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AyTnam aensieTcs cobmparesibHbiM MOHATUEM, NOA KOTOPbIM MOHMMAETCH Hapylle-
HMe pPa3BUTUS HEPBHOW CUCTEMbI NPEUMYLLECTBEHHO B MPEHaTasNbHOM, MOCTHATallbHOM
nepmoge U B AETCKOM BO3pacTte. B cOOTBETCTBUM C NPUHATBIMU MeXAyHapoaHbIMU Tpe-
6oBaHnamm (DSM-V — 2013) guarHo3 ayTnama 1 pacCTpOMCTB ayTUCTUYECKOrO cnekTpa
(ASD) cTtaBMTCS Ha OCHOBE HaMN4YUSl TPEX KaTeropuii NCnMxonaTonornyecknx Npu3HaKkoB:
HapYyLLUEHNI COLMaNbHOro B3aMMOAeNCTBUS, CHMKEHNST KOMMYHUKATUBHOCTU N CTEPEOTMUN-
HOCTM NoBeaeHus. [pn 3TOM UMEIOLLIMECS MHOFOUYUCTIEHHbIE FEHETUYECKUE, BUOXUMMNYEC-
Kme n MopdPodPur3nonornieckmne Mapkepbl NCMONb3YITCA NKLLb KaK BCNOMOraTesibHbIe, YTO
apryMeHTMpPYyeTCs OTCYTCTBMEM HaOEXHbIX M OOCTYMHbIX N1abopaTopHbix TecToB. lNMpoBe-
OEeHHbIN MeTa-aHanu3 AaHHbIX NuTepaTypbl U MaTepuasbl COOCTBEHHbIX WUCCNenoBaHMN
noaTBepauIN Hannyme CyweCTBEHHOro BK1aaa B 3TMONaToreHes ayTnama reHeTn4eckmnx
1 aKonorndeckmx ¢paktopos. MNMprnyem, ponb TSXENbIX METaNIOB NMPOCAEXNBAETCA AOCTa-
TOYHO YETKO, a ee [0Ka3aTesIbHOCTb apryMeHTUPYETCH He TOJIbKO pesysbTataMmy MOHUTO-
pUHra aKCcno3numm, HO U HaMYNEM XapaKTepPHbIX NATTEPHOB HAPYLUEHUNS pa3BuUTUS U PyH-
KUMOHMPOBAHNS HEPBHOW CUCTEMbI, NPEXae BCEr0, CO CTOPOHbI HEMPOTPAHCMUTTEPOB,
CMHaNCOoB, HENPO-3HAOKPUHHBIX AU3PaNTOPHbIX 3P PEKTOB. ITO NO3BOMSET paccMaTpu-
BaTb ayTu3am 1 ASD B 3HAUMTENbHOM pPSIAE Cy4aeB Kak NPOSIBNEHME NeXalmMX B UX OCHO-
BE METaNIOHENPOTOKCUKO30B. [locnegHme no CBOEMY reHedy NpeacTaBnsioT BECbMa Ha-
MAOHBLIA N yoeauTenbHbIA NPpUMeEpP OAN3PErynsuuoHHon natonornm. Ha ocHoBe caoenaH-
HbIX 0600LLEHNIA NpeanaraeTca NPoOBeAeHVE AaNlbHENLLNX KOMMIEKCHbIX NCCNeaoBaHnn,
KOTOPbIE NO3BONSAT MHTEMPUPOBATb HAKOMIEHHYIO Pa3pPO3HEHHYIO0 MHDOPMaLMo 06 3TOM,
MPUHSABLLEM 3NUOEMUYECKNIA XapakTep, BUOE NaTtonormm v MCNosb30BaTb MONYYEHHbLIE
3HaHMA ONg YTOYHEHUS CYLLECTBYOLWLEN kKnaccudbukaumm, paHHen n anddepeHumanbHoOm
OMarHoCTUKN, MOBbLILLUEHUS CTEeMNeHn OoKal3aTeSIbHOCTU MPOBOAUMbIX NleHeOHbIX TepaneB-
TUYECKNX N BOCCTAHOBUTESIbHBIX NMCMXOI0MMYECKUX MEPOMPUATUIA.

KnrodeBbie cnoBa: aytiam, MUKPOIJ/1IEMEHTbLI, HENPOTOKCUYHOCTb, Fr€eHOMHAasi AnarHoc-
TUKa.

BeBepgeHue

“UHdopmauymnoHHoe obuectso” XXl
CTONeTUs — 3TO N BCEOOBLEMIIIOLLNIA HayY-
HO-TEXHUYECKMIA NMPOrpecc, 1 rnodasnbHbil
MHPOPMALMOHHLIN cTpecc [1, 2]. Bceob-
wasa nHbopmatnsaumsa n KoMnbioTeEPU3a-
Luns, TeNeKOMMYHUKaUUN, MHTEPHET, A0CTU-
XXEHUS MOOUNbHOWM CBA3M He TONbKO Kap-
ONHaNbHO N3MeHUNU Bce chepbl U POopMbl
XXNSHEOEATENbHOCTN HACENEHUS, HO 1 OKa-
3a/M CyLLeCTBEHHOE HEeraTMBHOE BIIMAHME
Ha ero HaMMeHee NoAroTOBSIEHHYIO N HaW-
bonee ya3BUMYIO KaTeropuio — OeTen um

noapocTkoB [3, 4]. IHTeHcuBHOE pa3Butme
MHPOPMALIMOHHbBIX TEXHONOIMMIN, UX LUNPO-
KOe NpUMeHeHNe B NPOMbILLJIEHHOCTU, Ha
TpaHcnopTe, B BOEHHON U opyrux coepax
npogeccruoHaNbHOW OesaATEeNbHOCTM NpuBe-
1 K TpaHchopmMaunn KOHLENTYanbHbIX U
MEeTOANYECKNX OCHOB 06LLEro 1 cneuyarb-
HOro ob6pa3oBaHus, BbI3BAJIN MOBbLILLEHNE
Harpyskm Ha nNcuxoPursnonorn4ecknin cTta-
TYyC y4aulerocs, npoueccbl GopMmMpoOBaAHNS
N PasBUTUS MCUXUKN, OLAHOBPEMEHHO MO-
BbICVB HE TOJIbKO KOJINYECTBEHHbIE MOKa3a-
Tenn CTaTUCTUKN HEMPONCUXONOrNYECKUX,
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MOBEAEHYECKUX OTKJIOHEHUN M pac-
CTPOWMCTB, HO N CoUMaNbHOW COCTaBASAIO-
e npouecca pa3Butnsa pedbeHka, nposis-
naouenca npexae BCero B xapakrepe B3a-
MMOCBSI3el B xoae 00LLleHns, B3aumMoaen-
cTBUSA 1 0ByyeHusa [5, 6].

BaxHbIMW OCOOEHHOCTAMU CNOXMUB-
emncs CUTyaumn aBnda0OTCA Takmne, Kak:

- Hambonbllas ysa3BUMOCTb K Oel-
CTBUMIO paccMaTpuBaembix ¢pakTopoB OeT-
CKOIO M IOHOLLECKOro KOHTUHIEeHTOB Hace-
JIEHUS B KPUTUYECKNE nepunodbl XU3HU:
BHYTPUYTPOOHOro pasBuTus naopa, BO3-
pacTt 1-3, 5-7 n 13-19 ner;

- 9TUOJIOrNYecKas reTeporeHHOCTb
Habnogaembix ¢ npeobnagaHnemM reHeTu-
4eCcKON, CoLMasibHO-9KOJIOTNYEeCKON CO-
CTaBNSAIOLLMX MO0 UX COYETaAHUS;

- NaTOreHeTn4ecKnin NOIMMOPPU3M C
BblpaXXE€HHbIMW MHAOVBUAYaIbHbIMN 0COOEH-
HOCTSIMW B MNPOSABNEHUAX NOBEOEHYECKMX,
MCUXONOrN4eckmx, Gr3noaorn4ecknx, Mop-
donornyecknx n MetTabonmyeckmx mexa-
HM3MOB, KAQ4ECTBEHHbIX 1 KONIMYECTBEHHbIX
NPU3HaAKoOB, NAaTTEPHOB M MapKepoB, 4YTO
3aTpyOHSET BbiIBIEHME Hanbonee TuUnuy-
HbIX U PeneBaHTHbIX UHANKATOPOB 3abose-
BaHWS;

- lWmMpoTa 1 pasHoobpasne BPEMEH-
HbIX N MPOCTPAHCTBEHHbIX MPaHNL,, HKaIn-
yme N3MEHEHNN MOPPOPYHKLIMOHASIBHOIO
COCTOSIHMS HA YPOBHE reHoB, KNeTKKU, opra-
HM3Ma N NINYHOCTK;

- npodeccunoHanbHas pasobuleH-
HOCTb CMEeuManncToB B MOCTaHOBKE Amar-
HO3a, BbIbOpe cpeacTs M MeTodoB Tepa-
MEeBTUYECKOro, NMCUXONIOrM4eckoro, Coum-
aNlbHOr0 BO3AEVNCTBUS B NEPUOAbl BbICOKOM
aKTMBHOCTU, PEMUCCUN, BbI3O0POBIIEHUS.

Cpenn OCHOBHbIX CneacTBuin 3TOro
npouecca B KOHTEKCTe AaHHON paboThl
HeobXoAMMO BblOENNTb TakMe, Kak CMeLLe-
HMEe OOMWHAHTblI B NAaTONOMMYECKUX Hapy-
LEeHNAX 300POBbSI HACENEHUS OT comMaTu-
4yecknx K NcnxocomaTm4eckmm n cobcTBeH-
HO MCUXO0rMYeCcKnUM (KIMHNYECKOW NCUXO-
norun), a TakKke pPocT pasHoobpasusa BU-
noB, GopM, NCUXOPU3NONOrMYeCcKNX n No-
BEOEHYECKMX NATTEPHOB Takoro poaa pyH-

KUMOHasbHbIX UBMEHEHU, cpean KOTopbIX
OOHVM N3 Handonee TUNUYHLIX U npeacrta-
BUNTEJIbHbIX ABNAETCA ayTU3M.

1. AyT3M Kak couuanbHO 3HaYMMoe
anuaemMuyeckoe siBJieHne (3/1eMeHTbI
NCTOPUYECKOro aKCcKypca)

TepMuH «aytnam» (A) Obln BBEOEH B
ncmxmaTtpuio B Havane 20-ro ctonetusa E.
Bleuler [7, 8] ona xapaktepuctunkm Habo-
Aaemblix y 60J1bHbIX LIM30PPEHMEN NPU3HA-
KOB 3aMKHYTOCTW, HEMOTUBMPOBAHHOIO
yxona B cebs, oTpbiBa OT peasibHOCTU
YMOPHOro U AJINTENBLHOro 0TKasa OT KOHTaK-
TOB C BHELLUHMM MWUPOM, OTPbIBa OT peasib-
HOCTM C HaAJIMYNEM CBOEWN BHYTPEHHEN XN3-
HU, 0ocoboro mupa rpe3 n dpaHTasmin. Ae-
TOP YCMOTPEN B NATONOMMYECKON 3aMKHY-
TOCTUN aABNeHne ¢pyHOaMeHTanbHOe, He
00yCnoBJIEHHOE OPYrMMU NCUXUYECKUMN
paccTtponcteamu. B aTom nposBunmce rmy-
OuHa 1 NPOAYKTUBHOCTb ero HabnaeHus
[9]. BTO 6bIn MepBbIi 3Tan N3yYeHUsN
ayTmama, korga gaHHOe NOHATUE B OCHOB-
HOM accouMmpoBanocb C AUArHO30M LIU-
30¢ppeHun.

Mo3xe, B pesdynbrate gajbHenwen
pa3paboTkm npobnemsbl A, HabAEHNAMMN
OblIN BbISIBNIEHbI XapaKTepHble NPU3HaKW,
NPUCYTCTBYIOLLME B KIIMHNYECKOW KapTUHE
n opyrmx 60nesHemn, Takux Kak MaHuakasb-
HO-OEMPECCUBHLIA NCUX03, WN30naHas
ncmxonaTtus, psn NCTepudecknx n adpeek-
TUBHbIX PACCTPOMNCTB. AyTUCTUYECKUE 3ne-
MEHTbl B Pa3HbIX COYETAHUSAX U CTEMEHMU
BbIPAXEHHOCTN CTanu OOHapyXmBaTbCs
yawie v BOLWAM B MPaKTUKY KIMHUYECKOMN
ncuxmnaTpuun, CTanm WNpPoKO NCNOJb30BaTb-
CS NPUMEHNTENBHO HE TOJIbKO K LWn3odpe-
HUW, HO U K OPYrMM NaTONOrM4eckmm Co-
cTtosiHmam [10-12].

Hayanom npuHuMnuanbHO HOBOrO,
BTOpPOro atana, CnefyeT cunuTaTb nosiBsie-
Hue paboT aAeTckux ncmxmaTpos — L. Kanner
[13] n G. Asperger [14], B KOTOpPbIX Obln
onuncaH A Kak caMOCTOSITENbHAA NOANITU-
onornyeckas 00ne3Hb, He POACTBEHHAs
KNaCCMYECKUM SHOOTMEHHbIM MNCUXO3aM.
OHun, kak cnpaBeoaneo nogvyepkusaet M.
HasznosH [9], cymenn pagukanbHO OTAENNTb
A He TONbKO OT Wwn3odppeHun n caenatb
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NPUNOXNMbIM K OpPyrmMm, B TOM 4Hucine un
OopraHM4yecknm paccTpoMCTBaM, HO U NO-
CTaBUTb BOMPOC O oonee LLUNPOKOM MOHA-
TUM ayTnU3mMa Kak TakoBOro, BbIXOOSLLErO 3a
paMKn KJIMHNYECKON NCNXmMaTpun BrJIOTb
00 npakTu4yeckn 340poBbix aeten. lMpu
3TOM MCCNEenoBaTENN PaHHEro OETCKOro
ayTuama nparmatmyeckm oTkasaaucb OT
MOHATNA ayTUCTUYECKOro MbilieHmsd, octa-
BMB 3a paccmaTtpmBaemMbiM HpEeHOMEHOM
npexzae Bcero GyHKUMIO HapyLIeHUsT KOH-
TakTOB MauUMeHTa C BHELIHMM MUPOM. Ta-
KOW 4YeNloBEK «XWBET B CBOEM JIM4HOM
Mupe; 60IE3HEHHO pearmpyeT Ha NpPUKoc-
HOBEHUA, 6ecnpwleHo, Kak MHOrme cyu-
TaloT, NMJaYeT; He CNUT, SKOObI MI0X0 CO00-
paxaeT n He crnocobeH k 00yyeHunto. OH He
CMOTPUT B Masa cobecegHnka n BOCNpu-
HMMaeT MNP B HEMOHATHOM HaM U3Mepe-
Huu» [15]. Jonrne rogbl Takme noam (0co-
OEHHO OeTn) CHMTaINCb YMCTBEHHO OTCTa-
NbIMK, OOHAKO MO MEPE TOro kak OHW Bbl-
pacTtann, CtTaHOBUJIOCb ACHO, YTO MHOrmne
M3 HUX — TaNaHTINBbI, HEOPAMHAPHO MbIC-
nawmmne n nMmerme opurmHasibHble noaxo-
Obl K PELLEHUNIO CNOXHbIX 3aaa4y [16].

B natonorun ato npueeno K yrny6-
JNIEHHOMY M3YYEHUIO FreHeTUYeCKUX OCHOB
Takmx BMOOB 3abonesaHuii [17], a B ncu-
XONOrmn, Coumnonornu, negarorvke — rnpu-
3HAHMIO BaXHOCTU COYETaHUS UHOMBUAY-
anbHbIX TEXHONOMMN B paboTe No BocnNuTa-
HUIO MONOAEXN C HEOOXOANMOCTBIO COLM-
aNbHOM uWHTerpauun mn rMnpuUMeHeHus
CpencTB MNOBbILLEHUNSA MO3UTUBHON, COLU-
anbHO HaNpaBNEeHHOM KOMMYHMKabeNbHOC-
T peten n nogpoctkos [18].

B 50-x rogax npowsioro Beka crpa-
jJalowmnx ayTmaMom geTeir n B3pPOCIbIX
OblNn 3aperncTpmpoBaHbl eauHULbl, B 80-
X — yXe y ogHoro n3 2500 neten yctaHaB-
nmBasncsa 9ToT anarHos, B 90-x — y ogHoro
n3 350, cenvac — y ogHoro n3 150 u yawe
[19]. Kak noka3anu C. Rice et al. [20], y 17
% npeten n nogpoctkoB CLUA B BO3pacTte
no 18 net HabnogaloTca pasHooOpasHbie
HapyweHus npouecca passutna (DDs —
developmental disabilities B aHIMMINCKOM
TepMuHonormuun). OHM xapakTepus3yTcs
OYHKUMOHaNbHBIMK caBMraMmn B pusnyec-

KOW, YMCTBEHHOM, MCUXOAOrM4ECKON, CEH-
COpHON, apantTuBHon chepax [21]. B KOx-
HoM Kopee Takux BCTpeYaeTcd B COOTHO-
weHnn 1 n3 38 obcnenoBaHHbIX AeTen [22],
a B Kutae nx moxeT bbiTb nopsaka 10-20
MUNINOHOB [23]. B TO Xe Bpems 4nucno
crneunannM3npoBaHHbIX LIEHTPOB B CTpaHe,
MO MHEHMIO aBTOPOB, SIBHO HEAOCTATOYHO
(267 Ha cTpaHy C Mo4YTW NOAYTOPaAMUIIN-
apaHbIM HaceneHnem).

MpuumHbl DDs y 60nblUMHCTBA AETEN
ocTalTCcsa Hem3BeCTHbl. OaHaKO HaKOMMeH-
HbI B T€YEeHUEe NocnegHux OeCATUNETUN
3ANNAEMNOAOTNYECKNN, KITMHUYECKNIA MaTe-
pvan, pesynbraTbl NICUXOOrMYECKNX N CO-
LManbHO-NCUXONOrMYeCcKmMX NCCNeaoBaHni,
a Takke ycrnewHble NOMNbITKN 3KCNEPUMEH-
TasbHOr0 MOAENNPOBAHUSA Ha nabopartop-
HbIX XWBOTHbIX MO3BOJINN CYLLECTBEHHO
NPOABUHYTLCA B U3y4eHUUN Npobaembl
aytnama. 1o mepe Toro, Kak Halin 3HaHus
006 9TOM BMAE MaTtoNorMm pacLinpsoTcs,
obulee npencrtaBneHne o6 3TOM COCTOS-
HUW, BbI3bIBAIOLLMX €0 NPUYMHAX N CYLLHO-
CTM NPETEPNEBAET CYLLECTBEHHLIE U3MEHE-
HMS. YOanoCb NepenTn Ha HOBbLIW coaepXa-
TENbHbIN YPOBEHb, NPU3HATb MHOXECTBEH-
Hbl, FETEPOreHHbIN NO STUONOTNYECKNM,
NaToreHeTU4EeCKUM, KIIMHNYECKUM NPU3Ha-
KaMm, xapaktep 06beaMHEHHbIX 3TUM UHTEr-
panbHbIM TEPMUHOM BMAOOB MaTONOrnM,
MOrpPaHNYHbIX COCTOSHUIN N (PYHKLUMOHANb-
HbIX HAPYLLUEHWA.

Mbl nogaepXxuBaeMm AOMUHUpPYIOLLLEE
B HacTodllee BpeMs MNOJSIOXKEHME O MOSn-
3TNOJSIOMMHYECKOM MPOUCXOXOAEHUN, CTPYK-
TYPHO-PYHKUMOHAILHON FrETEPOreHHOCTU U
Jaxe MHOXEeCTBEHHOM XapakTepe oobeau-
HAEMbIX MOHATUEM «ayTU3M» BUOOB NCUXO-
dU3NONOrMYECKMX COCTOSSHUI 1 NaTOSI0rn-
4YecKknX HapylleHUin BMNAOTb A0 CaMOCTOSI-
TeNbHbIX BUOOB NaToN0rum (0T CUMNTOMOB,
CUHOPOMOB [0 HO30J10rnM4eckux popm)
[24]. Npn 3TOM cnenoyeT HAMOMHUTb, YTO
eule B 1979 roagy MHTEHCUBHO paboTatoLume
no npobneme A nccneposatenu Lorna Wing
& Judith Gould [25] npoBenn anngemMmono-
rmyeckoe obcnegoBaHue ayTUYHbIX OeTen
M 0eTen C YMCTBEHHOW OTCTasIOCThLIO N BBE-
N TEPMUH “HapyLLUeHUs ayTUCTUYECKOro
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cnekTpa” (autism spectrum disorders —
ASD B aHMmuMNcKom TepMmHonaorun). MNMoxa-
TUe MNOoNy4Mno danbHelillee pasBUTUE He
TONbKO B NocnenyLmx pabotax aBTOpoB,
HO N MHOIMX OPYyrMx nccnepoeartenen [26-
28]. OHO Takxe Halo OTPaXEHNE B HaW-
0onee aBTOPUTETHbIX MeXAyHapOoOHbIX
KnaccnpukaumoHHbIX gokymeHtax. K Hum
6€e3yCcnoBHO OTHOCUTCS «JnarHocTnyeckas
Knaccudmkaums HapyLLIEHNN NCUXNYECKOIO
3[0POBbSA N Pa3BUTUSA B MNafEeHYeCcTBE U
paHHeM OeTCTBe», HeTBepToe n3aaHue Ko-
Toporo (DSM-1V) eeiwno B 1994 roay [29],
a ero HoebI BapmaHT DSM-V — B 2013 1.
[30]. CornacHo npeanioXxeHHoM knaccnou-
Kaumm U B COOTBETCTBMU ¢ MexayHapoa-
HoM knaccudukauumn b6onesHen (MKB-10)
[31] B nepeydyeHb CBSA3AHHbIX C ayTU3MOM
NCUXNYECKUX PACCTPONCTB BXOOAT 28 no-
3avmumn. Jnd nocTaHOBKM [AumarHosa
«@yTU3M» COMaCHO 3TUM OOKYMEHTaM He-
06x0aAuMO, 4TOObl MAaUMEHT NPOABAAN
ayTU4YHble CUMMNTOMblI B TPE€X OCHOBHbIX
cdepax: coumanbHoe B3auMoaencTeue,
KOMMYHUKALMA 1 CTEPEOTUNHOCTb NnoBeae-
Hug. OgHako, KONMYeCTBO CMMMATOMOB, He-
06X0OUMbIX 4N NOCTaHOBKU AmMarHoaa, no
CpaBHEHUIO C NpeaplayLLnMnU U3naHnusaMu,
cokpatunocb ¢ 16 go 12, 4yTo coenano aTy
ONarHoCTMYECKyto kateropuio 6onee ogHo-
poaHon. Yxe B ACC-IV Takke Obinn nobas-
JIeHbl ANArHOCTMYECKUE KpUTepmm ans Tpex
6/IN3KUX ayTU3MYy BUOOB HAPYLLIEHWIA: CUH-
apomoB Petrta [32], Acneprepa [33] u
«PacnpoCTpaHEHHbIX HapyLweHnn pasBu-
TUS, €CNK He yKa3aHO MHoe» (“Pervasive
Developmental Disorder Not Otherwise
Specified” — PDD-NOS) [34]. JokyMeHT
npenycmatpuBaeT ob6s3aTeNbHOEe BbiiCHE-
HME B X04€ KOMMJIEKCHOro obcnenoBaHus
pebeHka 0COBEHHOCTEN KOHCTUTYUMU U
CTEerneHn 3pesiocTu NyTemM OLLEHKN ero CeH-
COpPHbIX, aPpPEKTMBHBIX, MOTOPHbIX, peye-
BbIX N KOTHUTUBHbIX BO3MOXHOCTen. OaHo-
BPEMEHHO NMPeaycCMOTPEHA OLEeHKa NCUX0-
coLManbHbIX CTPECCOPOB, YPOBHS (PYHKLIN-
OHaJIbHOr0 3MOLMOHANBbHOIrO Pa3BuUTUS,
COMYTCTBYIOLLMX COMATUYECKMX, HEBPOJIO-
r’MYECKUX N MCUXMNYECKUX PacCTPONCTB,
OVarHoCTMpyeMbIX NO APYrMMm Knaccmudurka-
umam, B nepeyto odepenb, MKB-10 [31].

Takum 06pa3oMm, reTeporeHHOCTb Mo-
HATUS «@yTU3M>» N €ro OTINYUS OT Knaccu-
Yeckux ncuxmyeckux sadoneBaHUn OblIn
odpurumanbHO 3akKpenneHbl MexayHapon-
HbIM MeOVULUVHCKUM coobulecTBoM. MmeH-
HO ANMOEMUNYECKUN XapaKTep, KOTOPbI
npunodbpen aytnam ¢ 90-x rogos 20-ro cTo-
1eTns 03HaMeHOBaN Ha4Yasio TpeTbero
8Tana B UCTOPUMN N3YyYEeHUs JaHHOIo BMUaa
natonormn. B 1O Xxe Bpemsa cnenyeT KOH-
CTaTMPOBAaTb, YTO B OOJLLUMHCTBE Clly4aeB
nccnenoBaHmns No pasnmyHblM acnektam A
(reHeTuKa, HEMPOOMOXUMUS, TOKCUKONOrns,
NCUXONOrns, KINHMKa M T.4.) OCTaBajMCb
0OBONIbHO-TAKM HE CBA3AHHbLIMW OPYr C
apyrom [35]. 1 noatomy «npobnema ayTns-
Ma BCe elle OCTaeTCs MOXOXelh Ha NUCTO-
puIiO O CAenbIX N CIOHE: Cnenble Kacanncb
pas3nnyHbIX YacTewn CnoHa, 1 Kaxablin gasan
CBOE ONUCaHME XMBOTHOMO: PasfiNyHbIX
XMBOTHbIX OKa3an0Cb CTOJIbKO, CKOJIbKO
6bl10 cnenbix Nogen». NMpobnema aytnama
M POACTBEHHbIX COCTOSIHMIA CTAHOBUTCSH BCE
6onee akTyanbHOW M OJaxe ee nHMumasb-
Hble acnekTbl TPeOylT BHUMATENIbHOIro
PacCCMOTPEHUNS U KOMMIEKCHOIO N3YYeHNS.

2. TpyaHOCTU onpeaesieHUs NOHATUS,
HO30J10r’M4YecKknii NOAMMOpPU3M "
rereporeHHocTb peHoOMeHa ayTusma

MonbITKN packpbITUS NaTOreHeTuyec-
KUX MEeXaHN3MOB pas3BuTUS A Halm oTpa-
XXEHNE B UCCNEA0BAHUSX MOCNEOHUX NET, B
KOTOPbIX, B YAaCTHOCTW, OTCTaMBaeTCs No-
3ULMS, YTO «ayTU3M — ABJIEHME MHOIOCIION-
HO€, KOMIMJIEKC CMMMNTOMOB U HapyLleHW
B Pa3HbIX cUCTEMax 1 BUOXMMUYECKMX NPO-
Leccax B opraHuame» [36] nnu xe aytmam
paccMaTpuBaeTCs Kak «COBOKYMHOCTb
CITOXHbIX HEMPOBMONOrNYECKNX ANCPYHK-
LM, BO3HUKAOWMX BCNEACTBUE Npexae
BCEr0 HapyweHus pasBUTUSA TOJIOBHOTO
MO3ra, KoTopble B ntore GopMUpYyIOT TS-
enoe NCUxnyeckoe paccTpPOWCTBO C Kpaim-
HUMK dopmamm camomsonaunm» [37].

MpeBanupoBaHne MeOuKO-MCUxoI0-
MM4YECKOM COCTaBNSAOLLEN N €€ KIMHUYEC-
KUX NaTTEPHOB B AnarHoctuke, gnddepeH-
LMPOBaHNU, NPOrHO3UPOBAHUN TEYEHUS Y
BEpPOSTHbIX ncxopos ASD y geTer n B3poc-
NbIX OenaeTt 9Tu 3aja4qn TPYOHbIMU, B U3-
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BECTHON Mepe CUTYyaTUBHLIMU, C BbICOKOM
CTeneHbl0 HeonpegeneHHocTn. [axe B
«JMarHoCTUYECKOM N CTaTUCTUYECKOM pPy-
KOBOACTBE MO MCUXUYECKMM pPacCTpPOn-
cteam» (DSM-1V) [29] kpuTepun gng ycrta-
HoBneHuns aunarHo3a PDD-NOS (Pervasive
Developmental Disorder-Not Otherwise
Specified) nanaraiTcs, K COXaneHuto,
NNlb B OOHOM TMYHKTE, COMMacHO KOTOPO-
My “aTa KaTeropuvs oomkHa NCNONb30BaTb-
Csl, KOraa UMelTCHA CEPbE3HbIE N LLNPOKO
pacnpoCcTpaHeHHble U3MEHEHNS B pPa3BU-
TN cOUManbHOro B3aMMOOENCTBUA, CBSI-
3aHHOrO C HapylweHnem BepOasnbHbIX WUn
HeBepOanbHbIX HaBbIKOB OOLLEHUA UK C
HaIMYNEM CTEPEOTMMHOIO NOBEAEHUS, NH-
TEepPEeCOB N OeATENIbHOCTUN, HO KPUTEPUUN HE
yKnagbiBaloTcs B natonorn4yeckue pac-
CTPONCTBA JINYHOCTU, XapaKTepHbIEe, Ha-
npumMep, ons wm3odppeHnumn».

[MoaTomy, He ciyyYanHo, cpeguy noYTn
30 TbICAY AOCTYMHbIX B Bubnnorpaduyec-
knx 6a3ax gaHHbIX nybnukaunii Hanbonee
BaXXKHOE MECTO 3aHMMatoT paboTbl C NOMbIT-
KaMu 0O6BbEKTMBU3NPOBATL 3TOT MPOLLECC
nyTeM NPOBEAEHNS COOTBETCTBYIOLLEN Na-
O0opaTOpPHON AMArHOCTUKN. DTO U MOHATHO,
MOCKOJbKY KJIIOYEBOWM NO3ULUMEN ANnga nocTa-
HOBKM AMarHosa, g pepeHumaumm MHO-
XXECTBEHHbIX, FTETEPOrEHHbIX MO 3TUONOrnMn
M NaTOreHeTN4eCKUM MexaHuamam, Gopm
ASD, nocTtpoeHus Hanbonee apPeKTUBHbIX
MHOMBMAOYaIbHO OPUEHTUPOBAHHLIX U COLM-
allbHO OETEPMUHMPOBAHHBLIX Ne4YebHbIX
nporpamm, SIBASETCH MOMUCK adeKBaTHbIX
naTTeEPHOB, AOCTATOYHO CrneumduIeckux,
MHPOPMATMBHbIX U BbICOKOYYBCTBUTENbHbIX
MapKepoB A 'y OeTeln 1 B3pOCNoro Hacene-
HUA.

Takne nccnenoBaHus NPoOBOAATCA
NPENMYLLLECTBEHHO B ABYX HanpaB/ieHUAX:
1. B cBSI3K C NpU3HAHMEM HanM4ns y 3Ha-
YUTENLHOW YaCTU ayTUCTUYECKOW NaTOJO-
MMM reHeTU4ecKoro KOMroHeHTa, NPoOBO-
OATCH MHTEHCUBHbIE UCCNEeaoBaHUd U ae-
NalTCa HaCTOMYMBbBIE MOMbLITKU paclung-
POBKM rEHETNYECKNX MEXAHN3MOB ayTn3mMa
M YCTaHOBNEHUS NPUYNHHO-CNEACTBEHHbIX
B3aVMOCBSA3€EeN MexXay U3MEHEHUAMU Ha-
CNenCTBEHHOM MHPOpMaLMM Ha pPasHbiX

YPOBHSIX U B PAa3J/INYHbIX KOMMOHEHTaxX re-
Homa [38, 39]. 2. bonbwoe KONMYECTBO
OTKPbIBAEMbLIX B MOC/ieQHEE OecAaTuneTme
nokasarenen n nNpu3Hakos metabonuyec-
KX 1 GYHKUMOHANbHbIX HapyLLeHni y 6011b-
HblX ayTU3MOM MpuaaeT onpeneseHHbIN
CTMMYI MONbITKaM MCMOJIb30BaTb COOTBET-
CTBYIOLLME NATTEPHbI B KayecTBe Buomap-
KEPOB ykasaHHbIX BUOOB natonorum [40-
42]. Heobxoammo xoTs Obl KpaTko 0603Ha-
YNTb 3TU HaNpaBiEHUS.

3. leHeT4Yeckne nccnenoBaHus nNpu
aytusme

MpoBeneHHblie 3a nocneagHue 30 netr
NcCcneaoBaHns CyLLECTBEHHO U3MEHWUN U
OOMOSIHUAW NMPEeIOXEHHbIE paHee KOHLEN-
unm atTnonatoreHesa A. Celvac paHHas
naTosIorns yXxe He paccMaTpMBaeTCcs Kak
TUM NCnxo3a LWN30pPEeHNYECKOro nan Ka-
KOr0-TO MHOIO reHe3a, Uan TONbKO Kak pe-
3ynbTaT HebNaronpUATHOrO NCUXoNornyec-
koro okpyxeHus [43]. Ctano npakTniecku
o0LenpuaHaHHbiM GakTOM, YTO PaCCTPOn-
CTBa ayTMcTnieckoro cnektpa (ASD) asns-
IOTCS CJIOXHbBIM U FeTeporeHHbIM No 3TNO-
JIOrMu 1 NaToreHedy KOMMIeKCOM NaTono-
rM4YeCKNX COCTOSHUIA N CUHOPOMOB, XapakK-
TEPMIYIOLLMXCS NPEXaAe BCEro HapyLLIEHU-
AMU Pa3BUTUS HEPBHOW CUCTEMbI, KOTOPbIE
B HACTOSILLEE BPEMS CTAHOBATCH OWArHo-
30M UCK/IOYNTENIbHO Ha OCHOBE OOHapy-
XEHHbIX B X04€e MCMXOPU3N0N0rM4eCcKoro
obcnenoBaHMsA OTKIIOHEHUIA OT MPUHSATbIX
HOpPM B BepOasnbHbiX OYHKUNSX, aHOMAIb-
HbIX MPOSIBNEHUSIX COLMANbHOIo PasBUTUS
1 HaBbIKOB, a TaKXe CTEPEOTUMNHbIX dopmMax
NnoBeAeHUS.

lMpn3HaHVe BeOylwen poan reHeTu-
yecknx akTopoB B pa3BuTUN Habnwpae-
MbIX Mpu ASD HenpodU3nNonornyeckmx u
noBefEeHYECKNX HapyLWeHUn nocTtasuno
nepen vuccnenosaTtenaMm psag, CAOXHbIX
BOMPOCOB, Cpeay KOTOPbIX JOMUHMPYIOLLN-
MU FBNSIKOTCSA Takue, Kak yCTaHOBMEHUe
OTBETCTBEHHbIX 3a HabNgaeMble HapyLle-
HUA FEHOB, TONOJIOMMM N XapakTepa NpPonc-
XOOALWMX B HUX MyTauuii, B3aMOCBS3EN
COMNPUYaCTHbIX FTEHOB MexXay cobown, cnek-
Tpa NOCTTPAHCKPUMUUOHHLIX N3MEHEHUMN,
VX OMHAMUKU U NexXawimx B MX OCHOBE Me-
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XaHU3MOB. BaxHenwunm gns KNMHUUUCTOB
BOMPOCOM SIBAISIETCS TAKXKE MCNOSb30BaHNE
KOHKPETHbIX FreHeTU4YeCknx MapkepoB B
paHHeln guarHoctTuke A n paspaboTka Ha
9TOWM OCHOBE aeKBaTHbIX U 3PPEKTUBHBLIX
Mep nedennsa n npodpunaktnkn ASD.

MokasaHo, 4yTO okono 90 % reHoB
BbICOKOrO pucka A onpenensioT ypoBeHb
WHAYKUMW CUHTE3a CTPYKTYPHbIX 1 MeTabo-
nnyeckmx 6enkoB MU PaHHEro CO3peBaHus
HelpobnacToB. Kpome Toro, 80 % aTux xe
reHoB BAUSIOT Ha NocrnenyloLlmne artarbl
andopepeHumaumm, B TOM 4Yucsie Co3peBa-
HME HEMPOHOB, YCTAHOBIEHNE MEXHENPOH-
HblIX CBA3el M cuHanTtoreHe3 [44]. N3 15
reHoB, BXOASLWMX B NATONOMMYECKyo UHTe-
PaKkTMBHYIO CEeTb, 0ObLEAMHSIOLLYIO MCUXO-
Nlorn4eckme uU reHeTmyeckme NpusHaku
ASD, y yacTtn obcnefnoBaHHbIX Oblia Hapy-
weHa akcnpeccua redHa AANAT, oTeeTt-
CTBEHHOr0 3a CUHTE3 dpepMeHTa apunan-
knnamuH-N-aueTnnTpaHcdepasbl, kKoTopas
yyaCTBYET B MHAOYKUUWN PEryanpylowero
MPOLECC CHA ropMoOHa MenaTtoHuHa [44,
45]. Oopyrown reH (DPYD) oTBeTCcTBEHEH 3a
NPoAyuMio gurugponupuMmnanHaerngpore-
Ha3bl — pepmeHTa, AePuUUUT KOTOPOro
NnPUMBOANT K YMCTBEHHOMN OTCTanoOCTU U
npuctynam anunencumn. Oba dpepmeHTa
MHTEPECHbI B ANArHOCTUYECKOM U Nieyebh-
HOM MnnaHe y 60/bHbIX C pa3HbiMK dpopma-
Mu A [46].

TpeTuii, npuyacHbii K ASD reH, obec-
neyneaetr oOMeEH PETMHOEBOW KUCOTHI, a
ero HapyLeHns NpuBoaAT K 61OKMPOBAHUIO
anbda-opdaHopeuenTopa PeTUHOEBOM
KNCNOTbI, C HapyLlEHUaAMN (Kak U B OBYX
MepBbiX ClyYasax) UMPKaOHbIX PUTMOB B
perynaunn BH [47, 48]. MNpuBeaeHHbIE
NPUMEpPbI CBA3aHbl C MyTauMaMU XPOMO-
coMm 79 and 13qg B npouecce pas3BuUTus
HEPBHOW CUCTEMBI, & NOIMMOPPU3M KOHK-
PETHLIX FEHOB MPOSABASETCHA B TUMUYHbIX
Ons A NOBeOEHYECKNX aKTaxX, YTO XxapakTep-
HO 01 FTEHETUYECKN OOCNOBAEHHbIX NCUXO-
dunsnonornyeckux npusHakos ASD.

B wactHOCTW, NMEIOT MeCTO cyuie-
CTBEHHbIE pa3nninsd B opraHn3auunm TpaHc-
KpuntomMa aytTmctn4eckoro n HopmMaJibHoro
MO3ra, OTKpbiBaeMble C NMOMOLLbIO CETEBO-

ro aHanmsa reHHowm koakcnpeccun [49].
Mpu 3TOM, Kak NpaBmiIO, OCHOBHbIE N3Me-
HeHus HabnoaalTCsA B JIOOHOM N BUCOYHOWM
KOpe. CO 3HauuTeNbHbIM OcnabneHvem B
mMo3re geten ¢ ASD, npegnonarasa Hannyne
OTK/IOHEHUIN U B KOPKOBOM pUCYHKE. Kpo-
Me TOro, onpegeneHbl CBA3aHHbIE C ayTU3-
MOM OUNCKPETHbIE MOLYIN COBMECTHOM 3K-
crpeccum reHos, B TOM yucne crneundu-
yeckoro ¢gakropa cnnaricmHra A2BP1 / fox1
HEMPOHOB N MoAayns, oboraw,eHHoOro no
VMMYHHbBIM FEHaM U rMuanbHbIM Mapkepam
[50]. HapyweHunsa perynauum cnnancmHra
A2BP1 3aBUCAT OT anbTepHATUBHbIX 3K30-
HOB nopaxeHHoro ASD moasra.

B uenom, nccneposaHus nocnegHux
JleT JaloT BeECKMEe 0Ka3aTeIbCTBa Hanyus
rEHETNYEeCKM 0OYCNOBNEHHbIX MONEKYNSP-
HbIX HapyweHu npu ASD, BoBneyeHmne
NPOLLECCOB TPAHCKPUMLUUM U CrIanCcuHra,
N3MEHEHUN PYHKLMOHASIbHOW OpraHmM3aumnm
TpaHcKpunTomMa rojloBHOro Mosra B Kave-
CTBE OCHOBHbIX MEXaHU3MOB OM3perynaumm
N OUCPHYHKLUMU HEMPOHOB MPU 3TUX BUOAX
naTosioruu.

Mpeaononaraetcs, 4to obpasyoume-
CSl reHHble NMPoAyKTbl 06M1aaalT ANUTENb-
HbIM NOCNEeAENCTBMEM Ha Pa3BUTUE KIIETOK,
a Takxe BHOCAT 3N1eMeHTbl N30bITOYHOCTU
B NpoLEeCcChl HEPBHOW Nponudepaunmn, po-
cTa n co3peBaHua knetok [51]. MNoaTomy
GONbLUNHCTBO aBTOPOB B KAYeCTBE OCHOB-
HOMN 3adayun gaNibHENLIMX MCCNenoBaHnin
BblABMIraeT Banugmaaumio, yrnybneHue u
pasBUTME CYLLECTBYIOLLNX NpeacTaBneHnin
O NPUYNHHBIX GEHOTUMNYECKNX N SMUTEHE-
TUYECKMX MEXaHM3Max Tex aHOMalbHbIX
HENPOXUMMYECKNX U NaToPU3nonornyec-
KMUX MpOoLEeccoB, NPOSaB/IEHNEM KOTOPbIX
ABNAIOTCS MNCUXONOTMYECKME N KITMHUYEC-
Kme 4yepThl aytnama [35, 52].

CnepnyeT, ogHaKo, NMOAYEepPKHYTb, YTO
ceroaHs 06 onpeaeneHHom aTnonormm 3abo-
JlIeBaHUsi HA OCHOBAHUW FEHETUYECKUX UC-
CNegoBaHUNM MOXHO rOBOPUTbL NULLIb NpUMe-
HUTENbHO K He Bonee yem 15 % — 20 %
OeTen, CTpaaaloLLmx ayTM3MoM; B OCTasTbHbIX
xe 80 % n 6onee cnyd4aeB NpuYKMHbLI OCTa-
loTCA Hema3BeCTHbiMM [53]. Tem He meHee,
pPOJIb FEHETUYECKUX UCCNeaoBaHin B avar-
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HocTuke A 1 ASD nocTosiHHO BO3pacTaeTt
Gnarogaps LUMPOKOMY BHEOPEHMIO B MPAKTU-
Ky reHOMHOro aHanusa, 6uonH@popMaLnoH-
HbIX TEXHOJIOrWIA 1 METOLOB MUKPOaHaNn3a
[54]. CtaBuTCS BONPOC O TOM, YTO LMTOre-
HETVYECKUE N MOJSIEKYSIAPHO-LUUTOrEHETUYEC-
Kne nccnenoBaHus MaTepein 1 OeTen ¢ npu-
3HakaMn A [0OJ/KHbI paccMaTpuBaTbCs Kak
obsazaTenbHble /151 BbIBNEHNS BO3MOXHbIX
reHEeTU4eCKMX NpuYmMH 3abonesaHns n ong
reHeTU4eCKOro KOHCYNLTUPOBaHNA CEMEN, B
KOTOPbIX MMEIKOTCH OETU C ayTUCTUYECKUMM
paccTponcTeamum [55].

B aTow cBaA3u, cnegyet 6€3yCnoBHO
cornacutbcsa ¢ no3unumnen Valerie W. Hu
[52], 4TO 6€e3 reHeTUYECKNX U MONEKYNSP-
HblX MapKepoB O/l CKPUHUHIra 3TOT BUA,
naTosIornm, Kak npaBuio, N HE MOXET Au-
arHocTMpoBaTbCA B BO3pacTe A0 2 NeT, a B
bonee nerkmx cnyyasix AmarHo3 MoxeT
ObITb NOCTaB/EH TOMLKO ropa3ao rno3xe. B
NepcrnekTnBe, rEHETUYECKNE NPEONOCHLIIKN
A MoryT ObITb BbISIB/IEHbI B rpynne pucka
elle B nepuHartanbHoOM nepuoge. Noatomy
nccnegoBaHuUsa B JAaHHOM HarnpaBneHUu
obOycnoBneHbl nNpexae BCero MeauuyHCKomn
HEeobX0AMMOCThIO.

OunarHoctmpoBaTtb ASD Heob6xoaumo
onepatmHo. OgHako, Kak crnpaBegsnieo
nog4yepkmeatoT Muhle R. et al. [43], reHe-
TNYEeCKNE KOHCYAbTaUnUmMn U TeCTMPOBaHMNE
onpaBAaHbl NULWb B TEX CAy4yasix, Koraa
peyb naeT 0 MOHOreHHbIX aedekrtax (Ha-
npumep, y N1y, ¢ MyTauusiMm reHa, oTBeT-
CTBEHHOro 3a cuHted mMetun-CpG-cBasbl-
Batowlero 6enka 2 (MeCP2) reHa npu CuH-
npome PetTta). o Tex nop, noka reHbl
ayTM3mMa He BbIIBNIeHbl U UX QYHKUMN He
MOHSATHI, MPeHaTasibHasa aMarHocTmka oynet
CYLLIECTBOBATb TOJIbKO [J151 BbIABNIEHUST OXW-
[aeMbIX UM BHbIX XPOMOCOMHbIX Aedek-
TOB.

XPOMOCOMHbIE aHOManNnn, Mytaumn B
OOHOM MM HEBOJBbLLOW FPyrne reHoB, Kak
M CBA3AHHbLIE C HUMW BMAObI NATONOrMK, Ta-
KMe kak cuHgpom Xybepa n gpyrue osb-
dakTopHO-daumanbHO-aMrnTanbHble CUHA-
pombl (Orofaciodigital syndromes — OFD)
[56], cmHopom Petta n gpyrvue nposisne-
HUS CUHAPOMA JIOMKOM X XPOMOCOMBbI

(Fragile X Syndrome — FXS) [57] moryT
nPEMBOOMTL K A, OOHaAKO KaXAaplih U3 HUX He
npeBbILLAET Mo 4acToTe BCTpevYaeMocTn 2
% Bcex cnydaeB ASD, a ux cymma He npe-
BbllwaeT 10 % oT obuiero yicna cny4as A
[42, 43]. ManonaTtunyecknin aytmam, CUHA-
pom Acneprepa, PDD-NOS He cBsi3aHbl C
KakoM-n1mb0o OHOW KOHKPETHOM reHeTnYecC-
KOW NN HereHeTndeckom npuymHonm [58].
[eTeporeHHOCTb 1 NONKAY3a/IbHOCTb SIBAS-
IOTCA OCHOBHbLIMW XapakTepUcTUKamMu m
OTN4YUTENbHBIMKU 0cobeHHocTAMK ASD,
onpenensoLwyMmn KO3KCNPECCUID 3auHTe-
pecoBaHHbIX reHoB. B yacTHOCTU, Nnokasa-
HO, 4TO 0K0J10 90 % reHoB BbICOKOrO pUC-
Ka A BAUSIOT HA MHAOYKUMIO CUHTE3a CTPYK-
TYPHbIX N MeTabonnyecknx 6enkoB 1 paH-
Hee co3peBaHMe HenpobnacToB. Kpome
TOro, 80 % aTuMx Xe reHoB BAUSET Ha MocC-
nepywouwue atansl andpdepeHumnaumn, B
TOM 4YMCne Cco3peBaHME HEeMpPOHOB, yCTa-
HOBJIEHNE MEXHENPOHHbIX CBA3EN U CMHAnM-
ToreHes [59].

C y4yeTOM BbILLEN3NIOXEHHOIO, POJib
reHeTUY4EeCKNX UCCNeaoBaHUi B ANarHOCTU-
ke A n ASD nocTossHHO Bo3pacTaeT 6naro-
0aps WUPOKOMY BHEOAPEHMIO B NPaKTUKY
reHOMHOro aHanm3a, OMOMHGOPMALIMOHHbBIX
TEXHONOMNIA N METOLOB MMKPO4YMNoB [60-
62]. PaHHa9 gyuarHocTuka aytmama siBisieT-
CS1 YPE3BbIYANHO BaXHbLIM OJ19 NEYeHUs y
JeTer 1 noBbillaeT BEPOATHOCTb MX BOC-
CTaAHOBJIEHNS 1N BO3BPALLEHUS B OObIYHYIO
coumanbHylo cpeny. 9Ta 3agada MoxeT
ObITb pelleHa nyTemM MCNosib30BaHUA MUK-
pPOYUMOB AJ1s1 YCKOPEHHOM 3KCMpPeccun re-
HOB 1 FrEHOMHbIX nccnenoBaHunin. ns ato-
ro BbISABASIIOT HABOp Hanbonee BaXHbIX re-
HOB, KOTOPbIE CTPOro CBA3aHbl C ayTU3MOM.
MpenomKeHbl pasnmuyHble MeToabl oTbopa
reHoB, 4ToObl BbIOpaTh Hanbonee npeacra-
BUTEJIbHbIE BXOAHbIE aTPpUOYThl A9 aHCaM-
o6na knaccugunkatoposB. Habop knaccudpu-
KaTOpPOB HECET OTBETCTBEHHOCTb 3a Bblae-
JIEHME MapPKEPHbIX FEHOB ayTn3ma M3 onop-
Horo knacca. OOHOBPEMEHHOE MNpUMeHe-
HME HEeCKONbKMX MeToOoB O0TOopa reHoB
MoO3BONAET aHanM3npoBaTb Aaxe cnado
CBSI3aHHbIE C 3KCMNPECCUEN reHoB MaTpu-
bl C Pa3HbIX NO3Mumnii. Pe3ayneraTtbl 0TOO-
pa B CO4ETAHUU C FEHETUYECKUM aNrOpuUT-
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MOM W1 MPUMEHEHMEM MeToda OMOPHbIX
BekTopoB (aHrn. SVM, support vector
machine) gna otbopa knaccndurkaTopoB
nokasanu ygenm4eHme TO4HOCTU pacro3Ha-
BaHNSA reHeTUYEeCKUX NPeauKTOPOB ayTnu3-
ma [62].

HecmMoOTps Ha reHeTU4Yeckylo OCHOBY
3Ha4YUTEeNnbHOW YacTu 3aboneBaHnin ayTuc-
TUYECKOro crnekTpa, NPOBOAVMbIE B 3TOM
HanpaB/IEHNN MHTEHCUBHbLIE N Fnybokne
Hay4HblE UCCNEeaOoBaHNSA TPAANLUMOHHBLIMUN
MEeTOoAaMKN KNaCcCUYECKON FEHETUKN, NPO-
noskaluweeca HakonneHme KOHKPETHbIX
OaHHbIX, YBENIMYEHNE YMCNa reHOB-KaHOu-
JaToOB U MX accoumaunii, Bce 310, K coXa-
JIEHUIO, HEe NPMBOAUT caMo Mo cebe K pe-
weHnto npobnembl 60pbObl C ayTU3MOM
[63]. Hapex bl nccnegoBatenein cBA3aHbl
C BHEOPEHUNEM «OMUKC»-TEXHONOMMIN N O0-
CTUXKEHUSAMN BUOMHDOPMATUKN, PACKPbLITU-
€M CTPYKTYPbl U MHTErpaTuBHbIX QYHKLMNA
reHoma 4enoseka. MIMEHHO Takume HOBble
noaxoabl NMO3BOMMAM B MOCAEOHME roapl
nosnyyartb Bce 60JblUe A0KAa3aTENLCTB TOrO0,
YTO NATONOrMYECKME HaPYLLUEHUA ayTUCTN-
4ecKOoro crnekTpa MOryT BO3HUMKaTb Ha OC-
HOBE OTHOCUTENIbHO PeaKUX MyTauui n re-
HOMHOro amcbanaHca. Ha ocHoBe Twa-
TenbHOro meta-aHanuia C. Betancur [64]
npencrtaesmna paHHble o 103 reHax u 44
FEHOMHBbIX JIOKYyCaX, AOCTOBEPHO BbISIBJIEH-
HbIX Y NAUMEHTOB C PYHKUMNOHANbLHBIMU
paccTtporicteamum Trna ASD wnn Hapylue-
HUSMM NOBeAeHUs no Tuny aytmama. Oka-
3aJ10Cb, 4YTO, BO-NepBbIX, 06a 3TN Buaa
HapyLeHUN pasBUTUS HEPBHOW CUCTEMBI
nmetoT obLime reHeTn4eckne OCHoBbI. Bo-
BTOPbIX, BCE 3TU reHbl 1 NNOKYChbl ObISIN NpU-
YMHHO CBSI3a@Hbl C YMCTBEHHOI OTCTaNoC-
Tblo. B-TpeTbux, B nogaBnsowem 60/b-
LUMHCTBE Clly4aeB UMEET MEeCTO KO3KCnM-
peccus 9TUX reHOB, YTO yKa3bliBAET Ha Mo-
MMOAaNbHOCTb GUKCUPYEMBIX KIIMHUYEC-
KX MPOSIBNIEHUI, B YHACTHOCTU, HA Hann4mne
reHeTnyeckom obwHocTn mexay ASD u
anunencuen. ABTOp NpUxXoamT K cnpaBes-
JINBOMY 1 0OOCHOBAHHOMY BbIBOAY, YTO BO
MHOIMX Cny4asx KJIMHUYECKas CYLLHOCTb
ayTn3mMa m ero NoBeaeH4eckme NposaBIeHns
ABNSAOTCA UHTErPUPOBAHHBLIM CNeacTBUEM
0ECATKOB MU, BO3SMOXHO, COTEH FEHETU-

4eCKMX U reHOMHbIX HapyweHun. bonee
LWIMPOKOE MPU3HaHue 3TUOJIOTMYECKOMN re-
TeporeHHocTn ASD no3BONUT 3HAYUTENIBHO
pacwmpuTb YNCNO FEHOB-MULLEHEN, UC-
NoNb3yeMbIX OJ1 MOCNeayowmx Hempoobun-
ONOrMYEeCKUx NCCNeaoBaHni U paHHen au-
arHocTukm ASD un aytnama.

4. HenpoTokcunyeckme mMmapkepsbl
aytuama n ASD

o cero BpeMeHn HET HAOEXHbIX U
JOCTYMHbIX NabOpPaTOPHbIX TECTOB A1 NOJ.-
TBEpXAeHns guarHosa aytmama [35]. MNo-
3TOMY AenarTCs MHOMOUYNCIIEHHbIE NOMbIT-
K1 onpegeneHns NoTeHumManbHbix Gromap-
KepoB A C NOo3mumii Noncka aTUoNorn4yec-
Knx akTopoB, NPOCNEXMBAHUA MPONCXO-
OALWKMX B X04e pasBuTus 3aboneBaHumsa na-
TONIOMMYECKNX NMPOLLECCOB U NEXALUNX B UX
OCHOBE MaTOreHeTn4eCcknx MexaHn3mMoB,
MPOUCXOXAOEHUNS, KUHETUKN N ANHAMUKMN
obpazoBaHus 1 BMoTpaHchopMaLUmM MHO-
rOYUCIIEHHbLIX METaboNnUToB, Tak UM MHa-
ye cBHA3aHHbIX ¢ ASD. 310 1 Xenyoo4Ho-
KuLLEeYHble dpakTopbl [65], UMMYHHbIE Hapy-
weHuns [66], Taxensie metannsl (TM) [67],
aHoOManMm HenpoTpaHCMUTTEPOB [68] n
cuHanToreHesza [69], okcuaaTUBHbLIN
ctpecc [70], kak MOayNbHble XapakTepuc-
TUKN N3MEHEHHBbIX B pe3ynbrarte ayTucTu-
4YEeCKUX HapyLLEHUN MeTaboIM4yecknx 1 na-
Topusmonornyecknx ¢peHoTmnos [71].

Y1o oObeamnHaeT 3TuU, Kasanocb Obl,
CTOJIb PAa3HOPOAHbIE U, B NMpuHuune, dpar-
MeHTapHble no3numn? Kak cnepyert u3
npeacTaBAeHHOro Marepuana, ayTusm, kak
1 MPakTUYeCKn BCe BMObl 00bEANHSEMBIX B
cvHgpombl ASD, npenctaBnseT natonoru-
4Yeckoe COCTOsiHME, NPOSABSIOWEECS B Xa-
PaKTEPHbIX MyOOKMX (CTOMKMX, Npexons-
WX MO0 MHTEPMUTTUPYIOLLMX) PACCTPON-
CTBax COLMAIbHOro, NCUXO0rM4eckoro um
dursmonornyeckoro cratyca pebeHka nmoo
B3pOCNOro 4yenoseka. Ho npexne Bcero
ASD BktovaeT B cebs pyHOaMeHTaNbHbIE
HapyweHunsa BH/, koTopble, C OOHOW CTO-
POHbI, CBA3AHbI C NpoLeccamu nepepaborT-
KU COLMANbHO-KOMMYHUKATUBHON NHGOP-
MauMn 1N UX OTPAKEHVNEM B 3MOLMOHAIb-
HO-NoOBeOeHYeCckon coepe, a ¢ Opyron,
oTpaxaloT U3SMEHEHNS B CTPOro onpepe-
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JIEHHbIX aHATOMUYECKNX CTPYKTypax Mo3ra,
CUrHasbl KOTOPbIX PErMCTPUPYIOT B COBpPE-
MEHHbIX NCCNeaoBaHUSAX MEeTOAOM (PYyHKLUU-
OHaNIbHOW MarHUTHO-PE30HAHCHOW TOMOT -
padum (PMPT) [72]. OgHOBpeMeHHO 00Ha-
pyXBMBaeMble y 06CneaoBaHHbIX NaUMeH-
TOB ¢ ASD M3MEHEHNSA B MUKPOLMPKYS-
TOPHON BEHO3HOW OKCUreHauun COOTBET-
CTBYIOT HEMPOHAaM, OTBETCTBEHHbIM 32 MU-
MUKY nnua, pacrno3HaBaHUE 3PUTESbHbIX
006pa3oB 1 peakummn «CoumanbHOro Mo3sra»
(BepeTeHoObOpa3Has 3aTbIJIOYHO-BUCOY-
Haqa naTtepanbHas U HUXHEBUCOYHAA
M3BWJIMHLI), B TO BPEMS Kak akTUBHOCTb
obnacrtein Mo3ra, CBA3aHHbIX C COMaTOCEH-
COPHOM 1 NPEMOTOPHON KOopown (npaBas
MUHOANIMHA, HUXXHAS NOOHas Kopa, BEPXHASA
BMCO4YHasa 60po3aa), CyLECTBEHHO CHMXE-
Ha [72, 73]. 9T gaHHble CBUOETENLCTBY-
I0OT O Hann4Yun MOPPOPYHKUMOHANBHbIX
U3MEHEHNIN HENPOHaNbHON aKTUBHOCTMU,
MMKPOLUMPKYA[LMM MO3ra, ykasbiBaloT Ha
MX B3aMMOCBS3b M €OMNHCTBO KIIMHUYECKUNX
nposisnennn ASD ¢ aMouUMOHaNbHO-MoBe-
OEHYECKMMUN N MCUXONOrMYECKUMMN Hapy-
WWEHUAMU, YTO aABAGeTCHa yboeauTenbHbIM
apPrymMeHTOM B MOJb3y MPOBEAEHUSA KOMI-
JIEKCHbIX MEXANCLMMIMHAPHLIX UCCneaoBa-
HUIA PN M3y4eHnn npobnembl aytuama B
uenom [74].

[lo ogHOM M3 CYLLECTBYIOLLMX Ha Ce-
rogHs Teopuinn, OOBACHSIOWUX NPUYNHbI
HapacTaHuda anugeMun aytuama, apyrux
HENPOONIPEryNnATOPHbIX N HENPOOEreHe-
paTUBHbIX XPOHMYECKMX 3aboneBaHun B
Mupe, npobnema cBsi3aHa C 9KOJIOrMYec-
KMM KPWU3NCOM, B YAaCTHOCTU, C POCTOM
AHTPOMOreHHOro 3arpA3HEeHnst TOKCUYHbIMM
meTtannamm (TM) okpyxatouwen cpenbl,
MPUHSBLWIMM rnobanbHbI xapaktep [75].
Mmetowasaca nipopmauus no pesynsratam
KJIMHNYECKUX N SKCMepuMeHTasbHbIX UG-
CNnegoBaHMi OeNCTBUTENBHO OOCTaTO4YHO
yb6eanTenbHO CBUAETENLCTBYET O HANNUYUM
NPU3HAKOB HEMPOTOKCUYHOCTM N NaToNo-
rMm XMMMUYEeCKOMN 3TUONOrMK B nartoreHese
OTpaBeHU 1 3ab00NeBaHNI, NPOTEKAIOLLIMX
Hepeako No TMNy MeTasIoHeNponaTuni Npm
npodeccnoHanbHO 1 3KONormyeckn obyc-
JIOBJIEHHONM S3KCMO3MLUMM OpraHu3ama pas-
JIM4HbIMKM MeTasnamMu. He cny4anHo, kak

ykasbiBaeT Prof. E. Koles [76], N0 MHEHUIO
akcneptoB BO3, ¢ Hakonnenmem TM (B
nepsytlo ovepenb HQ) cBA3aHbl NpU3HaKku
He MeHee 258 pas3nunyHbix 3aboneBaHuii.

lMepcnekTuBbl U3y4eHUs POV PTYTU B 3TU-
0J10rMm ayTnama Ha KNeTo4YHOM YPOBHE, NO
HalweMy MHeHuo, Hanbonee 4eTko cdop-
mynnposaHbl M. Garrecht and D.W. Austin
[77]. AsTopbl Ha npumepe MeHg nokasa-
JIN, 4TO CYLLECTBYIOT N MNOSABASAIOTCS BCE
HOBbIE€ AOKa3aTeNbCTBa, MOATBEPXAAOLLINE
rMnoTesy, 4To ayTu3M MOXET ObITb cnea-
CTBMEM COYETaHUA reHeTUYEeCKOW npeapac-
MOSIOXKEHHOCTN N BO3OENCTBUSA TOKCUHOB
OKpYy>XaloLlen cpeabl B KpUTUHECKNE MO-
MEHTbI pa3BuTUS opraHmama. [lpm atom
cnenyet obpaTuUTb BHUMaHME Ha «FreHeTu-
4eckylo NpenpacnoioXeHHOCTb», T.€. NOHS-
Tne, KOTOpoe ykasblBaeT Ha NoTeHuuasb-
HYI0O BO3MOXHOCTb pa3BUTUS NaToSI0rnyec-
KOro npouecca, HO OTHIOOb ELLEe HEe ero
peanusauuio. BTopoe k4yeBoe MNosioxe-
HME — «KPUTUYECKNE MOMEHTbI Pas3BUTUSA
opraHmama». K takmm 6e3yClIOBHO OTHO-
cutcsa nepuog ambpuoreHesa, korga ¢op-
MUPYIOLLIAACS HEPBHAs CUCTEMA OCOOEHHO
YyBCTBUTENbHA K 9K30rMeHHbIM U (noayvep-
kmBaem!) SHOOreHHbIM TOKCUYECKUM dak-
TOopam. OTO CYLWECTBEHHO YCNOXHSAET TOK-
CUKOANHAMUKY MeTabonnyeckmx Hapylle-
HWIN B HEPBHbLIX CETSX B MEPBYIO O4epenb,
Ha paHHMX cTaamsx pasBuTus. BepoaTHo,
NOSTOMY CYLWLECTBYIOWME TPAANULVOHHLIE
CXEeMbl 3TOro BuAa natosornm HEPBHOMN
CMCTEMbBI HE COIMAacylTcs ¢ HabNaAaeMbI-
MW MHOXECTBEHHbLIMW (MHOrAa Adaxe npo-
TUBOMONOXHO HaNpaB/IEHHbIMWN) YENHOYHbI-
MW, KacKagHbIMWU U LUMKINYHbIMW NPOLLEC-
CaMM, XapakTepU3yoLLIMMUCS BbIPaXKEHHOMN
CNeumdUUHOCTbIO B pPa3HbIX TUNAx KJETOK
(HEMPOHbI, aCTPOUMUTHI, IMNLA) U NX KOMMap-
TMEHTax, Mo OTHOLUEHUIO K Pa3HbIM rpyn-
nam reHoB CO CuUeneHHbIMU CBOWNCTBaMMU,
MOCTTPAHCASLUMOHBLIM MPOLLECCaM B SHEpP-
reTM4eckom n ONOCUHTETUYECKON COCTaB-
NAWKMX, a Takke B pa3Hbix BUOax obme-
Ha. B 3TKUX CNOXHbIX cxemMax TPyOHO Bbiae-
nnTb, a Tam bonee gndpdepeHLnpoBaHO
OUEHUTb, POJIb OTOENbHbLIX METaNIoB, UX
KOHCTENNSAUNMA U COOTHOLIEHUN (M3BbITOK,
neduumt, gucbanaHc) B HapyLIEeHUax He-
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PBHbIX NPOLIECCOB U pyHKLUMIA, TemM Bonee,
4YTO camMa OugeHKa BeAeTCs B OCHOBHOM MO
KOCBEHHbIM MNMpn3HakaM, a 3alnTHble, KOP-
peruvpytowme n ne4edbHble CBONCTBaA onpe-
nenawTcs Hepeako ex juvantibus [78].

TeM He MeHee, B nocnegHue roabl
nosiBnsietca Bce Gonbwe MHpopmaumm u
ANCKYCCUIn 0 NOTeHUManbHOM Bknage TM B
pasBuTUE ayTU3Ma 1 HaAPYLLIEHNS Pa3BUTUS
HEPBHOWM CUCTEMBI, B TOM 4YUC/e ayTUCTu-
yeckoro cnektpa [79]. NoeT MHTEHCUBHbIN
NMOMCK HOBbIX BOMApPKEPOB BbI3BAHHbIX TM
HapyweHUn, OUEHKN CTENEHN BO3aEN-
CTBUS1, COMNOCTaB/IEHUS ANUAEMUNOSOrNYEC-
KMX OaHHbIX U Pe3ynbTaToB 9KCMEPUMEH-
TaNbHbIX UCCNegoBaHUIi Ha XUBOTHbIX [80].
MokazaHo, HaNnpMMep, 4TO MEeTUNPTYTb
(MeHg) nocTtynaeT v HakanamMBaeTcsd B
opraHmame njoga npu ynotpebneHmn ma-
Tepblo B nepuon 6epemMeHHOCTU PbiObl U
MOPENPOAYKTOB C MOBbILLIEHHBIM COAEpPXa-
HUem meTtanna MeHg HakannneaeTcq npe-
MMYLLLECTBEHHO B acTpouuTax, KOTopble
nUrpatoT KI0YEBYIO POJSIb B UHAYLIMPOBAHHOM
€l0 HeMpPOTOKCUYHOCTM NO BO3OYANTENBHO-
My Tuny [81]. 3TO cBA3aHO C TeM, 4TO
MeHg cneumdunyHo nHrMbupyeT nornoLue-
HMe rnyTamaTta B acTpouuTax. YcuneHHas
NHAYKUMSA BO30OYXAEHUS B KJleTkax CBsi3a-
Ha C CMHEPrn3aMom AencTBus rnytamara u
ptyTn. MNpnyemM, OANCPHPYHKLUUA HENPOHOB
SIBNSIETCHA BTOPUYHOW MO OTHOLLUEHUIO K Me-
Tabonnyecknm 1 GYHKUMOHANBbHBIM Hapy-
LIEeHNSM B acTpoumnTax. HempoTtokcuieckoe
nencrtene MeHg ocyLuecTeBngeTcsa npenmy-
LWEeCTBEHHO MO TPeM MexaHM3MaMm: Hapy-
weHne romeocTtasa Ca2+, nHayKuma okKCcu-
OATVBHOrO cTpecca, 61oKMpoBaHmMe TMOMo-
BbIX rpynn 6enkos u nentnaoB. B onbitax
in vivo v in vitro nokasaHo, 4TO yKa3aHHbIN
KCEHOOMOTUK OCYLLECTBNSET CUTHANIbHYIO
GYHKUMIO, 3anyckas KacrnasHbll Kackag,
anonTo3a HEePBHbIX KNeTok [77, 82].

HelpoToKkCcMKo3 ycunmBaeTcsa npu
MOCTYMJIEHUN B OPraHmM3M Apyrux TOKCU-
KaHTOB, OTHOCUMBbIX, B HaCTHOCTWU, K KaTe-
ropun HEMPOIHOOKPUHHbLIX paspyLunTenen
(an3panTopoB): NECTMUMAOOB, NOANXIOpPOU-
deHnnadpurpos, nonndépomMandeHnnabrpoB
(nocnegHue B cocTaBe aHTUMNUPEHOB),

opraHu4Yeckmx pacTBopuTenen, nekap-
CTBEHHbIX npenapaTtoB [83-85]. HenposH-
JOKPUHHbIE paspyLuMTenu NpencTaBistioT
3arpsa3Haolmne BeWeCcTBa B OKPYXaloLen
cpene, KoTopble CNOCOOHbI BbICTYNaTb B
PO arOHUCTOB / @aHTArOHMCTOB UN MO-
OyNaToOpOB CUHTE3a 1 / unn mMetabonmTos,
Y4aCTBYIOT B MEXAHU3MaXx OAENCTBUSA HENPO-
nenTuaoB, HENPOTPAHCMUTTEPOB, HENPO-
rOPMOHOB, CMHANTOreHe3e, KOTOPbIE 3aTEM
M3MEHSIIOT pa3HO0Opa3Hbie PU3NONOrN4ec-
Kne, NoBeAEeHYECKNE UM FOPMOHasbHbIE
NMPOLLECChbl, MCUXOHEBPONOrnyeckmne nart-
TepHbl LUHC v BHJA, BnusaioT Ha cnocob-
HOCTb BOCMPOM3BOAUTb, pPa3BMBATbLCA U
pacTtu, Uan crnpaBuUTbCA CO CTPECCOM U
apyrux npobnem [86].

MopooOHbIE MccnegoBaHUS Tpaauum-
OHHO MPOBOAATCH NPUMEHUTENIBHO K YMO-
MSAHYTbIM U gapyrum TM, B TOM 4ucne B
Hawen nabopatopun [86-88]. Mx HeobXxo-
OMMO pacLUMpUTb NPUMEHUTESNIBHO K ayTN3-
My 1 ASD, HanpaBuB Ha peLUeHne Takmx
BOMPOCOB, Kak: 1. NyTW U KNETO4YHbIE Me-
XaHn3Mmbl Bo3gencteus TM npn aytusme; 2.
MOVUCK NPUMEPOB BO3MOXHbIX FEHETUYEC-
KX NEPEMEHHbIX, KOTOPbIE OOHOBPEMEHHO
NPOSABNSAIOT YyBCTBUTENLHOCTb K TM U 9B-
nqaTCa Mapkepamm aytmama; 3. poib TM
KakK Tokcm4yeckoro ¢akropa, MHOYUMpYlo-
LLEero OKNCNNTENbHbIN CTPECC Y UMMYHHYIO
OV3PErynaumio, nx NoTEHUNANbHBIA BKIAL,
B NaToreHes aytnama; 4. ocobeHHOCTU cyb-
KNETOYHOW (MMUTOXOHOPUANbHON, NN30CO-
MasibHOW, HyKJNleapHoW), anppepeHumpo-
BAHHOW HEMPOHANbHON, MasbHON, acTPOo-
UMTapHOM ANCEHYHKLNM U UX B3AUMOCBS3b
CO CMNEeKTPOM ayTUCTUYECKNX HayLLEeHnI; 5.
BO3MOXHOCTU UCMNONb30BaHUS TPAHCKPUN-
TOMHOIO U MPOTEOMHOr0 aHann3a B ndyye-
HUWN MHOYKUMU N / UK PENnpPEeCcCUn CUHTe-
3a, GEPMEHTOB, TPAHCMOPTHbLIX N APYrnx
6€enkoB, OTBETCTBEHHbIX 3a Pa3BUTUE HEN-
POTOKCUYHOCTU, AN3PEryNaTOPHbLIX MPO-
LLeCCOB B Npe- 1 NoCTHaTaNbHOM Nepuoae,
a Takke nocnenyowen XusHeneaTenbHO-
CTU OpraHnsma.

lMpoBeaeHHbI HaMK MO AaHHBIM JN-

TepaTypbl MeTa-aHann3 n peaynbTatbl CO0-
CTBEHHbIX NCC/IeO0BaHNM MoKasblBatoT, YTO,
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C OOHOW CTOPOHLI, METaNO-HENPOTOKCU-
KO3 MPU3HaeTCcs OOHMM M3 BeayLumMx anu-
reHeTn4ecknx GakTopoB, NHULUNPYIOLLMM
HapyLeHns pasBUTMS HEPBHOW CUCTEMbI B
npeHatansHoM nepuoge [89]. C TM ceaA3bl-
BalOT NOATBEPXAEHHbIE 3KCNEPUMEHTANb-
HbIMU 1 MOCTMOPTAaJIb-HbIMU NCCNEea0BaHN-
SIMW FE€HHblE HapPYLUEHUS, XPOMOCOMHbIE
abbepaumn, anchyHkumn cuHarncos [90]. B
TO Xe Bpems, C APYron CTOPOHbI, NPaKTU-
4YeCcKN He y4uThbiBaloTCAa yoeauTesnbHble AaH-
Hble O PONM HabNAaeMbIX HapPyLIEHUN
obMeHa acCceHLUManbHbIX METaioB B HOP-
MasibHOM QYHKUMOHUPOBAHMN N HapyLle-
HUM pPaboTbl reHoMa, TpaHCKpunTomMa u
npoTteoma [91], ANCPHYHKUNAX HEMPOTPAH-
CMUTTEPOB U COOTBETCTBYIOLLMX NATOSI0MM-
4eCKMX MCMXOCOMATUYECKNX paCCTPOm-
CTBax, XOTH OTAeNbHble paboTbl B yKa3aH-
HbIX HanpaBneHUAX NOSABASIOTCSA B HAY4YHOMN
nepuoauke. Tak, HanpumMep, NoKa3aHo, YTo
neduunT uyHKa Bne4veT 3a cobom nameHe-
HUA B paboTe CUCTEeMbl CUHaNTUYECKUX
6enkoB ProSAP1/Shank2 n ProSAP2/
Shank3, a Takke CHUXeHUn Nx akTUBHOCTU
B OCYLLECTBNEHUMN LWIANEPOHHbIX QYHKLNN
[92]. Mpn 5TOM OAHOBPEMEHHO MaHudec-
TMpyloT cebs cumntombl ASD. CHuxeHune
61oaoCTYyNHOCTN ZN?" No-BUANMOMY, CBSI-
3aHO C MOBbLILIEHHOW 4acTOTOW pa3BUTUSA
CyO0pOor, r’MNOTOHMEN, HAPYLUEHUAMU (PYH-
KUM BHUMAHNS N TUNEPAKTUBHOCTbIO. Kak
nonaratot Stefanie Grabrucker et al. [93],
MOIEKYIIPHOW NOO0MNJIEKON NpeHaTanbHO-
ro pedunuyta uMHKa B Kkavectse daktopa
pvcka ons 60nbHbIX ayTU3MOM MOXET ObITb
ON3perynsaums npolecca cea3blBaHUA Me-
Tanna ¢ 6enkamMm — 4YneHamMm CeMencTsa
ProSAP/Shank. Tem He meHee, HENb3S UC-
KJIOYUTb N CHUXKEHME MHAOYKUMWN CUHTE3A
TPaHCMNOPTHLIX OENKOB, B NEPBYIO o4Yepenb,
MeTannoTuoHenHoB [94], kak 9To 6ObINO
rMnokas3aHo paHee Ha 3KCMepuUMeHTasbHbIX
MOZENAX NPU 3KCNno3uumm 6enbix kpbic Hg?*
n Cd?* B Haweln nadbopatopum [95, 96]. 31K
MEXAHM3Mbl HE ABMSIOTCS aNbTePHATUBHbI-
MM MO OTHOLUEHMIO K UMEIOLLLENCS NHDOP-
Maunm 0 MyTaumsix FeHOB psiaa NOCTCMHar-
Tnyecknx 6esKoB, OTBETCTBEHHbIX 3a pa3-
BUTNE ASD (HENpPOANTMHLI, HEMPEKCUHBI 1
uneHbl cemencTea ProSAP/Shank, slc39a12

/ ZIP12). MocnegHne obecneymBaloT Xns-
HECNnocobHOCTb 3MOpMoHa N perynmpyet
MPOLECChl PA3BUTUA HEPBHOW CUCTEMbI Y
nnoga [93]. OnpeaenexHHblin NPOPbLIB UME-
€T MecTo B OTHoweHun ponm Cu n Fe B
dunsmnonorum n natonorum LHC [97-99].
OpHako, TeopeTmyeckmne acnekTbl npodne-
Mbl METaNIOHENPOTOKCMKO30B BO B3anUMO-
CBsI3M C pa3ButmemM aytmuama n ASD, BO3-
MOXHOCTW MUCMNONb30BaAHNUA MONYYEHHON
nHpopmaumn B nedebHblx U, npodunakTm-
4YecKux uensix, TpedyoT NpoBeaeHns aasb-
HEWLLNX KOMMMEKCHbIX NCCNeaoBaHUin.

BbiBOAbI

1. AyTusam — 370 cneuuduyeckoe
COCTOsIHME, Koraa pebeHoK, a NoTOM U
B3POC/bIN, XNUBET B CBOEM JINYHOM MUpeE,
HeanekBaTHO BOCMNPUHMMANA N pearnpys Ha
OoKpy»KatolLee, niaoxo unm BooobLLe He BCTy-
naetT B KOMMYHUMKaLUNN C OKPYXalLnMn
€ero noabMn, POAUTENAMW, OPY3AMU, YUU-
TenamMmu, NpossnsieT cnadbble cnocobHOCTU
K 0Oy4eHMIo Mo TPaAULMOHHOMN cucTeme
OLIEHOK, MHOIOa AEMOHCTPUPYS OpUrMHaNb-
Hble N0AX0dbl K PELLUEHUIO CNIOXHbIX 3a4ay. .

2. Ctano npaktunyeckm obuienpma-
HaHHbIM HaKTOM, YTO PaCCTPONCTBA ayTu-
cTmnyeckoro cnektpa (ASD) npencraBnsioT
CJIOXHBbIM N reTEePOreHHbIN NO 3TUONOINN A
naToreHesy KOMMJEKC NaTtonorm4ecknx co-
CTOSIHUIA N CUHOPOMOB, XapakTePU3YIOLLINX-
Cs Npexae BCEro HapyLeHnsiMn pasBuTtms
HEPBHOW CUCTEMBbI, KOTOPbLIE B HACTOSLLEE
BpPeEMS1 CTAHOBATCS AMArHO30M MCKJIIOYM-
TeNbHO Ha OCHOBE OaHHbIX NCMXONornyec-
KOO CKPUHMHIa 1 NnCnxopuanonormyecko-
ro obcnenoBaHuS.

3. [lo cero BpeMeHM HeT HaAeXHbIX
N OOCTYMNHbIX NabopaTOPHbLIX TECTOB AJIS
noATBEPXAEHMS OMarHo3a ayTmama, XoTs
nony4yeHbl obHagexvBalLlme pesybsTaThl
Mo reHeTU4eCcKon N FreHOMHOW AMarHoCTn-
Ke, YNCNO MepcrnekTUBHbIX BMOMapKepoB
ASD vcumcnsieTcsl gecstkamu, a ux cnekTp
OXBaTbiBAET MPaAKTUYECKN BCE YPOBHU CO-
unanbHO-61MONOrMYECKO OpraHmM3aumn Ye-
noBekKa.

4. MNepcnekTUBHbLIM HarnpaB/iEHNEM
3NNOEMUONONNYECKUX, KIIMHUKO-PU3NO0N0-
MYeCcKNX U aKCNepUMEHTasIbHbIX (MOJ1IeKy-
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NAPHO-FeHEeTNYECKNX, OUOXUMUNYECKUX U
NCUxXoPunU3nonorn4ecknx) nccnesoBaHmni
ABNAETCSA HEMPOTOKCUKOIOrMYECKOE, KOTO-
poe 6a3npyeTcs Ha apryMeHTupyemom no-
Ka3aHHbIMKW dakTamMm B3aMOCBA3M Habnto-
OaeMbiX Npu ayTu3aMe OU3PerynsaTopHbIX
HapyLleHnn PYHKUMOHNPOBAHUS COOTBET-
CTBYIOLLMX FEHOB, NPOLIECCOB CMHTE3a 6ern-
ka, paboTbl GEepPMEeHTOB, HEMPOTPAHCMMUT-
TepoB, CMHANCOB, CBA3AHHbLIX NpexXae Bce-
ro C HapyLweHnsIMn romeocTasa 3CCeHUM-
aNlbHbIX N 3KCNO3ULUMEN OpraHn3ma B npe-
HaTasbHOM MNEPUOAE U PAHHEM OETCKOM
BO3pacTe TOKCUYHbIMU MeTanamu.

5. KomMmnnekcHoe n3yyeHme 3akoHOo-
MepHOCTEN GOPMUPOBAHMS, NATOFrEHETU-
YEeCKNX MEXaHU3MOB pPas3BUTUSA OAHHOIO
BMOAa NaTonornm Kak HeMmpoToKCnKo3a, Co-
OTHOLLEHMS fexalmx B ero ocHoBe ¢GeHo-
TUMNYECKUX N 3NMUTEHETNYECKUX HaAKTOPOB,
no3BOsMT B0Niee YETKO NPOBOANTL AMArHO-
CTUKy 3aboneBaHus, andpdepeHumpoBaTb
pasHble GOpPMbI U BUAbI, BepnduumpoBaTb
TAXECTb Npouecca, COBEPLUIEHCTBOBATb
knaccunopukaumto ASD 1 noBbICUTb 3 dek-
TUBHOCTb N1Ie4EBHO-NPODUNAKTUHECKMX ME-
PONPUATUIA.
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Pe3iome

HEMPOTOKCUWYHI IMMNOTE3W B
MNMATOMEHE3I AYTU3MY

LappaH J1.M.

YkpaiHcbkunvi HAl meauumHn TpaHcriopTy,
Oneca

AyTuU3M € 36ipHMM MOHATTAM, Nif

AKMM PO3YMIETLCS MOPYLIEHHS PO3BUTKY
HEPBOBOI CUCTEMU, MEPEBAXHO B MpeHa-
TaslbHOMY, NOCTHaTaNIbHOMY Nepiogj i B gn-
Ta4oMmy BiUi. BignoBigHO OO0 NPUNHATUX
MixkHapogHux sumor (DSM-V — 2013) giar-
HO3 ayTuamy i po3nagis ayTMCcTUYHOrO
cnekTpy (ASD) cTaBUTbCS HA OCHOBI HasiB-
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HOCTI TPbOX KaTeropin ncmxonaTonoriyHnx
O3HakK: MopylleHb coLjianbHOT B3aEMOLi,
KOMYHIKaTUBHUX PO3NaaiB i CTepeOTUNHOCTI
noseniHku. Mpu UbOMY HasIBHIi YUCHEHHI
reHeTu4Hi, 6ioximivHi Ta Mopdoduanonorun-
yeckne Mapkepm BUKOPUCTOBYIOTbCS NnLLe
SK OOMOMIXHI, WO apryMeHTYeTbCS BiACYT-
HICTIO HAOINHMX | AOCTYMHUX NAaboPaTOPHNX
TecTiB. lpoBeneHnn meTa-aHania gaHux
nitepatypu i marepiann BRacHux Oochnia-
XeHb MiaTBepAnSIN HaAsIBHICTb iCTOTHOrO
BHECKY B eTionaToreHes aytuamy reHeTny-
HUX i exonoriyHux ¢pakTopis. MNpnyomy, posnb
BaXXKMX MeTaniB NPOCTEXYETbCA AOCUTb
YiTKO, a 1 AOKA30BICTb apryMeHTYETbCA He
TiNbKN pesynbTataMu MOHITOPUHIY eKCho-
3uuii, ane i HasBHICTIO XapakTepHuUX nar-
TEPHIB NOPYLUEHHSA PO3BUTKY i PYHKLIOHY-
BaHHS HEPBOBOI CMCTEMU, HacamMnepen, 3
O0OKy HEMpOTpaHCMITepiB, CUHAMCIB, HEIPO-
€HAOKPUHHMX Ai3panTopHux edekTis. Lle
[03BONIAE po3rmaaaT aytuam i ASD y 3Hau-
HOMY psai BUNAOKIiB SIK MPOSiB Takux, WO
niexartb B iX OCHOBI, METAINTOHENPOTOKCIKO-
30B. OCTaHHi 3a CBOIM reHe30M nNpeacTaB-
NA10Tb AOCUTb HAOYHUI | NEPEKOHNNBUM
npuknag nidperynauioHoi natonorii. Ha
OCHOBI 3p00JIeHNX y3arajbHeHb MPOMOHY-
I0TbCS NPOBEAEHHS NOJASbLUMX KOMIMIEKC-
HUX OOCNIOXEHb, SIKi 0O3BONSATL IHTErpyBa-
TN HAKOMNU4YeHYy PO3PiI3HEHY iHPOpPMAaLLiO
LoA0 anonTosy, KU MPURHAB enigemiy-
HWUIN XapakTep, i BUKOPUCTOBYBATU OTPWU-
MaHi 3HaHHS 019 YTOYHEHHS iCHYI04OT Kna-
cudikauii, paHHbOI i gndepeHuianbHOI aiar-
HOCTUKM, NiABULLLEHHS CTYMEHS J0Ka30BOCTI
NikyBanbHMX TepaneBTUYHMUX Ta BIOHOBIIO-
BaJ/IbHUX MCUXONOrYHUX 3ax0aiB.

Knro4oBi cnoBa: aytnam, MikpoesieMeH-
TW, HEVPOTOKCUYHICTb, FEHOMHA AiarHocC-
THKa.
Summary
NEUROTOXIC HYPOTHESES IN THE
PATHOGENESIS OF AUTISM
Shafran L.M.
Ukrainian Scientific and Research
Institute of Transport Medicine, Odessa
Autism is a integral term which refers

to a developmental disorder of the nervous
system, mainly in the prenatal, early

postnatal periods and childhood. In
accordance with the requirements of the
International requirements (DSM-V — 2013)
diagnosis of autism and autism spectrum
disorders (ASD) is delivered on the basis
of presence of the three categories of
psychopathological symptoms: impaired
social interaction, breakdown in
communications, and stereotyped behavior.
In this case, the existing numerous genetic,
biochemical and morphological markers are
used only as auxiliary measures that argues
the lack of reliable and affordable laboratory
tests. Meta-analysis of the literature and
materials of own researches confirmed the
presence of significant contribution to the
etiology and pathogenesis of autism
genetic and environmental factors.
Moreover, the role of heavy metals can be
traced quite clearly, and its conclusiveness
argued not only the results of monitoring
of exposure, but the presence of the
characteristic patterns of developmental
disorders and functioning of the nervous
system, primarily by the neurotransmitter,
synapses, neuroendocrine disruptor
effects. All this allowed us to consider
autism and ASD in a significant number of
cases, as a manifestation of the underlying
induced by metals neurotoxicosis. The last
one is of its genesis a very illustrative and
convincing example of disregulative
pathology. On the basis of integration it
become available to undertake further
comprehensive research that will integrate
the accumulated fragmentive information
about the diseases, which taked the form
of epidemic, and to use this knowledges to
refine the existing classification, put on the
early and differential diagnosis, increasing
evidence held medical therapeutic and
psychological rehabilitative measures.

Keywords: autism, minerals,
neurotoxicity, genomic diagnostics.
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