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Ienv uccnedosanus: onpejneienve Haluyus B3aHMOCBSIZH
¢ opMupOBaHHS XPOMOCOMHOI NATOJIOTHU Y ILUIOAA C T€HOTH-
nom mMatepu 1o nosmmopdusamy C677T MTHFR u oco6ennoc-
teil pacnpenenenus renotunos no C677T MTHFR y mioznos ¢
HOPMAJIbHBIM U AaHOMAJIbHBIM KapHOTHUIIAMU.

Mamepuanvt u memoodv:. Bpin cOpMHPOBaHbI [Be TPYIIIBL:
1-4 rpynna — >KeHIIMHbI C XPOMOCOMHbIMH aHOMaHAMH (XA)
y wioga (n=131); 2-s1 rpynma — mioibl, y KOTOPbIX ObLIM BbISIB-
Jenpl XA ¢ HCTOIb30BaHHEM NPEHATATbHOTO KAPHOTHITHPOBA-
Hud (n=110). B rpynmny cpaBHeHHI BOILLTH >KEHIIUHBI C KAPHO-
THIUPOBaHHBIMU IWI04aMu Ge3 XA (n=139). B koHTpoIbHYIO
rpymiry Bounu 114 310pOBBIX KEHIIUH, KOTOPbIe HMEIOT O/THO-
ro u GoJiee 3/10poOBbIX JeTeil. Bo Bcex rpynmnax nposezieHo omn-
penenenue nomumopduama C677T MTHFR.

Pesynvmamut. T'enotun C/T nocrosepno (p<0,01) B 1,33 pa-
3a yalie BBISBJIANU B IPYIIe 5KeHIIIH, KOTOPble HMeJH IO, C
HOPMAJIbHBIM KAapHOTHIIOM, M KEHIIHH KOHTPOJIbHON IPYIIBI
MPOTHUB >KEHINUH, KoTopbie uMeJH o ¢ XA. I'enorun T/T no-
croBepHO B 6,3 pa3a (p<0,01) yaie BbISIBJISIN Y KEHIIUH, OT-
OOpaHHBIX /Uil NPOBEJEHHs MPEHATAIBHON JMArHOCTUKH, 1O
CPaBHEHHIO C *KeHIIMHAMHI KOHTPOJbHOIT rpymmsl. IIpu pacue-
T€ OTHOIICHHS IIAHCOB yCTAaHOBJIEHO, YTO PHCK HMETh ILIOJ C
NpU3HAKAMH XPOMOCOMHOI IaTOJIOTHM IIOBbIIeH B 7 pa3
(OR=7,000) y >xenmuH, nmeronux resorun T/T 677 MTHFR.
3axarouenue. I OMO3UrOTHBII F€HOTHUII IO MyTaHTHOI amnean T
nomumoppusma C677T MTHFR y >keHmunbl ¢ 6oabLoi 1o-
Jieifl BepOSITHOCTH MO3BOJIIET OTHECTH ee K TPYyINIe PUCKA MO
BO3HHKHOBEHHUIO XPOMOCOMHBIX aHOMAaJIHii y IJI0/1a.
Kntouesvie cnosa: orammniii 06MeH, XPOMOCOMHbIE AHOMATLUU.

oskienne pebeHka — 9To BeHel GMOJIOTMIeCKOro, CUX0JI0TH-
Pqecxoro, COIUAJIBHOTO, (PITHAHCOBO-9KOHOMUYECKOTO TOJI-
Bura — GepeMeHHoCTH. V1 HOpMaJIbHOE €€ TeYeHKe, HOPMAIbHOEe
pas3BUTHE ILJIOJIA, POKIECHIE 30POBOTO pedeHKa Ha CeroHst To-
e cTasio mpobaeMoii uist GOJIBIIOTO KOJIUUECTBA CYNPYKECKUX
nap. Tak, y 80—85% HOBOPOK/IEHHBIX HAOJIIOAAIOTCS PAs3IMYHbIE
OTKJIOHEHUST B COCTOSTHUH 3/I0POBDBSI.

PasButue penpoayKTUBHOI MEAUIIMHBI B CBOEHl OCHOBE Ha
JAHHBII MOMEHT HAllpPaBJIeHO Ha YJIYYIICHUE JUATHOCTIYECKIX
BO3MOKHOCTEH BBIABJIEHKSI [ATOJOTUM OEPEMEHHOCTH | II0/Ia
JUIs obecriedeHrst POKAeH s 3I0POBBIX JIeTell, KoTopbie OyayT
MOJTHOIIEHHBIMU YJIeHaMU OOIIecTBa.

ITpu aToMm Bee GoJiblile BHUMAHUE YIEISAETCS U3YIEeHUIO Me-
XaHU3MOB TIPEYTIPEKICHIS] BOSHUKHOBEHUS MATOJIOTUHU BbIHA-
muBaHus GepeMeHHOCTH U Pa3BUTHS ILIOJIA.

TTockosbKy Beyieil MpUYNHOl HeBbIHAIIMBAHIS OepeMeH-
HOCTH HA PAHHUX CPOKAX M PA3BUTHS MATOJOTUU Y TLJIOA SIBJISI-
€TCcsl XPOMOCOMHAs TIAaTOJIOTHs, TO MHOTHE MCCJIe/OBaHUs Ha-
MpaBJIeHbl HA OIpe/ieJIeHne TPUYNH ee BOSHUKHOBEHUS U COOT-
BETCTBEHHO PaszpabOTKU CII0CO6OB MPOMUITAKTUKH,

Tax, oHa U3 Teopuil BOSHUKHOBEHUS HEBbIHAIIUBAHUS Oe-
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PEMEHHOCTH U Pa3BUTUS OT/AeNbHBIX 1opokoB y mioxa (JIHT,
paciienunbl ryOb 1 HEGA) OCHOBBIBaeTCs Ha geduiiure honatos
M TEHETHYECKIX TedekTax nx obMeHa.

OueHka BnusiHug oobmeHa ¢ponaTos y matepu

Ha BO3HMKHOBEHWEe XpPOMOCOMHOI NaTonornun

y nnoaa

B 1999 rony Buepsble BbIBUHYTA TMIIOTE32 O BOBJIEYEHUUN
MoMMOpGU3MOB TeHOB (hoMaTHOTO 06MEHA MaTepH B MPOTIECC
BO3HMKHOBeHus Tpucomun 21 y miona [3].

B smTeparype BbICKa3bIBAaeTCsI IIPE/IIONIOKEHIE, YTO HAIIMYNE
HU3KODYHKITMOHATIBHBIX JTesIel TEHOB (hoJTaTHOTO 0OMeHa BCIe][-
cTBre n3MeHeHns npoduia mernmposannsa [ HK B kireTke MoxeT
[IPUBOJUTE K HAPYILIEHUIO PACXOXKIEHUS XPOMOCOM B IIpoliecce
opmupoBaHmst raMeT U BO3HIKHOBEHHUIO TIOJN- ¥ aHEYTUIONNH Y
wio/a. JleuimT METUITBHBIX TPYIIIT B OBICTPO JIEJISIIXCST KJIETKAX
HMOPHOHA TIPUBOJIUT K TOBBIIIEHHOMY BKJIOYEHUIO YPUIMIOBOTO
HYKJIEOTH/Ia BMECTO TUMIJIFIJIOBOTO B cuHTe3npyemyio 1ers JHK.
B pesysbrare 06pasyercsi aHOMAIBHO JIETKO (hparMeHTHpyemast
JHK, cunres ee pe3ko samesisiercs. ITO BezleT K HapyLIeHuIo Kile-
TOYHOTO TIMKJIA GBICTPO AETSIMXCS KIETOK TUIOJA U, BO3MOYKHO,
COCOOCTBYET 3aITyCKAaHMIO MEXaHM3MOB aronTosa [2, 4].

CHIDKeHne MEeTUIMPOBAHNUS B KJIETKe, CBSI3AHHOE C HEJI0CTa-
TOYHOIT aKTHBHOCTBHIO hepMeHTOB (hosaTHOro 06OMeHa UM C Jie-
GUIUTOM METHIILHBIX TPYIIIL, IPUBOIUT K U3MEHEHUIO PO
METHJINPOBAHUS [IEHTPOMEPHBIX PAllOHOB XPOMOCOM, Hapylie-
HUIO PAaCXOXKEHMs XPOMOCOM B OOTEHe3e ¥ TIOBBINIAeT PHCK
posk/eHst peGeHKa ¢ cuHAPOMOM JlayHa (TPUCOMUESE IO XPOMO-
come 21). Usmenenune npouisa merusnmposanus JJHK accoru-
MPOBAHO TaKkKe C HAPYIIEHHEM PacXOKIeHNsS XPOMOCOMBI 18.
Jlst mpyrux aytocom (xpomocomsr 2, 7, 10, 13, 14, 15, 16, 22) u
I10JIOBBIX XPOMOCOM TaKOIl acconnanyuy He nokasano [1, 4].

WccnenoBanus Ha ImuMQoIHTaX in Vitro ycTaHOBWJIH, 4TO
nebunut (HoJIaToB CIocOOCTBYET BO3HUKHOBEHHIO aHIYILION-
auii no 17-it u 21-it xpomocomam [5].

V3HavarbHO OI[eHMBAIHN TOJBKO MOTNMOP(HBIE BADHAHTEI Te-
HoB MTHEFR ¢.677C>T n1 MTRR ¢.66A>G 1 B OCHOBHOM B OTHO-
mennu Tpucomut 21. ITo Mepe OTKPBITHST HOBBIX 3BEHbEB MeTa00-
mi3Ma (oJTaToOB 3TOT CMMCOK PACHIMPHICS /IO CEMU BapHAHTOB
(MTHFR 677C>T n 1298A>C, MTRR 66A>G, MTR 2756A>G,
RFC180G>A n TYMS 28bp nosrop u 1494 6bp nenerms) [2] .

[IpoBesieHHBIIT MeTa-aHANMN3 PA3INYHBIX UCCIETOBAHMIT T10-
KasaJ, YTO TIOBBIMICHHE PHCKA BO3HUKHOBEHHUS XPOMOCOMHOI
naroJsioruu y mioza (B yactHoctu cunjapoma /layna) mpoucxo-
JIAT TOJIBKO TIPU KOMOWHAIMN PA3INYHBIX HU3KO(DYHKI[HOHAIb-
HBIX TeHOB (hosiaTHOTO 1KKIa y MaTepu [1].

B npyrux pccse1oBaHusX YCTAaHOBIIEHO, YTO AJIENISIMU PUC-
ka sasigiorcs MTHFR 677TT, RFC1 80AA, TYMS 1494 6bp
+/+, TYMS 28bp 3R/3R u MTR 2756AA [2] .

Ocob6EHHO SIPKO BBIPAKEHHOI OKa3alach acCoOIUAIUSI KOM-
GuHary HU3KO(MYHKIMOHATbHBIX BapranToB MTHFR 677TT
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Tabnnua 1

Pacnpenenenue redotunos no G677T MTHFR cpepau XeHIWuH, npoweAwnxX UHBA3MBHYIO NPEHATaNbHYI0 ANArHOCTUKY (n=270)

KapuoTtun nnopa c/C

XpomMOCOMHas naTonorus

57/131 (43,51%)

c/T T/T
58/131 (44,3%) 15/131 (12,2%)

HopmanbHbI KapnoTun

42/139 (30,22%)

82/139 (58,99%) 15/139 (10,79%)

KoHTponbHas rpynna (XeHLuHbl — abopThl)

47/114 (41,22%)

67/114 (57,02%) 2/114 (1,75%)

Pacnpenenenue redotunos no C677T MTHFR B rpynne nnopoB, npowewnx NHBa3UBHYH NPeHaTaNbHYH0 AUArHOCTUKY (Iigj;?)(a 2
KapuoTun nnoga c/C C/T T/T
Hopma 54/143 (37,76%) 73/143 (51,04%) 15/143 (11,2%)
Maronorus 52/110 (47,27%) 48/110 (43,63%) 10/110 (9,1%)

u TYMS 28bp 3R/3R, uto MOXeT 0GBSICHITHCST HAPYIIIEHUEM
Gananca JIHK-mermmnposanust u JJHK-cunresa [6].

Ienp uccaenoBanus: onpe/eseHne HATIMINA B3aNMOCBSI3N
(opMupoBaHua XPOMOCOMHOII TATOJIOTHH Y IJIO/[A ¢ TEHOTUIIOM
marepu 1o nosumopdusmy C677T MTHFR u ocobennocreit
pacnpezenenus reaorumios 1o C677T MTHEFR y mionos ¢ vHop-
MaJIbHBIM 1 aHOMAJIbHBIM KapHOTHIIAMIL.

MATEPUAJIbI U METOADI

Jlna nccnenosanns 3a nepuoz ¢ 2012 r. no 1-e mosyromue
2016 r. 6111 ChOPMUPOBAHBI JABE IPYIIIIbL: -1 TPYIITA — KEHIIU-
HBI, Y KOTOPBIX TIPU IIPOBE/ICHUT MHBA3WBHOI IPEHATATBHON THa-
THOCTUKY (GUOTICHST BOPCHH XOPUOHA, TLIAIEHTOIEHTES, aMHHO-
1ieHTe3) ObLIK BbISIBJICHBI XPOMOCOMHbBIE aHoMaunu (XA) y mioja
(n=131); 2-s rpymIa — mWIoApl, y KOTOPBIX ObLIH BbIsBJICHBI XA €
MCTIOJIb30BAaHIEM TIPeHATATbHOTO KaproTumposanust (n=110; 55
ciaydaeB — T21, 13 ciyyae — T18, 6 cayuaes — T13, 3 ciyyas —
47, XXY, 10 cayqaes — 45,X, 23 ciydas — apyrux XA).

B rpymiry cpaBHenust BOULTN JKEHIITNHBI C KAPUOTHITNPOBAH-
M 1togamu 6e3 XA (n=139), nanpasJeHnble Ha HHBA3UB-
HYIO MPeHaTaNbHYI0 AarHocTuky (Y3 1 OMoXuMudecKie Map-
kepbl XA), a Takke ObLI MCIOJIB30BAH MATEPUAJ JYIIOW/IHBIX
IIJIO/IOB ATOI IPYIIIBI JKEHIIIH, MTPOIIEIINX WHBA3UBHYIO Ipe-
HATAJIBHYIO INArHOCTHKY (n=143).

B xonTpospHyio rpymiy Bonumm 114 30pOBBIX JKEHIIIH, KO-
TOPBIE UMEIOT OIHOTO 37I0POBOTO peberka u GoJiee (¢ OTCYTCTBY-
eMm B anamHese CA, 3amepInnx 6epeMeHHOCTEN, CIyuaeB MePTBO-
poxzenus, poxaenus neteit ¢ BIIP nnn XA, ne nonanasiive
[IPU TPEABIYIIMX GEPEMEHHOCTSIX B TPYIIY BBICOKOTO PHUCKa
poskeHust pebetka ¢ XA 1Mo pesysbrataM yJIbTPasByKOBOTO U
GUOXUMHUYECKOTO CKPHHUHTA), 0OPATUBIIHIECS IS IPOBEAEHUS
MeZIMIIMHCKOro abopra (B MPOAYKTe KOHIENIMH aBOPTUBHOTO
Marepuaga mocjie TMPOBeJAeHUsT KapuoTUIpoBanust XA Oblim
UCKJIFOYEHBI; 00pasIibl GUOJIOTHYECKOr0 MaTepuasia /st (hopMu-
pOBaHM KOHTPOJbHOH rpynmnsl nepefann u3 KY «lopoxckas
Gosbruia Ne 1> u KY «KpuBoposKcKuii ropoAcKoii pOAMIbHDINA
oM Ne 1») B cpokax ot 7 o 11 Hen recranum.

Bo Bcex rpymmnax mpoBeneHo orpeziesienne moanMopdusma
C677T MTHFR wmetonom asnenseneruduueckoit [P ¢ me-
TeKIneil IPOAYKTOB aMInduKamy B 2% arapo3HoM TeJie.

Boienenue IHK st mpoBenenust uccie1oBanuii mpoBo/u-
Jii 13 06pasIoB GYKKAJIBHOTO €MUTENNsT, BOPCHH XOPHOHA,/TIjIa-
LEHTHI I AMHUOTHYECKOM JKU/IKOCTL.

CraTUCTUYECKUIT aHAIN3 TAHHBIX TIPOBOIUIIN METO/IAMU Ba-
PHAIMOHHON CTAaTUCTHKU. [IpOBEPKY CTaTMCTHYECKUX THUTIOTE3
ocymiecTBIsI Ha ypoBHe 3HaumMoctu p<0,05. Ompenenenne
JIOCTOBEPHOCTH Pa3INUKii BBIOOPOK MPOBOANIIN € UCTIOJIb30Ba-
HHUEM MeTojia yriioBoro npeobpaszosanust Ouirepa pu p<0,05.
Acconnannu orpe/ie/IeHHbIX TEHOTHIIOB C PUCKOM PA3BUTHSI Ma-
TOJIOTUU OLEHUBAJIN C TIOMOIIBIO pacyeTa OTHOIIEHUS IMAHCOB
(BIII — OR, odd ratio) nipu 95% J0BepUTETLHOM WHTEPBAJIE C
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UCTIO/b30BAHKUEM 9JIEKTPOHHOTO KasibKysitopa (http://medsta-
tistic.ru/calculators/calcodds.html).

PE3YJIbTATbl UCCJIEAOBAHUSA
N NX OBCY>XXOAEHUE

[Ipu anasm3se MOMYYEHHBIX PE3YIBTATOB GBLIO OTMEIEHO, 4TO
renotunt C/T nocrosepro (p<0,01) B 1,33 pasa vairie BbIABIISIN
B I'PYIIIE JKEHIIIH, KOTOPbIEe UMEJH IIJIO/{ ¢ HOPMAJIbHBIM KapHo-
THUIIOM, 1 ’KE€HIIINH KOHTPOJIBHOM IPYTIITBI TPOTHB SKEHIIIH, KOTO-
pole mMesn 1107 ¢ XA. JIocToBepHBIX pasinunii B pacpeaesieHun
renorunios C/C (romosurora 1o nopmaibuoi amienn) u T/T
(roM03UTOTa TI0 MYTaHTHOW aJules) B MCCIEAYeMOil TpyIIe
JKEHIIUH 1 TPYTITe CPaBHEHWs BbIsIBJIEHO He Ob11o (Tabur. 1, 2).

IIpu srom renorun T/T nocrosepuo B 6,3 pasa (p<0,01)) vaue
BBISIBIISUIN Y JKEHIIIAH, OTOGPAHHBIX /7T TTPOBEIEHTIST TTPEHATATLHOM
JIIATHOCTUKY, B CPAaBHEHUH C KEHIIIMHAMI KOHTPOJIBLHON TPYIIIBL.
IIpu pacuere OTHOIIEHVS MIAHCOB YCTAHOBJICHO, YTO PHCK MMETh
TIOJ] ¢ TIPU3HAKaMM XPOMOCOMHOII TTATOJIOTHH TIOBBIIEH B 7 pas
(OR=7,000) y xenmu, nmerorux renotun T/T 677 MTHFR.

IIpu ananmse pacipejiesieHust FEHOTUIIOB B TPYIIIE IJIOJIOB
JIOCTOBEPHBIX OTIINYHH He OBITTO OTPEIETEeHO.

CunTaeTcs, 4TO PaCIPOCTPAHEHHOCTh TOTO MJIN MHOTO TeHEeTH-
YeCKOTrO MPU3HAKA 3aBUCUT OT TIEPBOHAYAIIBHBIX YCJIOBHI OOUTAHMUS
TIPE/IKOB JIAHHOM TIOMYJIAIOHHOI KOropThl. Tak, B OTHOIEHNN re-
HOB (hOJIATHOTO OOMEHA TAKNUM TIPU3HAKOM SIBJISIETCST TIOTpelieHne
outatos ¢ nposrykramu nuranust. C 9TUM MOKHO CBSI3ATh IINPOKOE
pacHpocTpaHeHne TeTePO3UTOTHOTO TeHOTHIIA TT0 TTOIMMOPhOU3MY
C677T MTHFR B nartreii mory/isammy, 4To yKa3bIBaeT HA TeHeTHde-
CKYIO TIPEAPACTIONOAKEHHOCTD K TIOBBIICHHON MOTPEGHOCTH B IOy~
JeHN! (DOMEBOF KUCIIOTHI C TTPOLYKTaMH ITHTAHMSI.

OtcyTcTBHE OCTOBEPHBIX PA3JINYUI TT0 PACIIPE/IE/ICHHIO Te-
norunos C677T MTHFR B uccnenyemoil rpylie sKeHIMH 1
TpyIITe CPAaBHEHUS MOXKET OOBSCHATHCS TEM, YTO JKEHITUHB U3
TPYIIIBI CPAaBHEHNS TakKe MMeJHn IpusHaku XA y mioga (4To
MO3BOJINJIO UX OTOOPATh ISl IIPOBEAEHUS IIPEHATATbHOI na-
THOCTUKN) HECMOTPSI Ha BBISBJICHHBII BIIOCTEACTBUN HOPMAJTh-
HBII KapUOTHIL. DTO MOKET OBITh CBI3AHO C TEM, Y4TO Y OIpee-
JIEHHOM YaCTH IJI0/I0B HAPYIIEHHsI B TeHOMe ObLIN MeHbIIIe, YeM
MO3BOJISIET YBUAETH Pa3peNraolias CliocoOHOCTb METO/IA PYTHH-
HOTO KaprOTHITUPOBaHWsL. B aibHellieM 910 BO3MOXKHO OyeT
MOJTBEP/IUTh WK OIPOBEPTHYTH € HOMOIIBIO HOBBIX METO/UK
(CpaBHUTENBHON TEeHOMHOW THOPUAM3AINK, CEKBEHMPOBAHUI
HOBOTO MOKOJIEHHST ¥ T.AL.). OfHaKo cOOOIIEHNsT 0 HEAOCTATOU-
HOU TOYHOCTH PYTHHHOTO KapUOTHUIIMPOBAHU IIPU IIPEHATAIIb-
HOI IMarHOCTHKE ysKe aKTHBHO MyOIMKYIOTCS HA MPOTSKEHUN
TmocefHeTo AecATuaeTns. Tak, COTIACHO MCCIeTOBAHUSAM
E.L.M. Lisenka u coasropsi (2003) ¢ ucronb3oBaHueM TEXHOJIO-
run Array-Based Comparative Genomic Hybridization us 20
TAIIIEHTOB C YMCTBEHHOH OTCTaJIOCTBIO M JUCMOPGUYIECKIMHI
[IPU3HAKAMU HEU3BECTHOM HTUOJIOTHM C HOPMAJIbHBIM KapUOTH-
oM y 7 (35%) Gbuti 06HAPYKEHBI HEM3BECTHLIE paHee MUKPO-
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JTymKanum u Mukpogeseryn [ 7]. Ilo pesyabraTam mccieosa-
nuii Susan L. Christiana u coasropos (2008), 13 397 zaereii ¢ ay-
TU3MOM B 48 ciryuasx (12%) 6buiu 0OHAPYKEHDI paHee HEeU3Be-
CTHBIE HapYIIEHNs MEKPOCTPYKTYPhI xpomocoM |[8]. Taxke, co-
raacHo sakmiodennio Ronald J. Wapner, M.D. u coasTopos
(2012), meTox MUKpOIppeii-aHaIn3a MUKPOEJENil 1 MUKPO-
aymmkarnuii (copy-number variants (CNV) mosBoJier 010J1-
HUTEJIBHO BIsIBUTH 12—15% amomanuit y jereil ¢ mMapkepamn
XPOMOCOMHOI ATOJIOTUK IIPY [IPeHaTaIbHOMN quarnoctuke [9].

Monimopdoiam C677T MTHFR y maTepi sk moxnmneuin
dakTop pusnky popmMyBaHHS XPOMOCOMHUX
aHeynsoigin y nnopa

M. I1. BeponotBensiH, F0.C. lMorynsii,

A.0. Hectep4yk, M.M. CBupugos

Mema 0ocnidscenns: BU3HAUEHHS HASBHOCTI B3aEMO3B 13Ky (OpMY-
BaHHA XPOMOCOMHOI IATOJIOTIi y IIOJA 3 TEHOTUIIOM Marepi 3a
nosimopdizmom C677T MTHFR Ta ocobimBocreil posnoiny reno-
tunis 3a C677T MTHFR y mioziB 3 HOpMaJbHIM Ta aHOMATBHIM
KapioThuIaMu.

Mamepianu ma memoou. Bynu chopmosani aBi rpymu: 1-a rpyma —
JKIHKH 3 XpoMocoMHnME anomastisimit (XA) y miona (n=131); 2-a rpyna —
wioan, y Akux Oy BusiBieHi XA 3 BUKOPUCTAHHSIM [PEHATAILHOTO
kapiotumysatist (n=110). Y rpyry nopiBHsIHHs yBiHIIIN 5KiHKH 3 KapioT-
unoBanumu 1iozamn 6e3 XA (n=139). Y KoHTpOJIBHY TpyIy YBilfiim
114 310pOBUX KIHOK, SIKi MAIOTH OJIHY 37I0POBY AUTHHY i Oisbie. Y BCix
TpyIax IpoBe/ieHO BI3HaueHH: nomivopdismy C677T MTHEFR.
Pesyavmamu. l'eniotunt C/T nocrosipro (p<<0,01) B 1,33 pasy uacriiie Bu-
SABJIAIN y TPYIL KIHOK, AKI MaJIN ILIi/T 3 HOPMAJIbHUM KapiOTUIIOM, i *KIHOK
KOHTPOJIBHOI TPYIIN TTPOTH KiHOK, siki Masm 1tizt 3 XA. Tenorun T/T no-
crosipHo y 6,3 pagy (p<0,01) gacrite BUSABIISLIIN Y JKIHOK, BitiOpaHuX /st
IIPOBE/ICHHS TIPEHATAIbHOI JIarHOCTUKY, Y TOPIBHAHHI 3 JKiHKaM1 KOHT-
possHOi Tpymu. Ilix yac po3paxyHKy BiHOIIEHHS IIAHCIB BCTAHOBJIECHO,
1110 PUSUK MATH T1JT/I 3 O3HAKaMU XPOMOCOMHOT T1aTOJIOTi rijiBuIeHuii y 7
pasiB (OR=7,000) y sxinox, mo mators renorun T/T 677 MTHEFR.
3axnrouenna. I'oOMO3UTOTHUIT TEHOTHII 32 MyTaHTHUM aseneMm T
norxiMopdizmy C677T MTHFR y skiHKH 3 BeJIMKOIO YaCTKOIO
IMOBIpPHOCTI /103BOJISIE BiZiHECTH T 10 TPYNU PU3UKY 3 BUHUKHEHHS
XPOMOCOMHUX aHOMAJIH y M7I0a.

Kmouogi caosa: (porammuii 06Mit, XpOMOCOMHI AHOMAT.

BbiBOAbI

Takum 00pa3oM, M0 HallleMy MHEHHUIO, TOMO3UTOTHbII T€HO-
Thn 1o myTtantHoit amesnn T nosmmumopdusma C677T MTHFER y
JKEHIIMHBI ¢ GOJBIION /10J1efl BEPOSITHOCTH TI03BOJISIET OTHECTH €€
K TpyIIIle PUCKA 0 BO3HNKHOBEHNIO XPOMOCOMHBIX aHOMAJINI y
wiofa. ITot GakT TpebGyeT MPOBEACHNs A0MOTHUTEILHBIX MEPO-
TIPUATHI IO OPraHU3alii TPEKOHIEMIIHOHHOI TTOJITOTOBKH KeH-
MIH K 3a4aTHIO C NCTIONb30BaHNeM JIaHHBIX MOJIEKY/ISTPHO-TeHe-
TUYECKUX MCCIe/JOBaHUI.

C677T MTHFR polymorphism of the mother
as a possible risk factor for the formation
of chromosomal aneuploidy in the fetus
N.P. Veropotvelyan, Y.S. Pogulyay,

D.A. Nesterchuk, M.N. Sviridov

The article presents the data of its own investigation to determine the
existence of relationship formation chromosomal aberrations in the
fetus with the mother’s genotype polymorphism C677T MTHFR.
Materials and methods. Two groups were formed: 1 group — of
women with chromosomal abnormalities in the fetus (n=131); 2 group
the fruits that have been identified with the use of CA prenatal kary-
otyping (n=110). By way of comparison groups used women with
karyotyped fruits without chromosomal abnormalities (n=139).
Control group consisted of 114 healthy women who have one or more
of a healthy child. In all groups performed the definition of polymor-
phism C677T MTHFR.

Results. The genotype of C/T was significantly (p<0,01) 1.33 times
more common in the group of women who had a fetus with normal
karyotype and a control group of women, against women who had a
fetus with CA. Genotype T / T was significantly 6,3 times (p<0,01) is
more common in women selected for the prenatal diagnosis compared
with women in the control group. When calculating the odds ratio
shows that the risk of having a fetus with signs of chromosomal aber-
rations increased 7-fold (OR=7,000) in women with genotype T / T
677 MTHFR.

Conclusion. Homozygous genotype for the mutant allele of MTHFR
C677T T polymorphism in women with a high probability it deter-
mines the group at risk of chromosomal abnormalities in the fetus.
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