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AKTyanbHoCTb. Hanbonee pacnpoCcTpaHeHHbIM OCMTOXHEHMEM recTaumMm B Hallv OHU 9BnaeTcs
HeBblHalWMBaHWe 6epeMeHHoCcTM (HB) Ha paHHKMX cpokax. HB B 15% cnydyaeB COMpPOBOXOAeTCA
NoSIMMOPPUM3IMOM MrEHOB CUMCTEMbI CBEPTbIBAHMA KPOBU M GOMaTHOIO LIMKAA.

Llenb — MpoBeCTM OLEHKY Hanmnuyma oOHOHYyKMeoTuaHoro nonumopdmama (OHI) donatHoro
LMKIA Y MaLUMEHTOK C MPUBbIYHbIM HEBbIHALLMBaHMEM BepeMeHHOCTM.

MaTepumanbl K1 MeToabl. MaTepumanoM aONa WcCcneooBaHWa 4BNGnacb BeHO3Haa KpPOBb.
BbioeneHmne OHK ocyllectBnanocb M3 50 MK/ LEeNbHOM KPOBU, C NOMOLLbo Habopa PeanbecT-
lfeHeTuka [OHK-akcnpecc (BekTtop-bBecTt). OnpeneneHne OOHOHYKNEOTMAHbLIX MONMMOPdM3IMOB
reHOB CWCTEMbI CBEPTbIBAHUA KpPOBWM W  HOMATHOIMO LMKAE OCYLLIeCTBAS/acb MeTOOOM
MONMMMEPasHOM LEMHOM peakumm B pexmme peanbHOro BpemMeHu. Bbibopka coctoana ms 2
HO30MOMMYECKMX TPYMM: YXEeHLWWMH C OTAroWeHHbIM ceMenHbiIM aHaMHe3oM (OCA), >XeHLWH C
OTATOLLEHHbIM aKyLllepCcKMM aHaMHe3zoM (OAA), obpatmBLumMxca B MIK (Meouko-reHeTndeckada
KOoHcynbTauma) r. Kypcka B 2023 roay.

Pe3ynbraTtbl. B xooe paboTbl aHanm3mMpoBanca ogHOHYKNeoTUOHbIN nonnMopdmnsmM reHos MTR,
MTRR, MTHFR. BbigBAeHO, 4TO rOMO3UIroTHaa nonmmMmopdHaa annenb reHa MTRR - G/G - 6onee
pacrnpocTpaHeHa B rpynne ¢ OAA, reTeposuroTHasa annenb — A/G - B rpynne ¢ OCA. fToMo3uroTa
Mo aHomalbHOMY noammMopodusmMy B reHe MTHFR C677T uawle BcTpedaeTca B rpymnne ¢ OAA,
reTepo3nroTa «annenu pucka» — C/T - B rpynne ¢ OCA. BbigBNeHOo, YTO reTepo3mnroTHoe COCTosAHMe
reHa MTHFR A1298C — A/C — B HO30/10rMYeCcKMX rpyrnax oanHaKoBO PacrpoCTPaHEHo B rpynmnax ¢
OAA 1 OCA, roMo3unrotHas «annenb prcka» — A/C — npeobnagaet B rpynne ¢ OCA.

3akntoueHme. NMonmmMmopdnsmM B CTPYKType reHoB GonaTHOro LMKNa onpenenseTr HapylleHune
OMOXMMUNUYECKMX MPOLIeccoB, MNpegpacnofnarallmMx K HeBblHaWMBaHUIO 6GepeMeHHOCTM.
NpoBeneHHble MCCNegoBaHUA CBUOETENbCTBYOT O TOM, UTO OAHOHYKMEOTUAHbLIA MoMMOpPdU3IM
reHoB GOMaTHOIO LMK MOXET OKa3blBaTb CUHepretuyeckunim a¢dpdeKkT Ha pPUCK pa3BUTUA
TpoM6030B, HEBbIHALLMBaHMA 6epeMeHHOCTM U BIP nnoga.

KntoueBble cnoBa: oMaTtHbIM LMK, OOHOHYKIEOTUOAHbIM MONUMMOPPU3M, HEBbIHALUMBaHME
6epeMeHHocTH, MNLLP B peanbHOM BpeMeHW.
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ANALYSIS OF SINGLE NUCLEOTIDE POLYMORPHISM OF FOLATE CYCLE GENES IN
PATIENTS WITH MISTARRIAGE OF PREGNANCY MISSIONS
KANISHCHEVA S.E., KOMKOVA G.V., SHEeVTSOVA V.V.

KURSK STATE MEDICAL UNIVERSITY (KSMU)
305041, 3, K. MARX STREET, KURSK, RUSSIAN FEDERATION

RELEVANCE. THE MOST COMMON GESTATIONAL COMPLICATION NOWADAYS IS EARLY PREGNANCY
FAILURE (EPF). THE DEVELOPMENT OF PREGNANCY FAILURE IN 15% OF CASES IS ACCOMPANIED BY
POLYMORPHISM OF GENES OF THE BLOOD COAGULATION SYSTEM AND FOLATE CYCLE.

OBJECTIVE: THE ARTICLE PRESENTS THE RESULTS OF ASSESSING THE PRESENCE OF SINGLE NUCLEOTIDE
POLYMORPHISM (SNP) OF THE FOLATE CYCLE IN PATIENTS WITH RECURRENT MISCARRIAGE.

MATERIALS AND METHODS. THE MATERIAL FOR THE STUDY WAS VENOUS BLOOD. DNA WAS ISOLATED
FROM 50 yL OF WHOLE BLOOD USING THE REALBEST-GENETICS DNA-EXPRESS KIT (VECTOR-BEST).
DETERMINATION OF SINGLE NUCLEOTIDE POLYMORPHISMS OF THE GENES OF THE BLOOD COAGULATION
SYSTEM AND THE FOLATE CYCLE WAS CARRIED OUT USING THE POLYMERASE CHAIN REACTION METHOD IN
REAL TIME. THE SAMPLE CONSISTED OF 2 NOSOLOGICAL GROUPS: WOMEN WITH A FAMILY HISTORY (FHA),
WOMEN WITH A FAMILY HISTORY (OFA), WHO APPLIED TO THE MGK (MEDICAL GENETIC CONSULTATION) IN
KURSK IN 2023.

RESULTS. DURING THE WORK, SINGLE NUCLEOTIDE POLYMORPHISM OF THE MTR, MTRR, MTHFR GENES
WAS ANALYZED. IT WAS REVEALED THAT THE HOMOZYGOUS POLYMORPHIC ALLELE OF THE MTRR-G/G GENE
IS MORE COMMON IN THE GROUP WITH OAA, THE HETEROZYGOUS ALLELE — A/G — IN THE GROUP WITH
OSA. HOMOZYGOTE FOR ABNORMAL POLYMORPHISM IN THE MTHFR C677T GENE IS MORE COMMON IN
THE GROUP WITH OAA, HETEROZYGOTE “RISK ALLELE” — C/T — IN THE GROUP WITH OSA. IT WAS REVEALED
THAT THE HETEROZYGOUS STATE OF THE MTHFR A1298C GENE — A/C — IN NOSOLOGICAL GROUPS IS
EQUALLY COMMON IN THE GROUPS WITH OAA AND OSA, THE HOMOZYGOUS “RISK ALLELE” — A/C —
PREDOMINATES IN THE GROUP WITH OSA.

CONCLUSION. POLYMORPHISM IN THE STRUCTURE OF FOLATE CYCLE GENES DETERMINES THE
DISRUPTION OF BIOCHEMICAL PROCESSES THAT PREDISPOSE TO MISCARRIAGE. CONDUCTED STUDIES
INDICATE THAT SINGLE NUCLEOTIDE POLYMORPHISMS OF FOLATE CYCLE GENES CAN HAVE A SYNERGISTIC
EFFECT ON THE RISK OF DEVELOPING THROMBOSIS, MISCARRIAGE AND CONGENITAL BIRTH DEFECTS.

KEYWORDS: FOLATE CYCLE, SINGLE NUCLEOTIDE POLYMORPHISM, MISCARRIAGE, REAL-TIME PCR.

KOMKOVA GALINA V. — CANDIDATE OF BIOLOGICAL SCIENCES, ASSOCIATE PROFESSOR OF THE
DEPARTMENT OF BIOLOGY, MEDICAL GENETICS AND EcoLocy, KSMU, KURSK, RUSSIAN FEDERATION.
ORCID ID: 0009-0003-2756-4164. E-MAIL: KOMKOVAGV@KURSKSMU.NET.

KANISHCHEVA SOFYA E. — 2 YEAR STUDENT OF THE FACULTY OF MEDICINE, KSMU, KURSK, RUSSIAN
FEDERATION. ORCID ID: 0009-0004-8434-3541. E-MAIL: S.KANICSHEVA@YANDEX.RU. (THE AUTHOR
RESPONSIBLE FOR THE CORRESPONDENCE).

SHEVTSOVA VERA V. — CANDIDATE OF BIOLOGICAL SCIENCES, ASSISTANT PROFESSOR OF THE
DEPARTMENT OF BIOLOGY, MEDICAL GENETICS AND EcoLocy, KSMU, KURSK, RUSSIAN FEDERATION.
ORCID ID: 0009-0004-7616-1561. E-MAIL: SHEVTSOVAVV@KURSKSMU.NET.

OPUTUNHAJIbHbBIE MCCITEOOBAHUNYA 27
ORIGINAL RESEARCH



AKTYATbHOCTb

CornacHo  cTatuCcTMke  MUHKUCTEpPCTBA
30paBooxpaHeHna Poccuimckom denepaumn,
aMb6pMOoHanbHble MoTepu BCIeAcCTBUE HEBbI-
HawwmBaHWa bepeMeHHoCTM (HB) oTpaxkatoT
COCTOSIHME PENPOLYKTUBHOIMO 300POBbA Ha-
ceneHna. Hactota caMonpom3BOSIbHOIMO Nnpe-
pbiBaHWA rectaumm Bapbumpyetca ot 15% [o
20% Bcex 6epemMeHHocTen [2, 4]. B Hac-
TodUWee BpeMa Yy MauMeHTOK C MPUBbIYHBLIM
HeBblHalWMBaHeM BepemMeHHocTM (MHB) ak-
TUBHO MPOBOAOUTCH MCCMNefoBaHWE OOHOHY-
KNeoTnaHoOro nonmMmMopdmrsamMa reHoB cucTe-
Mbl CBepTbiIBaHMA KpoBW. [lonnmMopdusm
OaHHbIX FeHOB BAMgeT Ha dyHKuuo odep-
MEeHTOB W1 6e/1KOB, y4acCTBYOLLMX B NpoLecce
CBepTbiBaHMA KpoBW. [MonmnMMopduUsM reHos,
KOOMPYOWMX depMeHTbl donaTHOro LMK,
MPUBOOUT K HapyLUEHWMIO YCBOeHMAa HoaToB
M K pasBuTUO HOMaTHOWM HEeOOCTaTOYHOCTM.
HapyweHune mMeTtabonmamMa $onatoB OKa3bl-
BaeT BO3OENCTBME Ha yBenmyeHume oLmnbok
XPOMOCOMHOWM cerperaumm mn crnocobcTByeT
AaHOMaNbHOM reHHOM 3Kcnpeccumn. [daHHble
npoLecchl yBENMNYMBAIOT POCT FOMOLLUCTENHA
B rJjlaamMe KpoOBWM W MPUBOLAT K TUMepro-
MouuctemHemmm (L), 4TtOo yBeEenMUMBaET
PUCK OCNOXXHEHHOro xoda 6epeMeHHOCTU [5].
YBenuyeHme akKTUMBHOCTM pepMeHTa MOXKET
ObITb MPUUYMHOW PA3BUTUA FMNEPKOoArynaumm
— MOBbILWEHHOW CBEPTbLIBAEMOCTU KPOBU —
TPpOMObl MOTyT 06Pa30BbIBAaTbCA B MaLeHTe,
Hapyllag KpoBOCHabXeHwe nnoga v npu-
BOOS K BblkMAbIWy. B cBol odepefb, CHU-
XEeHMe aKTMBHOCTM depMeHTa OKa3biBaeT
BO3OENCTBME Ha PasBUTUE MMMOKOoarynaumm
— CHWYXXEHHOW CBEPTHIBAEMOCTU KPOBU — YTO
yBeNn4MBaeT PUCK BO3HMKHOBEHWSA KPOBO-
TeyeHMe BO BpeMsa OepeMeHHOCTM U 49B-
nqeTca onacHbIM 49 MaTepu 1 naoaa [4].

MATEPWAJbl U METObI
NCCNEOOBAHNA

MiccnepoBaHue NpoBoamMnoch Ha 6ase Me-
ONKO-FreHETUYECKOM KOHCyNbTaumMm ropoaa
Kypcka. MaTepuranom anga mccrnegoBaHuMa 9B-
nanacb BeHO3Has KpoBb. BbigeneHue [OHK
OCyLLEeCTBAANOCb M3 50 MK LEeNbHOM KPOBMU,
C nomoulbto Habopa PeanbecT-TeHeTMKa
IOHK-akcnpecc (BekTop-becT). OnpegeneHune
OOHOHYKNEeOTUAHbIX MOIUMOPPU3IMOB rEeHOB
CUCTEMbI CBEPTbIBaHUA KPOBU M HONATHOrO
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LMK/Ia OCyLecTBanacb METOAOM MoSinMepa-
3HOM uenHowm peakumnn (MUP) B pexxume
peanibHOro BPEMEHW C OeTeKuMen KpUuBbIX
nnaBneHMa c nomollbio Habopa PeanbecT-
l[eHeTunKa [eMocTas.

MpUHUMN MeToda OCHOBaH Ha aMmnndu-
Kauuum BblaeneHHoro yyactka JHK yenoseka
N nocnenywlen aeTeKUMen KpPUMBbIX MnaB-
neHma npopayktoB [lMMUP u chneundunyeckmx
30HO0B. [lpouecc amMmnndmUKaLunmM 3aKko-
YyaeTca B MOBTOPAKOLLIMXCA LIMKAAX: TeMMnepa-
TypHaa geHatypauma OHK — MaTpurLbl, OTXKUT
NnpanMepoB C KOMMIEMEHTapPHbIMKX Mocse-
goBaTtenbHoctTaMn [OHK — mMaTpuubl, CUHTE3
KOMMIEMEHTAPHOM LEenn 3TUX MpanvMepoB
TaQ-nonmnmepason [1, 6]. Nocnenyownm ata-
NoM aBAETCA CpaBHEHUE MOMNOXKMUTENbHOIO
KOHTpOMNA CcO crneundrnyeckmm TreHOM U
BbIABEHME pe3yfibTaTa Ha MOHUTOP B BMAOE
OBYX KpWBbIX. [1N9 aHanM3a Kaxkaoro obpasia
MCronb3yeTca 4 CTPUMNUPOBAHHbIE MPObUpP-
kK c FPCT, 2, 3, 4, B K@XXOOW N3 KOTOPbIX OCY-
wecrtenaetca aMmnamndbukauma AHK n getek-
LMA KPUBbLIX NNAaBNEHUA TPEX MEeHETUYECKUMX
nonmMmopdmnsmos (tab. ).

Tabnumua 1. AHQM3 noimMopouama
reHoB B cooTBeTcTBUM C [[PC

MNoo6 AHanums
pobKPka nonnmopdmamMa B
reHax
rPCI MTR, MTRR, MTHFR
rPC2 ITGB3, FGB, PAI-1
rPC3 F5, MTHFR, F7
PC4 ITGA2, F2, F13

Hanee BbIGUpPatOTCA KaHalbl OeTeKLUMn
«FAM», «HEX» 1 «ROX» KpKBbIX MnaBneHusa
OYNJIeKCOB cneumduyHoro 3oHga v npony-
KTa aMnnuourkaumm ong perncrpaumm ogHo-
HYKNeOoTUOHbIX nonnMopdrsmMos. lporpam-
MUPYyeTCs MOSIOXKEeHWe MPOoBMpPOK C umccne-
OYyeMbIMU U KOHTPOsIbHbIMK 0Bpa3sLamMm cor-
NTACHO UHCTPYKLUMU K UCMONb3yeMoMy Mpu-
6opy 1 3anyckaeTca nporpamMma, No3Bonsaio-
LLas nNpoBecTU peakuuio aMriandukaumm c
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JanbHenuwemnm perncrpaumnen ényopecueH-
THbIX CUFHANOB KPWBbIX MNaeneHmsa [8]. loBo-
pa 06 ydyeTe pe3ynbraToB, 4Nna KOT B Kaxkaow
[PC 1-4 BO Bcex KaHanax getekumm «FAM»,
«HEX» 1 «ROX» nporpaMmma pUKCUMPYeET Hanum-
4yme OoOHOro rMnuKa nnaBfeHus, COOTBETCT-
BylOLLEro reHoTtuny «HopmanbHag roMo3u-
roTar, U onpefenaeT 3HauyeHne TeMnepaTtypbl
nnaeneHma. KOT gofmkeH onpenenartbca Kak
reHoTUN «HopMasrbHagd roMo3nrota» No BCEM
12 nonumMopdunsmam. [na KO2 B kaxxagown NPC
1-4 BO Bcex KaHanax getekunm «FAM», «HEX»
n «ROX» MporpamMmMa QUKCUMPYET Hanudyume
OLHOro NMMKa NnaBfeHuns, COOTBETCTBYOLLETO
FreHOTMMNY «MyTaHTHas roMo3umroTa», U orpe-
[ensgeT 3HadvyeHue TemMnepaTypbl rniaBneHus.
KO2 pomkeH onpenenarbca KakK reHoTUn
«MyTaHTHag roMo3nroTa» Mo Bcem 12 nonu-
Mopdmn3MaM. Bo BpemMsa aHanmsa pesyib-
TaToB onpefeneHma noamMmMmopdmUsMoB B re-
HaX CUCTEMbl CBEPTbIBAHUA KPOBU MU donaT-
HOro LUWK/Ma YerioBeka OJ19 Ka)XOoro uccre-
ayemoro obpasua B NPC 1-4 BoO Bcex KaHanax
oetekumn «FAM», «HEX» n «ROX» dUKCK-
pyeTcs oauH (ecnn roMO3UroTHOE HOCUTESb-
CTBO) UNu ABa (eCnm reTepo3mroTHoe HoCUTe-
NbCTBO) MWKa MNaBNeHUsa KM onpenenarTcs
nx Temnepatypbl [3, 7]. 3aTeM onpepenseTcs
FeHOTUM MO KaXkaoMy M3 12 nonmMopdrsMoB
B COOTBETCTBUKM C MONYyYEHHbIMU TeMnepa-
TypaMum nunkoB nnasneHna gng KOT mn KO2.
CoOTBeTCTBME pe3yfbTaToB aHain3a O4HOHY-
KNeoTmaHoro nonmmMmopdmrama npeacraBneHo
B Tabnuue 2.

[Hanee npoBoaouiica aHanm3 3akKItoHeHUI
MNLP-TecTUpoBaHMa U cCTaTUCTUYEeCKasa obpa-
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-60TKa MONy4YeHHbIX OaHHbIX — MPOLLEHTHOro
COOTHOLLUEeHUe, CpaBHEHWe rpyrn No T-KpuTe-
puto CTblogeHTa.

B xone nccnepnoBaHua 6binmM NpoaHanmsm-
poOBaHbl pe3ynbTaTthl MU P-TectTupoBaHnin 70
WEHLLMH C MPWMBbIMHOM HEBbIHALLMBAHUEM,
cpeOHu BO3PacT KOTOPbIX cocTaBmn 32+10,5
roga, obpaTtmBLUMxca B MITK . Kypcka 3a 2023
roa.

PE3YJIbTATbl MCCITEJOBAHNYA
N NX OBCYXXOEHUE

Bbibopka 6blna pasgeneHa Ha 2 HO30S0-
rmyeckme rpynnbl. MNepBasg - Bk/OYana B
cebs YeHUWMH C OTArolleHHbIM CeMeWHbIM
aHaMHe3oM (OCA), KoTopaa coctaBnana 47%
OT BCex uccregyemMbix. B paHHyto rpynny
BOLWNM MALMEHTKM, B CEMbE KOTOPbIX MPOC-
NeXXmnBanucb NaTonormmn cepaeyHo-cocygmc-
TOM CUCTeMbl (Takme Kak, TpoMbodumnumsa, no-
OOCTPbIN TPOM6O03 rMy6OKMX BEH, ULLeMUYeC-
KWW WMHCYMLT), SHOOKPUMHHOWM CUCTEMDbI (Ha-
npuMep, caxapHbiM aMabeT) M MauMeHTKM C
HacneaCcTBEHHbIMU FEHETUYECKMMKM 3abone-
BaHMAMK. BTopyto rpynny COCTaBUIMN »KEH-
WKMHbI C OTArOLWEHHbIM aKyLlepCKMM aHaM-
He3oM (OAA). MpoueHTHOe pacnpegeneHue
Ho3onorm4yeckom rpynnbel — 53% oT BCex wc-
cnenyembix. B rpynny ¢ OAA BOLIM NaUMeH-
TKW, B aHaMHe3e KOTOPbIX MPWCYTCTBOBaM
CaMOmMpoOM3BOJSiIbHOE MpepblBaHMe rectaumm,
nepBMYHOE U BTOpUYHOe Becrnnogue, BpoXK-
JeHHble Nopoku pa3suTma (BIMP) nnoga.

OueHka donaTHOro LMKa BKAYana oue-
HKY OOHOHYKIeoTUAHOro nofimMopdmama no

Ta6numua 2. Pesynbtatel aHanamsa OHI

KAHAJT OETEKUM MU
«FAM» «HEX» «ROX»
Mpobupka
Monnmo- [Tonmmo- [Tonmmo-
eH pdur3Mm rex pdU3IM eH phU3IM
FPC MTR 2756 MTHFR 1298 MTRR 66
AJG A/C A/G
rpPC2 FGB -455 ITGB3 1565 PAI-] -675
G/A T/C 5G/4G
rPC3 F5 1691 MTHFR 677 F7 10976
G/A C/T G/A
FPC4 ITGA2 807 F2 20210 F13 103
C/T G/A G/T
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KaXOoOMy M3 4 reHoB ¢$onaTHoOro uUukia. B
XOOe aHanmsa y Kakaoro U3 Hux 6binm Bblae-
neHbl 3 annenu — «<HemTpanbHas rOMO3UroTa,
«reTepO3nUroTHasa annenb PUCKa» N «rOMO3U-
roTHasa annenb pucka». Kak 6bino BbISBNEHO,
«HeMTpanbHaa anfienb» KaXX4oro reHa He Bbl-
3blBAaE€T N3MEHEHMA aKTUBHOCTU depMeHTa U
He OKa3blBaeT MaTOSIOMMYECKOro BO30EWCT-
BMA Ha OpraHmaM. MNpun reTepo3nroTHOM Ho-
CUTENbCTBE «asly1eNin PUCKa», B 6ONbLUMHCTBE
cnydyaeB, Habnwgaetca  He3HauyuTenbHoe
CHWMXEeHMEe aKTUBHOCTM depMeHTa. B cBoto
odyepenb, TrOMO3UIroTHaa «annenb pUcka»
OKa3blBaeT 3Ha4YnTeNbHOE BAMAHME Ha DYHK-
LMOHANbHYO  aKTUMBHOCTb, KOOMpPYHOLLEro
OJaHHbIM reHoM, depMeHTa.

MNepBbiM  Obl1  MpPOaHaNM3NPOBaH reH
MTRR A66G, Kogmpytowmm depMeHT MeTUO-
HWUH-CUHTa3a-peayKTasa, KoTopbl y4acTByeT
B OMOXMMUYECKUX peakLMax, CBA3aHHbIX C
MepeHoOCoOM MEeTUNbHOW rpymnmbl, obecrnedm-
BalOLLMX MpeBpaLleHMe roMoymcTtemHa B Me-
TUOHWH. KodakTopomMm depMeHTa aBnaeTcs
Kob6anamMmH (NpeglecTBEHHUMK BUTaMMHA
B12). MonnMopdm3mM B rOMO3UIOTHOM COCTOSA-
HUW NPOABNAETCA B BMOE CHUMMXXEHMA aKTMB-
HOCTU depMeHTa B 4 pa3a Mo CpaBHEHUIO C
HopMoW. [1aHHbIM MpoLecc NpMBoaUT K Mo-
BbILUEHUIO YPOBHSA FOMOLIMCTEMHA U YyBENWN-
UEHMIO pUCKa Pa3BUTUA OedeKTOB HEPBHOM
Tpy6kM [9, 10].

B xooe mccnenoBaHMa 6bif1o YCTaHOBIEHO,
YacToTa pacnpoCcTpaHeHUS HENTPaNbHOW an-
nenn reHa MTRR A66GC B rpynnax ¢ OCA u
OAA paBHa 12% u” 14% COOTBETCTBEHHO.
Annenb A/G, BbiI3BaHHasa 3aMeHOM afeHUHa
Ha TryaHWH, B TMNepPBOM HO30/IOMMNYECKOMN
rpynne coctaBuna 58%, a Bo BTopon — 51%. B
rnokasaTenax pacrpocTpaHeHMa FoOMO3MIroT-
HOW annenu pucka YCTaHOBIEHO Hamnbonb-
Lee 3HayeHume B rpyrnne ¢ OAA, 4yeM B
rpoynne — ¢ OCA, npoueHTHOe pacripegene-
HMe — 35% 1 30% COOTBETCTBEHHO.

BTopbiM  6bi1 MpoaHanu3MpoBaH reH
MTHFR C677T, KOTOpbIM KOOMPYET BHYTPU-
KITeTOUYHbIM depMeHT MeTUSIeHTeTpParngpo-
donaTpenykrasa, obecneymBaloLLMM NpeBpa-
weHne honmeBon KUCMOTbl M donaTa B ero
aKTMBHYO dopMy L-meTundonaTt, Heobxoom-
MOro Ong MeTUIMpoBaHUA BUTaMMHa Bl12 um
JanbHeNLero nepeHoca MeTUIbHOW Fpymnmnbl
Ha romoumncteunH. NonnmMmopdmamM B romMo3u-
FOTHOM COCTOSIHMM CHUMMXXAET aKTUBHOCTb
depmeHTa Ha 30-70% [9]. JaHHbIM MpoLecc
obycnaBnmMBaeT B yBeNMYEHUM YPOBHSA TOMO-
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-LUMNCTEMHA B KPOBW, UTO ABNAeTca GaKTopoOMm
pPUCKa Pa3BUTUA TPOMOO30B M aTepPOCKepo-
30B; OTC/TIOMKe MaLeHTbl; BO3MOXXHO CaMo-
MPOM3BOSIbHOE MNpepbiBaHMe BepeMeHHOCTU
WM pPasBUTUE BHYTPUYTPOOHOM TMMOKCUM
nnoga. Takke MOBbIWAETCA PUCK Pa3BUTUSA
OMNYyXO/M MOJIOUHOM »efne3bl U AUMYHUKOB [2,
6]. B mpouecce mccnegoBaHMAa pacnpocTpa-
HeHusa nonmmMmopdusma reHa MTHFRCG77T,
YCTaHOBWM, YTO FTOMO3MIOTHaaA HeWTpabHag
annenb (C/C) asnaeTca ogMHaKoBO PacrpocT-
PaHEHHOWM B OBYX HO30/0MMYECKMX Fpyrnnax —
45% (rpynna ¢ OCA) n 46% (rpynna c OAA).
MNpoueHTHOEe pacnpeneneHne reTeposnroT-
Hom annenu (C/T) B MepBoOM HO30M0rMYeCcKom
rpynrne coctaBuno 43%, B TO BpeMsa KaK BO
BTOpPOM — 32%. TOMO3UNIoTHasa annenb pM1cKa B
rpoynne nauneHTok ¢ OCA MeHee pacnpoc-
TpaHeHa, B oOTinydme oT rpynnbl ¢ OAA,
COCTaBUNM 12% 1 22% COOTBETCTBEHHO.

NccneooBaHme TpeTbero reHa ¢$onaTHoro
umkna MTHFR AI298C nokasano, 4to ero
NoMMOPPU3IMOM MNPOABASAETCH B 3aMeHe
afeHMHa Ha LUMTO3MH M MPMBOLOMT K HE3Ha-
UYNTENBbHOMY CHUXKEHUIO aKTUBHOCTKM depMe-
HTa MeTunTeTparngpodonaTpenykrasbl. [1aH-
HbI MPOLLECC MOBbLILLIAET KOHLIEHTPALIMIO MO-
MOLIMCTEMHA B KPOBU M YMEHbLLLAET YPOBEHDL
donaTta [7, 8,10].

AHanu3npysa 4acTtoTy pacrnpocTpaHeHUs
nonmMmopdmMamMa paHHOro reHa ©éonaTHoro
LMKMIa, YCTaHOBUAWM, YTO FOMO3MIOTHad an-
nenb reHa MTHFRAI298C BCTpeyvaeTca pexe
B OBYX HO30/IOrMYeCKMX rpyrnax, no cpaBHe-
HUIO C ABYMSA OpYruMu annenamm. Hambonee
pacrpocTpaHeHa annenb C/C B nepBon Ho-
30/10rmyeckom rpynne — 9%, BO BTOPOW coc-
TaBua 5%. [eTepo3nroTtHaa annefb pUCKa
OOMHAKOBO pacrpoCTpaHeHa B ABYX HO30/10-
rmyeckmx rpynnax — 55% (B rpynne ¢ OCA) u
54% (B rpynne ¢ OAA). MNpoLueHTHoe pacnpe-
oeneHne HewTpanbHOW annenn B MNepBoOun
rpynne coctaBuno 36%, BoO BTOpOoM — 41%.

lfeH MTR A2756G kogupyeT umTonnasmMa-
TUYecKnim depMeHT METUOHMHCUMHTA3a, KaTa-
NMM3NPYIOLLMIM MpoLecc NpeBpaLleHna romMo-
LMCTeMHA B METUOHWMH, NCMOMb3ya TeTparna-
podonatT. NMNonnmMopdmsM 3aknyaeTca B 3a-
MeHe afleHMHa Ha ryaHWH B nocfiegoBaTtesib-
HocT OHK reHa MTR. OHIT npuBoauT K
TOPMOXEHMUIO NpeBpPaLLEHNA TOMOLMCTEMNHA
B METUMOHWH, YMEHbLUEHUNIO KOHLEHTpaLUnm
METMOHMHA N HAaKOMMEHMIO TOMOLIMCTEMHA B
KPOBOTOKE, UTO OKa3blBaeT MoBpexgatoulee
0eNCTBME Ha CTEHKM COCydOoB M MPMBOOMT K
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paspbiBy 3HOOTENMA. TakyKe MOoBbILWAETCH
PUCK HEeOOoPa3BUTUA HepBHOW TpPyOKK, opra-
HOB MOYENOI0BOMN CUCTEMDI, cepaua y nso-
[a, PUCK poxOeHua peten ¢ CUHOPOMOM
[JayHa, paclleMHON BepxHewn rybbl 1 Heba.
[NoBblLLlaeTca BEPOATHOCTb Pas3BUTUA aTepo-
ckneposa 1 TpomMbo3a [1, 3].

AHaNM3 OOHOHYKIIeOTUOHOro MnonMop-
dm3Ma yeTBepTOro reHa GoNaTHOro uUmknia —
MTR A2756G nokasas, 4To B OBYX HO30/10-
FMYeCcKMX rpynnax HemTpanbHasa annenb reHa
Hambonee pacnpocTpaHeHa W CcoCTaBWMa
73% B rpynne naumeHtoB ¢ OCA 1 65% B
rpyrnne ¢ OAA. [eTepo3nroTHaga annenb reHa
BCTpedaeTca B rpynne ¢ OCA u B rpynne c
OAA B cooTHoLleHunn 24% un 35% cooTBeT-
CTBEHHO. [OMO3UroTHaa annenb pucka — G/G —
B rpynne ¢ OAA oTcyTtcTByeT (0%), a B rpymnne
¢ OCA coctasuna 3%.

B xooe wccnegoBaHUA BbIABMEHO, 4TO
OOHOHYKNEOTUAHbIM  MOAMMOPPU3IM  TEeHOB
(OHMM) donaTtHoOro uUMKNa MNPUBOAUT K Hapy-
LUeHMo GONMaTHOro CTaTyca opraHmM3aMa 1 He-
raTMUBHO BJIMGET Ha TUCTO- WM OpraHoreHes
nnoga 6epeMeHHOWM YXeHUWMHbI. BbigBneHo,
4TO TOMO3UroTHas nonmMMopdHaa annenb
reHa MTRR - G/G - 6onee pacnpocTpaHeHa B
rpynne ¢ OAA (35%>30%), retepo3mrotHas
annenb — A/G - B rpynne ¢ OCA (58%>51%).
foMo3uroTa Mo aHOManbHOMY MOMMMOPDU3-
My B reHe MTHFR C677T valle BCTpedaeTcsa B
rpynne ¢ OAA (22%>12%), reTepo3urota «an-
nenu pwucka» — C/T - B rpynne ¢ OCA
(43%>32%). BbiaBeHO, 4YTO reTepo3nroTHoe
cocTosHMe reHa MTHFR A1298C - A/C - B
HO30/10TMYEeCKUMX rpynnax oOWHaKoBO pacr-
pocTpaHeHo (OCA - 55%, OAA - 54%), romo-
3UroTHaa «annenb pucka» — A/C — npeobna-
naet B rpynmne ¢ OCA (9%>5%).
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NMonnMopdm3M B CTPYKType reHos donat-
HOro LMKIa onpenensaeT HapyLleHne BMoxm-
MUMUECKUX MPOLECCOoB, NpeapacrofaratoLmx
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KoMnnekcHbIM noaxod K OMarHOCTUKe U fe-
YyeHuto NHB ¢ yyeToM OOHOHYKIEOTULHOIO
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I'IOFIVIMOpCbVlBMa CNCTEMbI CBEPTbIBaHNA KPO-
BN U CI)OJ'IaTHOFO LUMKa MNO3BOJIdeT 3Ha4W-
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