/Ja B aHAMHeE3e.

MaTtepuasibl 1 MeTOAbl. B JaHHOM pa3jesie mpeJcTaBjeHbl pe3yJbTaThl aHalW3a
pacnpegenenus anened u resotunos rena MTHFR B ncciesyeMsbix rpynnax — OCHOBHOW U
KOHTPOJIbHOU. B umcciefoBaHue 6bLIM J0GPOBOJILHO BKJIOUEHbl 155 KeHLWH y30eKCKOU
HNOMyJIILIMM, MMEWIIMX B aHaMHe3e BpOX/JeHHble IOPOKM pas3BUTUA IJIoJAa WU
Hepa3BUBaWLIyIOCs OepeMeHHOCTb (OCHOBHas Tpymma), NPOXOJMUBIIMX HaOJI0JleHUe B
aKyILLIepCKO-TUHEKO0JIOTUYeCKOM KoMIiekce TMA. /lig OLleHKU COOTBEeTCTBUA paclipeseleHUus
reHoTumnos nosumopéusma MTHFR (Glu429Ala) kaHoHH4YeckoMy 3aKkOHY XapAu-BaiiH6epra
ucrnoJib3oBasiach nporpamma GenePop («Genetics of Population»).

Pe3ysibTaThl MccaegoBaHus. [Ipu aHanuse nonuMopdusma Glu429Ala rena MTHFR B
rpymnnax >KeHIIUH C BPOXJAEHHbIMHU NMopokaMmu pa3BuTus (BIIP) myoga U B KOHTPOJbHOU
rpyIie He BbISBJIEHO JJOCTOBEPHOTO CHUKEeHHS YacTOThbl AUKoOro aiens A (62,5% npoTus
79,33% B KOHTpOJIE), TaK e KaK M 3HAYMMOTO yBeJUYEeHHS 4YacTOThl QYyHKIMOHAJIbHO
HebsiaronpusTHoro amiensa C (37,5% npotuB 20,67%). TeM He MeHee MNpPOBeAEHHbIN
CTaTUCTHUYECKUI aHa/IM3 0Ka3a/l 3HaYMMble pa3JInuus B pacnpe/ieieHUM Kak FeHOTUIIOB, TaK
v ansesier MexAy »keHujruHaMmu ¢ BIIP iiofa u 3,0poBBIMM KeHIMHAMU. B ocHOBHOM rpynne
yacToTa ajjiess A 6bl1a HUXke (62,5% npotuB 79,33%), Torja Kak yactora auiens C 6bli1a
cymecTBeHHO Bbllle (37,5% npotus 20,67%), 4TO yKa3blBaeT Ha BEPOSATHYI0 acCOLUALMIO
JlaHHOTO MosiuMopdu3Ma ¢ naToJiorueit pasBUTHA MJI0/a.

['OoMO3UTOTHBIM HOpMaJIbHBIYA reHOTUNT A/A OKaszasicsa HanboJjiee pacCIpoCTPaHEHHBIM B
KOHTpPOJIbHOU rpymnne (62,67%), cpeau »kenmuH c¢ BIIP (350%) ¥ y nagueHTOK cC
Hepa3BuBawlleiica 6epeMeHHOCTbIO (67,5%). MyTaHTHbI roMo3uroTHbli reHorun C/C
BCTpeyasicsi OTHOCUTENbHO pefiKo: 5,0% — y »KEeHILWH ¢ Hepa3BUBalolleicsl 6epeMeHHOCTbIO
1 4,0% — B koHTpoJie. B rpynne c BIIP yactora resotuna C/C 6b11a Bbilie — 10%, 4yTo B 2,5
pasa mpeBbllIaeT MOKasaTeJb KOHTpoaA M B 1,25 pasa — rpynmbl C 3aMeplien
6epeMeHHOCTbIO.

['eTepo3uroTHbii reHoTUN A/C HauboJsiee yacTo onpejensca y xkeHuuH ¢ BIIP mioga
(55,0%), 4yTO [OMOJHUTEJBbHO MOJATBEPXKAAeT €ero BO3MOXHYI poJb B (GOPMHUPOBAHUHU
naroJsioruu. [Ipeo61ajanre HopMaabHOTO reHoTHUNa A/A cpeiy 30POBbIX XKEHIIVMH OTpaXKaeT
€ro 3alllMTHbINA (IPOTEKTUBHBIN ) 3PPEKT.

PacnpeseneHve reHOTUNIOB B OCHOBHOM I'pyIllie COOTBETCTBOBAJIO paBHOBECUIO XapAu—
BaliHGepra, 4YTO NOATBEpXK/JAaeT peNpe3eHTaTUBHOCTb BBIOOPKU U KOPPEKTHOCTb
onpeaeneHus nonaumopdusma Glu429Ala. HesHauuTesibHOE OTKJIOHEHHE OT pPaBHOBECHS,
BEPOSITHO, CBSI3aHO C YMEHbIIEHUEM YMCJa FeTepPO3Ur0oT 3a CYET yBeJUYEeHHs KOJIMYecTBa
HOCHUTEJIe [UKOro TeHOTHUIA, YTO MOXKeT YyKa3blBaTb Ha CeJIEKTUBHbIE IMPOLECChl B
HOMYJISLUY.

[losiydyeHHbIe pe3ybTaThl IO3BOJISAOT NPEANOJI0KHUTD, YTO KaK reTepO3UTrOTHBIH, TaK U
0COOEHHO TOMO3UTOTHBIM MYTAHTHbIM T'€HOTUIbl 00/1aJal0T CTAaTUCTUYECKU 3HAYUMOU
acCOUMAaTUBHOW CBSA3bI0 C pPA3BUTHUEM BpPOXKJEHHbIX MOPOKOB pas3BUTHUS IJIOAA. JTO
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CBUZETEJIbCTBYET O BbIPaKEHHOM CaMOCTOSTEJbHOM BJHUAHUU noauMopduaMa Glu429Ala

reHa MTHFR Ha puck BIIP y xeH1UH y36€KCKOHN NONYJISALHH.

Takum ob6pasom, noaumopdusm Glu429Ala MoxxkeT paccMaTpUBaTbCH KaK BaXKHbIU
IPOTHOCTUYECKUN MapKep [JJiS KEHLUH C PUCKOM pPOXKJEHUs JeTell ¢ NOPOKaMU pa3BUTHS.
['eTepo3surorel A/C MMesM NOBBILIEHHBIA PUCK Pa3BUTHsA MATOJIOTMU [0 CPaBHEHUIO C
koHTpoJieM (OL = 2,0). AHasiorn4Hoe yBesiMyeHue pyucKa HabJ 1roAan0ch U s romo3urot C/C
(ot = 2,0).

O6Hapy:xeHa 3HayuMMas accouuauus Mexzay noaumopdusmom Glu429Ala wu
yBesindyeHueM pucka BIIP mnopa. Haubosiee pacnpocTpaHEHHBIM T€HOTHIIOM IO JUKOMY
asiento C B koHTpoJie, rpynne BIIP u rpynne ¢ Hepa3BuBarwlleiicd 6epeMeHHOCTbIO ObLI
romosuroTHeii C/C (53,3%, 62,5% u 45,0% cooTBeTCTBeHHO). MakcuMasibHasi 4acToTa
retepo3uroT C/T oTMeuyeHa cpe/i1 *KEHILUH C Hepa3BUBarwllelcs 6epemeHHocThI0 (50,0%).

BbiBOA. B rcciienyeMoil rpynne KeHIUH BbIsiBJIeHA BblpaKeHHasi NMpsiMasi acCcoluaLus
MeXAy TMoJUMOPOU3MOM H3y4YaeMbIX T'€HOB M IMOBBIIIEHHBIM PUCKOM (GOpPMHUPOBAHUSA
BPOXX/IeHHBIX IOPOKOB pa3BUTHUA IJ104a. YacToTa rOMO3UTOTHOr0 MyTaHTHOro reHotuna C/C
nosiumMopdusma Glu429Ala rena MTHFR 6bl1a 3HaUMTENIbHO BhIllle Cpefiy KeHIUH ¢ BIIP —
JIAaHHBIA TeHOTHUMN BCTpeyasics B 2,5 pasa yalle, YeM B KOHTPOJIbHOHU rpyIiie (X2=1,6; P=0,2;
RR=2,5; OR=2,7), u B 2 pasa yalle, YeM y KEHIIMH C Hepa3BUBaIOIeNCcsl 6epeMeHHOCThIO
(x?=0,7; P=0,4; RR=2,0; OR=2,1) — 10,0% npoTus 4,0% u 5,0%, COOTBETCTBEHHO.

Kpome Toro, oTMeyeHa BbICOKas 4aCTOTa reTepo3uroTHoro reHoruna A/C B OCHOBHOU
rpynie (55,0%), 4To Takxe AEMOHCTPUPOBAJIO CTATUCTUYECKU 3HAYMMYIO acCOLHALHUI0 C
passutueM BIIP (x*=5,1; P=0,025; RR=1,7; OR=2,4).
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