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AHHOTanMA

B pab6ore uccienyercst accoumanysi nomimopdusmon reHoB ¢onardHoro mmkia (MTHFR, MTR, MTRR) ¢ passutuem PAC
y meteit. ['enorunupoBanme 72 yenoBek ¢ PAC 1 22 300pOBbIX He BBISIBUIO 3HAYMMBIX Pa3/IMuMii B YACTOTAX aJlIeJIel Y UX KOMOVHA-
umit. Pesysbrarsl He MOATBEpAMIIN MTPEIIIOIaraeMoi acCoIMali, PaCXOIsCh C JAHHBIMY HEKOTOPBIX MPEABIAYIIMX PabOT. DTO yKa3bl-
BaeT Ha HEOOXOIVMOCTD TaIbHEHIIIEro U3yUeHst posiv (hOIaTHOTO IMKIIa B Pa3BUTHY ayTU3Ma.

Abstract

This study investigates the association between folate cycle gene polymorphisms (MTHFR, MTR, MTRR) and ASD in chil-
dren. Genotyping analysis of 72 ASD cases and 22 healthy controls showed no significant differences in allele frequencies or their
combinations. The results did not confirm the expected association, contradicting some previous studies. These results suggest the need
for further investigation into folate metabolism’s role in ASD etiology.

@DosaTHBIN IIMKII TPEACTABISeT COO0V KITFOUEBOV METAabOIMUYECKUI Ty Th, 0GECIIeUNBaIOIIMII HOPMaIbHOE PasBU-
THe ¥ GYHKIMOHMPOBaHME HEPBHOM cucTeMbl. Hapyiienns B pa6oTe reHoB (hOJIaTHOTO 1IMKJIA BbI3hIBAIOT HAKOILIEHME
BEIIIECTB, KOTOPbIE OKa3bIBAIOT HENPOTOKCUYHOE IENCTBME M MOIYT MPUBOOUTb K TAKMM HapYIIEHMSIM, KakK HedeKTb
HEpBHOI TPYOKM, HepoLereHepaTuBHbIE 3a00€BAHNS U TICUXMYECKMEe PAcCTPoiCTBa. B yacTHOCTH, donaTrbl HEOO6XO-
JAVMBI IUISI peEMETUJIMPOBAHMS rOMOLMCTEMHA B METMOHMH. Nx ,E[e(bI/ILU/IT MOXXET CTaThb HpM‘IVIHOﬁ[ IMOBBIIIEHHOI'O YPOB-
HsI TOMOLIMCTEMHA, KOTOPBIN SIBJISIETCS HEMPOTOKCUYHBIM U CBsI3aH ¢ noBpexkaenueM [THK, okucimnTenbHbIM CTpeccom
M HEMPOHAIBHBIM arornTo3om [1].

Psin ucciienoBaHmit MOKA3bIBAET, UTO HAPYIIEHMS B 0OMeHe (ojIaTOB MOT'YT CIIOCOGCTBOBATh Pa3sBUTUIO ayTHU3Ma.
HekoTopbie paboThl Takke yKasbIBalOT Ha CBSI3b MEXAY AedULIMTOM (POIMEBONM KMUCIOTHI U MOBBIIIEHHBIM PUCKOM pac-
crpoiicTtB aytuctmuueckoro crekrpa (PAC), a Takke Ha BO3MOXKHbIe yiyullieHus npu ee npumenennn. MTHFR, MTR,
MTRR — ocHOBHbIE TeHbI (OTATHOTO IMKJIA, TOIMMOPGM3MbI KOTOPbIX Yallle BCETO MCCIEAYIOTCS Ha Hajauuyyue acco-
MAIYI C Pa3IMIHBIMU COCTOSTHUSIMMU, B ToM umciie ¢ PAC [2]. B cBsi3u ¢ ueM Liesib Hailleit paboTbl — OLEHUTH BIMSIHME
OIHOHYKJIEOTUIHBIX TOMMOpdM3MOB B reHax (omarHoro ukiaa (MTHFR, MTR, MTRR) Ha passutne PAC y nereit.

I'pymnma ombiTa BK/IIOYaaa 72 yeJloBeKa BO3pacToM OT 3 10 9 JIeT ¢ JMarHo3oM «pacCTPOICTBO ayTMUECKOTO CITEeK-
tpa» B MKB-10 — F84.0. NccienoBanue poBoauaoCch Ha 6ase clienuaJlbHOro (KOPPEKIIMOHHOTO) JeTcKoro caga KOY
s gereit ¢ PAC «Mbl BMecTe». ['pyIia KOHTPOJISI COCTOsIIA M3 22 3MOPOBBIX [IeTel BO3PacTOM OT 3 10 9 jieT.

leHoTunMpoBaHKe yuacTHMKOB mpoBomwin metogom IIIIP B peanbHoM Bpemenu (real-time PCR) ¢ momoriipio
Habopa pearentoB OO0 HIID «JIutex», «Kommiekc @onarbi». Cpeay y4aCTHUKOB ObIJIO MCC/IENOBAHO HAIMUME CIIEMY-
foimx nmosmmopdusmos: MTR (rs1805087); MTHFR (rs1801131), (rs1801133); MTRR (rs1801394).

,H,IIH BbISIBJICHNMST 3HAYMMBbIX OT.T[I/IIII/H‘/J[ YaCTOT BCTpeUaeMOCTM BapMAHTOB '€HOTUIIOB B I'DYIINIAX CPaBHEHMUS (,E[eTI/[
C ayTM3MoM / 3OPOBbIe AeTH) ObLI IPUMEHEH TOUHbI TecT Duiiepa.

" WcctenoBaHye BBITIOJHEHO B paMKax rocyiapcTBeHHoro 3aganns Kasanckoro (ITpuBosKCKoro) dpemepanabHOro yHUBEpCUTE-
ta (mpoekt Ne FZSM-2023-0013).
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CpaBHeHME YaCTOT BCTPEYAEMOCTH MOJIMMOPGU3MOB B KasK[IOM OTHEIbHOM IreHe CPeiy OIbITHON ¥ KOHTPOJIbHOM
IPYII He NMOKa3aJi0 3HAYMMbIX OTJIMUYMIL. AHAIM3 YaCTOT BCTPEUAEMOCTY KOMOMHALINI U3 4 UCCeLyeMbIX MOIMMOPdNU3-
MOB TaKyKe He BbISIBUJI 3HAUMMbIX accolmauuu ¢ pasputuem PAC.

[TonyueHHbIe JaHHbBIE HE TIOATBEPXKAAIOT accoumanyy noaumopdusmon reHoB MTHFR, MTR u MTRR ¢ puckom
PAC, uTO IPOTMBOPEUNT pe3y/IbTaTaM HEKOTOPBIX MPEIbIAYIINX UCCAeNOBaHNI. BbIsSIBIEHHbIE PACXOKIEHMS TIOTYEPKIU-
BalOT HEOOXOMMMOCTh Ja/IbHEMIIIEro M3y4eHus] poju (OJaTHOrO LMK/IA B STMOJIOTUM ayTM3Ma C IIpuBjieueHueM 6Gosee
KPYIHbBIX BHIOOPOK ¥ KOMILIEKCHBIM aHaIM30M F€HETUUYECKMX U SIUTeHeTMYEeCKMX (PaKTOPOB.
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