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AyTU3M CIIeKTpiHiH Oy3bLIyJIapbIMEH acCoUMalysIaHFaH KaHOUAAT-TeHIepaiH e HeTUKAJIbIK

BapyUaLysIapbl MEH 9KCITPECCHUSUIBIK Oe/ICeHIiTIriHiH MHTerpauysIbIK Taagaybl
XKymannn ApyxkaH TeMup6eKKbI3bI
JI. T'ymuneB aTbIHarbl Eypasus yITThIK YHUBEepCUTETi, AcTaHa Kanachl, KazakcTraH
Fputbimu skeTekii: byarakosa O.B.

©3ekTiniri. Aytusm cnexkTpiHig 6y3burynapbl (ACB) — anmeyMeTTiK KapbIM-KaTbIiHAC TI€H
KOMMYHMKALIMS epeKleikTepiMeH, COHAali-ak KaiiTaJjaHaTblH MiHe3-KYJIbIK YJ/rijepimeH
CUIIATTAJIATBIH KypAeai Heiipomamy Oy3suibicTapbl. ACB 3THOJOTUSIChIHAA TeHEeTUKAabIK
(akTopapIbIH MaHbI3[Ibl POJI aTKAPATbIHBI aHbIKTA/FaH. Ka3ipri reHOMABIK 3epTTey/ep Ky3aereH
TeHJepIiH ayTu3M KayliMeH 0aiilaHbIChIH KOPCEeTKEHIMEH, reHeTUKAJIbIK Bapualusiap MeH I'eH
9KCIIPEeCCHUSIChI apachIHAAFbl QYHKIMOHAIIBIK 6aiiIaHbICThI AHBIKTAY ©3€KTi FIIBIMM MaceJie OOJIbII

TabbL1azpl [1].

By xxymbIcThIH MakcaTbl — ACB-MeH accolnmauysiiaHFaH KaHAUIAT-TeHAePiH TeHeTUKAIbIK
BapMalysiapbl MeH 9KCIPeCCUSIIbIK 6eJICeHIiiri Typasbl FhUIBIMU JePeKTepai MHTEerpalysIbIK
TYPFBIIAH Tajagay. 3epTTey asiChlHAA TeHOMAbIK accouuauusiabik 3eptreyiep (GWAS),
AKCITPECCHUSIIBIK CaHAbIK Oenrimep sokyctapsl (eQTL), TpaHCKPUNTOMIBIK TajJgay >KoHE
reHeTHKAJbIK JAepeKkTep OasajapblHbIH MOJiMeTTepiH 6ipiKTipy Tocijimepi KapacTbIpbLIabl.
SHANK?3, CHD8, SCN2A, SYNGAP1, NRXNI1 xone PTEN reHmepidHiH (QpYHKIMOHAIIbBIK
epekillesikTepiHe Hasap aygapbuiagsl [2].

VHTerpauusiyibik Tajigay reHeTUKAJIbIK HYCKAIapAblH TeH 9KCIPEeCCUSIChIHA, HEVIPOHIBIK AaMy
yaepicTepiHe KkoHe CMHAICTBIK KbI3METKEe bIKTMMaJI 9CepiH b6arasayra MyMKiHAIK 6epemdi. MyHaaii
Tacil ACB-HbIH MoJIeKyJaabIK-TeHeTUKaJIbIK MeXaHU3M/IepiH TepeHipek TyCiHyre koHe 6oJsamiak

3epTTeysiep YIIiH MepcreKTUBaIbl TeHIep i aHbIKTayFa HeTi3 60J1aIbl.

TytiiH ce30dep: ayTU3M CIIEKTPiHiH OY3bITYbI, KAHAMIAT-Te€HIEp, TeHeTUKAIbIK Bapyauysiap, reH
akcrpeccusicel, GWAS, eQTL, Tpanckpuntomuka, SNP, CNV, MmojieKynanblk reHeTHKa.
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Kipicne

AyTHU3M CIIeKTpiHiH 6y3bITyJapbl Ka3ipri MOJeKyIalbIK TeHeTKa MeH HeiipoOMOIOrUsHbIH,
MaHbI3/Ibl 3epTTey OarbITTapbIHBIH Oipi 60JbIT TabbLIaAbl. ACB-HbIH Ka/lbITacybl 6ip FaHa TeHHiH
e3repyiMeH TYCiHAipinMelii, ce6e6i OHbIH JaMybIHA KOTITETeH re HeTUKAJBIK JKoHe KopIIaraH opTa
(akTOpIapbIHBIH 63apa dpeKeTTeCyi bIKIaI eTesi [2].

l'eHeTukanbIK 3epTTeynep ACB-MeH 6ailyIaHBICTBI CUPEK K9HE KMi Ke3[leceTiH reHeTUKabIK
BapuaIsIapabiH 6ap eKeHiH kepceTtei. OapablH KaTapblHa 6ip HYKJIEOTUATIK MOIMMOphU3MIep
(SNP), kemipme caHbiHBIH Bapuanusiapsl (CNV), HYKTe/qiK MyTanusiap X9He KYPbUIBIMIbBIK

TeHOMJIbIK ©3repicTep sKkaTajlbl.

Satterstrom skoHe opinTecTepi (2022) 63 237 agamMAbl KAMTbIFAH FeHEeTUKAJbIK 3epTTey
HoTIsKeciHae ACB-MeH CTaTUCTUKAJBIK TYPFbIIAH MaHbI3Ibl 6aiilaHbIChl 6ap 72 reH/i aHbIKTaraH.
Byn HaTuKesep cupeK KOATAylibl TeHEeTUKAbIK BapualusiapAblH ayTU3MHIH TreHeTUKaJbIK
apXUTEKTypacChIHIAaFbl MaHbI3bIH KepceTedi. COHbIMEH KaTap, reHEeTUKAJIbIK BapMalMsIHbIH 60JTybI
OHBIH, MiHIETTi Type reH 3KCIPeCcCUsiChbIH e3repTeTiHiH 6inmipmeini. Keitbip Hyckasap reHHiH
TPaHCKPUIIMSUTBIK Gencenpinirine, MPHK TypakTbUIbIFbIHA HEMECE CIUTAMICUHT yepiciHe acep eTyi
MYMKiH. OcbIFaH 6aiiJlaHbICThl T€HETHKAJbIK Bapyalusiaap MeH TPaHCKPUIITOMIBIK JepeKTepmi

6ipikTipeTiH MHTerpalysUIbIK TalIay epeKile MaHbI3Fa 1e.

Dominguez-Alonso keHe apinTecTtepi (2023) eQTL Komokanmsamys 9IiCiH KOJIAaHY apKbLIbI
ACB-MeH 06aiJlaHBICThI F€HETUKAJBbIK CUTHa/JIZap MEH IeH SKCIIPeCCUSChIHbIH, apachbIHIAFbI
BIKTMMaAaJI OajisaHbIcThl 3epTTereH. Hotmkecinme CRHR1, KANSL1, MANBA, MAPT, MMP12,
NKX2-2, PTPRE >kone WNT3 reugepi 6oiibinina MaHpi3abl €eQTL KosoKaaM3alus CUrHaIAAPbI
aHbIKTaIFaH [3].

Ocebinaiima, KaHAMOAT-TeHAepiH TeHeTMKAJIbIK BapualusSJapblH JKOHE 3KCITPECCUSITBIK
6esicenpinirin 6ipnecim 3eprrey ACB maToreHe3iHiH MOJeKy/IaabIK MeXaHM3MIEPiH TYCiHAIpyae

MaHbI3IbI OAFBIT OOJIBII TaObIIAAbI.

Toxipubenik 6enim

3epTTey HbICAHBI PETiHIE ayTU3M CIIeKTpiHiH 6y3butynapeiMeH (ACB) accoumanusiaHraH
KaHIUaaT-TeHaep anbiHabl. 3epTTey 6apoichinga SHANK3, CHD8, SCN2A, SYNGAP1, NRXNI1 skoHe
PTEN reHpepiHiH reHeTMKAJbIK Bapualusiapbl MeH 3KCIIPECCUSIIbIK OeJICeHiIiTiHe KaThICThI
FBUIBIMU kKoHEe 6MOMH(POPMATHUKAIBIK IepeKTep KapacThIPbLIAbl. ATalfaH reHaep HeMpOHAbIK
IlaMy, CMHANCTBIK OGajilaHbICTApAbIH KaJbINITAaCybl, Kacyllailligik curHan 6epy >KoHe TeH
OKCITPECCUSICBIHBIH, peTTenyi CUSIKTbl MAaHbI3Abl OMOJOTUSJBIK YAepicTepre KaTbhICybIMeH
epekieneHeni [4].

3epTTey 6apbhIChIHAA T€HETUKAIBIK XKOHE TPAHCKPUIITOMIBIK aKIapaTTap/bl XMHAKTAY YIIiH
SFARI Gene, NCBI Gene, GWAS Catalog, Gene Expression Omnibus (GEO) skene GTEx ambIk
JIepekTep 6a3asapbl MaigamaHbUIIbI.

TenmepaiH XpPOMOCOMAJbIK OPHAJACYbl, KYPBIJIBIMIbIK epeKmieaikKTepi, TeHeTUKaJbIK

HyCKasaphbl XoHe (QYHKIMOHAJIIBIK CUITATTaMaaapbl CAJIbICTHIPMAbl TYP/AEe KapacThIPbIIIbI.
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T'eHeTHKAIBIK Bapuauysaapra 6ip HyKJIeoTUATIK moaumopdusmaep (SNP), kelripme caHbIHBIH
e3repictepi (CNV), uHcepuusiiap, meaeuusap KoHe aKybl3 KYPbUIBIMbIHA bIKIAJI €Tyi MYMKiH
KOJITayIIIbl aliMaKTapIarbl MyTaIMsJIBIK ©3repicTep eHrisinmi [5].

KaupupaT-reHaepaiH sKCIpeccUsJbIK OejceHATirin 6aranay YIIiH TPaHCKPUIITOMIBIK,
IepexkTepai Tajamay TocCiigepi KapacTbIpblIabl. ['eH 3KcIpeccusicbiHbIH, AeHreiti MPHK meniiepi
Heri3igae 6arananbin, ACB 6ap 3epTTey TomTapbl MeH 6aKblIay TOTITAPbl apPACBIHAAFHI BIKTUMAJT
aibIpMalIbUIBIKTAPAbl AHBIKTAY KO3 eJIi. DKCIIPeCCUSIIBIK KOPCETKIIITePi CalbICThIPY Ke3iHmae
TeHIepiH 9PTYPJIi TiHAEep MeH KacyllajablK TUITEPAEri 6ejiceHminirine, acipece XXyiike TiHiHe
KaTbICThI MaJIiMeTTepre Ha3ap ayJapbuUibl.

F'eHeTUKAaIBIK BapMalysiap MeH TeH 3KCIIPeCCUSChIHbIH, apachIHIaFbl 0aiIaHBICTBI AHBIKTAY
makcatbiHaa GWAS skeHe eQTL gepekTepiH MHTerpauusaay a9iCTepiH KOJAAaHy >XOCIapaaHIbl.
eQTL Tanmaybl reHeTMKAJbIK HYCKaJIapIblH T'eH 3KCIIPEecCUsIChl JAeHTreliMeH 6ailaHbIChIH
Oarajnayra, an Kojokanusauusi angici ACB-meH 6aiiaHbICThl T€HETUKAJbIK CUTHAJZApP MeH
AKCITPECCUSITIBIK PETTENYAiH OpTaK reHeTHKAIbIK Heri3iH aHbIKTayFa MyMKiHIiK 6epeni. COHbIMEH
KaTap KaHAMUOAT-TeHAepaiH QYHKIMOHAIABIK ©3apa 6aiiylaHbICTapbl MEH HETi3Ti OMOJOTHUSIIBIK
CUTHAIIBIK KOJIJapFa KaTbICybl KAPACTBIPBUIABI [6].

3epTTey HATVKeNIePiH Kylieley sKoHe CaabICThIPY OapbIChIHIA TeHETUKAJIBIK BapuallisiIapIbIH
BIKTMMAaJ QYHKIMOHAJIIBIK 9Cepi, TeH SKCIPeCCUsIChIHAAFbI ©3TepicTep sKoHe 0IapablH, HePOH/IBIK

JaMy MeH CMHAIICTBIK KbI3MeTKe KaTbIChI 6aFaJIaH,ZLbI.

HaTumxenepgpi Tankbinay

3epTTey OapbIChiHAA KapacThIpbUIFAaH KaHaupar-reHgepnid, ACB matoreHesinperi
MOJIEKYJIQJIBIK-T€HETUKAJIbIK POJIi 8pTYp/i 6MOJNOTMSIIbIK MeXaHM3MIepMeH 6aiilaHbICThl eKeHi
aHbIKTanabl. Atan aitkanga, SHANK3, CHD8, SCN2A, SYNGAP1, NRXN1 skone PTEN renmepi
HepoHOAapabIH KAaJbIIITaCybl, CUMHAMNCTHIK OaiJaHbICTAPAbIH TYPaKThIJABIFbI, HENPOHBIK

KOSFBIIITHIK JKOHE 3KaCyLIailliIik CUrHaAAaPpAbIH 6epilyi CUSIKThI MaHbI3Abl YepicTepre KaTbICazbl.

SHANK?3 reHi moCTCUMHAMCTBIK, ThIFbI3IbIKTbIH, KYPbIIBIMABIK YiibIMAACybIHA KaTbiCaabl. By
reHjeri maToreHAiK Bapualusaap CUHAIMNCTBIK aKybI3JapIblH ©3apa 9peKeTTecyiH Oy3bIl,
HelipoHIap apachblHAAFbl CUTHAJNIAPAbIH O6episyiHe bIKMmaa eTyi MyMKiH. CHDS8 reHi xpomaTuH
KYPBUIBIMBIH KaiiTa KYPYy apKbLJIbl KOIITETeH reHIep/IiH TPaHCKPUITIMSUTBIK O€JICEHTUTITIH peTTeiiIi.
COHIBIKTAaH OHBIH KbI3METiHIEri e3repicTep HEPOHIBIK AaMy OGapbiChiHIAA OipHelle reHHiH

SKCIIPeCCUSIIbIK MpoduTiHe acep eTyi bIKTUMAN [7].

SCN2A reHi KepHeyTe Toye/i HaTpuUii apHaJapbIHBIH KaJbIIITACYbIHA kKayal Gepepi skoHe
HepOoHIapablH 2JIeKTPJiK KO3FbIIITHIFbIH peTTeyae MaHbI3abl poes atkapaabl. A1 SYNGAP1 reni
CMHAIICTBIK CUTHAJ 6epy MeH HelipOHIbIK IIaCTUKAIbUIBIKKA KaTbicagbl. NRXN1 reHi HeiipoHOap
apachlHIAFbl CUMHAIICTBIK OGaliIaHBICThI KAMTaMachi3 eTeTiH akybI3Abl Komraiabl. PTEN reni
>KacyllajiblK 6Cy MeH HelipoHAbIK gamyra KaTbicaTblH PIZK/AKT/mTOR curHanpbiK >KOJbIHBIH

pETTe.T[yiH,He MaHbI31bl OPBIH aIaJbl.

1-xkecte. ACB-MeH accoumalnusjaaHfaH KaHAMUOAT-TeHAepAiH Heri3ri (QYHKIMOHAJIBIK
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epeKIIeikTepi
FeH Heri3sri 6uonorusanbik KbiameTi ACB natoreHesiHpgeri biIKkTUMan peni

SHANK3 CMHanNCTbIK KYPbIbIMAbl YNbIMAACTLIPY CuHancTbIK curHan 6epygiH, 6y3biiybl
CHD8 XpoMaTuHAi KanTa Kypy "eH aKcnpeCcCcUSAChIHbIH, peTTenyiHiH e3repyi
SCN2A HaTpwii apHanapbliHbIH, KbI3MeTi HenpoHabIK KO3FbILUTLIKTbIH, ©3repyi
SYNGAP1 CuHancTblk curHan 6epy HenpoHabIK NAacTUKanbIbIKTbIH, 6yY3binybl
NRXNT1 CuHancTbIK agresusi HenpoHpap apacbiHAaFbl 6anaHbICTbIH, ©3repyi
PTEN Yacywanblk ecy MeH curHan bepy HelipoHablK AaMy yaepicTepiHiH, e3repyi

KangupaT-reHmepaeri reHeTHMKAJIBIK BapyalyusuIapabl KapacThIPy OJapAblH (YHKIMOHAJIBIK,
ocepiHiH opTypJi 60JaTHIHBIH KepceTendi. KomTayIiel aiiMakTapaarbl missense skoHe nonsense
@3repicTep aKybI3[bIH aMMHKBIIIKbIIABIK KypaMbiHa HeMece Y3bIHAbIFbIHA 9Cep eTyi MyMKiH. Al
MIPOMOTOPJIBIK KoHe 6acKa /1a peTTeyili aliMakTapaarbl TeHeTUKAIbIK HYCKajJap TPaHCKPUITIMS
IeHreliiHiH e3repyiHe bIKIaa eTyi bIkTUMan. CNV TypiHaeri e3repicTep reH KelllipMmeJiepiHiH CAHbIH

apTTBIPY HEMecCe a3aiiTy apKbUIbl T€H J03aChIHbIH 63TepyiHe 9KeTyi MYMKiH.

2-kecTe. ['eHeTUKAIBIK BapUaIMSIIAPAbIH BIKTUMA QYHKIVOHAIBIK dcepiepi

Bapuauus Typi Monekynanbik epeKuweniri blkTuMan acepi

SNP Bip HykneoTUATIH anMacysbl ["eH aKkcnpeccusiCbl HeMece aKybl3
KYPbI/IbIMbIHbIH, ©3repyi

CNV [OHK KewwipmenepiHiH, caHbIHbIH, ©3repyi ["eH fo3acblHbIH ©3repyi

Missense AMUHKBILLKbINAbIK anMacTbIpy AKYbI3 QYHKLMACBIHbIH, ©3repyi
Nonsense EpTe cTON-KOAOHHbIH Nanfa 6onybl AKYbI3 CUHTE3IHIH, KbICKapybl
Frameshift HykneoTngTepaiH KOCbilybl HeMece Tycin Kanybl  AKybI3[iblH OKY PaMKacCblHbIH, ©3repyi
Splice-site CnnavcuHr arMarblHbIH 83repyi MPHK n3odopManapsblHbIH e3repyi

I'eH akcrnpeccusicelHbIH, 63repicTepi ACB-HbIH MOJIeKyaa/JbIK MexXaHU3MIepiH TYCiHaipymeri
MaHBI3Ibl KOpCeTKilTepaiH 6ipi 60JbII TabbaaAbl. ['eHeTUKAIBIK HYCKAJIap TPAHCKPUIILUS
dbaxktopnapeiubiH JTHK-meHn OaimanbicybiHa, MPHK TypakThlibIFbIHA >X0HE TeHHIiH
TPAHCKPUIIUSIJIBIK OeJICeHiiriHe bIKManM eTyi MyMKiH. OcbIFaH 0ailJIaHBICThI T€HETUKATbIK

BapuaLysIap MeH 9KCIIPeCCUSIIBIK KOPCeTKIilITepAi 6ipecinn KapacTbIpy MaHbI3IbI.

GWAS skone eQTL mepekTepiH 6ipiKTipy reHeTMKa/bIK BapMaHTTaP MEH reH SKCIIPeCCUSIChIHbIH
apacbhIiHIarbl PYHKIMOHAJABIK 6aiiJaHbICThl Oarajayra MyMKiHIiK 6eperni. Dominguez-Alonso
>koHe apinTectepiHiy (2023) 3eprreyinge ACB-MeH 6aitlaHbICThl F€eHETUKAJBIK CUTHAIIAD MEH
eQTL pepexrepi canbicTbipblibill, CRHR1, KANSL1, MANBA, MAPT, MMP12, NKX2-2, PTPRE 3xoHe
WNT?3 renepi 607bIHIIIa KOJTOKAIM3AIMS CUTHAIIAPbI aHBIKTAIFaH. By HOTIOKeIep reHeTUKAIbIK
accoumanusaapabl SKCIPeCCUSIIBIK PeTTeNy TeHreliiHae 3epTTeyAiH MaHbI3AbLIIBIFbIH KepceTei[8].

JKanmel aJIfaHOa, TeHETUKAJIbIK Bapuanumdgjap MeH I'eH 3KCIIPpeCCUACbIHbIH, MHTETPALUSIIbIK

tangaybl ACB-HbBIH 6ip FaHa reHMeH TYCiHAipinMelTiH Kypmaesi reHeTMKaJIbIK TabUFATbIH
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curaTTayra MyYMKiHJIiK O6epe[ii. OpTypJi KaHaAUAaT-reHaepAiH e3apa 6aiilaHbIChl HEJIPOH/IBIK JaMy
MeH CMHAMCTBIK KbI3MeTKe KATbICAThIH MOJIEKYIa/JIbIK MeXaHU3MIepIiH KemaeHTrelili cumaTbhiH
KepceTei.

Dominguez-Alonso skaHe oapinTectepi (2023) xyprisren 3eptreyme GWAS xone eQTL
IlepeKkTepiH MHTerpauusiay HOTVDKECiHAe ayTu3M CIEeKTPiHiH Oy3buTyJTapbiMeH 6aiiaHbICThI
TeHeTUKAJBbIK CUTHAIIAPIBIH SKCIIPECCUSIIBIK PETTEYMEH BIKTMMAaJ 6aiijlaHbIChl aHbIKTAIFaH.

3epTTey 6apbIChIHIA KOJOKAIM3ALMsSI CUTHAIAAPhI OalikKaJFaH TeHaep 3-KecTee KOpCeTiireH.

3-kecte. GWAS sxoHe eQTL mHTerpausabiK 3epTTeyiHae aHbIKTAJAFaH TeHIep

Ne leH aTaybl 3epTTeyae aHbIKTaFaH 6aiinaHbic

1 CRHR1 GWAS »xoaHe eQTL curHangapbIHblH, KONIOKanusaumnacsl

2 KANSL1 GWAS »xaHe eQTL curHangapblHblH, KOMOKanmM3aumscol

3 MANBA GWAS >xaHe eQTL curHangapblHbIH, KONTOKanM3aumschbl

4 MAPT ["eH akcnpeccusicel MeH ACB-Fa KaTbICTbl FeHeTUKarnblK CUrHangapablH, 6annaHbICbl
5 MMP12 GWAS xaHe eQTL curHangapblHblH, KONIOKannsaumnschl

6 NKX2-2 MW TiHiHe KaTbICTbl bIKTUMan aKCNpeccusinbik 6arnaHbIC

7 PTPRE Mu TiHiHe KaTbICTbI bIKTUMan GYHKUMOHaNAbIK 6arinaHbiC

8 WNT3 GWAS »xaHe eQTL curHangapblHblH, KOMOKanmM3aumscol

Kecrenme kepcerinren reumep GWAS skoHe eQTL mepekTepiH 6ipiKTipy apKblIbl aHbIKTAIFaH
reHeTUKAJIbIK CUTHAIIapMeH O6aitaHbICThl. By HOTMsKeIep ayTu3M CHeKTPiHiH 0y3bLTyIapbIHbIH
KaJIbINITACYbIH/AA TeHEeTUKAJIbIK BapualusulapMeH KaTap TeHJep[iH 3KCIPecCUsIbIK PeTTeny
MeXaHM3MEepiHiH e MaHbI3bl 60Jybl MYMKiH €KeHiH KepceTeni. ATam aiiTKaHa, reHeTUKabIK
HYCKAJapabIH reH 5KCIIPeCcCUsIChbIHA bIKIIAJIbI JKYIiKe XYiieCiHiH JaMybl MeH KbI3MeTiHe KaTbICaThIH
MOJIeKYJIa/bIK IIpolLiecTepAi TyCiHAipyre MyMKiHIiK OGepepni. [lereHMeH, aTajfaH reHIepIiH
OapJIBIFBIH ayTU3MHIH Tikeseli cebernini reHaepi petiHae KapacTbipyFa 60JMaiiIbl, OJapIbIH

BIKTVIMAJI OaliJIaHbIChIH KOChIMIIIA (DYHKIMOHAJIIBIK 3€PTTEY/IeP apKbIJIbl pacTay KasKer.
HaTmkenepai Tankpiaay

XKyprizinren ame6u koHe 6MOMHGOOPMATUKABIK AepeKTepAi TalaAay ayTU3M CIHeKTPiHiH
6y3bmynapbiHblH, (ACB) KaabIlTacyblHIA TeHeTUKANbIK (aKTOpJapAblH MaHBI3Ibl PO
aTKapaTbiHbIH KepceTeli. ACB-MeH 6aiilaHBICTBI KaHOMIOAT-TeHAEpAi 3epTTey OapbIChbIHAA
oJIapbIH XYJiKe KYieCiHiH TaMyblHa, CMHATICTBIK GaiilaHbICTapAbIH KaJIbIITACYbIHA, HEIPOHABIK
CUTHAAAPIbIH 6epilyiHe koHe reH SKCIIPeCCUSIChIHBIH, PETTeyiHe KAaTbICAThIHbI aHBIKTAAbI. ATall
alitkanga, SHANK3, CHD8, SCN2A, SYNGAP1, NRXN1 xsHe PTEN rengepi ayTu3MHiH
MOJIEKY/IabIK-TeHETUKAIBIK MEeXaHU3MIOEPiH TYCIHOIpyZe epeKile KbI3bIFYIIbUIBIK TyIbIpambi[9].

ATanraH TeHIepAiH KbISMETiH CaJbICTBHIPY OJapAbIH dPTYPJi GMOJOTUSIIBIK TpOIecTepre
KaTbicaThIHBIH KepceTei. Mbicanbl, SHANKS3 skoHe NRXN1 reHpepi CMHAINCTBIK KYPbLIBIMAAD MEH
HeipoHIap apachblHIarbl 0aiiJIaHbICThIH, KAJIBIIITACYbIHA KAaThIcambl. AJ1 SCN2A reHi HeiipoHAAPIbIH,

3JIeKTPJIiK 6eJICeHIiIiriH KaMmTaMachl3 eTeTiH HaTpuil apHa/lapbIHbIH KbI3MeTiMeH 60aiijlaHbICThI.
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CHDS8 reHi XxpoMaTuH KYPbUJIBIMBIH KaiiTa Kypy >KoHe 0acKa reHAep/iH TPaHCKPUITIIUSIIbIK
6esiceHiirin pertey nmporecrepine Katbicagbl. SYNGAP1 reHi cMHAINCTBIK CUTHAIIAPIBI PETTEYE
MaHbI3abI 60sica, PTEN skacylllaHbIH ©Cyi MeH CUTHAJIABIK KOJIdapAbIH Ge/iceHaiirine acep etemi.
Ocbl epekIe/ikTep aTajlfaH reHaepaeri e3repicTepiH, HEePOHAIK AaMy MeH MUIbIH KbI3MeTiHe
BIKIIAJI €TYyi MyYMKiH €KeHiH KepceTe/i.

F'eHeTMKAaIBIK BapuaLMsIapAbl KapacThIpy OapbIChIHAA ayTU3M CIEKTPiHiH O6y3bUTyJIapbiMeH
6altyaHbICTBI 00JYbI MYMKiH OipHelne e3repic Typi aHbIKTaambl. OnapablH KaTapbiHa 6ip
HYKJIeOTUATIK rmoammopdusmaep (SNP), kemripme canbIHbIH 63TepicTepi (CNV), MucceHc, HOHCEHC,
bperiMmudT KoHe CIIalicMHTKe 9Cep eTeTiH BapMaHTTap skaTanbl. Bys e3repicTepniH rex
KbI3METiHe BIKITAJIbl dPTYPJIi 60ybl MYMKiH: Keii6ipi aKybI3IbIH aMUHKBIIIKbIIIBIK KYpPaMbIH
e3reprce, 6ackajapbl aKybl3 CMHTE3iHiH Oy3bIIybIHA HEMECe I'eH SKCIIPeCCUSIChIHBIH 63repyiHe
oKesyi pIKTMMaI. COHABIKTaH TeHEeTUKAJIBIK BapMaHTTAPIbl TEK OJIapAbIH O0JIybIHA Kapaii emec,
GYHKUMOHANIBIK dCEPiH eckepe OThIPHIT Oaranay MaHbI31bI[10].

CoubiMmeH katap GWAS skoHe eQTL mepexkTepin 6ipikripin Tanmay ACB-MeH 6aiiaHbICTBI
reHeTUKAJIbIK CUTHAIAAPIbIH T'€H 3KCIPECCUSICHIHBIH PeTTe/NlyiMeH BIKTHMMas OaiiJaHbIChIH
3epTTeyre MyMKiHAik 6epeni. Dominguez-Alonso keHe apimTecTtepiniy (2023) 3eprTeyiHme
SKYPTi3iireH KOJOKaJIU3alUSIIbIK Taagay TeHeTUKAJbIK acColMalMsIaap MeH TeH 3KCIPeCcCUsiChIH
PeTTeNTiH CUTHAIIAPAbIH, OPTaK reHeTUKAJIbIK Heri3iH aHbIKTayra 6arpiTTanraH. by tacin CRHRI1,
KANSL1, MANBA, MAPT, MMP12, NKX2-2, PTPRE kone WNT3 cuSIKTbI TeHAepIiH bIKTMMAJ
MOJIEKYJIAJIBIK POJIiH KapacTbIpyFra MYMKIiHJIiK Gepepmi. Anaiima KOJOKaaAn3aus CUTHAJIBIHbBIH
AHBIKTATYbl TEHHIH ayTMU3MJi TiKejeil TYbIHZATAaTbIHbIH OinmipMeiifi, COHAbBIKTAaH MYHIa
HOTUXKeNepAi KOChIMINa (PYHKIIMOHAJABIK 3€pTTey/epMeH pactay Kaxker.

KopbITbIHABI

3epTTey TaKbIpbIObI OOJBIHINA KYPTi3iareH amebu koHe 6MOMHGOPMATHUKAJBIK JepeKTepi
TaJay ayTU3M CITIeKTPiHiH 6Y3bUTyIapbIHbIH KAJIbITITACYbIHA T€HETUKAIBIK Bapyalysiap MeH reH
OKCIIPeCCUSIChIHBIH, peTTeNly MexXaHU3MAepiHiH MaHbI3[bl peJ aTKapaTbIHbIH KepCeTTi. ATam
aritkanga, SHANK3, CHDS8, SCN2A, SYNGAP1, NRXN1 koHe PTEN reHgepi xyiike >KyliecCiHiH
JaMybl, CMHAIICTBIK OaiaHbICTAPAbIH, KaJIbIIITACYbl KOHEe HENMPOHIBIK CUTHAJNIAPIbIH Gepinyi

CUSAKTBI MaHbI3 1 bl 6]/IOJIOI‘I/ISUII>IK rnpounecrepre KarbiCagbl.

T'eneTukasnbik e3repicrepnain SNP, CNV, MmucceHc, HOHCEeHC, ppeiiMIIN@T KoHe CIIaiiCUMHITIK
BapMaHTTap TYpiHIe Ke3[ecyi oslapAbIH IreH KbI3MeTiHe apTypJli JeHTrelile acep eTyi MYMKiH eKeHiH
kepceTreni. CoupiMmeH katap GWAS skoHe eQTL gepekTepiH MHTerpauusijiay reHeTUKabIK
BapMaHTTAap MeH TeH 3KCIIPeCCUsIChl apachbIHIAFbI bIKTMMAaJ 6aiiIaHbICThI AaHBIKTAyFa MYMKIiH/IiK
6epeni. Ocbumaiimia, ayTu3M CIEKTPiHiH Oy3bUTyJapblH 3€PTTeyAe >KeKe TeHeTUKAJbIK
BapuaHTTapbl FaHa eMecC, KaHAMIAT-TeHIepAiH 3KCIPeCCUSIbIK GeCeHAiMiriH XoHe oapabIH
e3apa (QyHKIMOHANIBIK OaliIaHbICTaPbIH KEIIeH i TYypae KapacTbipy KaskeT. AJIbIHFaH 9/1e6u-
TangamManblk mamimeTTep ACB-HBIH MOJeKyIaJblK-TeHeTUKAIbIK MeXaHU3MIepiH TepeHipek
3epTTeyre XKoHe 00JAMIaKTa BIKTMMAaJI AMAaTHOCTUKAJIBIK OMOMapKepJep/i aHbIKTayFa HeTi3 6osa

aJIaJibl.

[MajiganaHblIFaH agebueTTep
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* «AyTU3M» JiereH Kimaep?
e Bananap aytusmi: KazakctaHmarsl sKargaiibl KaHaam?
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