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AKTYaJIbHOCTh MCCJIeI0OBAHUA: MHOTHE HAayYHBIE MCCIIEOBAHUS JIOKA3aJIH, YTO MOSBICHUE MY-
TaHTHBIX TOJTUMOP(PHU3MOB TeHOB (HOJIATHOTO [IUKJIA HAPSMYIO BIHSIOT HA BOSHUKHOBEHHE J1Ie(PEKTOB
pa3BUTHUSI HEPBHOH TpyOKH miofa [4], pucK pa3BUTHSI OHKOJIOTHYECKUX M CEPACYHO-COCYAMCTHIX 3a-
OoJieBaHUl, a TakKe JIe(PEKTOB BHYTPUYTPOOHOTO PA3BUTHS BO BpeMs OEPEMEHHOCTH M3-3a HapyIle-
HUs oOMeHa (onreBor KUCIOThl. CHUKEHHAst akTUBHOCTh (DEPMEHTOB MPUBOJUT K HAPYIICHHUIO Me-
Ta0OIMYECKOTO MyTH MPEBPAIICHHUS] TOMOIIMCTENHA, YBEJIMUYECHHUIO €TO COJIep)KaHne B IIa3Me KPOBHU
(TMTIEPrOMOLIMCTEMHEMHUHN ) ¥ BEPOSITHOCTH PA3BUTHUS MATOJIOTHYECKUX COCTOSTHHM.

Leap ucciienoBaHus: U3y4YuTh 0OCOOCHHOCTH PAa3BUTHSI IPH BOSHUKHOBEHHH MYTAHTHBIX IOJIH-
MOP(U3MOB reHOB (POJATHOTO IHKIIA, a TAKKE UCCIIEIOBAaHUE YACTOThI HACIEIOBAHUS TOMO3HTOTHOTO
U TETEPO3UTOTHOTO HOCUTENIbCTBA aJlIeIbHbIX BapuaHToB TeHoB MTHFR, MTRR, MTR.

MarepuaJjbl 1 MeTOABI: OB MPOBEACH aHAJU3 HAYYHOU JHUTEpaTypsl o (pepmeHTax (omarHoro
LUKJIa M 4acTOTax moyimMoppusmoB reHoB MTHFR, MTRR, MTR. TlpoBeieHO uccieI0BaHUeE 110 Ha-
XOKICHHIO 4acTOThI ABYX nonumop¢uszmos reaa MTHFR rs1801131 u rs1801133 metomom [1L[P-PB,
¢ ydactueM 35 37I0pOBBIX JIFOZIEH cpeHero Bo3pacTa (BRITOHEHO B KpacHosipcke).

Pesyabrarsl: 11 BapuanToB rs180133 mrs1801131 rema MTHFR cpenHsst 9acTOTa BCTPEIAEMOCTH
cocrasuia 34,01% u 30,41 % cooTBeTCTBEHHO, B TO ke BpeMs B KpacHospcke mokazaresn JaHHBIX
nosiumopdusmoB coctasiisiiu 27,14% u 37,1 %. [Tpu atom, B mommumopdusme rs1801133 wacrora LI/11(-
HOpMaJIbHOTO BapuaHTta) Obuta=>54,28%, 1LI/T=37,14%, T/T=8,57%. Bapuant T/T accouunposan c
TTOBBIIIIEHHBIM PUCKOM Pa3BUTHS paKa SUYHUKOB, CEPJIETHO-COCYTUCTHIX 3a00JIeBAaHNMN, a TAK)KE OTKIIO-
HEHHWU B Pa3BUTHH IUI01a Tpu OepeMmenHoctd. B momumopdusme rs1801131 wacrora A/A (HOpManb-
HbIi BapuaHT)=48,57%, A/11=28,5%, LI/1[=22,8%. [Ipu LI/1] noaumopdusmMe NpOUCXOIUT 3aMeHa
IJIyTaMUHAa Ha aJlaHUH B PETYISTOPHOM JIOMEHE (PEepMEHTa, YTO COMPOBOXKIACTCS HE3HAYHTEIHHBIM
YMEHBIIIEHHEM ero akTHBHOCTH. Yactora BcTpeyaemoctu noimumopdusma rs1805087 rena MTR 1o pe-
3ynpratam uccienoanus 4979 mroneit coctasmina 52 %, mpu JaHHOM BapHaHTE Y MJI07a MOYKET BO3HUK-
HYTh HEJIOpa3BUTHE HEPBHOW TPYOKH, OPraHOB MOYEIONIOBON CUCTEMBI, cepAra. Y HeOepeMEeHHBIX —
apTepuaibHas THUIIEPTOHMSI, a IPU TeTepo3uroTHoM Bapuante A/[" Bo3HMKaeT puck cunapoma [layHa.
Jis BeisiBiieHust monmumopdusma rs1801394 rena MTRR, uccnenoBanock 5234 moOpoBoiibIia, IPH TOM
yacToTa cocTasisia 47 %, XOTs B IpyTHX HCCIEJOBAHUAX PE3YIIBTAThl BAPbUPOBAIUCH OT 42 % 110 46 %.

BriBoasl: Hapymienus B (homaTHOM IHKIIE OY€HD CHIIBHO BIHSIOT Ha paboTy OpraHu3Ma B IIEJIOM,
TaK Kak peryaupyloT METHIMPOBAaHUE TOMOIMCTENHA, U3-32 HAKOIIJICHUS KOTOPOTO BO3HUKAIOT pa3-
JMYHBIE Cepbe3Hble 3a00JIeBaHMs, KaK Y B3POCIBIX, TaK ¥ B MEPUOA BHYTPUYTPOOHOTO Pa3BHUTHSI.
YacToTa BCTpedaeMOCTH MyTaHTHBIX ajlielieli TeHOB (DOTaTHOTO IUKJIIA, 9aCTO MOXKET OTJIIMYAThCS OT
pedepeHCHBIX 3HAYEHHH, UTO MOXKET OBITh CBA3aHO C IEHCTBHEM Pa3UIHBIX BHEITHUX (PAKTOPOB Ha
OpraHu3M YeJIOBeKa.
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