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B cTatbe packpbiBaeTcsa aKkTyaslbHOCTb Mpo6/eMbl PpacCTPOUCTB ayTUCTUHECKOIO CNEeKTPa y AeTer u COBPEMEHHbIN B35/
Ha 3TMOJIOrMI0O M MaToreHe3 JaHHbIX COCTOSIHMK. PaccmaTtpuBaetcsi KaaccupuKkaums aytMama COrlacHO MPUHATON B
Poccnn MexayHapoaHo# Knaccupukaumm 6one3Hert 10-ro nepecmotpa U BaxKHble U3MEHEHMST HOBOro Kaaccupukatopa
AMEPUKaHCKON MCUXMaTpU4eCcKon accolmnaLmm, KacarLmecs paccTPoOUCTB ayTUCTUYECKOIO CNEKTPa. YINOMUHAKOTCS CI0X-
HOCTH, CBSI3aHHbIE ANarHOCTUKON PacCTPOMCTB ayTUCTUHECKOIO CMIEKTpa y AeTel, KOMOpPOMAHOCTb ayTuama U psaa apyrux
cuxmMaTpUYECKMX HO3010MMI M HEOBX0AUMOCTb TLUaTE/IbHOM AnddepeHUManbHON ANarHoOCTUKU B KpYry 9TUX 3a60/1eBaHU.
PaccTpoicTBa ayTMCTUHECKOIO CreKTpa npejcTaB/eHbl C TOYKU 3PEHUA KIIMHUYECKON FEeHETUKU, [JOKa3biBaeTCcsi HeobXo-
AMMOCTb MEeAMKO-TreHETUYECKOIr0 KOHCY/IbTMPOBAaHUSA MpPU MOCTaHOBKe AuarHo3a. [laetcs onpepesneHne KOMMIEKCHOro
M 9cceHUManbHoro aytuama. B rpynne KOMMAeKCHOro aytMama BblAeNeH PsAA pacrpoCTpaHEeHHbIX reHeTUYECKUX CUHAPO-
MOB C OMUCaHUEM KIMHUYECKON KapTUHbI U MOJIEKYISIPHO-reHETUYECKUX MEXaHM3MOB, JiealyMx B OCHOBE MaToreHesa.
PacKpbiBatoTCS CI0XKHOCTU MOJIEKYIIPHO-FEHETUYECKOI 0 MOATBEPKAEHUS ANarHo3a, Np1BeAeHbl aropUTM rNomcKka MyTaLui
M KpaTKoe orn1caHne MeTo40B AnarHoOCTUKN. B rpynne geten ¢ acceHynasibHbIM ayTU3MOM MPOAEMOHCTPMpPOBaHa 3¢QeKTHB-
HOCTb CTaHAapTHOM NpoUeaypbl MONEKY/IAPHO-reHETUYECKON ANarHOCTUKU Ha KaxKaoM 3Tarle, CoriacHO IMTepatypHbIM AaH-
HbIM. Ha npumepe pacrnpocTpaHeHHbIX MUKPOAENELIMOHHbIX U MMKPOAYNIMKaLUMOHHbIX CUHAPOMOB OCBELLEHbI BO3MOXHOCTH
M npeumyliecTBa MeToga XPOMOCOMHOI0 MUKPOMATPMUYHOIO aHain3a Kak OAHOro M3 [OCTYMHbIX COBPEMEHHbLIX METO0B
MOJIEKY/IAPHO-TrEHETUYECKOM ANarHOCTUKU B Ipyrne AeTei ¢ pacCTpomcTBaMm ayTUCTUHECKOIO CIEKTPA.

KntoyeBble cnoBa: paccTpoyicTBa ayTUCTUYECKOIO CNEKTPA, XPOMOCOMHbIN MUKPDOMAaTPUYHbIA aHansd, CybMUKPOCKONUYe-
CKMe nepecTporik1, BapnaLmn KOMMMHOCTH FreHOB.

(Bonpockl coBpemeHHow negnatpmnn. 2014; 13 (3): 61-68)

Ha NpoTsSEHUM HECKONbKMUX AECATUNETUI PacCTpom-
CTBa ayTUCTMYECKOro CreKTpa SBNAITCH aKTyalbHOM
npo6ieMoit MMPOBOro Maclutaba no pPsaay MeauLIMHCKUX
M COMPSIKEHHbIX C HUMK Hay4YHbIX AWUCLMMIUH. AyTWU3M
N0 Mepe HOBbIX HENPOGU3UONOTUYECKMX, HEMPOMCHUXONOr K-
YECKMX, HapMaKONOrMYECKUX U FTEHETUYECKUX JOCTUMEHM
B ero M3y4yeHuu OTKPbIBAET nepej uccienosaTensmu Bece

HOBble 3ajayu, YTO NOAAEPIKMBAET MOCTOSHHbLIN Hay4YHbIN
MHTEpeC K ero nayyenuto [1-3].

B cBA3M ¢ HEOAHO3HAYHBbIMK NOAXO4AMM K OLIEHKE ayTu-
CTMYECKHMX PaCcCTPONCTB B pa3HbIX CTPaHax pacnpocTpaHeH-
HOCTb ayTM3Ma y aeTen Konebnetcs ot 4 o 26 cnyvyaes
Ha 10 Tbic. AETCKOro HaceneHus. PacnpocTpaHeHHOCTb
y ManbynKkoB B 4—4,5 pasa Bbllle, YEM Y AeBOYEK. BarkHO
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The relevance of a problem of autism spectrum disorder in children and the modern view on etiology and pathogenesis of these
states are revealed in the article. Autism classification according to the International classification of diseases of the 10th revision
adopted in Russia and important changes of a new classifier of the American psychiatric association concerning autism spectrum
disorders are considered. The difficulties connected with diagnostics of autism spectrum disorders in children, autism comorbidity and
some other psychiatric nosologies and the necessity of detailed differential diagnostics for a circle of these diseases are mentioned.
Autism spectrum disorders are presented from the point of view of clinical genetics, the necessity of medical genetic consultation in
diagnosing is proved. Definition of complex and essential autism is given. A number of widespread genetic syndromes with the
description of clinical characteristics and molecular genetic mechanisms underlying the pathogenesis is allocated in the group of
complex autism. Difficulties of molecular genetic confirmation of the diagnosis are revealed, the algorithm of search of mutations and
the short description of methods of diagnostics are given. The efficiency of standard procedure of molecular genetic diagnostics at each
stage, according to literary data, is shown in the group of children with essential autism. The opportunities and advantages of a method
of the chromosomal micromatrix analysis as one of available modern methods of molecular genetic diagnostics in the group of children
with autism spectrum disorders are highlighted on the example of extended microdeletion and microduplicational syndromes.
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HenpepbiBHOE NpodeccuoHaNbHoe o6pa3oBaHne

OTMETWUTb, 4YTO QOpPManbHO PacnpPOCTPAHEHHOCTb pac-
CTPOWCTB @ayTUCTUYECKOrO CNeKTpa B Mupe pacteT: 1/2000—
1/2500 petckoro HaceneHusas — pgo 1990-x rr., 1/476—
1/323 — B 1990-e rr., 1/91-1/169 — nocne 2000-ro.
AHanM3 [daHHbIX MO3BOMASET 3aKN04YWUTb, YTO «3ANUAEMMUS
ayTM3Ma» He OTparkKaeT MCTUMHHOro yBenuyeHus 3abonesae-
MOCTH, @ 06bsAcCHAETCA 60/bllen OCBELOMIEHHOCTLIO 06LLe-
CTBa M Bpayen, a TaK¥Ke pacluMpeHueM AUMarHOCTUYECKMX
KpuTepueB. CornacHo peaynbtataM MocneaHux uccnego-
BaHMI, ToNnbKo 30% pOeten ¢ pacCcTpoMCTBaMM ayTUCTU4e-
CKOro CreKTpa sBAS0TCA YMCTBEHHO OTCTaNbiMK1, TOr4a KaKk
B 60nee paHHUX UCCneaoBaHUAX Takux aeten 6bino ao 70%.
JTO MOXET CBMAETENbCTBOBATb O TOM, YTO MHOrMe AeTu
C NErkMMn NposiBAeHnsMrU 3aboneBaHus He OblIM YYTEHbI
B npotuble rogpl [4-9].

JTMONOrMA U MeXaHWU3M pPas3BUTUA PACCTPOMCTB ayTu-
ctuyeckoro cnekrtpa (PAC) ndyvyeHbl HeJoCTaTO4HO, OAHAKO
04yeBMAHaA WX retTeporeHHocTb. Ha pasBuTve 3aboneBaHus
BNMSieT MHOXecTBO ¢akTopoB. CornacHo COBPEMEHHbLIM
npeacTaBneHnsM, B ocHOoBe natoreHe3a PAC nexuT Hapy-
WeHe pa3BuTUS ronoBHoro moara. CyuectsyeTt cBA3b PAC
C MyTauMsiMK B reHax, y4acTBYIOLLMX B 06pa3oBaHnm cuHan-
TMYECKMX CBHA3EM MeXay HeMWpoHamMu rOJ0BHOIO Mo3ra.
PAC Habniopatotcs npu 3abosieBaHWUaX, COMPOBOMKAAIOLLINX-
ca natonornen metadonuama (GEHUNKETOHYPUS, CUHOPOM
Cmvmuta—-Jlemnan—-0nuTua) MM OpraHnYyeCKUMKU MNOParKEeHU-
MU BellecTBa roN0BHOMO Mo3ra (Ty6epo3Hbli CKIepos,

HenpodmbpomaTtos). Yactota PAC npu 3atux 3ab6oneBaHUsAxX
BecbMa BbICOKa [8—12].

McecnegoBaHUs MOHO3WMIOTHbIX GNM3HEL 0B MOKal3anu
CYLLECTBEHHYIO PONib HaCNeACTBEHHOW MpeapacnofioxKeH-
HOCTM B pa3BUTMM 3a60/eBaHMA: KOHKOPAAHTHOCTb paBHa
60-90%, a pacnpocTpaHeHHOCTb cpeau CUBCOB M AU3U-
roTHbIX 61M3HeUoB — 2-3%, 4YTO Bbile MNONYAALUOHHbIX
puckoB. Taknum 06pa3oM, ecTb OCHOBaHWS nonaratb, YTO
HacnegoBaHWe onpeaeneHHbIX reHOB, XPOMOCOMHbIX abep-
pauui npegpacnonaraet K passuTtuio PAC n accouuunpo-
BaHHbIX MCUXMYECKUX 3aboneBaHui, HO peannsyeTcs 3Tta
NpeApacnonoXKEHHOCTb B MPUCYTCTBUN APYTUX FTEHETUHECKMX
n cpenoBbix dakTopos [10-12].

CornacHo ucnonb3yemon B Poccuickon Pepepauun
MexayHapoaHon KnaccuduKkauuu 6onesHen 10-ro nepe-
CMOTpa, AETCKUI ayTU3M OTHOCHTCS K OBLLMM paccTponcTBam
MCUXONOMMYECKOro pasBuUTUSA. [NaBHbIM NPOSIBAEHMEM 3TOWM
rpynnbl PacCTPOWCTB ABASETCS Tpuaga MPU3HaAKOB: Kadye-
CTBEHHbIE OTKNOHEHUS B COLMaNbHbIX B3anMMOAENCTBUSAX,
B MOKa3zaTeNsx KOMMYHUKabenbHOCTH, a TaKKe orpaHuyeH-
Hble, CTEPEOTUMNHbIE, MOBTOPSIOLLMECH KOMMAEKCHI UHTEpEe-
COB 1 genctsuin. B Tabn. 1 npeactaBieHbl OCHOBHbIE GOPMbI
HO30/10MMIM U3 rPYNMbl ayTUCTUYECKMX PACCTPONCTB.

B 2013 r. opuumManbHO BCTYynMiIo B AencTtBue «PyKo-
BOACTBO MO AMArHOCTMKE U CTAaTUCTUKE MCUXMYECKMUX pac-
cTponcTB V nepecmoTpa» AMEPMKAHCKON McuxMaTpuyeckomn
accoumaummn (DSM-V) [13]. Og4HO M3 BaXKHbIX M3MEHEHWUN

Ta6auua 1. OCHOBHbIE HO30/10MMK U3 TPYMMbl ayTUCTUYECKMX paccTpoicTe no MKB-10

Tvn o6Lero HapyLeHns pa3BUTUS, KOTOPbIA ONpeaensieTca HalM4yMeM: a) aHoOMaaui 1 3afepXeK B Pa3BUTUK, NPOSBASIOLLMUXCA y pebeHKa
B BO3pacTe 0 3 neT; 6) NCUxonaTonorMyeckmnx U3MeHeH Bo BCeX Tpex chepax — IKBUBANEHTHbIX COLMANbHbIX B3AaUMOAENCTBHUSAX,
PYHKLMAX OOLLEHUSA 1 NOBEAEHUS, KOTOPOE OrpaHUYeHo, CTEPEOTUMHO U MOHOTOHHO. XapaKTepHbl Gobun, paccTponcTBa CHa 1 npuema
NULLK, BCMbIWKK pa3aparKeHus v HanpasiaeHHas Ha ce6s arpecCUBHOCTb

Tun o6Lero HapyLweHUs pa3BUTUS, OTIMYAIOLLMICA OT AETCKOro ayTu3ma BO3pacToM, B KOTOPOM Ha4yMHAEeTCs pacCTpOMCTBO (aHOManmu

1 3a1EPXKKN B pa3BUTUKN MPOSIBUIIUCH Y pebeHKa cTaplue 3 neT), Un OTCyTCTBMEM (HeOCTaTO4HO AEMOHCTPATUBHON BblPaXEHHOCTbIO)
TpUaabl NATONOMMYECKUX HapyLLEeHWA, HEOBXOANMOW ANst MOCTaHOBKM AMarHo3a AeTCKOro aytuama. ATUNMYHbBIN ayTU3M Yalle BCero
pas3BuMBaeTCs y AeTen C rMy6OKON 3alePrKKOM Pa3BUTUS UM UMEIOLLMX Taxenoe cneundruyecKkoe peLienTMBHOE PacCTPOMNCTBO Pa3BUTUS peyun

[eHeTn4yecKn 06YCIOBIEHHOE COCTOSIHWE, OGHAPYKMBAEMOE TONIbKO Y AEBOYEK, MPU KOTOPOM SIBHO HOPMasbHOE paHHee pa3BuThe
OCJ/I0XKHSIETCS YACTUYHOW UMM MOJIHOM YTPaTOM PEYU, TOKOMOTOPHbIX HABLIKOB, 3aMeANEHMEM POCTa rofoBbl. HapylieHns BO3HUKalT
B BO3PACTHOM MHTepBane oT 7 A0 24 mecC XWU3HU. [104TU HEM3MEHHO OTMeYaeTcs TaXKenaa yMCTBeHHas OTCTanocTb

Tun o6Lero HapyleHns pa3BUTUS, A1 KOTOPOro XapaKTepPHO Hann4yue neprona abCcosloTHO HOPMaNbHOIO Pa3BUTUSA A0 NPOABIEHUSA
NPU3HaKOB PacCcTPOMCTBA, COMNPOBOXAAEMOro BblparKeHHON noTepen NpUoGPETEHHBIX K TOMY BPEMEHU HaBbIKOB, KacaloWmXCH pasinyHbIX
o6nactei pa3BuTuA. NoTeps NPOUCXOAMUT B TEHEHWE HECKO/IbKMX MECALEB NOCne pa3BuTUs paccTporcTea. O6bIYHO 3TO COMNPOBOXAAETCH
BbIPaXXEHHOW yTpaToMn MHTEPECA K OKPYKaloLemy, CTEPEOTUMHbLIM, MOHOTOHHLIM ABUIraTeNlbHbIM NOBEAEeHUEM U XapaKTePHbIMU ANa
ayTM3ma HapyLeHuammn B chepe colnanbHbiX B3auMOAENCTBUI U GYHKLMIK 06LLEHNS

37O Kateropus, K KOTOPOM OTHOCHAT rPynmny AeTel C BblIPaXEHHOM YMCTBEHHOM OTCTanocTbio (IQ Huxe 50), NPoABNFIOWMX TMNEPAKTUBHOCTD,
HapylleHWe BHUMaHWS, a TaKKe CTepeoTUNHOe NoBeAeHne. B NogpoCTKOBOM BO3pacTe rMnepakTMBHOCTb UMEET TEHAEHLMNIO CMEHATLCA
CHUXEHHOW aKTUBHOCTbIO (4TO HETUMUYHO 19 TMNEPAKTUBHbIX AETEN C HOPMalbHbIM UHTENNEKTOM). [laHHbIN CUHAPOM 4acTo CBA3aH

C pas3nnyHbIMK OTCTaBaHUAMU B Pa3BUTUM OBLLETO MK crielMdUYeCcKoro xapaKkrepa

PaccTpoicTBO HeoNpeaeneHHOM HO30/10M UK, XapaKTePU3YIOLLEECH TaKUMU e Ka4yeCTBEHHbIMW aHOManaMM CoLMalbHbIX
B3aUMOLENCTBUI, KaKue xapaKTepHbl AN ayTu3Ma, B COYETAHUU C OFPaHUYEHHOCTbIO, CTEPEOTUMHOCTLIO, MOHOTOHHOCTbLIO MHTEPECOB

1 3aHATMI. OTIMYMe OT ayTU3Ma COCTOMUT B NEPBYIO 04epeb B TOM, YTO OTCYTCTBYET 06bl4Has AN HEr0 OCTaHOBKAa UK 3afepiKKa pasBuUTUS
peyn 1 No3HaHUS. ITO PacCTPOMCTBO HYaCTO COHETAETCH C BblPaXKEHHON HEYKITIOXECTbIO




HOBOro Knaccudukatopa — 3TO MOSIBEHWE B HEM KaTe-
rOpUK «paccTpoMCTBa ayTUCTMYECKOro CMeKTpa» B3ameH
cywectBoBaBlwnx B DSM-IV guarHo3oB aytnuama, CUHAPO-
Ma Acneprepa, Ae3WHTErpaTMBHOIO paccTponcTBa AETCKOro
BO3pacTa M HEYTOYHEHHOro obuiero paccTpoucTBa pas-
BUTUSI — BCE OHW Y}KE HE WMCMONb3YyKTCS NPW NOCTAaHOBKE
AnarHosa. B HOBOM pyKOBOACTBE HapylleHWs Npu ayTu3me
CBOAST K ABYM KPUTEPUSM: HAPYLLEHWUIO COLIMaNbHOM KOMMY-
HUKaLMKU U OrpaHUYEHHOMY M NMOBTOPSIOLLEMYCS NOBEAEHMIO.
Bce cMMNTOMbI paccMaTpuBalOT KaK KOHTMHYYM, CMEKTP
NPOSIBIEHUN — OT NIErkMX A0 TaKenbix ¢dopm. B HoBoOWM
KnaccuduKaumnm HeT orpaHMyYeHnss NepBbIMKU TPEMS Fogamu
WU3HU. [lnarHo3 MoxeT OblTb MOCTaB/ieH W MO3)Ke, OfHa-
KO oroBapvBaeTcs, YTO MepBble CMMNTOMbI 3aboneBaHus
[JOMKHbI NMPOABUTLCS B paHHEM BO3pacTe, Aaxe ecnv OHu
ANvTeNbHOE BPeMs OCTaloTCs Hepacno3HaHHbIMMU.

lpynna geten ¢ PAC KAMHUYECKU U ITUONOMMYECKH reTe-
pOreHHa: yMCTBEHHasi OTCTanoCTb, MO Pa3HbiM [aHHbIM,
BcTpevaetcs y 30—70% neten, CyaopOXKHbIM CUHAPOM OTMe-
yaloT y 25%, 4acTo perncTtpupyrtoT nNaToiorMYEeCcKylo aKTUB-
HOCTb Ha afieKTpoaHuedanorpamme. CylwecTBYIOT AaHHble
0 HaMYMK TEX UAN UHBIX CTPYKTYPHbIX aHOMasMi roN0BHOIO
Mo3ra, OGHapyKEeHHbIX METOAOM MarHUTHO-PEe30HaHCHOWM
Tomorpadun y 40% peten M3 rpynnbl HECUMHAPOMASIbHOIO
ayTM3Ma C CYAOPOXHbIM CMHAPOMOM. [1peBblilleHne Mopo-
ra cturmMatusauunmn Bctpedaetca y 15-20% nwogen ¢ PAC
WM npeaBeLllaeT MJoXoM OTBET Ha PaHHIO WMHTEHCUBHYIO
nosedeHYyeckyo Tepanuio. MuKpouedanus MMeeT MecTo
y 5-15% peten ¢ PAC u Takxe aBAseTcs NporHoCTUYEeCKU
HebnaronpusaTHbIM NpU3Hakom [7-12, 14, 15].

Taknm o06pa3om, 6onbluas 4yacTb TPaAAMLMOHHbLIX A
NMCUXOHEBPOSIOTUN KIMHWKO-N1abopaToOPHbIX TEXHWUK AMarHo-
CTUKM, NPUBHOCS BaXKHble AOMONHEHUS B KIIMHUYECKYIO Kap-
TUHY NaTONOMMYECKOro COCTOSIHMS, HE OMMUChIBAET KPUTEPUEB
NOCTAHOBKMW AMarHo3a. JTO OCTaBNSeT Ha CYObeKTUBHOE
TpaKToOBaHWe Bpa4ven U poauTenen Takue NoHATUS, KaK ypo-
BEHb COLMANbHOro B3aMMOAENCTBUSA, KOMMYHUKaBENbHOCTH,
NCUXMYECKOro pa3BuTUSA U np. Cy6beKTUBU3M TaKMX OLEHOK
0COGEHHO Bblpa)KeH B Clly4asix ¢ AeTbMM AOWKObHOIO BO3-
pacTta. B ¢BS3K € 3TUM B KIMHUYECKOW NMPaAKTUKE OETCKOro
NCUMXOHEBPOSIOra WM MCuxMaTpa npeactaBnseT onpeaeneH-
HYIO CNOXHOCTb aAndbdepeHunanbHas AMarHoCTMKa ayTu-
CTUYECKOro paccTponcTBa C M30AMPOBAHHOW YMCTBEHHOM
OTCTaNoCTblo (B CTPYKTYpE HacneAcTBEHHbIX ONUrodpeHunn,
OpraHW4YeCKMX MopaxKeHUn LEeHTpaNbHOW HEPBHOW CUCTe-
Mbl TMMOKCMYECKOro, MeTaboNMYeCcKoro WM Apyroro reHe-
3a), OCOGEHHO €Cnn NocneaHss CONpPOBOXAAEeTCs runepakx-
TMBHOCTbIO M MOBTOPSOWMMNUCS AencTBUSMU. B nocneaHue
roabl NOSIBUAOCH MHOrO paboT, CBMAETENbCTBYIOWMX O TOM,
4YTO KIMHUYecKne nposasneHus PAC (ncuxonaTofiormyeckue,
HENPOMNCUXONOrMYecKkne, HeEMPoBU3yann3aLOHHbIE) NMEIOT
psa O6LWMX 4epT C TaKMMW HO30/0TUAMM, Kak 6unonsp-
Hoe adPeKTUBHOE PacCTPOMCTBO, WN30DPEHUS U CUHAPOM
aeduunTa BHUMaHUS ¢ runepaktnBHocTbio [16—20]. M. Pon
1 coaBT. o6¢cnefoBany 53 B3pOC/bIX NauMeHTa ¢ NEPBUYHBLIM
AnarHo3om «CuHapom geduunta BHUMaHMS C rMnepakTBHO-
CTblO», Y 8 U3 KOTOPbIX B NpoLiecce uccnenoBanHms 6bin auar-
HOCTUpOBaH cuHApoOM Acneprepa, 4to coctaBuno 15,1%,
3HAYUTENbHO MpeBbIWas NONyIALUMOHHYIO PacnpoCTpaHeH-
HOCTb cuHapoma Acnieprepa, paBHyo 0,006%. Mo MHeHuUIO

aBTOpoB paboThl, UccnegoBaTeny AOMKHbI 6blTb OCBEAOM-
JIeHbl 0 KOMOPOGUAHOCTU 3TUX 3aboneBaHni, Nockonbky PAC
pefko AMarHOCTUPYIOT Y B3POC/bIX NALMEHTOB, €ClM OHMU
He Obln 3anoAo03peHbl B AETCTBE, a NPOSBAEHUS BbICOKO-
dYHKUMOHaNbHOro aytmaMa He TaK 3aMeTHbl B AETCKOM
BO3pacTe MO CPaBHEHUIO C PaHHUM [ETCKMM ayTM3MOM
[21]. MepeKpecTHasa cumnToMaTUKa 06yCNOB/IMBAET CNOXKHO-
CTW NOCT@HOBKM AMarHo3a W yKasblBaeT Ha Heo6x0aAMMOCTb
npoBefeHus TwaTenbHon audpdepeHunanbHoOn auarHoCTUKK
B rpynne aTtux 3aboneBaHunin [16—-18].

B AuvarHocTuke ayTuama BaHas cocTaBnsiowas npu-
HaONEXUT MONEKYNSPHO-TEHETUYECKUM UCCNEeA0BaHUAM.
C NO3UUMIA KIMHUYECKON FEHETUKU B 3aBMCUMOCTH OT OLIEH-
Kn deHoTMNa ayTU3M MOXKET ObiTb pasfefieH Ha KOMMAeKe-
HbIM U 3CCEHUMaNbHbIM (HECUHAPOManbHbIN) [14, 15].

3cceHunanbHbiv aytuam coctaBnset 70-80% PAC. etu
C TaKMM AMarHo3oM He ABAATCH AU3MOPOUYHBIMM, Cpe-
AW HUX 60oNblue Manb4yMKOB (COOTHOWEHME MYMCKOro nona
K KEHCKOMY paBHO 6,5:1); KaK NpaBuo, €CTb U APYrne YneHbl
cembk ¢ PAC nnu aytnamaccoummpoBaHHbIMKU 3a60/1eBaHUS-
MM, TaKMUMW KaK ankoronmam u agenpeccus. MporHos couua-
nn3auunun cpeaun aTom rpynnbl 4OCTATOYHO BbICOK [14, 15].

Y 20-30% peten ¢ PAC umeeTr MecTo KOMMJIEKCHbIN
ayTM3M, KOTOPbIA XapaKTepuayeTcs Haau4yMeM MasblX aHo-
Manun passutua (6onee 5—6 cTUrm) n/mnm mmkpouedanmnen;
npU3HaKaMmu, yKasblBaloWMMKU Ha HapyLLEHWEe PaHHEro Mop-
doreHesa, B T.4. 3aKNafKM M pa3BUTUS FONOBHOMO MoO3ra.
KomnneKcHbIM ayTu3m cBsi3aH ¢ XyaWwnm nporHo3om, 6onee
HU3KUM COOTHOLLIEHUEM MYXKCKOIO M XeHCKoro nona (3,2:1),
MEHbLUEN BEPOSATHOCTbIO MOBTOPHOIO POXAEHUS pebeH-
Ka ¢ Nogo6GHbIMX MPOSBNEHUSMU B CEMbE MO CPABHEHUIO
C 3cceHuuanbHbiM aytuamom [14, 15]. MoxHO npeanono-
WTb, YTO KOMTMJIEKCHbIN ayTU3M Yalle CBSi3aH C MyTaLUsaMM,
BO3HUKWKMHK de novo, a He C yHacnefoBaHHbIMKU OT POAM-
Tenen, n 60NbLKMM MPOLEHTOM X-CLUEMSIEHHbIX COCTOSTHWUN.
Okono 10% petent uU3 aToM rpynnbl UMEKT CUHAPOMAbHYIO
natonoruio, T.e. aHanna GeHoTUna U KIUMHUYECKOW Kap-
TUHbI 3a60neBaHWsa MO3BONSET YCTAHOBUTb FEHETUYECKUNI
anarHo3. K caMblM pacnpoCTpaHeHHbIM, @ NOTOMY XOPOLUO
M3BECTHbIM FEHETUYECKMM CUHAPOMAM, acCOLMMPOBAHHbLIM
¢ PAC, oTHocsATCcS cuHapoMbl [dayHa, MaptuHa—benn (cuH-
[POM JIOMKOM X-XPOMOCOMbI Y ManbynKkoB), PeTra (y aeso-
yeK), Cmut—MareHuc, AHrenbmaHa, KopHenun pge Jlare,
neneunn 22911.2, Knudctpa, Bunbsimca [22-25]. KpaTKoe
onucaHWe CMHAPOMOB NpeacTaBieHo B Tab. 2.

Taknm 06pa3om, Npu NOAO3PEHMM Ha Hannvmne y pebeHKa
ayTUCTUYECKOrO0 PaccTpOMCTBa MpOBeAEeHUE MOMEKYNSPHO-
reHETUYEeCKON AMArHOCTUKKM 0653aTenbHO A9 MOCTaHOBKMU
anarHosa. TouyHbl guMarHo3 onpepensetr 3dPeKTUBHOCTb
MEAMKO-TEHETUYECKOro KOHCYIbTUPOBaHUS, NO3BONSET OLe-
HWUTb BEPOSAITHOCTb NMOBTOPHOIO POXKAEHUS pebeHKa ¢ Nogob-
HbiM 3aboseBaHWEM B CeMbe, daTb MPOrHO3 pPas3BUTUSA
3ab0/1eBaHUA U XU3HU pebeHKa. Kpome Toro, y4umtbiBas
KNMHUYECKYIO FETEPOreHHOCTb ayTUCTUHYECKMX PaCCTPOWCTB
W TpyoHocTn avddepeHunanbHONn AUArHOCTUKKM C APYrUMHM
NCUXMYECKMUMKU 3ab0NeBaHUAMM, a TaKKe onpeaeneHHylo
CYGBbEKTUBHOCTb TPAAMLMOHHOIO KAMHMYECKOro OCMOTpa,
Ha reHETUYECKYI0 AMArHOCTMKY MOMET BO3naraTtbCsi posfib
O6GbEKTUBHOIO KPUTEPMUS MOCTAHOBKM AMarHo3a ayTuctuye-
CKOro paccTpouncTtBa.
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HenpepbiBHOE NpodeccuoHaNbHoe o6pa3oBaHne

Ta6nuua 2. [eHeTMHECKME CUHAPOMbI, aCCOLIMMPOBaHHbIE C PACCTPOMNCTBAMM ayTUCTUHECKOrO CNeKTpa

Camoe 4acToe reHeTMYeCKoe COCTOSIHWUE, AMarHOCTUPYEMOE Y L, MY)XCKOTO Nojia ¢ PaccTpoiCTBaMu ayTucTuyeckoro cnextpa (0,46-2% Bcex
NaLWeHTOB C PAacCTPONCTBAMM ayTUCTUYECKOTO CMEKTPa). XapaKTepuayeTcs YyCKOPEHHbIMMY TEMMNaMK1 NOCTHATaNbHOro Pas3BuTha. 3T0 PoChble,
U3NYECKM PA3BUTLIE MANIbYMKM C KPYMHOM FONIOBOM, BLICOKMM BbICTYNAIOLLMM 160M, 60/1bLIXMM OTTOMbLIPEHHBIMM YilaMW. B NoApOCTKOBOM
BO3pacTe NPOUCXOAMUT YBENUYEHUE PA3MEPOB HUMHEN YENOCTH, M3-3a Yero INLO CTAHOBUTCA 60/iee BbITAHYTLIM. TeMIbl M0I0BOro PasB1TUS
TaKKe YCKOPEHbl, MaKPOOPXM3M MPK OTCYTCTBMM M3MEHEHUI CO CTOPOHbI SHAOKPUHHON CUCTEMbI. YMCTBEHHAS OTCTaI0CTb Pa3/IMYHOI CTENEHM
BbIpayKEHHOCTH. K MOBEAEHYECKMM OCOBEHHOCTAM OTHOCSTCS ABUraTesbHasi PACTOPMOMEHHOCTb, BbipaxeHHas adheKT1BHas BO36YAMMOCTb,
arpeccUBHOCTb. Peyb 6bICTpasi, HEBHATHAA, 3X0Nanus

CTpajatoT AEBOYKM, KOTOPble HOPMasbHO Pa3BMBAIOTCS 10 BO3pacTa 6—18 Mec. 3aTeM NPOUCXOAUT NocTeneHHas yrpata paHee NpUoGpeTeHHbIX
MOTOPHbIX U PeYEBbIX HABLIKOB, YTO COYETAETCS C PAa3HOOGPA3HON HEBPOIOTMYECKOW CUMNTOMATUKOM (@TaKTUYECKUI CUHAPOM, anpaKcus,
CYAOPOXHbI CHHAPOM, CMAaCTUYHOCTb B COYETAHUMU C AMCTOHWEN 1 aTpodHed MbllLL). XapaKTepHbl CTEPEOTUMHbIE, 0AHOO06GPA3HLIE ABUMEHUS PYK
(noTpaHue, 3anambiBaHue). B TeueHue 1,5 neT ¢ MOMeHTa Havana 3a6oneBaHus pa3BMBaeTCs AeMeHLMs, MUKpoLedanus, ayTuam

Ha nepBoM rogy }u3Hu AeTv Naoxo NpuGaBnsioT B BECe U POCTE, XapaKTepHa MbllLeYHas TMNoTOHUS, 3aiepXKKa MOTOPHOTO U PEYEBOTO
pa3BuTus. Cneunduryeckunit eHotvn Yale GopMUpyeTcs K CTapliemy AeTCKOMY UK NOAPOCTKOBOMY BO3pacTy (MIOCKOE WMPOKOE L0

C runonnasuen cpefHen YacTu, WUpoKas nepeHocuLa, BbiMyKblv 106, NPUOTKPLITLIA POT C LIATPOBUAHOM BEpXHEe ry6oi). YacTo Habnogaertcs
HapyLleH1e pUTMa cHa (paHHee 3acbkinaHune, NPEPbLIBUCTLINA COH, O4eHb PaHHEE YTPEHHee NPOGYKAEHWE U COHNMBOCTL B TeHEHUE [HS),

4YTO CBSI3aHO C MHBEPCHEN CYTOYHOTO PUTMa CEKPELIMM MENATOHWHA

OTMYUTENBHBIMU BHELHUMU NPU3HaKaMK ABASIOTCH MUKpoLedanus, ry6oKo NocaxeHHbIe ra3a, 60/bLLIOK POT, BbiCTynalowas Bnepes HUxHAA
YentocTb. PaHHee NCMXOMOTOPHOE pa3BUTUE MAET C 3aAePKKON, B fanbHenweM dopmupyeTcs ryboKas YMCTBEHHAs OTCTanocCTb. [loxoaKa Takux
[leTen aTaKTU4Has, HOru LUMPOKO PaccTaB/ieHbl, CYLLECTBYET XapaKTePHOE MOIOKEHUE PYK: OHWU MNOAHATLI U COTHYTbI B JIOKTEBbIX U Iy4e3ansCTHbIX
CycTaBax, B CBA3M C YEM ABMKEHUS HANOMUHAIOT ABUKEHUS KYKNbl-MapUOHETKU. POH HACTPOEHWS NOBBILLEH, AETU IErKO MPOBOLIMPYIOTCS, NN e
Y HUX CNOHTaHHO BO3HMKAIOT NPUCTYMbl CMEXa

B nepBble MecsiLbl }13HKU HaBN0AaeTCst BblpaXKeHHas MbllievHas rMnoTOHWUS BMIOTb O aTOHWM, CHUXeHWe pedIeKCoB, YTo 3aTpyaHAET
Kopmnerue. K rogy MbllleqHas r1noToHUsS NocTeneHHo yobiBaeT. HaunHas co BTOPOro NOyroAns X13Hu 1 Ao 6 net pa3susaeTcs nonudarus,
60/bHbIE NOCTOSHHO UCMbITLIBAIOT ronof, GopMUPYETCSH OXUPEHUE, BbI3BaHHOE NepeefaHneM, HEKOHTPONUPYEMbIM anneTUTOM U TMNOAUHaMUEN.
Poct 3ameanseTcsi B nepBble MECSALbI XKM3HW U CTAHOBUTCS 04EBMAHO HU3KWUM B MOAPOCTKOBOM BO3pacTe. XapaKTepHbiMiU GEHOTUNUYECKUMHU
0COGEHHOCTAMM ABNSIOTCA MUHAANEBUAHBIE [1a3a, Y3KUI 106, TOHKan BepXHAs ry6a, CBETNas Koxa, CTOMbl U KUCTU PYK AMCNPONOPLIMOHAIBHO
MasneHbKue, rMnonnasus NonoBOro YieHa v MOLIOHKM, KPUNTOPXU3M, a Y AEBOYEK — rMNONNa3uns nonosbix ry6. NMcMxomMoTopHoe pa3Butue

C 3aflepKKOW, B JanbHenweM HabntogaeTcs yMCTBEHHAs OTCTaNoCTb, Yallle IErKON UM YMEPEHHOW CTENEHN BblpaXEHHOCTU. Peyb HEBHSATHaS,
COBapHbI 3anac ManeHbKUi. bosnbHble o6poXenaTeNbHbl, 6€3bIHULMATUBHBI, N0X0 KOHTPOIUPYIOT CBOU AMOLIMK

Hanb6onee 4acTo BCTpeyaeTcs TpMaaa NpuM3HaKoB: 1) BPOXKAEeHHbIe MOPOKKM cepaua (74%), Yalle AedeKT MeXKenyL04KOBOM Neperopoaru

n TeTpapa danno; 2) aHoManuu pas3BuTUS Heba, B HaCTHOCTU TMMOTOHWUS rOPTaHM, pacllenvHa Heba, pacllenneHne a3bldka MArkoro He6a (69%),
rHycaBbl¥ rof0C NpU OTCYTCTBUM BOCNANUTENbHbIX IBIEHWI B HOCOINOTKE; 3) 0Co6bIN nuLeBorn deHotvn: Mukpouedanus (40—50%), KpynHbIi HOC
C WWMPOKOM KBaapaTHOW NEPEHOCULIEV M Y3KUMU HO3APSIMU, KOPOTKME IMasHble LEM, TUMOoniasns CKyOBbIX KOCTEW, ANIMHHAs CpeaHss YacTb
nua, Masnble aHOManMK YIWHbIX PaKoBWH. MCMXOMOTOPHOE pasBUTUE HOPMasbHOE WU CErKa 3aMeaIeHHoe, NMPK 3TOM TPYAHOCTU B 06YHEHUK
nenbitbiBatoT 70—90% feTen, 4acTo HabNloAaeTCs yMCTBEHHas OTCTanoCTb IErKON cTeneHn. Peyb HapyleHa, ee pa3BuThe 4acTo 3ana3abiBaeT.

Y 10% naLueHToB ¢ 3TUM CMHAPOMOM B Bo3pacTe A0 21 roga MaHUGECTUPYIOT pasnMyHble NCUXMyeckue 3a6oneBaHns

XapaKkTepHa npe- 1 nocTHaTanbHas 3afepKKa pocTa, OTCTaBaHWe KOCTHOrO Bo3pacTa OT KaneHhapHoro. Mukpouedanus, ryctole cpoclumecs
6pOBYU U ASIMHHbIE 3arHyTble PECHULbI, ManeHbKUI HOC C OTKPbITEIMU BNepes HO3APSMU 1 3anaBLUei NepeHoCULEN, TOHKas BepXH:As ryba,
onyLeHHble yrbl pTa. YacTo BCTpeyaloTest MOPOKM Pa3BUTUS BEPXHUX KOHEYHOCTEN. B paHHeM Bo3pacTe HablogaloTcs HapylleHue CocaHus,
YyacTble CpbirMBaHus, pBoTa GOHTAHOM, 3aTPYAHEHWS KEBaHUS U MMOTaHUA. YMCTBEHHAsA OTCTasIoCTb CPEAHEN UK TSKENON cTeneHun. letu
Manoo6LuTenbHbl, M36eraloT GU3NYECKOro KOHTaKTa, UM CBOWCTBEHHA CKYAHas MUMUKa U CTEPEOTUNUM B MOBEAEHWM, ayToarpeccus

XapakTtepHa 6paxuLiedanus, WUPOKUM 1106, MNIOCKOE NULLO, TMNEPTENOPU3M a3, KOPOTKUI B3AEPHYTHIA HOC. POT 4acTo NPUOTKPLIT, A3bIK
BbIMNIiAbIBAET HAPYXKY, YHTO CBA3aHO C 0COGEHHOCTAMM HENOCTHO-TIMLLEBON aHaTOMMUM (MaKpPOrOCCHs, MSICUCTan BbiIBEPHYTas HUXHAS ry6a,
«Kaprum poT», NPOrHaTU3M HUXKHEN YentocTn). PeHOTUN CTaHOBUTCS 60o/ee BblpaxeHHbIM C Bo3pacToM. C poxaeHns HabnlofaeTcs BblpaXeHHas
MbllUEeYHas rMNOTOHKSA, 3aflepXKa NCUXOMOTOPHOIO Pa3BUTUS, @ 3aTeEM — YMCTBEHHAs OTCTaIOCTb CPEAHEN U TAXKENOW CTENEHU, MOTOPHas
HeNOBKOCTb, aTakcus. HapyleHns ayTMCTMYECKOro CneKTpa, 04eBUaHbIE B PaHHEM AETCKOM BO3pacTe, MOTYT 6biTb NPeACTaBNeHbl LWMPOKUM
AnanasoHoM NPOSIBIEHUI OT CTEPEOTUMUIA U HaPYLLEHUS coLMann3aLMm o ayTUCTUYECKON KaTaTOHUKW. B NoApOCTKOBOM BO3pacTe 4acto
MaHUGECTUPYIOT NCUXO3bl, HAPYLUEHWUS MOBEAEHWUS: TMNEPAKTUBHOCTb C AeDULIMTOM BHUMaHUS, MPOSBAEHNUS ayToarpeccui. XapaKTepHbl
HapyLLeHUs cHa, YacTble NPOBYKAEHNS HOYbIO UK MOA YTPO, XOXKAEHWE BO CHE

CBoeo6pasHoe CTPOEHME INLA: LUMPOKKUIA 1106, YNOLLEeHHas NepeHocuLa, KOPOTKUIM HOC C OTKPBITbIMK Briepes HO3APAMMU, IMUKAHT, OTEHHOCTb
BEK, MOSHbIE LWEKN 1 rybObl, 3BE3A44aThbI PUCYHOK payXKu. [pybbii TeM6p rosfioca. HYacto BCTpeyatoTcsl MOPOKM pa3BUTUSA CcepALia: HagKIanaHHbIv
CTEHO3 aopTbl, HaAKIanaHHbIM CTEHO3 NIero4HON apTepuu, JedeKTbl NeperopoioK cepaua. [letm ¢ cuHapoMoM Bunbsimca otnnyatotes
KOrHUTUBHBIMW U NOBEAEHYECKMMU OCOBEHHOCTAMU. B paHHeM BO3pacTe XapaKTepHO OTCTaBaHWe B NNCUXOMOTOPHOM M PEHEBOM Pa3BUTUK,

B Ja/ibHelilleM pa3BMBaETCs YMCTBEHHAs OTCTaNOCTb PA3/IMYHOM CTENEHU BbIPAXEHHOCTH. [ake Npu 3HAYUTENIbHOM CHUMXEHWU UHTEJIEKTa peYb
y AeTen A0BO/bHO XopoLuas, 60/1bHbIE UMEIOT OTHOCUTEIbHO 6OJbLLIOW CIOBAPHbIV 3anac, CI0BOOXOTAIMBbI, CKIOHHbI K NOAPaXKaHuIo.

06nagatoT 0co060 Pa3BUTLIM My3blKasibHbIM CITyXOM, TaKXe 4acTo OTMeYaeTcs rnepakyaus. Bmecre ¢ TeM xapaKTepHa cnabocTb
NPOCTPaHCTBEHHO-3PUTENbHOrO BOCNPUSATUSA, CTPaSal0T OpPraHn3aLms 1 niaHupoBaHue AesTenbHOCTU. B 4ncno noBeaeHYecKrx oco6eHHoCTEN
BXOAST NOBbILLEHHas TPEBOXHOCTb, U30eraHne KOHTaKTa «rnasa B rnas3a», CTePeoTUNUHK, HapyLleHns cHa. [letTv ¢ cuHapomMoM Bunbsamca
Ype3mMepHO OBLUMTENbHbBI U OTKPbITbI, OAHAKO UM COXHO GOPMUPOBATH APYXECKUE B3aUMOOTHOLLEHNS, OHW YaCTO HE MOHUMAIOT
3MOLMOHABbHOMO COCTOSIHUS M UCTUHHBIX MOTUBOB MOCTYMKOB APYruX IIOAEN, YTO 06yCnoBAMBaeT AedULIMT coLManu3aLmm v B3auMHOM
KOMMYHUWKaLWu




[onrve roabl PEeKOMEHAOBAHHbLIM CTaHAapTOM Mofe-
KyNSIpHO-reHETUYECKON AnarHoctukmn aeten ¢ PAC aBns-
NI0Cb COYETaHME LUTOreHEeTUYECKMX METOAOB: UCCieaoBaHme
KapuoTuna M TecTa Ha JIOMKOCTb X-XpOMOCOMbI (415 1w,
MY}CKOIo nona), 4to B 5% cny4aeB npu AMarHOCTUKE y AeTen
C ayTUCTMYECKMMM PaCCTPOMNCTBaMMU MO3BOASAIO0 YCTAHOBUTL
reHeTmyeckyto natonoruio [10-12]. K ctaHAapTHbIM LuTOre-
HETUYECKUM METOAAM AMAarHOCTUKWM OTHOCST KapWUOTMUMMPO-
BaHWe ¢ G-oKpalluMBaHMEM U GNyopecUeHTHy rmépuansa-
umto in situ (FISH).

MccnegoBaHne KapuoTvna MNO3BOASET aHanM3upoBaTb
XPOMOCOMHbIN Habop B LEIOM W Onpeaenstb KpyrnHble
(6onee 100 kb) nepecTponku B HUX. [Tpn aTOM cyliecTByeT
PS4 OrpaHUYeHWU, TaKMX KaK TPYAOEMKOCTb, AIUTENbHOCTb
MUcnonHeHusa (1—-2 Hepn), BbICOKME TpeboBaHUS K KBanudu-
Kaluu v onbITy cneunanucTa, NpoBoAsLWEro uccaegoBaHuve,
a Takxke (B psae clydyaeB) TEXHUYECKME NPobsieMbl — Hefo-
CTaTO4YHOE KOSIMYECTBO M Ka4yeCTBO MccledyemMoro Matepua-
na, OTCYTCTBME MUTO30B MK POCTa KynbTypbl 1 Np.

FISH-gnarHoctMka — 6051€e COBPEMEHHbLIN U MeHee Tpy-
[OEMKMIA MeTOof, COCTOSIMM B OKpalMBaAHUM XPOMOCOM
HabopoM GyopecuUeHTHbIX KpacuTenen, CBA3blBaloLLMXCS
Cco cneumdnyeckumm obnactaMm Xpomocom. B pesynbra-
Te TAKOro OKpallMBaHWS FOMOJIOTMYHbIE Napbl XPOMOCOM
npuo6peTatoT MAEHTUYHbIE CMEKTPasbHble XapaKTEPUCTUKM,
YTO HE TOMbKO CYLWECTBEHHO O6/er4yaeT BbIIBNEHWE TaKmx
nap, HO M CNOCOBGCTBYET OGHAPYXKEHUIO MEXXPOMOCOM-
HbIX TpaHCMOKauui (TPaHCNOUMPOBaHHbIE YY4aCTKM UMeloT
CMNEeKTp, OT/IMYaloWMMCS OT CMEeKTpa OcTalbHOW XPOMOCO-
Mbl). MeTogom FISH MOXXHO pasnuyaTb NocnegoBaTeibHOCTH
[e30KCUpuboHyKknenHoson kucnotol (AHK), Haxoaswumecs
Ha paccTtosHun 50-100 kb gpyr ot gpyra. [MpUMeHeHue aTo-
ro MeTofa No3BONSET BbIABUTb NATONOrMYECKME N3MEHEHNS
B CTPYKTYpe xpomocom Yy 3% peten ¢ PAC.

Hec6anaHcMpoBaHHbIE XPOMOCOMHbIE MEPECTPONKU B
npegenax AgnanasoHa paspeLleHns AByX 3TUX METOAOB ABNS-
IOTCA KPYMHbIMKU M, KaK NPaBuio, BbISBASIOTCA Mpeumylle-
CTBEHHO Y nauneHToB ¢ PAC B coyeTaHun ¢ MaslbiIM1 aHOMa-
JIUSIMU UM NOPOKaMM Pa3BUTHS (T. €. B Fpynne KOMMJIEKCHOro
aytmuama). Y 1% geten atom rpynnbl LUTOreHETUYECKHE U3MeE-
HeHust o6HapyxuMBatoT Ha 15q11-13. B 60nbWwKHCTBE CNy-
YaeB 3TO yHacnegoBaHHas OT maTepu (pexe — oT oTua)
AyNAMKaLMsa y4acTKa Xpomocombl. Elle pexke BcTpedaetcs
neneuns 2q37, peneums 7931, geneuua vnu gyniavkauus
22913 [26-29].

B cnyvasix, korga ¢eHotun pebeHKa No3BONSET 3anoao-
3pUTb ONpefeNneHHbIn CUHAPOM, BO3MOXKHO MOMEKYISPHO-
reHeTuyeckoe MNOATBEPXKAEHWE pAuarHosa. Heobxoanmo
OTMETUTb, YTO MMEIOTCH CIOXHOCTU, CBA3AHHbIE C FEHETU-
YeCKOW reTeporeHHOCTblo psija CUHAPOMOB WM PasfivyHbI-
MU FEHETUYECKMMU MeXaHW3MaMu, NexalwumMu B OCHOBE
OAHOr0 W TOro e cuHapoma. TaKk, Hanpumep, CUHAPOM
MapTuHa—benn cBA3aH C W3MEHEeHMEeM CTPYKTypbl reHa
FMR1, pacnonoxeHHOro Ha AJIMHHOM nfieye X-XpOMOCOMbI
[24, 25]. N3meHeHMe YHKLMKM 3TOr0 reHa MOMET ObiTb
accoLMMpPOBaHO C TPEMS MexaHM3MaMu. Kak npaBuno, npu
JaHHOM 3abofieBaHUM OGHapyKMBaT yBeNWdYeHue 4ucna
TPUHYKNEOTUAHbIX noBTopoB LT (LUTO3MH-TyaHUH-ryaHWH)
B MNpoMoTOopHOM ob6nactu reHa FMR1. MeHee 4yem B 1%
cnyy4aeB BCTpeyvatoTcs 6onblias aeneums, o6HapyKMBaemas

MetoaoM FISH, ¢ YacTMYHOW MK MONHOW YyTPaTOW reHa uu
TOYKOBblE MyTaLMK (MAEHTUDUKaLMA BO3MOXKHA NyTEM CEK-
BEHWPOBaHUA reHa) [25].

YBennyeHne yucna TPUHYKNEOTUAHbIX MOBTOPOB MOMKHO
0BHapyKUTb METOAOM Cay3epH-BA0TTUHIA C UCMOSIb3OBAHUEM
METUNYYBCTBUTENbHbIX PECTPUKTa3 (AaHHbIM MeToh MNo3BO-
nseT npoBectn aHanui MetunupoBaHus [OHK). CayzepH-
6n0TTUHT (southern blot analysis) — metoa MaeHTUdGUKaLMm
cneundUYecKMX HyKNeoTUaHbIX nocnegoBatenbHocTen HK.
Monekynbl JHK ¢ NomMOLLblO PECTPUKTUPYIOLLMX DEPMEHTOB
pasgensaTca Ha Hebonblwne dparMeHTbl. ATU GparmMeHThbl
OTAENSAOT APYr OT Apyra METOAOM aneKTpodopesa, U ¢ MOMO-
LL|bO FEHHOr0 30HAa NPOU3BOAST MOUCK MAEHTUYHbIX YHaCTKOB
OHK. CekBeHnpoBaHWe reHa no3BONSET «NpoyMTaTh» nocsne-
[0BaTeNbHOCTb HYKNEOTUAOB, BbIBASAS MHCEPUUK, AeNELmnN,
AyNavKaunMm Uan 3aMeHbl O4HOMO HYKNeoTUAa Ha APYrow.

MeTunnpoBaHMe reHOB — MexXaHW3M 3anureHeTuye-
CKOW perynsauum, no3BONSAOWMA, HE U3MEHSIS CTPYKTYpY
reHa, ynpaBnaTb €ro 3KCnpeccuen nytem npucoesumHeHus
METUABHOW FPYNMbl K CNeunPUYecKnM perynatopHbiM y4acT-
KaM, aKTUBUPYS WKW OBNOKUPYs TaKMM 06pa3oM CUHTE3
6enKa, KoagMpyemoro 3TMm reHom. OgHW M Te Ke reHbl
MOryT 6blTb MO-Pa3HOMY METUAMPOBAHbl Ha CECTPUHCKMX
XpPOMOCOMax B 3aBMCUMMOCTM OT POAMTENIbCKOrO MPOMUCXO-
waeHus. YKasaHHbI MexaHU3M NeXUT B oCHOBe 60ne3Hen
UMMPUHTUHIA, K KOTOPbIM OTHOCATCS CUHAPOMbI AHrenibMaHa
n MNpagepa—Bunnn. 06a 3TMX CMHAPOMA CBSi3aHbl C U3Me-
HEHWAMM OHOIO M TOMO YK€ KPUTUYECKOro pPermoHa Xpomo-
combl 15 (15911-q913), n dopma 3abosieBaHUS 3aBUCUT
OT Mnona poauTensi, nepeaaBwero AedeKTHYID XPOMOCOMY.
OOHaKo Heob6X0AMMO UMETb B BUAY, HYTO TaK }Ke, KaK 1 B Ciy-
yae ¢ cuHapomom MapTtuHa—benn, cyuecTByeT HECKO/IbKO
nyTe pas3BUTUS ITUX FEHETUYECKMX COCTOSIHWM: Aeneums
KPUTUYECKOrO perMoHa, 0OAHOPOAUTENbCKAas ANCOMMS MO XPO-
Mocome 15, MyTauus ueHTpa UMNpUHTUHra [24, 25].

Cxoxue cneumduryecKkme CNoXKHOCTU CBSA3aHbl M C auar-
HOCTMKOM [ApYyrux cuHagpomoB. CuHapom Cmut—MareHuc
B 95% cny4yaeB cBfi3aH c geneunen 17pll.2, KoTopyto
MOXHO onpefenntb metogom FISH, a B 5% cnyyaeB metoaom
CEKBEHMPOBaHUA BbIIBASETCA TO4YeYHas myTauuma reHa RAIL,
pacnonioxeHoro B aTom pernoHe. CuHapom KopHenuu ae
JlaHre reHeTn4yecKku reTeporeHeH: B HacToSAWMKA MOMEHT
onucaHo no KpanHen mepe 3 rerHa (NIPBL, SMC1A n SMC3),
M3MEHEHUS B KOTOPbIX 06HapymBatoT B 70% cnyvaes, npu-
4eM MOryT BCTpeyaTbCs KaK TOYKOBbIE MyTaLMK, TaK U Kpyn-
Hble AefleLnn BCEro reHa Mnu ero yactu [24, 25].

MpUMeHeHMe nepeyncneHHbIX METOLOB MONEKYNAPHO-
reHeTUYeCKOM AMarHOCTMKM LiefiecoobpasHo, ecniny pebeHKa
MMeeTCs KOMMNEKC MaliblX aHOMani U MOPOKOB Pa3BUTHS,
No3BONAIOWMX 3aMNOA03PUTb FTEHETUYECKOE CUHAPOMaNbHOe
COCTOSIHME, 4YTO onpefensier anroputM noucka MyTauui.
OaHako 6onblias YacTtb geten ¢ PAC He aBnsoTCsS AM3Mop-
®OUYHBIMK M HE UMEIOT NOPOKOB Pa3BMUTUS, aCCOLMMPOBAH-
HbIX C M3BECTHbIMW FEHETUYECKUMU cuHapomMamu [14, 15].
370 He NO3BOASET ONPEAENNUTb KPYr AMarHOCTUHECKOro Nomc-
Ka M BblbpaTb MEeTod MONEKYNSapHO-TEHETUYECKON AuarHo-
CTWMKM, YTO OrPaHNYMBAET BbIIB/IEHWE FEHETUYECKOW NaToo-
rmn 'y 60nblIMHCTBA KaHamMaaTos 13 rpynnbl PAC.

B nocnegHue rogpl B NpaKkTUKy BeAyLWUX MUPOBbLIX reHe-
TUYECKUX LEHTPOB CTallM aKTUBHO BHeApSTb MEeTo[ XPOMO-
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Ta6aunuya 3. PacnpocTpaHeHHble Cy6MUKPOCKOMUYECKMe AeneLmmn u aynimkaumm, accouMmnpoBaHHble C pacCTpoCcTBaMm ayTUCTUYECKOrO
CMNeKTpa, 1 BaprMabeNbHOCTb KIIMHUYECKMX NPOABAEHUI (NpU 60NbLIKMX pa3Mepax Aeneuni 1 aynivkauunin Bo3aMmoxkHa FISH-guarHocTtmka)

Jlokanusauums Aeneuus Aynaukauus
MuKpouedanus, BbICOKMI 106, My6OKO NOCarKeHHbIE rMasa,
Makpouedanus, BbICOKUI 106, runepTenopuam rnas, rpyweBUAHbIN HOC, YKOPOYEHWE NepPBOro nanbLia BEPXHMUX
rMNonaasns MO30JIMCTOrO TeNa U YepPBS MO3XKeYKa, N HUKHWX KOHEYHOCTEW, yABOEeHWe /pacLuenieHune natoro
121 KaTapaKkTta. YMCTBEHHas OTCTaNoCTb IErKOW U cpefHew nasnbla CTonbl, ABYCTBOPYaTbIM aopTanbHbIM KnanaH, o6Luit
CTeneHu, paccTPOMCTBa ayTUCTUHECKOrO CNeKTpa, apTepuanbHbIi CTBOJ, TPAHCNO3ULMS MarucTpanbHbIX
TPYAHOCTU B 06YHEHWUM, LUM30PPEHUS, CYAOPOIKHbIV COCYZ0B, KOapKTauus aopTbl. YMCTBEHHAs OTCTaNoCTb
CUHAPOM NErkomn u cpefHen cTeneHun, paccTporcTBa ayTUCTUHECKOrO
cneKTpa, LW130bpeHns, CyLOPOXKHbLIA CUHAPOM
TpeyrofibHoe UNu BbITAHYTOE JIULLO, ANMUHHbBIA GUALTP, .
aHOMANMM NO3BOHOYHMKA, CTPAGM3M, TMTMEHTHLIE YMCTBEHHasi 0TCTanoCTb, PAaCCTPOMCTBA ayTUCTUHECKOIO
2p16.3 ! § o CNeKTpa, 3ajlepKKa pevyeBoro pasBuTHs, arpeccMBHoe
HeBYCbl. YMCTBEHHAs OTCTanoCTb, PacCTponcTBa NOBE/IEHHE, CYIOPONKHBIA CHHADOM
aYTUCTMYECKOro CMeKTpa, CYAOPOXKHbIN CUHAPOM '
OTTONbIPEHHbIE YLUKX, NOKaTbIM 106, aHOManuu 3y60B, .
P Y Y YMCTBEHHas OTCTanoCTb, PACCTPONCTBA ayTUCTUHECKOTO
2913 BbICOKAs rPaHMLIa POCTa BONOC Ha N1GY. YMCTBEHHAS CMNeKTpa, 3ajepKKa pevyeBoro pa3BUTUS, rMNepPakTMBHOCTb
OTCTaNoCTb, PACCTPONCTBA ayTUCTUHECKOro CneKTpa ! ’
AHOManuKn ckeneta, aHoManuu anua. YMCTBeHHas
2q37.3 OTCTanoCTb, PACCTPOMCTBA ayTUCTUYECKOrO CNEKTPA, PaccTpoiicTBa ayTUCTUHECKOro CNEKTPa, 3aleprKa
’ rMNEPaKTUBHOCTb, 3a[lePrKKa PeYeBOro pa3BuTUS, peyeBoro pasBuUTUS
CYAOPOXKHbIA CUHAPOM
YMCTBEHHasi OTCTaNOCTb, PACCTPOMCTBA ayTUCTUHECKOIO .
3p26.3 PaccTpoiicTBa ayTMCTMHECKOro cnekTpa
crneKkTpa
o TeneKkaHT, MUKpONeHuc. YMCTBEHHas OTCTanocTb,
3929 PaccTpoicTBa ayTUCTUYECKOr0O CneKTpa . P
paccTporCcTBa ayTUCTUHECKOrO CNeKTpa
. YMCTBEHHas OTCTaNOCTb TSXENOW CTeNeHU, pacCTponCTBa
4q35.2 PaccTtpoicTBa ayTMCTMYECKOro CneKkTpa
ayTUCTUYECKOro cnekKTpa
Hu3kui poct, MukpoLedanus. PacctporictBa
5035.3 PaccTtpoicTBa ayTUCTMYECKOro CneKkTpa ayTUCTUYECKOro CneKTpa, arpeccuBHOE noseaeHune,
3ajepKKa pe4yeBoro pa3BuTus
LLInpokasi nepeHocuua, LWMPOKKUMA 106, aHTUMOHIONTOMAHbIN
7q11.22 pa3pes rnas, runocnaaus. YMCTBEHHas OTCTanocCTb, B
’ paccTponCcTBa ayTUCTMHECKOrO CMEeKTpa, 3ajepxKa
peyeBoOro pasBUTUS
AHTUMOHIONOUAHbIN pa3pes rnas, rmnepTesopmusam, yaKas
7q911.23 CuHapom Bunbsimca CMMHKa Hoca, KOPOTKMI GUALTP. YMCTBEHHAsA OTCTaNoCTb
TSXKENOW CTEMNEHU, PacCTPONCTBa ayTUCTUYECKOrO CNeKTpa
YepenHo-nuuesble Au3amopdun. YMCTBEHHAst OTCTanocCTb,
7936.2 paccTponCcTBa ayTUCTUHECKOrO CNeKTpa, 3aepKa -
peyeBoOro pa3BUTUS, CyAOPOXKHbIA CUHAPOM
MaTonorus coeAMHUTENbHON TKaHW, CTPabusam. .
8p23.1 YMCTBEHHAs OTCTaNoCTb TAXKENON CTENEHU, pacCTPoWCTBa YMcTBEHHaA OTCTANOCTE, PACCTPOACTEA BYTHCTUHECHOTO
: N ! CNEeKTPa, CYAOPOXKHbIA CUHAPOM
aYTUCTMYECKOrO CMEeKTpa, CYOPOXKHbIN CUHAPOM
15911-15q13 | CuHapom Mpagepa—Bunnn. CuHapom AHrenbmaHa PaccTponcTBa ayTUCTUHECKOro cneKkTpa
YMCTBEHHas OTCTaNlOCTb TAXKENON CTENEHU, pacCTPOMCTBa .
P P MuKpouedanus. YMCTBEHHasi OTCTaNOCTb TAXKEN0n
16p11.2 ayTCTUYECKOTO CMIEKTPA, CHHAPOM AEOULITA BHUMAHNA cTeneHu, paccTponCTBa ayTUCTUHECKOrO CneKTpa
’ M rMNepaKkTMBHOCTU, 06CECCMBHO-KOMMYbCUBHbIE . ’
° CY[OPOXKHbIN CUHAPOM
paccTponcTBa, TPYAHOCTHU B OBY4eHUU
Bbicokunn pocT, Mmakpouedanus, NMueBble aHOManumu, o
AHOManuu nuua. YMCTBEHHaAs OTCTaNOCTb TSXKeNowm
16p13.2 HU3KO NOCAXKEHHbIE YLK, HapyLWeHWe crnyxa. YMCTBEeHHas crenenm
OTCTanoCTb, PACCTPOMCTBA ayTUCTUHECKOrO CNeKTpa
16p13.11 PaccTtpoictBa ayTUCTMHECKOro CneKTpa, WN30dpeHuns -
CuHapom MoToukM—JlyncKu: KpaHModaLumanbHbI
M30CT03, 6paxuLiedanus, MHOXKECTBEHHbIE 3K30CTO3bl
17p11.2 CuHapom Cmut—MareHuc A ' ! ’
P AP KOXHasl CUHAaKTUIMA 2—5. YMCTBEHHasi oTCTanocTb,
paccTponcTBa ayTUCTUHECKOro CNeKTpa
BbICOKUI N06, MMKPOTrHATHS, KPYMHbIE MOYKM YyLLENn,
BbICOKME apKOBUIHbIE GPOBU, aHOMaNUM Pa3BUTUSA MOYEK,
17912 aHOManuMn MaTku, HEMPOCEHCOPHAs TYroyxoCTb, CaxapHbi | Anunencus
nMabeT. YMCTBEHHas OTCTaNoCTb Pa3IMYHOM CTEMNEHM,
paccTponcTBa ayTUCTUHECKOro CNeKTpa, Wnu3obpeHns
17q21 PaccTpoicTBa ayTUCTUYECKOro CreKTpa -
22q11.2 BenokapanodaunanbHbii CUHAPOM, cMHAPOM Oun [opmxn | 3aaepiKKa pocTa, rTMnoToHUSA. YMCTBEHHAs OTCTanoCTb
Xp22.31 B PaccTtpoictBa ayTUCTUHECKOro CreKTpa, 3ajepxKa
pez. peyeBoro pa3BuUTUA
Xq28 OxMpeHne. YMCTBEHHAs OTCTaNOCTb, PACCTPOMCTBA YMCTBEHHast 0TCTanoCTb, PACCTPONCTBA ayTUCTUHECKOTO
ayTUCTMYECKOro crneKkTpa cneKkTpa




COMHOIro MWMKpOMaTPUYHOro aHanmza. C nomoubio 3T0ro
nceneaoBaHnUs MOXKHO BbISIBUTb HEGOJbLUME XPOMOCOMHbIE
NepecTponKn, CyBMUKPOCKOMUYECKNE Aeneunn uam aynnu-
KauuMm XpoMOCOM (MOoTepu WMAW yBEMYEHUE 4YUCNa KOMWi
reHeTMYecKoro martepvana), HeBUANMbIE MPU CTaHAAPTHOM
KapuoTunupoBaHuu. MoKasaHUAMKU K MUKpPOMaTPUYHOMY
XPOMOCOMHOMY aHanu3y SBASOTCH MHOXKECTBEHHbIE BPOXK-
[EHHble MOPOKK Pa3BUTHS, 3aEPHKKa NCMXOMOTOPHOIO pas-
BUTMA M YMCTBEHHasa oTcTanoctb, PAC, CyaOpOXKHbIA CUH-
APOM, NoaTBepKAEHME U 6osee TOYHaa AMarHOCTUKa paHee
BbISIBAE€HHbIX LMTOrEHETUYECKUX HapylleHWn (HecOanaHcu-
pOBaHHbIX XPOMOCOMHbIX NEPECTPOEK), aHaNU3 BO3MOXKHbIX
c6anaHCUMpPoOBaHHbIX MEPECTPOEK XPOMOCOM Y MaLUEHTOB
C NaToNornyeckumMm GeHoOTUNOM.

MeTo40M XPOMOCOMHOrO MMKPOMaTPUYHOro aHanuaa yaa-
€TCs YCTaHOBWUTb CyGMUKPOCKOMMYECKME XPOMOCOMHbIE nepe-
cTporkn y 5-10% peten ¢ acceHumanbHbiM Uy 10-27,5%
[eTeNn ¢ KOMMNEKCHbIM ayTnamom [12, 28, 30-32].

AHanu3 pesynbTaTtoB XPOMOCOMHOIMO MWKPOMAaTPUYHO-
ro aHanM3a W COOTHECEHUE MX C KIMHUYECKOW KapTUHOM
3aboneBaHua U GEHOTMNOM MauueHTa No3BONSAET caenaTb
paa BbiBoAoB. Kak BO3HMKWKWE de novo, TaK U nepeaaH-
Hble pebeHKy OT poauTener CyOMMUKPOCKOMUYECKMe aene-
UMK WM OynavKaumum SBASIKOTCS PacnpoCTpaHeHHbIM daKTo-
pom pucKa passutua PAC. bonee BbICOKMM PUCK CBSA3aH
C pedKMMK BapuaHTaMW M3MEHEHWMS KOMUWHOCTU TEHOB
no CpaBHEHWIO ¢ 6onee pacnpoCcTpaHeHHbIMKU BapuaHTaMu.
Koppensuus mexay BeNMMYMHOM XPOMOCOMHOM NEPECTPOMKMH,
O6GHapyXEeHHOW MEeTOAOM XPOMOCOMHOIo MUKPOMaTPUYHOIO
aHanusa, U KIMHUYECKMMK MNPOSIBAEHUAMM HEe OBHapyKe-
Ha. lpn atom 6onee rpybbii PGEHOTUN Yalle accouuupo-
BaH C geneunsamu (yMeHbLEHWEM KOMUMUHOCTU FEHOB), YEM
¢ aynanKkaumsamu. Puck pazsutua PAC Bblle npy MyTaumsx,
BO3HUKLWMKX de Nnovo, Mo CPaBHEHWUIO C yHacneAoBaHHbIMM
[29, 31]. C gpyron CTOPOHbI, CMHOPOMbI, acCoLMUpPOBaH-
Hble C AynaMKauusamu (yBenM4yeHMeM KOMUMHOCTU FEeHOB), —
[OBOJIbHO YacToe cobbIThe. Npu ITOM UCMNONb30BaHKE TOJIb-
Ko FISH-gnarHocTuKun, npakTMKoBaBLIENCS B npeablayline
roAbl, He MO3BOASANO AMArHOCTMPOBATb 3TU COCTOSIHMS.
BO3MOXHOCTM MeTo4a XPOMOCOMHOIO0 MWKPOMAaTPUYHOIO
aHanM3a Mno3BOAMAM CBSA3aTb AYNJIMKALMIO «KPUTUHECKOrO
permoHa» cuHgpomMa BunbaAmca v gynavKauuioo Knactepa
reHoB, Bxkatovas MECP2-reH (cuHapom PeTTa), C yMCTBEHHOM
otctanoctbto n PAC. Mytauuun reHa MECP2 ¢ notepeil QyHK-
LuMn 06ycnoBAMBalOT pa3BUTUE cUHAPOMa PeTTa y nunL, XKeH-
CKOro nona; aTa MyTauusa xapaKTepu3yeTcs npeHaTtanbHOn

REFERENCES

1. Baranov A.A., Maslova O.1., Namazova-Baranova L.S. Vestnik
RAMN — Annals of the RAMS. 2012; 8: 26-34

2. Maslova O.1., Baranov A.A., Namazova-Baranova L.S.,
Karkashadze G.A., Mamed’yarov A. M., Anikin A.V., Kuzenkova L.M.,
Lazurenko S.B., Timofeeva A.G., Nemkova S.A., Antonova E.V.,
I'in A.G. Pediatrich. farmakol — Pediatric pharmacology. 2012;
9(6):61-72.

3. Karkashadze G.A., Maslova O.1.,, Namazova-Baranova L.S.
Pediatrich. farmakol — Pediatric pharmacology. 2011; 8 (5):
37-41.

4. Fombonne E. Is there an epidemic of autism? Pediatrics. 2001;
107 (2): 411-412.
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