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TatbsiHa CTporaHoBa
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AyTNU3MbIl: AMarHocTuka u nedvyeHue. Hacrtosullee
(Gillberg and colleagues, 2016; RDoC)

PAC — He cnekmp 00H020 HapyweHuUs pa3sumus, a MHoxecmeo bosesHel,
UMEWUX pa3Hble 3muos102Uko U namozeHes.

Ce200HAWHAA duazHocmuKa (MKB-10; DSM-V) ocHosaHa Ha 8HEWHUX
rnosedeHYecKux CUMMNMomMax, a He Ha amuos02uu U namozeHe3e b6ose3Hu u
He MoXtem rnomMoYb HU 8 MOCMAHOBKe OuggepeHyuasbHo20 O0uaeHO3d, HU 8
g8blbope nevyeHus

Papmakonozu4eckKo2o neYyeHUa ¢ 00Ka3aHHoU aghgheKmuBHOCMbIO Hem,
ycriewHocmeo rnosedeH4YecKux crnocobos KoppeKyuu COMHUMenbHA (Hem
080U HbIX CaerbIX KAUHUYecKuUx npob ¢ KoHmposaem naauebo-agpgpekma)

Hem crnocobos paHHez0 8bifsneHuUss PAC

HaoexcHbie ob6beKkmuesHble buonozu4yeckue mapKepsl bone3Hel PAC
(eceHemuyeckue, pusuonoauyeckue, HelipoHHAs akmusHocme (pMPT, ATT,
33r, etc)) omcymcmeyrom

Rev J Autism Dev Disord (2016) 3:302-329
DOI 10.1007/540489-016-0085-x.
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BUNOJIOMMYECKNE NCC/IEAOBAHUA!

ASD Validity

Lynn Waterhouse + Eric London? Christopher Gillbergs



CLA: lNpoueHT pnHaHcupoBaHua nccrnegosaHnm PAC*
($400, 000,000) no HanpaBneHNAM

Apy! bunon:i
28%

dakKkTOpb
24%

NNeye
13%

20%

m 2010: federal funding reached $334 million & private funding
exceeded $74 million



AyTl/I3MbI, dCCOLUMNNPOBaAHHbIE TEHbI. HACTOALLEE
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PAC u cnHagpomanbHbid ayTu3m: pasHoobpasne reHeTUYeCcKknx NoNoMOoK Ha
Pa3HbIX YPOBHSAX CXOAUTCS Ha HapyLUeHNUN OYHKLMIA CUHAMNCOB
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Lessons learned from studying syndromic neuroscience
autism spectrum disorders

Yehezkel Sztainberg!? & Huda Y Zoghbil:*#



AccounmnpoBaHHbIE C ayTU3MOM MyTauun 3aTparmearoT
aAPXUTEKTYPY U YHKLUN HENPOHOB

benKku knemouHoU adz2e3uu u apxumeKkmypsl CUHANCO8
dnuzeHemuyecKue pe2ynamopbl HelipoHHOU aKmusHoCMu
Pezynamopesl sKkcnpeccuu eeHo8

Apxumexkmypa Na+ KaHaso8

Ca2+ KaHanos

Xumuyeckaa nepedaya cuzHana (HelipompaHcmummepeol)
SHepzemuyeckuli obmeH 8 MUMOXOHOPUAX

Pezynayua akmusHocmu MUKpoa2uu

Apyaoe

GeneReviews, http://www.genetest.org. Copyright, University of
Washington, Seattle 1997-2010.



XnBOTHbIE MOOENU CMHOPOMArNbHbLIX BApUaHTOB ayTM3amMa — YPOKU
n obellaHus Ha dyayulee

UN3neyeHue 803MONMCHO, ecrnu
rnpenapameol Ucrios163yrom

- HCII'I,OGB/IE‘HHO, 86 coomeemcmeue C
rnamoceeHesom

* Hanpumep 0715 HUBOMHbIX C
degppuyumom b6enka FMRP

e mGIluR aHmazoHucm mavoglurant

e Juypemuk bumetanide — aHmaz2oHucm
XxnopHo20 mpaHcrnopmepa NKCC1,
CHUX(QarW,e20 KOHUeHMpayuo
BHYMPUK/IEMOYHO20 X/10pA

— 8 paHHem so3pacme!

— [lepsbie pe3ynbmamel KAUHUYECKUX
ucneimaHull Ho8bIX Npenapamos 018
nayueHmos ¢ PAC (cm. Lemonier et al,
Translational Psychiatry (2012); Jeste
and Geshwind, SCIENCE
TRANSLATIONAL MEDICINE (2016)
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[lepexo0 K buosnozcu4ecKum Kpumepusam Oua2HOCMUKU

(RDoC — Research Domain Criteria National Institute of

Mental Health, 2016)

Mcrnonb3o8aHuUe 2eHOMHbIX mexHos102Ul U Helipo-
3HOOeHomunos 0711 8bIACHEHUA 3aMPOHYMbIX y NauueHma
MOseKyAAPHO-2eHemuYecKux nymed, nepcoHanu3upo8aHHO20
Mo0X00a K f1e4YeHUro

BigData.© " 20" o " A " e ee . T . T~

Cywecmeyroujue HoiHe Big Data

nAGHUpPYyemble KOHCoOpUUyMbl

v,
\NXU Langone

MEDICAL CENTER



Pornb Henpodmnanonorum 4YenoBeka B oyayLem — TpaHCNALUNOHHbIE
nccriegoBaHug, HanpasneHHble Ha AndpdepeHUnanbHyo
OVNarHOCTUKY NaTonornm MosiekynsapHo-reHeTndeckux nytem PAC
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Lessons learned from studying syndromic
autism spectrum disorders
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9710 BO3MOXHO! CrnyxoBon pe3oHaHC Ha YacToTe ramma puTMOB
nogaBneH Kak Ha mogenax ¢ bnokagon NMDAR, Tak n 'y ocobon
rpynnbl geten ¢ PAC, nmetownx mytaumm reHa SHANKS

Oetn ¢ PAC Hocutenn SHANK3 myTtaumii Cbicoesa u gp. 2016
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CMNACUBO!

AdeTn n ux poamntenun, ydacrtsoBaBLUME B NCCIeO0BaHNAX

['paHT Poccunckoro HayyHoro ®oHaa, 6€3 Uben nogaepxku
nccnegoBaHus Obiny Obl OCTAHOBMNEHbI

3apybexHble napTHepsl (VI. Litvak, K, Friston — UCL, GB)

Enena OpexoBa
AHHa byTopuHa
MapwuHa LeTtnuH
Onbra CbicoeBa
Nnbsa NantoTa
["anuHa YyxyToBa
AHpgpen lNpokodbeB
Monogble COTPYAHUKKW, acnupaHTbl U CTYAEeHTbl, yd4acTBylowmne B paboTe




