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FTEHETUHECKUE ®AKTOPbLI B 3TUONATOIEHE3E
PACCTPOUCTB AYTUCTUYECKOI'O CINEKTPA

H.B. ®nnunnoga, l0.b. bapbInbHUK

'6QY BlNO Capamosckuti F'MY um. B.N.Pasymoeckoeo MuH30pasa Poccuu

ONuaeMUOIOTHYECKHE UCCIIeOBaHMs KOHIA TPO-
LIJIOTO CTOJIETHUS TIOKA3AJIH1, YTO PUCK Pa3BUTHS ayTH3Ma
y OpaTbeB U cecTep ayTHYHOTO pe0eHKa COCTaBIsET
oxoi1o 3% [5], uro npumepHo B 50 pa3 BhIlIE, YEM YPO-
BeHb 3a00JieBaeMOCTH B OOLIeH MONyIsIIMK Hacele-
Hus. [lo qaHHBIM OoJiee MO3AHUX HCcaenoBanui [36] y
CUONMHMHTOB, TPOOAHABI KOTOPBIX CTPaAaloT ayTU3MOM,
JTaHHOE paccTpoicTBO BeTpedaeTcs B 50—200 pa3 vaiue,
YeM B OOLLIEH MOIyIALuy.

Kpome Toro, Ob110 0TMEYEHO, YTO Y MOHO3UTOTHBIX
OM3HEIOB omnpeensieTcs ropasno Oosee BHICOKHUI Mpo-
LHEHT KOHKOPJAHTHOCTHU TI0 PacCTPOHCTBAM ayTHUCTH-
YEeCKOr0 CIEKTpPa, YeM y AMU3UTOTHHIX. bin3HenoBble
UCCIIeIOBaHUs, IPOBEACHHBIE OPUTAHCKUMHU YYEHBIMHU
S.E.Folstein 1 M.Rutter eme B 1977 rony [16], o6napy-
KUK 36% KOHKOPIAHTHOCTH Y MOHO3UTOTHBIX OJIN3-
HEIIOB MPH OTCYTCTBUU TAKOBOH B IU3UTOTHOMU IpyIIIE.
OpnHaxo, pu AajJbHEHIIEM IepecMOoTpe AaHHBIX C aHa-
JIM30M IITUPOKOTO CIIEKTPa KOTHUTUBHBIX U COLUATBHBIX
aHOMAaJIMH, ypOBEHb KOHKOPJAHTHOCTH BO3poc 110 82%
B MOHO3UTOTHOM U 710 10% B AM3UTOTHOMU rpymmnax [17].
HccnenoBanus mMocieIHUX AECATHUICTHH COOOIIAIOT O
KOHKOPJAHTHOCTH IO PAacCTPOHCTBAaM ayTHCTHYECKOTO
CHEKTpa y TU3UToTHBIX Onn3HenoB ot 0 10 27% u ot 36
10 96% — y MOHO3ZUTOTHEIX [49].

OTH pe3yabTaTbl ObUIN TaKKe MOATBEPKACHBI PSAOM
MPOBEACHHBIX B MOCJEIHUE TOAbl UCCIeI0BaHuH [6],
MOKA3aBIIMX [IPU PACCTPOHCTBAX AyTUCTUYECKOTO CIIEK-
Tpa OONBLIYI0 PaCHPOCTPAHEHHOCTD CJIa00 BBIPAXKEH-
HBIX ayTHCTUYECKUX CUMIITOMOB Y POJCTBEHHUKOB Iep-
BOM CTENIEHU POJICTBA MPOOAHOB C ayTU3MOM, 10 CPaB-
HEHHIO C POJACTBEHHUKAMH MAalUEHTOB C YMCTBEHHOMN
OTCTAJIOCTHIO (B 4ACTHOCTH, ¢ cuHApoMoM [layHa). Jlel-
CTBUTEJIBHO, 3HAUUTEIbHAS YacTh POAMTENEH IeTeH,
CTpaJaloliuX ayTU3MOM, IEMOHCTPUPYET HapyIIEHUs
WCTIONIHUTENBHBIX (PYHKIHIA, O YeM CBHIETEILCTBYIOT
cia0ble HaBBIKH [UIAHUPOBAHUS M MEPEKII0YaeMOCTH
BHUMaHus [29]. MccnenoBanus Takke coOOIIAOT 00
arperanuy pa3inyHbIX NaTOJOTHYECKUX JTHYHOCTHBIX
XapaKTEPUCTHK, A3BIKOBBIX aHOMAJIHHA U MCUXUYECKHX
PaccTpoicTB B CEMBSX CTPaJAIOIINX ayTH3MOM JICTEH.
Bruta BBIABMHYTA TUINIOTE3a O TOM, YTO BBISIBJICHHAS
ceMeliHas KOHLEHTpaLus CUXONATOJOTHYECKUX CHM-
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MITOMOB MOXKET OBITh ITPOSIBIICHUEM IeHETUYECKOM MPe/I-
pacronoxKEeHHOCTH K ayTusmy [9, 17]. OHa, kak 1 OCHOB-
Has 4acTh OJU3HEIOBBIX U CEMEHHBIX HCCICIOBAHUM,
yKa3bIBaeT HA F€HETUYECKYI) OCHOBY Pa3BUTHUS pac-
CTPOMCTB ayTUCTUYECKOTO CIIEKTPA.

MHorouuciaeHHbIE UCCICAOBAHUS CBUIETENbCTBYIOT
TaKX€ O TOM, YTO OJIHOHM M3 OCHOBHBIX IIPUYKH Pa3BU-
THSI PaCCTPONCTB ayTHUCTUUECKOTO CIIEKTPa SIBISIOTCS
aHOMAJTUK MO3T'a, COITPOBOXKIAIOIINE OOJIBLIIIMHCTBO Pac-
CTPOMCTB AaHHOM Kareropuu. M eciu 3710 Tak, TO Kiu-
HUYECKUE MPOSIBICHUS U TSKECTh CUMIITOMOB ayTHU3Ma
JIOJDKHBI 3aBHCETh OT 3aTPOHYTHIX OOJIE3HEHHBIM IPO-
LIECCOM MO3TOBBIX CTPYKTYp [40, 46]. B nonTeepxnenune
STOU TUIOTE3bI MOXKHO MPUBECTH PE3YIBTATHI UCCIE0-
BaHUs, B X0OZI€ KOTOPOTO OBLJIO YCTAHOBIICHO, YTO HEKO-
TOpBIE JIETU C (ETaNTbHBIM AJTKOTOJIBHBIM CHHAPOMOM
(FAS), wacto nemoHCTpuUpyOLINE BhIpas)KkeHHBIE HAPY-
HICHHS B 00JIACTH MEKIMYHOCTHBIX KOHTAKTOB, UMEIOT
nuartos aytusMma [47]. UnTepecHo, 4TO pu MOJEIUPO-
BaHUM HA JXUBOTHBIX AJIKOTOJILHOM (DETONaTHU POSIBIIS-
FOTCSI MOKEUKOBBIC aHOMANUU [37], 4TO TaK:Ke MOXKET
CBUJICTEILCTBOBAThH B MOJIB3Y BO3MOKHOCTU HEBPOJIO-
TUYECKUX HApYUICHUI MPU paccTpoicTBaxX ayTUCTHYE-
CKOT'O CIIEKTpa.

B oTHOICHNN CITyyaeB pa3BUTHA Ay TUCTUUECKUX Pac-
CTPOWCTB BHE CBSI3M C KAKUM-JINOO M3BECTHBIM 3a00-
JIEBaHUEM MCCJICAOBATEISIMU MPEAaraloTcs pa3iand-
HbIC MEXaHU3MBbI JUIsl OOBSICHEHHsSI MOJICIIN CEMEHHOM
MpeapacnoioKeHHOCTH. K HUM OTHOCSATCS ayTOCOMHO-
PEUECCUBHBIN THUIl HAacCleJOBaHUs, X-CICIJICHHOE
HACJICJIOBaHUE, a TAK)KE MHOTO(pAKTOPHAsI U TOJIUTCH-
Hast mozenu [17]. HekoTopsie aBTOpHI COOOIIAOT, YTO
ayTH3M UHOTIa HOCUT XapaKTep TaK HA3bIBAEMOTr'0 «T'eHe-
TUYECKOTO OKUJIAHUS — YCUIICHUE BHIPAKEHHOCTH CUM-
MITOMOB M CHU)KEHUE BO3pacTa Havasa O0JIe3HU B ITOCIIe-
TYIOIIUX MOKOJeHUsX [35, 42]. DTo 03HaYaeT, yTo nepe-
Jlaya ayTUCTUUECKUX MPOSIBICHUNA B HEKOTOPBIX CITY-
Yasx MOXKET OBITh CBsI3aHa ¢ «HecTabmibHOM JITHK», To
€CTb T€HETUYECKU JeTePMUHUPOBAHHBIM TOBTOPEHUEM
TPUHYKJICOTUIHBIX paciiupeHuid. IHTepeceH Takxke
TOT (haKT, YTO MAIMEHTHI C Ay THCTUIECKUMH PacCTPOM-
CTBaMH MMEIOT MOBBIIICHHYIO 3KCIPECCUIO TIOMKOCTH
ayTOCOMHBIX CalTOB MO CPABHEHUIO C IPYNION KOH-



Tpouns [4]. CerperaiuoHHbIN aHATU3 ceMel, MyIbTH-
TUIEKCHBIX 110 Ay THCTHUYECKUM PACCTPOMCTBAaM (110 Kpai-
Hel Mepe, IBa CTPaJaloIIuX pacCTPONCTBAMH Ay TUCTH-
YECKOro CIIEKTPa YJIEHA CEMbU) MPOJAEMOHCTPUPOBAT
ayTOCOMHO-PEIECCUBHYIO CXeMY HACJICIOBaHUs U TU(-
(hepeHIMaIBbHYIO TIEHETPAHTHOCTh Y MYXKYHH U KCH-
IIMH KaK BO3MOXHOE 00bsICHEHHE HecOalaHCUPOBaH-
HOTO COOTHOIIIEHHUS T0J0B Ipu ayTu3Mme. Kak u3BectHo,
MY>KYHHBI CTPaIaloT ay TUCTUYECKUMU PacCTPOMCTBAMU
mouTH B 4 pasa yaile, 4eM keHIIuHbI [44]. OnHako 1o
JIAHHBIM OOJILIITMHCTBA aBTOPOB, YAaCTOTa MOBTOPHBIX
CIIy4aeB ayTH3Ma B POAOCIOBHBIX PEIIUAUBOB HE BIHCHI-
BaeTCs B MOHOTEHHYIO MOJIeb HacnenoBanus [15, 39].

Hcxons u3 naHHBIX OMU3HEIOBBIX UCCICIOBAHUMT,
A Bailey u coasr. [6] npemyioxuim MHOTO()AKTOPHYIO
MIOPOTOBYIO MOJIEINIb HACIEAOBAHUS TEHETUUECKOM TpeI-
PaCIONIOKEHHOCTH K ayTHU3MY C yyacTheM Oosee yem 1
JIOKyca 1 00J1e€ BEICOKAM IIOPOTr'OM  SKEHIIWH. DTOT TUI
MOJISJIY TIPEICKa3bIBACT OOJBIIYIO YaCTOTY ayTUCTHYE-
CKOTO TOBEJICHUS Y POJICTBEHHUKOB HauMEHee MoIBEp-
’KEHHOT0 ayTU3MYy 110J1a. BONbIIMHCTBO AITUAEMHUOIOT U~
YECKUX UCCIICJOBaHUN HE JJOKa3alld OOJIBIIYIO YacTOTY
HacleAOBaHUS ayTUCTUYECKUX MPOSIBICHUN B CEMbSIX
npobaH 0B KeHckoro mona [44]. OnHako HexaBHEE
MCCIIeZIOBaHUE MTOKa3aj0 0oyiee BRICOKUH YPOBEHb aHO-
Manuii BepOanbHOW KOMMYHHKAIIMU Y POJACTBEHHUKOB
MY’KCKOT'O TI0J1a CTPAJAIOIIUX ayTU3MOM JieBouek [39],
YTO MOXET OBITh PACIICHEHO KaK MOATBEPIKICHUE MHO-
ro(akTOpHOW MOJIE]TN HACIICIOBAHHMS.

Tum HacneoBanvs, IpeaIoKeHHbIN A.Bailey 1 coaBT.
[6], MOXXeT OOBACHUTH CEMEHHYIO CTPYIIUPOBAaHHOCTD
ayTHCTHYCCKHX MPOSIBIICHHUI B HEKOTOPBIX CITydasix 3a00-
JIeBaHUs, OTHAKO OCTAETCS BEChbMa BEPOSITHOU T€HETH-
YecKasi FeTePOreHHOCTh PACCTPOUCTB ayTUCTUYECKOTO
criektpa. GakTopbl OKPY>KaroIel cpeabl B COUETAHUU C
TEHETHUYECKON MPEIpacoNOKEHHOCTHIO MOTYT UTPaTh
Ba)XXHYIO POJIb B (POPMUPOBAHUY ay THCTUYECKOTO (PeHO-
tuna. S.Folstein u M.Rutter eme B 1977 rogy Beickazanu
MIPEIMONI0KEHHUE O TOM, YTO T€HOTUITUYECKAs! TaTOJIOTUs
MIPH ayTH3Me OOBIYHO BBIPAXKACTCS B HAPYIICHUH PEUH,
Y CTAHOBUTCS KJIMHUYECKUM ayTU3MOM TOJIBKO B KOM-
OMHAIIMY C BTOPUYHBIMU (PaKTOpaMU, TAKUMH KaK TIepH-
HaTaJbHbIC TIOBPEXKACHUS TOJIOBHOrO Mo3ra [16]. Han-
HOE TIPEAIOJIOKEHNE ObLIO KpaifHe IIEHHBIM B OIpe/ie-
JICHUH OTHOCHUTEIHLHOW BaXKHOCTH (DAKTOPOB BHEIIHEH
Cpenbl B IOMOJIHEHUE K TEHETUUECKON MPEAUCIIO3UIINH.

[IpuunHO# poKACHUA 3HAYUTEILHOTO KOJUYECTBA
JIeTell C ayTU3MOM B CEMbSIX, B aHAMHE3€ KOTOPBIX paHee
He ObUIM YCTAaHOBJICHHI Ciiy4au 3a00JeBaHUS, MOTYT
OBITH HOBBIC MYTAIlUU, B YaACTHOCTH BapUAIlUU YUCIIA
KOTHI (CIIOHTAHHBIX JENEINi U TyTUIUKAIui y4acT-
KOB T€HOMOB Tipu Metio3e) [13]. BapuatuBHOCTE KOIH-
YeCcTBa KOMUN MpeAonpeaeiseT pa3auuue HHAUBUITY-
aJIbHBIX F€HOMOB IO 4yuciy konuit cermentos JJHK.
['eHOMBI AUMTOMAHBIX OPTAHU3MOB, B TOM YHCIIE YEIIO-
BEKa, 0OBIYHO COJIEPIKAT 110 JIBE KOTIHU KaXKI0W ayTOCOM-
HO#1 001acTH, IO OJTHOW Ha KXY XpoMocomy. Jlerne-
MU ¥ TYIUTUKAIUU CIIOCOOHBI BIIMSATH HA MX KOJIHYeE-

COLAJIBHA A U KITMHUYECKASA TICUXWATPUA

cTBO. Pe3ynprarom Bapuauuyd MOXKeT ObITH YMEHbILIE-
HUE WIH yBEIMUYEHUE KOJIMYECTBA KOIUI OIpeneeH-
HOTO T'€Ha, U, CIIE0BaTEIbHO, CHUKEHNE WU MOBBIIIE-
HHUE SKCIPECCHU MPOIYKTa reHa (COOTBETCTBYIOLIETO
Oenxa nnu Hekoaupytoueid PHK).

Paznuuust B uncie Konuii TeHOB MOTYT 00YCIIOBIIU-
BaThb CKJIIOHHOCTh Y€JIOBEKa KO MHOTHM 3a00JIeBaHUSIM
[20, 48]. Hanpumep, yBeIUYEHHOE YUCIO KOMUI reHa
CCL3L1 accouunpoBaHO CO CHHKCHHEM pHCKa 3a00-
neBaemoctu CIINJom [20], a rena FCGR3B — ¢ noBkbI-
IIEHUEM PUCKa Pa3BUTHsI CHCTEMHOM KpaCHOM BOTYaHKH
U IPYTHX BOCIAIHUTEIFHBIX ayTOMMMYHHBIX 3a0051eBa-
Huit [48].

I'eneTnueckre naHHble, NOJYyYECHHBIE MPU aHATIU3E
UCTOpHI O0NIe3HEH MAUEHTOB ¢ ayTU3MOM, YKa3bIBAIOT
Ha Pa3INYHBIE XPOMOCOMHBIE aHOMAJINH, BBISBIISIEMBbIE
IpU ayTHCTHYECKUX paccTpoicTBax [33, 46]. Haubo-
Jiee paclpOCTPaHEHHbIE HAPYLIEHU BO3HUKAIOT M3-3a
OyOnupoBaHHsI XpOMOCOMHOTO MarepHaia, 0COOCHHO
B 15 XxpoMocoMe ninu monoBeIX XpoMocoMax. Yarie
BCETO NPHU ayTUCTUYECKHUX PacCTpoiicTBaX OOHApYKHU-
BAIOTCS MyTallu B 15q peruoHe XpoMoCOMBI MaTepUH-
CKOTO TpoHucXokaeHHs. [10 HEKOTOpBIM AAHHBIM, ATOT
PETHOH TaK)Ke MOXKET OBITh OTHECEH K FCHETHYECKUM
OCHOBaM JM3JIEKCUYECKUX MPOSBICHUN ay TUCTHYECKUX
paccTpoicTB. [ eHbI-KaHAUAATHI 3TOTO CaliTa KOMUPYIOT
3 peuenropa y-amMmuHOMacsaHOW KucnoTel (GABA) [7,
28, 43].

Haub6onee yacto (mpumepHo B 1% ciryuaeB) XpomMo-
COMHBIE IEPECTPONKH 3aTparuBaroT yyactok 15q11.2-13
[3]. B GonbmmHCTBE CiTydaeB 3TO AYTUIMKALMS MATEPUH-
CKOT'0 MPOMCXOXKIAECHHS WU JONOJHUTENbHAS XPOMO-
COMa C MHBEPTUPOBAaHHOM nymuukanuent [41]. dymnmu-
KaIllM Yale Bcero oopasyrorcs de novo B Buae aoda-
BOYHOW M30AMLIEHTPUUYECKON 15q XpOMOCOMBI, OHAKO
B HEKOTOPBIX CIIy4asX SIBJISIOTCS PE3yJIbTaTOM Cerpera-
LMY MaTEpUHCKON TPaHCJIOKAluHu B ceMbe. BeposTHo,
9TH AYIJIMKALUU 00pa3yroTcs 3a CueT 0co00ro nosee-
Hus nocneposatenbHocTedl JJHK aTx XxpomocomHBIX
y4acTKoB B Meitoze [24]. HeoOxonumo moguepKHyTh,
YTO MHTEpPCTUIMATIbHBIE AyTurkaimy 15q11.2-q13 mare-
PHHCKOTO MIPOUCXOXKICHHS IPEACTABISIOT COOOH OTHO-
CUTENIFHO YacTyI0 IPUYHHY ayTu3Ma. OEHOTHIT B TAaKUX
ciyJasx koppenupyet ¢ yruciaoM konuii JIHK B yuacTke
15q. Aymnukanusa 15q11.2-13 marepuHckoro npowuc-
XOKJI€HUS, TPUBOAIIASl K TPUCOMHMH 3TOTO PETHOHA,
HE OKa3bIBaeT BIMAHUS Ha PeHorurn. OAHAKO y AeTei
¢ ueThIpbMs KomusiMu 15q11.2-13, Bxiroyast 1o6aBoy-
HYIO AULEHTPUYECKYIO XpoMocoMy 15, maronorus Gonee
BBIPa)KCHA U MOTYT HAOJIIOaThCsI TUIIOTOHUSI, CYIOPOTH,
MUKpoLe(aIus 1 3HaYUTeIbHOE OTCTaBAaHUE B Pa3BUTUH
[24]. Aynnukamus OTLOBCKOTO IPOUCXOXKICHUS OKa3bl-
BAeT HE3HAYUTEIBHOE BIMSHUE Ha (PEHOTHII, yKa3bIBas
Ha FT€HOMHBI UMIIPUHTHHT B 3TOM pETHOHE [24].

YacTele accouanuy ayTu3Ma ¢ GparuibHoi X-Xpo-
MOCOMOM, TaK)X€ MO3BOJISIIONINE MpEnoaararb reHe-
TUYECKYIO CBS3b MEXIy ayTU3MOM M ONpEAEICHHBIMHU
TEeHHBIMH aHOMAJIUAMH, OTBETCTBEHHBIMHU 32 JIOMKOCTh
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X-xpomocomsl (FMR-1), mociyxuiu ere ofHUM IOBO-
JIOM JUISl UCCJIEIOBAaHUs CEMEM, MYNbTUIIIIEKCHBIX 110
ayTUCTHYECKUM paccTpoiicTBaM [23]. OnHako y manu-
€HTOB, HE UMEIOUINX LUTOIOTMYECKH MOATBEPKICHHOM
¢dparuiabHO X-XpOMOCOMBI, HE OBUIO BBISIBICHO I'eHe-
tnyeckux nedexroB B FMR-1 obnactu. Tem He MeHee,
MOCJIEIHNE AAHHBIE MOATBEPAKAAIOT POJIb APYTUX T€He-
TUYECKUX MapKepoB X-XpOMOCOMBI B ITaTOr€HE3€E pac-
CTPOMCTB ayTUCTHUUYECKOTO CIEKTPA.

[Ipu npoBeneHNM IUTOTEHETUYECKOTO aHATIU3a XPO-
MOCOMHBIX aHOMaJINH U BapUAHTOB, a TAK)KE KIMHUKO-
TeHEeaJIOTHYECKUX JaHHBIX Y MaTepell JeTel ¢ ayTUCTH-
yeckumu pacctporicrsamu, C.I.Bopcanosa u coasr. [1,
3, 50, 51] oGHapyXuiH, 4TO Y TAKMX MaTepei Mo cpas-
HEHHIO C KOHTPOJBHON IpyNION HaOMI0naeTCsl MOBbI-
LIEHHAsl YaCTOTa XPOMOCOMHBIX aHOMaJuil (B OCHOB-
HOM MO3an4Hble (DOPMBI C YHaCTHEM XPOMOCOMBI X) U
XpoMocoMHOTo rerepomopdusma. Ilpu ananuze kop-
pensiuuii reHo- U (peHoTHa ObUIO BHISABICHO YBENHUYe-
HUE 4acTOThI KOTHUTUBHBIX HAPYIIEHUH M CIOHTAHHBIX
abopTOB y Matepeil eTeil ¢ ayTu3MOM, HMEIOIUX XPO-
MOCOMHBIE aHOMAJMH, & TAK)KE YBEJINYEHHE YACTOTHI
YMCTBEHHOM OTCTaJ0CTH, CMEPTH B PAaHHEM BO3pacTe U
HapyLIeHUH PeNpOAYKTUBHON (DYHKIMHU B POJOCIOBHBIX
y 3THX *eHmuH. Kpome Toro, Oblj1a 0TMEYeHa BBICOKAs
4acToTa MOPOKOB Pa3BUTHUS B POAOCIOBHBIX MaTepeil ¢
XpPOMOCOMHBIMU BapHaHTaMHU. DTO MO3BOJWIO HCCle-
JIOBATeNsIM CIEJIaTh BBIBOJ O TOM, YTO I[UTOr€HETHYE-
CKHE M MOJIEKYJISIPHO-IIUTOIr€HETUUECKHE HCCIEe0Ba-
HUS MaTepel 1 JeTel ¢ ayTU3MOM JOJKHBI paccMaTpu-
BaTbCsl KaK 00sI3aTesIbHbIE TSl BBISIBICHHSI BO3MOXKHBIX
TeHEeTHYECKUX NMPUYMH ayTHU3Ma M U1 TeHETUYECKOTO
KOHCYJIBTUPOBaHUS CEMEN, B KOTOPBIX UMEIOTCS IETH C
ayTUCTUYECKUMU PacCTPOCTBaMHU.

Psin uccnenoBanmii ObUT MOCBALICH N3YUYESHUIO CBSI3U
ayTu3Ma ¢ OOJBIIMM KOJMYECTBOM SPUTPOLUTAPHBIX
MapKepoB M CHIBOPOTOUHBIX (DEPMEHTOB, OJHAKO 3HA-
YUMBIX MOJIOKHUTEIbHBIX KOPPEISLUNA BBISIBICHO HE
obL10 [45].

[NorenunansHON Mpo0IEMOH, CBA3aHHON C aHATI30M
TEeHETHUYECKOM CLETNIEHHOCTH IIPU ayTU3ME, SIBIISETCS TO,
YTO TAaKOM aHaIN3 TpeOyeT OAHOPOIHOCTH UCCIIETYEMbIX
MOMYJISLIMM, a TaKXKe YETKOTO pa3rpaHUUYEHUs] MEXY
OOJIEHBIMU U 310POBBIMH JtoABMU. [Ipu paccTpoiicTBax
AayTUCTUYECKOTO CIEKTPa 3TO MPEACTaBIsET 10CTaTou-
HYI0 TPYAHOCTb, YUUTBIBas KIMHUYECKYIO Fe€TepOreH-
HOCTb JJAHHOW KaTerOpHM MCUXMYECKHUX PACCTpPOICTB,
1 TpeOyeT MMOoMCKa aJIbTEPHATUBHBIX MOJXOA0B K pellie-
HUIO JaHHOU npoOieMbl. OIHUM U3 BO3MOXKHBIX BBIXO-
JIOB U3 CUTyallMM MOXHO CUUTaTh METO] acCOIMAlNH,
UCCIJIEAYIOLUI YacTOThl ajljieNiel OTAEIbHBIX JOKYCOB
(«reHOB-KaHAMIATOBY), BEIOUPAEMBIX IS OTPasKCHHS
KaXJI0W M3 MOTEHUHAIBHBIX 0cOOEHHOCTEH 3aboeBa-
Hus [14, 32]. Hampumep, ayTH3M 4acTo acCOLMUPYETCS
¢ OMOXMMUYECKUMH HapyIIEHUSAMHU METa00In3Ma cepo-
TOHMHA, U JIEKapCTBa, KOTOpPbIE HalleJIEHbl Ha BOCCTa-
HOBJIeHHE JesaTenbHocTH S-HT-cuctemsl, npusHaroTcs
J0CTaTo4yHO 3 (PEKTUBHBIMU B 00JIErYeHUH HEKOTOPBIX
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CUMNTOMOB ayTu3Ma [31]. Pe3ynsrarsl HemaBHUX Hcclie-
JIOBaHHI MOKA3bIBAIOT CBSI3b MEXKAY PEHOTUITMYECKIMU
ayTUCTUYECKUMU TPOSBICHUSIMH U BapHallUsIMU T'€Ha-
nepeHocunka ceporonnna (5-HT-T gene) [31]. Anajo-
ruaHo, J.Hérault u coaBr. [27] BBISIBUIIN HaTUYUE CBSI3H
MEXAYy ayTU3MOM U PSAOM T'€HOB-KaHIUAATOB, B TOM
yucie reHoM 5-HT-2A-cepoTOHMHOBBIX PELIENITOPOB U
reHaMH, KOOUPYIOLUIMMHU THPO3HH-Tuapokcunasy (TH),
nohamMuH-B-THAPOKCUIIA3y U TPUNITOGaH-TUAPOKCHUIAZY.
OpnHako 4acToTa BCTPEYaEMOCTH 3TUX F'€HOB Y JIUL], CTpa-
JTAIOIINX ayTH3MOM, OKa3aJ1ach HE BBIIIE, YEM B ITOIYJISA-
LMY TICUXUYECKU 30POBBIX AeTei [26].

OTcyTcTBHE CBA3M I'eHa, KOAUPYIOIIETO TUPO3UH-
TUAPOKCHIIA3Y, PACIIOIIOKEHHOIO Ha KOPOTKOM IIeye
11 XxpoMOCOMBI, C ayTUCTUYECKUMU NPOSBICHUIMHI
Ob10 mo3xe moarepxkaeHo D.E.Comings u coasrt.
[11] npu m3ydeHun BapuaOeNbHOCTH T€HHOTO IOJH-
Mopdusma. [Ipu nanpHeimem Mcciea0BaHUU TEHOB,
pacIoIOKEHHBIX B KOPOTKOM Iuiede 11 XpoMOoCOMBHI,
TaKkXke He ObIJIO 3aperuCTPUPOBAHO HUKAKOM B3aUMOC-
BA3HM MEXIY ayTU3MOM M T'€éHaMH MHCYJIWHA U UHCYIU-
HOMOAOOHOTO (akTOpa pocTa-2, OAHAKO OblIa OTMe-
YeHa IMOJOXKUTEIbHAs acCOLMAIUA MEXIY ayTHCTH-
YECKUMH MPOSBICHUAMU U Ras-OHKOT€HOM CapKOMBI
Xapsu [25], uTo OBLIO NOATBEPKACHO TAKKE U HEKO-
TOPBIMU JpYTUMHU ucciepoBarensiMu [12]. [lanpHei-
IIM€ UCCIENO0BAaHUS BBISIBUJIM ACCOLMAIIUIO C ayTHU3-
MoM eme 2 c-H-ras mapkepoB [26]. Baxusie hyHKINN
ras-OeNKOB B POCTe KIETOK, Mepeaade HeMpOHAIbHBIX
CUTHAJIOB, KJIETOYHON apXUTEKTOHHUKE U BHYTPUKJIIETOU-
HOM TpaHCIOpPTE MPEANoNaratoT, 4To MyTanuu c-H-ras
MOTYT CIOCOOCTBOBATH PA3BUTHUIO Ay THCTHUECKUX MIPO-
apineHuil. Kpome Toro, HekoTopele HccaeI0BaHN MO/~
TBEpKJAI0T B3aUMOCBs3b c-H-ras He TOIBKO ¢ ayTH3-
MOM, HO U ¢ 00CECCUBHO-KOMITYJILCUBHBIMU 1 (hoOude-
CKUMH CHMIITOMaMH Yy TAalIMEHTOB ¢ cuHApoMoM TyperTa
[12]. O1u uccnenoBanus TeHHOM acCOIUAINY SIBIISIIOTCS
BECKHM J0BOZIOM B I0Nb3y ponu 11p15.5-peruona B 3tu-
OJIOTHH AETCKOrO ayTHU3Ma U psAa IPYTHX ICUXUUECKUX
paccTpoiicTB. Cnenyer OTMETUTh, UYTO I'eH, KOTUPYIO-
muii D4-nodamMuHOBEIE PELIENTOPH, TAKXKE JTOKAIH30-
BaH B TOii e obOmactu 11 xpomocomer. OHAKO UCCIIe-
JIOBaHHUS MIOKA3alld, YTO 3TOT T'€H HE CBA3aH C KIIMHUYE-
CKUMH IPOsIBIeHUsIMU mn30¢penn [34], u ero accouu-
aIys ¢ paccTpoiicTBaMK ay THCTUYECKOTO CIIEKTPa TaKkKe
OCTaeTcs HEA0CTAaTOUHO N3YYEHHOM.

Jpyrum HampaBieHHEM T'€HETUYECKHX HCCIEN0Ba-
HUHN ayTHCTUYECKUX PAcCTPOMCTB SABIAETCS M3YUCHHE
LIEJIEBBIX TEHOB, BOBJIEUEHHBIX B KJIETOUHBIA pOCT U pas-
BuTHE. OCHOBBIBASACH HAa TUIIOTE3E O TOM, YTO JCPHULIUT
aneHwn-cyknminat yma3el (ADSL), koTopast oTBeyaeT
3a CHHTE3 IyPHUHOBBIX HYKJIEO3UA0B de Novo, MOXKET
OBITH STHOJIOTNYECKUM (PAKTOPOM B HEKOTOPBIX CITyHastx
ayTUCTUYECKUX PacCTPOMCTB, UCCIEN0BATEIH TPOBEIH
MPeIBApUTEIBbHBIN TeHeTUYeCKUi CKprHUHT 119 Gomb-
HBIX ayTU3MOM JJIS OIPEAEICHHS TOYEYHBIX MyTallui B
ADSL-rene [18]. Onnako oHM HE OOHAPYXHUIH My TaIUi
B JJAaHHOM Ir'eHe, ¥ ObLI cAeIaH BEIBOJ 0 TOM, 4To ADSL-
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Je(HULUT MOXKET SIBUTHCS, B JIy4IlIeM Clly4yae, IPUIUHON
JIMIIb HEKOTOPHIX (JOpM paccTpoicTB ayTUCTUYECKOTO
cnekrpa. [IpoBoaniock Takxe U3ydeHHE YacTOT ajlie-
neid B 2 mpobax romeobokcHoro EN2-reHa, pacronoxes-
HOro Ha xpoMocome 2q13-q21 u yuyacTByto1iero B pas-
BUTHH MO3KEUKOBBIX QyHKIMiA [38]. B xome nanuoro
uccieoBaHus ObUTH 0OHAPY)KEHBI 3HAUYUTEIbHbIE pa3-
JIMYXS MEXAY NaleHTaMu ¢ ay TU3MOM U TPYMIION KOH-
TPOJISL B OHOM MOJIMMOP(GHOM CaiTe, KOTOPHI MOXET
0Ka3aThbCsi 0COOCHHO 3HAYMMBIM B CBETE CHOPMHUPOBAB-
LIMXCS B TOCJIEAHNE TOJbI IPEACTABICHUHI O POIM MO3-
JKEYKOBOW AUCOYHKLUUH MIPH PACCTPOMCTBAX ayTUCTH-
4ecKoro crnekrpa. B pesynsraTe nccienoBanus, npo-
BeZieHHOTO S.J.James 1 coaBT. [21], ObUIH TaKXKe TOITY-
YeHbl yOeAuTeIbHBIE 10Ka3aTeNbCTBa, YTO TeH-KaHIUIaT
Engrailed-2 (EN-2) siBnsieTcst snureneTnyeckuM (pakro-
POM pa3BUTHA MO3IKEUYKOBBIX aHOMAJIHMM NP ayTHUCTH-
YECKUX paccTpONCTBaxX.

Awmepukanckue yueHsie [10] oOHapyX uiu reHeTu-
YEeCKyl0 MyTaluio, Oojiee yeM B JBa pa3a IOBBILIAIO-
LIYI0 PUCK ayTH3Ma IIPHU U3yUYEHUHU CEMEW, B KOTOPBIX
paccTpoiicTBa ayTUCTHYECKOIO CIEKTpa OTMEYAINUCH B
HECKOJIKUX TIOKOJIEHUSX. Y YeHble OOHAPY>KUIIN TTOBBI-
LIEHHYIO paclpoOCTPaHEHHOCTh CPEH MallMeHTOB €U~
HuyHOU MyTanuu rena MET, urpatoniero BaxHyo posb
B Pa3BUTUHU TOJOBHOTO MO3ra, UMMYHHON CHUCTEMBI U
Opra”oB nuuiesapeHus. BoiaBnennas myranus MET
HE U3MEHSET CTPYKTYpY IaHHOIO IreHa, OJHAKO 3Hauu-
TEJIbHO CHMKAET €ro akTUBHOCTh. [10 maHHBIM Hccie-
JloBaTeie, MpU HaJMYUU B TEHOTUIIE ABYX MYTaHTHBIX
xoruit MET puck aytusma yBenuuuBaercs B 2—2,5 pasa.
[Tpu HanM4YMK OXHOU KOTIMHM PHCK 3a00IeBaHuUs BO3pac-
TaeT NpUOIM3UTENBHO B 1,7 pas.

VYCTaHOBIEHO, YTO BapHallMM 4YHcia KOMUH TeHOB
MOTYT OBITh CBSI3aHBI C AyTU3MOM, TPYAHOCTAMH B 00Y-

yeHuw, mmsoppenueii [8, 22, 30]. ¥V nui ¢ aytusmMom
PEILTULUPOBAHHOE KOJUYECTBO KOIH, PaCcIOIOXKEH-
HBIX Ha XxpoMocoMmax 1q21, 2p16.3, 3p25-26, 7q36.2,
15q11-13, 16p11.2 u 22q11.2 BcTpevaercs yaie, 4em
B KOHTpoJbHOU rpynme [19]. CnegoBarenbHo, 3HaYH-
TEIBbHOE KOJIMYECTBO CIYyYaeB PaCCTPOIMCTB ayTUCTHYE-
CKOTO CIIEKTpa MOXET ObITh OOBSICHEHO HOBBIMU T€HE-
TUYECKUMHU MYTalUsIMU, KOTOPBIE BHI3BIBAIOT IIEPBA3HUB-
HbIC HAPYIICHUSI Pa3BUTHUS Y AETEH, HO OTCYTCTBYIOT Y
pOOUTEIIEH.

Takum 00pa3oM, B TeUEHUE JABYX MMOCIETHUX JECATH-
JIeTU OBLIM OMTUCAHBI MHOTOUUCIICHHBIC BAPUAHTHI ['eH-
HOTO roJiuMopu3Ma, B TOW WM HHOM CTETIEHU acCOIHU-
HMPOBAHHBIE C PA3BUTHUEM PACCTPOICTB ayTUCTUYECKOTO
CIIEKTpa B OTJIEIBHBIX JIOKycax 2, 3,4, 6,7,10,15,17u
22-it xpomocom [19]. B iuToreHeTueCKuX UCCIEI0Ba-
HUSX Y JIII C ayTU3MOM OBUTH BBISBIICHBI HAPYIIICHUS B
nokyce 15q11-q13 [36, 44]. 'eHoMHBIEe UCCIenOBaHUS
TaK>Ke BBISIBUWIA HEKOTOPOE BIUSHUE HAa PUCK MaHHU-
¢decranuu ayTU3Ma TEHHOTO MOJMMOp(dH3Ma JIOKYCOB
S5pl4.1 u 5pl5 [52, 53]. OnHako ¢ MOMOIIBIO OMHUCAH-
HBIX MyTalui yaaercst o0bscHUTH He Oonee 10% ciy-
YaeB ayTUCTUYECKUX PACCTPOUCTB.

B 3akiioueHue cnenyer OTMETUTh, YTO aHAIU3 JIUTE-
parypHbBIX JaHHBIX IO MPOOIEME TeHEeTUYECKOM JeTep-
MUHAIMH PACCTPOMUCTB ayTUCTUYECKOTO CIIEKTPa IMO3BO-
Js1eT 000CHOBAHHO C/IEJIATh 3aKJIIOYEHUE O TeHETHUECKON
TEeTEPOreHHOCTH 3TOM KaTeropuu pacCTPOUCTB, a TaKKe
0 HEOOXOIMMOCTH JOTIOTHUTENBHBIX BEICOKOPa3peLIato-
HIUX UCCIIEIOBAaHUNA MEKUHAUBUAYATEHBIX U MEKKIICTOU-
HBIX TCHOMHBIX BapHalluil ¢ Y4eTOM MX (PYHKIIHOHAIb-
HBIX TTOCIIEICTBUM C IENbI0 00SCIICUCHUs paHHEH Jua-
THOCTHKH T€HETHYECKH 00YCIIOBICHHBIX (DOpM ayTH3Ma,
KOTOPBIE MOTYT COCTaBJISITh, IO 000OIICHHBIM JTaHHbBIM,
OOJIBIIIMHCTBO CITy4YaeB B KOHTUHTEHTE OOJIbHBIX JICTCH.
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FEHETUYECKUE ®AKTOPbI B 3TUOMATOINEHE3E PACCTPOUCTB AYTUCTUYECKOIO CNEKTPA

H.B. ®ununnoga, K0.b. BapbinbHUK

Ponb renernueckux q)aKTOpOB B OTHOIIATOT€HE3€ ayTU3Ma ABJIACTCA

onpe/:[en;{}omeﬁ 1 110 HEKOTOPBIM NJaHHBIM JAOCTUTAa€T 90%. I'eneTnueckue
(baKTOpLI qpeaBquaﬁHo TCTCPOTCHHBI, CIIOKHBI U I10 0OJIBIIIEH YacTH HCIO-
CTaTO4YHO U3YYCHBI. CBI/[Z[eTeJ'II)CTBa 0 BAXHOCTU TCHECTUYCCKUX q)aKTOpOB B

TEHE3€ ayTUCTUYCCKUX paCCTpOﬁCTB ObLITH TIOJIy4Y€HBI U3 MHOT'UX UCTOYHHU-
KOB, B TOM 4HUCJIC 110 pE3yJIbTaTaM OJIM3HEIIOBBIX U CEMEHHBIX HCCIICIOBaHUM.

KiroueBble cj10Ba: paccTpoicTBa ayTHCTUYECKOTO CIEKTpPa, TeHETH-

4yecKkue (paKTopsl, MyTalnH, OJIM3HELOBBIC U CEMEHHbBIC HCCIICI0BAHHS.

GENETIC FACTORS IN ETIOPATHOGENESIS OF AUTISTIC SPECTRUM DISORDERS

N.V. Filippova, Yu.B. Barylnik

Genetic factors play a decisive role in etiopathogenesis of autism;

according to some authors they are responsible for 90% of cases. Genetic
factors happen to be very heterogeneous, complicated and to a great extent
underinvestigated. The evidence concerning the role of genetic factors in the

origin of autistic disorders comes from many sources including the results
of twin and family studies.

Key words: autistic spectrum disorders, genetic factors, mutations, twin

and family studies.
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