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PaccTporicta aytnctudeckoro cnektpa (PAC) — 370 pacCTPONCTBO pPa3BUTUS HEPBHO CUCTEMBI, XapaKTePU3YIOLEECS HapyLLe-
HEM COLManbHOro B3aUMOAeNCTBIS, KOMMYHUKALIMA U CTEPEOTUMHBIM U NMOBTOPAIOLLMMCS NoBeaeHneM. Llenbio naHHoro o63opa
aBnseTcs 0606LLeHNe OCHOBHbIX Pe3ybTaToB UCCEN0BaHWIA, NPOBEAEHHbIX B MOMCKE FEHETUHECKUX MPUYMH, a TakkKe packpbiTus

OCHOBHbIX NaTOreHeTn4ecknx MexaHM3mMoB pa3BUTUA ayTnu3ma.

Kniouyesble cnoBa: paccTporCcTBa ayTUCTUYECKOro CrekTpa, ayTaMm, reHeTuka

AyTH3M — HENpPONCUXUYECKOe PacCTPOMCTBO, KOTOPOE
B opurvHajibHOM omnucaHuu Jleo KanHepa, mpencraBieHO
BPOKIEHHON HECHOCOOHOCTBIO CO3daTh HOPMAJIbHBIN, He-
TEPMUHUPOBAHHBII KOHTAKT C APYrUMU Joapmu [1]. 3a mo-
cleqHue OecITUIeTUs] 3HAYMTENbHO M3MEHWJIACh KOHILEM-
1IMSI TOHUMAaHMSI ayTU3Ma, U CBS3aHHBIX C HUM HapylIeHui,
KoTopas ObLIa OTpaxkeHa B MITOM MepecMoTpe PykoBoacTea
no uarHoctuke n Cratuctuke MHtennexryanbHbix Hapy-
wenuit (Diagnostic and Statistical Manual of Mental Disor-
ders) [2]. B Poccuu 2015 r. 6bl1u onyoarkoBanbl KimHuue-
CKMe peKOMEHIAIMM IO AMATHOCTUKE M JIEYEHUIO pac-
crpoiictBa aytucrtuyeckoro crekrtpa (PAC). CorracHo
orpenesieHnto 3Tux pekoMeHnauuii, PAC npezacrapiser co-
00l TPYIMIy KOMIUIEKCHBIX Ie3MHTETPaTUBHBIX HapyIICHUI
MCUXUYECKOTO Pa3BUTHSI, XapaKTepU3YIOLIUXCS OTCYTCTBU-
€M CIIOCOOHOCTM K COLUMATbHOMY B3aMMOMEHCTBHUIO, KOM-
MYHMKAIMW, CTEPEOTUITHOCTBIO TIOBEACHUS, TPUBOISIIAM
K comuanbHoil me3amanrtauuu [3]. K Tomy ke Oomee uem
y 70% manveHToB UMeeTcs AeUIUT NHTeJUIeKTa [4].

ITo nociaenHuM naHHbIM BceMupHoOil  opraHuzanuu
3MPaBOOXPAHEHUsI, OLIEHKHU pacrpocTpaHeHHocTH PAC u3-
BECTHBI TOJbKO MO EBpomeiickomy peruoHy u Pernony
cTpaH AMEPUKH, KOTOPbIE HE Pa3jIMyaloTcs MeXay coOoii
B CTAaTUCTUYECKOM OTHOINEHMM: I EBpombl MemTMaHHBIN
mokaszarenb  coctaBmsger  61,9:10 000  (nmamasoH
30,0—116,1/10 000), a mus cTpaH AMEPUKHU OH COCTaBIISIET
65,5:10 000 (mmamazon 34—90/10 000). CooTHolneHUe
BCTPEYaEMOCTH ayTUCTUYECKUX PACCTPOMCTB Y MATbUUKOB U
NeBOYEK HAXOAMTCS B mpenenax ot 2,6:1 mo 4:1 [3].

B oTHOIlIEHUM KIMHMYECKUX TPOSIBACHUM, MalMEHTHI
¢ PAC paznuuarorcst 1o crnocoOHOCTH K OCBOCHUIO PeUeBbIX
HaBBIKOB OT OTCYTCTBMSI p€UM 0 CBOOOTHOTO BIAaAEHUS €10,
a TakKe CTeNeHW MCUXUYECKOTo Pa3BUTHUSI OT YMCTBEHHOM
OTCTAJIOCTU 10 HOPMAJILHOTO MHTEJIEKTa. Y TaKUX MalueH-
TOB MOTYT OBbITb COIYTCTBYIOLIME MEAUIIMHCKUE MTPOOJIEMBI
B BHIE DIMUJIETICM, MaJIbIX AHOMAaJIUil pa3BUTHSI, TICUXIUE-
CKHUX PacCTPOMCTB, KOTOPbIE YKA3hIBAIOT HA KIMHUYECKYIO
rereporeHHocTh PAC. B cBo ouepesns, KIMHUYECKAasl TeTe-
POTEHHOCTDb ayTHU3Ma SIBJISIETCSI CEPhEe3HOM MOMEXOM B M3Y-

YeHUU MATOOU3NOIOTUYECKIX MEXaHM3MOB DTOrO Hapylle-
Hus [5].

B Hacrostiee Bpemst marorene3 PAC ocTaeTcst HesSICHBIM,
OIIHAKO 3TO COCTOSTHUE CUMTAETCSI OMHUM U3 BBICOKO TeHE-
TUUYECKU JETEPMUHUPOBAHHBIX HEMPOIICUXUUECKUX 3a00J1e-
BaHMIl. YOeauTelbHbIE JOKa3aTeJbCTBA TI€HETUYECKOro
Bkiaga B PAC BHecaM mcciieqoBaHus OJIM3HEOB. DTH WC-
CJIeIOBaHMS TTOKA3ajIi, YTO KOHKOHIAPHOCTh Y MOHO3UTOT-
HbIX Onm3HeloB coctaBisieT 60—90%, y OU3UTOTHBIX —
0—10%, a nis cuGCOB MOBTOPHBI PUCK COCTABIISIET OKOJIO
10% [6, 7]. [Toxoxue pe3yabTaThl ObLIM MOJYYEHBI U B PSIE
Ipyrux ucciemnoBanuii [8, 9]. [TonyyeHHbIE JaHHBIE YKa3aIu
Ha 11eJ1eCO00Pa3HOCTh MOMCKA FeHETUUECKUX (DAKTOPOB, Jie-
JKAIMX B OCHOBE JJAHHBIX PACCTPOICTB.

YcranosneHo, uto PAC He MeHAeIuMpyeT, BO BCSIKOM
ciaydae, B OOJBIIMHCTBE CiydaeB. PaHee HEKOTOpBIE UCCIE-
JOBaTeNIN MPUAEPKUBATUCH MYJIbTU(PAKTOPHON MOJETN Ha-
crnenoBaHus aytusMa [10]. B mocnenyroiem, nccienoBaTeIn
00paTUINCh K TIOUCKY PEAKMUX XPOMOCOMHBIX U T€HHBIX TTe-
pecTpoeK, co3maBasi HOBbIE TMIIOTE3bI MEXaHM3Ma Pa3BUTHS
ayTh3Ma.

PesynbTaThl mpenmosaraloT, YTO ayTM3M MOXET ObITb
BbI3BaH Pa3MYHBIMU T€HETUYECKUMU HapYUICHUSIMU, KO-
TOpbIe, B KOHEUHOM UTOTe, UMEIOT OOIIIHOCTh B HAPYILIEHUU
pa3BUTHS MO3Ta M €ro rjiactTuyHoctd. Hanmpumep, HeKOTO-
pble pefKre KIMHUYECKUE COCTOSIHUSI M CUHIPOMBI, TaKKe,
kak cunapom 2XKyb6ep, Perra, Cmwura—Jlemau—OnuTua,
JIOMKO# X XpOMOCOMBI, TYOepO3HbBIi1 CKJIEPO3 U JAPYrUe, ac-
conmupoBaHbl ¢ PAC, mpu 3TOM Kaxmaoe M3 HUX SIBIISIETCS
KpaiiHe peaKUM U B COBOKYITHOCTM BCTpEualoTCsl He yvallle,
yeM B 1% ciyyaeB PAC [11].

IIpennonaranace xpomocoMmHas atuonorusi PAC. Pa3z-
JIMYHBbIE LIMTOTEHETUYECKU BepUDUIIMPOBAHHBIE XPOMO-
COMHbIE aHOMAaJIUM ObLIM OOHaApyXeHbl Y 7—8% maiueH-
ToB ¢ aytuzmoMm [12, 13]. CorjnacHo 0OOOIIEHHBIM OaH-
HbIM, HauboJjee yacto npu PAC usmMeHeHUs 3aTparuBaroT
reHoMHbIe pernoHbl 2q37, 5pl4, 5pl5, 11q25, 15q11-ql3,
16q22.3, 17pl11.2, 18q21.1, 18q23, 22qll.2, 22ql3.3 u
Xp22.2-p22.3.
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CpaBHuresnbHas reHomHast rubpuaunzanus (CGH) Bmec-
T€ ¢ MUKPOMATPUYHBIM XPOMOCOMHBIM aHajiuzoM (CMA)
SIBJISIIOTCS. METOJaMU MOJIEKYJISIDHOM TeHEeTUKHU, KOTOpbIe
MPEOA0IEeBAIOT OTPAaHUYEHHSI OOBIYHON ITUTOTEHETUKH, TT0-
3BOJISIS BBISIBJISITh  CYOMMKPOCKOITMUECKUE XPOMOCOMHBIC
abbepaly. DTU METO/bl LMPOKO MPUMEHSIOTCS B TMArHO-
CTUKE y MalMeHTOB C MHOXECTBEHHBIMU BPOXIECHHBIMU
anomausmu pa3sutus (MBAP), unTemekTyaabHBIMA Ha-
pyueHusimu/3anepxkkoii pazsutust 1 PAC [14], nmoka3sbiBasi
GoJyice BBICOKYIO IUATHOCTHUYECKYIO IIeHHOCTh (15—20%),
yeM OOBIYHBINM aHanu3 KapuoTura [15]. CoanancupoBaHHbBIE
TPaHCIOKAIIMY U MO3UIIU3M C HU3KUM YPOBHEM HE BBISIBIISI-
torcst meronoM CMA, HO B COBOKYIMHOCTH 4acTOTa TaKUX
cobObITuit oueHb Hu3Kast (<1%) [16]. MexnyHaponHoe coo0-
mectBo no kianHudeckoit reHomuke (ICCG) pekomeHayeT
CMA KakK TecT MepBoii IMHUM [IUTOTeHETUYECKOM TUarHoC-
TUKHU TSI TALMEHTOB C JeUIIMTOM MHTEJUIeKTa,/3a1ePXKKOI
passutus u PAC.

IMpoBeneHHbIe UCCaenOBaHUS TTOMCKA BApUAHTOB YKCIIa
koruit reHoB (CNV) M OZHOHYKJIEOTUAHBIX BapUaHTOB
(SNV), y OGombHBEIX M B KOHTpoje, BeisiBmIM oT 200 mo
1000 reHoB, accoumnupoBaHHbix ¢ PAC [17]. BoabimHcTBO
W3 HUX OKa3aJMCh '€HaMU, KOAUPYIOLUMMU KJIIOUYEBbIE MO-
JIEKyJIbl, (DYHKIIMOHMPYIOIIME B CMHANTUYECKUX COETUHE-
HMSIX HEMPOHOB, BKIIIOYAs DJEMEHTHI KOMIUIEKCAa Helpek-
CUH-HelipoauruH (neurexin-neuroligin complex). Dto 10-
3BOJISIET MPENIOJOXHUTh, UTO Pa3BUTHE U YHKIIMS CUHArca
npeacTapisieT coooit eHTp naToreHe3a rnpu PAC u cBsizaH-
HBIX ¢ HuUM paccrtpoiictB [18]. IlpemmomoxeH psim Te-
HOB-KaHAWIATOB, MYTallMX B KOTOPHIX MOTYT OBbITh CBSI3aHbI
¢ paszsuteM PAC, B ToM uucie red Slc9a9, koaupyouuit
NHE9, memOpaHHbIii 6eJIOK MO3IHEH peuupKyasIuuUd SHI0-
COM, UTPaIOIIMi poJib B pa3BUTUM CHHAIICOB [19] u reH pe-
uenrtopa okcutouurHa (OXTR) [20].

B rene CYFIPI, pacroioXeHHOM Ha JJIMHHOM TLjieve
xpomocoMbl 15 (15q11.2), yacTo BBISIBJISIIOTCS CTPYKTYPHbIC
aHoMaJIuu, Kak U B peruoHe 15q11-ql3, BkiItoyast ymomsiHy-
Te1ii TeH CYFIPI n npyrue rensl y nauueHtoB ¢ PAC [21,
22]. deneuyu 3TOro peruoHa SBJISIOTCS IPUIMHON CUHIPO-
MoOB OmxenbMeHa win [lpagepa—Buinmu, nmpu KoTopeix
y MalMeHTOB YacTo HabJofaeTcs ayTu3m. et ¢ ayruiMka-
LIMe XpOMOCOMBI 15, 4acTo TPOSIBIAIOT ayTUCTHUYECKUE
4yepThl MoBeAeHus. Takum 00pa3oM, MOXKHO MPEANOI0XKUTh,
YTO B pernoHe 15q BO3MOXHO PACIONOXEHbI OJUH WU He-
CKOJIbKO J1030-3aBUCHMbIX T€HOB, UTPAIOIIMUX POJIb B Pa3BU-
TUU ayTHU3Ma.

B uccaenoBanuu, nmpoBeneHHoM B ['peumu [23] Obuin
MpoaHAIM3UPOBaHbI KapuoTuIbl, MeTogoM CMA y 195 na-
ureHToB ¢ PAC (126 myxuuH, 69 XeHIIMH). BbisgBieHO
65 CNV y 51 u3 195 ucciaenyembix (26,1%), uckioyas
noOpoKavyeCTBEHHbIE BapyualluK YMCiia KOMU B COOTBETCT-
Buu ¢ baszoil naHHBIX TeHOMHBbIX BapuaHTOB (Database of
Genomic Variants). ABTopaMu yKa3aHo, 4To 51 u3 65 BbI-
sBaeHHbIX CNV UMeIoT U3BeCTHOE KJIMHUYECKOe 3HaUeH1e
W, 0 OAHHBIM JHUTepaTyphl, accoummpoBaHbl ¢ PAC.
Ocrasimecst 14 CNV, u3 KoTopbIx 8 menenuii u 6 ayruim-

KallMif, aBTOPBI OXapaKTepPU30Bau KaK BapUaHTHI C HEU3-
BECTHBIM 3HAY€HMEM, POJb KOTOPBIX HYXIAeTcsl B Aajlb-
HeiiieM uzyuyeHuu. Toabko oqHy CNV umenu 39 u3 51 uc-
cnenyembix, 1se CNV Oblu BeisiBieHbl y 10, pp CNV —
y nBoux. [1pu obcnenoBanuu ponuteneit (20 u3 51) mamu-
eHTOB 0bHapyxXeHo, 4yTo 17 CNV (85%) Bo3HUKIHU de novo.
BonpummuetBo u3 65 CNV mpeacraBieHbl AeIeLUSIMU
(66,1%), n3 KOoTOpHIX 5 HA XpoMocoMe X, B TO BpeMs Kak
OYTUTUKAIINU, U3 KOTOPBIX 7 Ha XpoMocoMme X, BCTpevaanuch
pexe (33,8%).

CekBeHMpPOBaHME OK30Ma TMOATBEPXAAeT OOJbLIOK
BKJIaJ MyTaluii, BOBHUKIIUX de novo B atuonoruio PAC.
B omHOM KpymHelleM HMCClIeIOBaHUM CEKBEHUPOBAHUSI
9K30Ma WIEHOB ceMeil, UMEIOIUX OJHOTO OOJILHOrO pe-
oeHka (2500 npobanmoB), crpaaatouiero PAC u 310poBo-
ro pebeHKa, aBTOPbl OTMETHJIU, UYTO YacTOTa MYyTaluit
B reHax, accouunpoBaHHbix ¢ PAC (likely gene disrupting
— LGD), npeacraBasioimmux coboit MyTauMu CIBUTa paM-
KW CUMTBIBAHUSI, HOHCEHC-MYTallUM WM MyTallMyd caiTta
crulaiicuHra, y 60nbHbIX AeTei Boime (~43%, p = 2 x 1073)
10 CpaBHEHUIO ¢ UX 300poBbiMU cubcamu [24]. TIpu aHa-
JIM3€ 3TUX TeHOB He ObLIO BBISIBIEHO M3MEHEHUI BTOPOTO
ajuleNss, YTO MCKJIIOYaeT TOMO3UTOTHOCTb WJIM KOMIIa-
VHI-TeTePO3UTOTHHOCTh KaK MPUYMHY TOTepo (QYHKIINU
reHa.

OTMeveHa TOJOKUTEIbHAST KOPPESLINS MEXIY YBEIr-
yeHueM Bo3pacTa poauTesieil u uactoroit PAC, Takum ob6pa-
30M, BO3pACT pOIUTeNeil paccMaTprBaeTcsl Kak (hakTop pu-
cka PAC [25, 26].

Hanee B 3TOM uccieAoBaHUU [25] aBTOpPHI MpeiararoT
KJIacCU(UIIMPOBATh T€HbI, UMEIOIINEe MYyTalliu, C U3BECT-
HbIM ydactieM B pa3Butun PAC Ha 6 (DyHKIMOHATbHBIX
KJIaCCOB:

1) FMRP Tapretusie rensl (FMRP target genes), yautsl-
Basl, YTO CHIPOM JIOMKOM X XpPOMOCOMBI SIBJISIETCS HAanbo-
Jiee yacToii (hopMOil HACIEeICTBEHHOTO ayTU3Ma;

2) MoaudukaTopsl CTYKTypbl XpomaTuHa (chromatin
modifiers);

3) sMOpHOHATLHO IKCIIPECCUPYIOLINECS] TeHBI;

4) 0eJIKu ITOCTCUHANITUYECKOM IIJIOTHOCTH (post-synaptic
density proteins);

5) acceHUMaNIbHBIE TeHBI (essential genes);

6) TeHbl MEHAETUPYIOLINX 3a00JIeBAaHUIA.

Vposens 1Q, Becbma BapuabeneH y nauueHToB ¢ PAC,
¢ npeobyialaHMeM €ro HU3KOro 3HAYEHMSI CPEeAU MYXUMH.
J17151 TOTO, YTOOBI OLIEHUTH ACCOLMALIMIO MEXIY MyTallUsIMU
de novo u 1Q, aBTOpPBI pa3meuIn ITPyHITy OOJIbHBIX MYKIMH
Ha TOATPYIIBI C BBICOKUM M HU3KUM MHTeJIeKToM. OHU
3aMeTUIM, 4To Hanumuue de novo LGD mytauuit cyiect-
BEHHO CHMXaIT ypoBeHb 1Q u ocodbenHo npu LGD-myTa-
nusx 8 FMRP. Astopel mpencraBuim 6onee 400 reHOB,
CBSI3aHHBIX ¢ pa3BuTeM PAC, nmpu 3TOM MEeHETPaHTHOCTh
UX He onpezaeseHa. HekoTopble U3 9TUX T€HOB, TaKUX, Kak
CHDS, GRIN2B v DYRKIA, Gblii OnMCaHbl paHee Kak
cBsizaHHble ¢ PAC mim npyruMu HeMpOICuXuIecKUMU Ha-
PYLICHUSIMHU.
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Tabnmua

OcHoBHble u3meHeHus yucna konum reHos (CNV) no pesynbtatam nccneposanuii [31] (lMepeBoa aBTopa)

de novo pynnvkauuu

MaumneHTsl KoHTponb | TexHonorus | KaHanpatHbl pernoH/ PesynbTtat [pyrue pesynbtaTbl
onpenensemMbii reH pernoH/rex
350 He3aBu- | 337 NIMN CGH-array | FOXP1 de novo pgeneumn Y naumeHToB c ayTuamom 6e3
CUMBbIX KOHTPOJIb DPP6, SCN4A, WNT3 YMCTBEHHOW OTCTanocTn Hai-
naumeHToB n WNT9B [EeHO YMepeHHOe MOoBbILLIeHne
rpysa kpynHbix CNV B cpaB-
HEHUWN C KOHTPOJIEM
852 kBapTteTa | 852 3p0po- llumina 1M |7g11.23 (Williams Be- |lNoBTopstowmecs de novo |JInwb ymMepeHHas Koppens-
n 252 Tpro | BbIX cMbCOB uren region), 1921.1, |geneunn/ gynnnkaumm ums ¢ 1Q Penko Hacnenyembie
16p13.2, CDH13 CNV B paBHOW cTeneHn npepn-
CTaBJ/IEHbl Y NALMNEHTOB U
3,0POBbIX CMOCOB.
OnpepneneHve >234 pasnuy-
HbIX FEHOMHbIX PErTMOHOB BHO-
CSLLMX BKag, B 60NbLLIMHCTBO
PAC-accounnpoBaHHbIM
de novo CTPYKTYPHbIX n3me-
HEeHuNn
510 kBapTeToB NimblGen 7911.23 (Williams Be- |[lMoBTopsiowmecs de novo
n 277 Tpno HD2 2.1 uren region), neneunv/ oynnvkaumm
million probe | 16p13.2 COMMD1 Penko romosurotHele aene-
microarray CACNA2D4 umn
996 naumeH- | 1287 llumina 1M | SHANK2, SynGAP de novo peneumn N de novo CNV MHOXeCTBeH-
TOB DLGAP2, PTCHD1 MaTtepuHckas Hble + NPOCTbIe
(X xpomocoma) O6wume naToreHeTN4Yeckue ny-
TW/ YMCTBEHHas OTCTaNoCTb
859 naunen- | 1409 Illumina PARK2, UBE3A CratmcTnyeckn 3Havymmas
TOB 550K RFWD, n FBX0O40 accoumauus
1336 nauneH- (youkBuTUHMpPOBaHue) |Hacneoyemblie nene-
TOB NLGN1 CNTNA4, unn/gynnankauyum oTCyTCT-
15911, 22911, NRXN1 |BylOT B KOHTpOJiE
859 naumeH- | 1448 lllumina CNTNAP2, NRXN1, Hacnepyemble neneumn
TOB 550K PCDH9, BZRAP1, OTCYTCTBYIOT B KOHTpPOJ1E
912 cemen MDGA2, RAI1, NNSC2 | CTaTUCTU4YEeCKN 3HAYMMble
NLGN1 accoumauum
104 Affymetrix 22911 PCDH10, de novo peneummn Ponb HacnenctBeHHbIXx CNV
500K et CNTN3 [omMo3uroTHoe Hacnegosa-
CGH array HVe
397 cnyyaeB |372 CGH array |15g11, 22911, 16p11 | de novo peneuun
427 naupeH- | 500 Affymetrix 16p11 NLGNK4, Cratnuctnyecky 3Haqmmas N de novo CNV
TOB 500K DLGAP2, SHANK3 accouvaums NMPOCTbIE>MHOXECTBEHHbIE
22g11,159-q13 16p11 | de novo peneunn
PTCHD1 NRXN1 de novo peneumn
MatepuHckas (X xpomocoma)
CratncTnyeckn 3Hadmmas
accoupauyst
1441 naupeHT | 1420 pogute- | Affymetrix 16p11 CTaTnUCTUYeCKN 3Ha4YMmas
newn 0,5/ Affy- accoumaums
2814 koHTposb | metrix 500K
712 naupenToB| 837 CGH array |16p11 CTaTtmucTu4eckn 3Hadynmas
accoupaums
264 cembu |99 cemein Agilent 85K | FLI16237, SLC4A10, de novo peneumn N de novo CNV 6onbliue y
A2BP1,FHIT de novo peneunn/ oynnn- | NpobaHaoB 13 NPOCTbIX Ce-
15911-q13, 22q13.3 Kaumm men
16p11.2
1496 cemeinn | 3oopoBble Affymetrix NRXN1 de novo peneumn y AByx
POACTBEHHVKN MOPaXeHHbIX CecTep
29 nauneHToB | — CGH-array | GRIA3 (Xg2S), MaTepuHckas TpaHcMuccus
15g11-gq13 (X xpomocoma)
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B npyrom kpymHom wuccienoBaHuu [27] aBTOpHI Mpej-
CTaBWJIM pe3yJbTaThl moaHoreHoMHoro CNV uccienoBaHust
Ha koropte 859 cinyuaeB PAC u 1409 310poBbIX AeTeii eBpo-
MEeWCKOTo TPOMCXOXKICHUS, KOTOPbIE ObLTM T€HOTUITUPOBA-
HbI ¢ ~550 000 OTHOHYKJICOTUIHBIX TTOJIUMOPMHBIX MapKe-
pPOB B TONBITKE KOMILIEKCHO wuaeHTuguiuponatb CNV
npexnpacroioxenHoct Kk PAC.

Panee onmcanHble reHbl-kKaHauaatel PAC, Takme, Kak
NRXNI [28] u CNTN4 [29, 30], aBTOpBI AOTOJTHUIU HEKO-
TOPBIMU HOBBIMU T€HAMU, KOIUPYIOLUIUMU MOJIEKYJIbI HEell-
POHHOIM KjieTouHoit anre3uu, Bkiaouass NLGNI1 u ASTN2.
Yacrora CNV, 3aTparuBaiollinx 3TU T'€HbI ObUIa BBIIIE IPU
cpaBHeHun ciayyaeB PAC ¢ KOHTpPOJIBHOU  TpyInoi
(P = 9,5 x 1073). Kpome toro, CNV, BKiIouaolue Win
pacroJiaraloimecst psiioM ¢ reHaMy YOUKBUTUHOBOTO MeTa-
Oosmueckoro mytu, BKiawoudasi reibl UBE3A, PARK2, RFWD2
u FBX0O40, obHapyxXeHHbIe y OOJbHBIX, HE BCTpPEYaTUCh
B KOHTpoJbHOIt rpynme (P = 3,3 x 1073). ABropbl npuiim
K BBbIBOAY, YTO T€HbI, BKJIIOYAIOIIME T'€Hbl HEHPOHAIbHOM
KJIETOYHOI aAre3uy WIK Jerpanaliuy YOMKBUTHUHA, BbISIBIISI-
0T JIB€ OCHOBHBIX TEHHBIX COBOKYITHOCTH, 9KCIIPECCUPYIO-
LIUXCST B LIEHTPAILHOM HEPBHOI CUCTEME, KOTOPbIe MOTYT
BHOCUTb BKJAl B TEHETUYECKYIO MPeapacrnoloXeHHOCTD
K PAC (tabauma).

K coxaneHuto, mosoxuTeabHble HAXOAKU B OJHOM HC-
cJIe0BaHMM YacTO He MOBTOPSIIOTCS B IPYTOM, TaKMM 0Opa-
30M, TIOCTOSIHHOI KapTWHBI JIOKYCOB, TPEIPaCcIONOXeHHO-
ctu Kk PAC no-npexHemy HeT. TeM He MeHee, MOJIEKYJIsIp-
HO-TEeHETWYeCKUe MCCAeAOBaHMS TPEACTABISIOT HOBYIO
KOHIIETITyaIM3al1I0 TOHUMaHUsI MOJIEKYISIPHBIX U KJIeTOY-
HBIX TIaTOT€HETUYECKUX MexaHu3MoB pas3Butuss PAC, mo-
CTaBJIsISI HOBbIE DJIEMEHTHI CJIOXKHOI rojoBosioMKU. [ToHu-
MaHMe JTMOJOTMYECKHMX M MaTo(U3MOJIOTUYECKUX TMyTeit
Pa3BUTHS ayTU3Ma JaayT BO3MOXHOCTh Tu(depeHIInaabHO-
TO MCUXOJIOTO-(PapMaKOJIOrMUECKOTro MOoAXoa K MaliueHTam
¢ PAC, nosbiast 3pheKTMBHOCTh MEIUIIMHCKON TTOMOILIN
TaKUM TalyeHTaM.
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Genetic aspects of autism spectrum disorders (ASD)

Semenova N.A.

Research Centre for Medical Genetics, Moscow, Russia

Autism spectrum disorder (ASD) is a developmental disorder of the nervous system characterized by impaired social interaction,
communication and stereotypical and repetitive behavior. The aim of this review is to summarize the main results of research con-
ducted in search for genetic causes as well as the disclosure of the major pathogenetic mechanisms of autism.
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