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IeHeTnyeckne HapylleHHsI BCTPe4YalOTCs ¢ BBICOKOI 4acTOTOH y JeTeii ¢ ayTHCTHYeCKHMMH paccTPOiCTBaMH.
PaccTpoiicTBa ayTHCTH4YeCKOro CIEKTpa MpednoJiaraloT HapylleHHst B Tpex o0jacTax: B cdepe conHaTbHbIX
B3aHMOJIelicTBUI, B KOMMYHMKATHBHOIi cdepe, B KpaiiHe OrpaHMYEHHbIX, MOBTOPSIIUMXCS M CTEPEOTHIMHBIX
naTTepHax NoBeJeHUs, WHTepecaX M BHIOB 3aHATHH. DTH JeTH HYXKAAWTCS B MNPOBEACHHMH TeHeTHYecKoii
ANATHOCTHKHU Il OMNpefesieHUs] BO3MOMHBIX 3THOJIOTHYECKHX (PAKTOPOB M NATOreHETHYECKHX MeXaHH3MOB
3a0o0JieBaHHusI ¢ ToOcCJeaylomell KoppeKuued NCHXOJOTHYeCKUX M TMOBeAeHYeCKHX HapywmeHwii. MoJekyJisipHoe
KapuoTUNHpoBaHue ¢ ucnojab3oBanuem JIHK-mukpouunoB — ogHa u3 HanGosiee COBPEMEHHBIX TEeXHOJIOTHIA
ANArHOCTHKU Te€HOMHBIX M XPOMOCOMHBIX HapyLIeHMii MpHu ayTu3Me. B mpakTuke KJINHHYECKOH NMCHXOJIOTHH H
MeIMIMHCKOH reHeTHKH MbI IPHMeHsIEM MeTO/bl BHICOKOpa3pellaiomeil cpaBHUTEIbHONH NreHOMHOI rHopuan3anun
Ha XxpomocoMHbIx mnpenapatax (HRCGH) wu mMonekyasipHoe kapuorunupoBanue (array CGH) na JHK
mukpouunnax. Ipu o6cnenoBannn 100 geteii ¢ ayTu3MoM, TPYAHOCTSAMH B O0OYYEHHH U BPOKAEHHBIMH MOPOKAMH
paseutuss MerogoMm HRCGH BbisiBjieHbl nepecTpoiiku reHoma B 46 % cayyaes. [lpu nomomm meroaa
MOJIEKYJISIPHOTO KapHOTHNHpOBaHUs1 oGcienoBaHo 50 nmereii ¢ aytusmom. B 44 cayuasx u3z 50 (88 %) obuim
BBISIBJIEHBI pa3jiMyHble aHOMauu u Bapuauuu reioma (CNV — copy number variations).B 34 cayuasx u3 44 (52
%) wuMenuch HecOaaHCHPOBaHHBIE Te€HOMHBbIe mepecTpoiiku. OHH BKJIIOYAIH JAeeUdHd, IYIUIMKALHWH,
cy0TelloMepHbIe NepecTPOiiKH, a TakikKe COYETAHHbIE T€HOMHbIE HapylleHHs. JTH JaHHbIe TMO3BOJISIOT
MpeanoJIoKUTh, YTO HapyIIeHHsl TeHOMa, He BbIsIBJIsieMble OObIYHBIMH MeTOJAAaMH aHaJIH3a XPOMOCOM, 4acTo
BCTpeualoTes y aeteii ¢ ayrusmom. Hamm nannbie neMoHeTpupyiot, yto mertog HRCGH moxkeTt 6bITh HCoIb30BaH
AJIS1 IPeCKPUHUHTA Tepel NPoBeAeHHEM MOJIEKYJISIPHOro KapuoTHnupoBaHusi. Hackosibko HaM M3BeCTHO, JaHHOE
HccileloBaHHEe MHUKPOAHOMa/Mii TeHOMa [eTeii ¢ ayTH3MOM HesICHOI JITHOJIOTMM siBisieTcsl mepBbiM B Poccum.
HccenenoBanusi TreHOMHBIX M XPOMOCOMHBIX HapYyIIEHMil y JeTeil ¢ ayTHCTHYECKHMMH PpaccTpoiicTBaMH ¢
TPYAHOCTSIMU B 00yYeHHH HE0OXOAHMMBI ISl NpoBeAeHUs A depeHnanbHOi HelipoOHOIOrHYecKoi JHATHOCTUKH
1 HAYy4YHO-000CHOBAHHOI MeIUIIMHCKOM U MCUX0JOTHYECKO KOPPEeKINH HapyLIeHUIi ICUXUKH.

KiroueBble ciioBa: ayTu3M, reHeTHIecKas TnarHoctuka, renoM, JIHK-mukpount, kKiinHIYecKas ICHXOJIOTHS,
MOJIEKYJIIPHOE KapHOTHITMPOBAHKE, ICUXOJIOTHUECKas KOPPEKIHA, CPABHUTENIbHAS TeHOMHAsT THOpUIN3aLus,
XPOMOCOMHBIE HapyIIEeHUS.
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Genetic disorders occur with high frequency in chilren with autism spectrum disorders (ADS). ADSs inolve
disturbances in three areas: violations in the sphie of social interaction, qualitative impairments n communication
field, is extremely limited, repetitive and stereogped patterns of behavior, interests and occupatian Genetic testing
allows us to identify possible etiologic factors ah pathogenetic mechanisms of the disease in ordev elaborate
methods of correction of mental and behavioral disalers. Molecular karyotyping using DNA microarrays is one of
modern technologies for diagnosis of genomic and mosomal abnormalities in children with autism. In the
practice of clinical psychology and medical geneti; we use high resolution comparative genomic hyltization
(HRCGH) and molecular karyotyping (array CGH). In a study of 100 children with autism, learning diffiaulties and
congenital malformations by HRCGH we identified gelmmic rearrangements in 46% of cases. Using array Ci&we
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examined 50 children with autism. In 44 cases outf &0 (88%) were identified different genomic abnormalities and
genomic variations (CNV - copy number variations)In 23 cases out of 44 (52%) were found unbalancecdtigomic
rearrangements, including deletions and duplicatios. These data suggest that genomic abnormalities igh are not
detectable by common methods of chromosome analysase often discovered by molecular cytogenetics. Tour
knowledge, this study of genomic microaberrationsni children with idiopathic autism of unknown etiology is the
first one in Russia. Studies of genomic and chromomal abnormalities in children with ADS and learning
difficulties are necessary for differential diagnos and neurobiological evidence-based medical andsychological
correction.

Keywords:autism, genetic diagnostics, genome, DNA microamagdical psychology, molecular karyotyping,
psychological correction, comparative genomic hgizetion, chromosome abnormalities.

BBenenne. Aytusm — oqHO U3 HauOosiee pacHpPOCTPAHEHHBIX NMCUXMYECKUX PACCTPOUCTB JETCKOTO
Bo3pacta, Habmomaemoe y 0,7-3 %pereit [6]. CornacHo kputepusm DSM-IV [7], paccrpoiicTBa
ayTHCTUYECKOTO CIIEKTpa MPEANojaraloT HapylleHHs B TpeX o0macTsax: B cdepe conuaibHBIX
B3aMMOJICHCTBHI  (HECTIOCOOHOCTh YCTaHABIMBATH OTHOIICHHS CO CBEPCTHHKAMH, OTCYTCTBHE
COIMAIIBHOM ¥ 3MOIIMOHAILHOW B3aMMHOCTH); KaYeCTBEHHBIC HAPYIIECHHS B KOMMYHUKATUBHOU cepe
(3ameprkka WM MOJIHOE OTCYTCTBUE PA3TOBOPHOM peur, HeCIOCOOHOCTh HAYMHATH HIIU MOJICPKUBAThH
pasroBOp ¢ APYTUMH JIFOABMHU); KpallHe OrpaHHYCHHBIE, TOBTOPSIONIHECS U CTEPEOTUITHBIE ATTEPHBI
MTOBEJICHUSI, MHTEPECHl W BHUJBI 3aHATHN. DTH JETH HYXKIAIOTCS B KOPPEKIIUU TCHXOJIOTHYECKUX W
MOBEJICHYECKUX HapylIeHu. MHOTHE JIeTH ¢ pacCTpONCTBaMU ayTUCTUUYECKOTO CIIEKTPA TAK)KEe UMEIOT
WHTEJUIEKTyallbHbIE HapylIeHus paznudyHoi TsokectH. Oxono 75 % Takux OOJBHBIX HYXKIAIOTCS B
COIMATBFHOM M 00pa30BaTEILHON MOJIEPIKKE B TCUCHUE BCEH JKU3HM.

DTHOJOTUS PACCTPOMCTB AYTUCTUUYECKOTO CIEKTPAa W YMCTBEHHOM OTCTAJIOCTH BO MHOTHUX
CIIydasiX CJIO)KHA U HE OIPENEIIeTCs €IUHOM MPUYMHOMN, ITOATOMY BBISIBICHHUE MHOXECTBA T'€HOB U
TEHHBIX CETEH, KOTOPbIE MOT'YT OKa3bIBaTh BJIUSHHE HA BOZHHMKHOBEHUE TAKUX PACCTPOMCTB, 3HAYUMO
JUISL JIy4IlIeTO TOHHWMAaHWS JISKAIMUX B OCHOBE IIOBEJCHUYECKHMX W KOTHUTHBHBIX HApYyIICHAN
HeipoOuomornueckux mexanm3moB [10]. PaccrpoiicTBa ayTHCTHYECKOTO CHEKTpPa, COMPSKEHHBIE C
YMCTBEHHOW OTCTAJIOCTBIO WJIM 3aJEPKKOU IICUXUYECKOTO PA3BUTHS, SBIIOTCS YaCTOW IMPUYMHOU
oOpalieHnst K TeHeTrueckoi auarHoctuke [9]. ['eHeTHUeckue HapyIIeHUs BCTPEUAIOTCS C BBICOKOU
YacTOTOM y JIEeTel ¢ pacCTpOMCTBAMHM ayTHCTHYECKOIO CIEKTpa M YMCTBEHHOH oTcTanmocThio. [lpu
3THX PacCTPOMCTBAX BCTPEUAFOTCS KAK ITUTOTEHETUUYECKH BUJMMBIE XPOMOCOMHBIE aHOMAINH, TaK U
CyOMUKPOCKOTIMYECKHE BapHalli YUCIa KOMUN TeHOMa WU MOHOTeHHbIe MyTanuu. VaeHtuduxarms
T€HOB, BIIASIIONIMX HAa BO3HUKHOBEHUE 3a00JIeBaHUS, MO3BOJISIET BBIBUTH JIEXKAIIMH B €ro OCHOBE
MeXaHW3M HapylieHus pa3BuTus. Onpe/eneHne GyHKIIMA reHa MOYKeT TOMOYb B aHAJIN3e HApYIICHUH
pa3BUTHS ¥ (YHKITMOHUPOBAHHS Mo3ra. OTHAKO OJWH M TOT e T'eH MOXET OKa3bIBaTh BIMSHHUC Ha
MHOKECTBO IPOIECCOB, MPOUCXOSAIINX B Pa3IMUHBIX YacTsX mMo3ra. Takum oOpa3oM, ¢ TOUHOCTBIO
ONIPENEUTh HApYILIEHUE, NPUBOJAIIEE K KOHKPETHOMY PacCTPOMCTBY, BO3MOXHO, TOJIBKO BBISIBUB

CeTh T'€HOB, CBS3aHHBIX MEXAYy COOOW M B3aUMOBIHMSIOIIMX JIpYr Ha JApyra. B Hacrosimee Bpemst
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MOJIEKYJIIPHO-IIATOTEHETHYEeCKast TUAarHOCTHKA CTajla HEOThEMJIEMOH YacThIO METUITMHCKON TeHETHKH
U KIMHUYECKOH INCHUXOJIOTUU MPU OKAa3aHUU BBICOKOTEXHOJOTMYHOW MEIUIUHCKOW MOMOIIH JIETSIM,
CTPaJAIOIIIM YMCTBEHHON OTCTAJIOCTBIO, ayTU3MOM, BPOKJICHHBIMU MTOPOKAMU ¥ MUKPOAHOMAIHSIMU
pa3BHUTHS, KOTOPAs MO3BOJISIET BBISBIIATH Pa3IMUHbIC TCHHBIC B XPOMOCOMHBIC HapyIeHus [8].
MornexyisipHoe KapuoTUIUpoBaHue ¢ wucnojib3oBanueM JIHK-mukpounnoB — oxna wu3
HanboJilee COBPEMEHHBIX TEXHOJOTHH TUArHOCTUKHA T€HOMHBIX W XPOMOCOMHBIX HApYIICHUH TpH
ayTU3Me W YMCTBEHHON OTCTAJIOCTH. B MpakTHKe KIMHHYECKOW TICHXOJOTHA ¥ MEIAITUHCKON
TEHETHUKU MBI IPUMEHSIEM METOJIbl BBICOKOpa3pelaomeil CpaBHUTENbHOM TeHOMHOM THOpUIr3anuu
(HR CGH) u cepwuiiHoii cpaBHUTEeNnbHOH TeHOMHON ruOpuamsanuu (array CGH), cnenmanbsho
pa3paboTaHHBIE /ISl TPOBEJCHUS aHATN3a MUKPOAHOMAINI reHOMa (IyIUTUKAIIMH, ACJICHUN U JIpyTHe
MHUKPOIIEPECTPOMKH). DTH aHOMaiuu Wik Bapuanumu uucrna konwit JIHK mpencraBmsior coGoif
JIENTeIH WK JTYTUTHKAIIAA KaKoTro-TM00 y4acTka reHoMa. Pazmep uxX BapbupyeT OT HECKOJIBKUX THICSY
JI0 MIJUIMOHA TIap HYKJICOTHJIOB M JIa)Ke IEJOW XPOMOCOMBI (TPUCOMHH, MOHOCOMHH); OHU MOTYT
BKJIIOYATh OJIMH WJIM MHOKECTBO TeHOB. [l0o/100HBIE M3MEHEHUS B HEKOTOPBIX PETHOHAX XPOMOCOM
MOTYT OBITh JOOPOKAYECTBEHHBIMH WM HE TPOSBIATHCS (PEHOTUITMYECKH, OJHAKO BapHAIlMH YHCIIa
KOTIWiA, SIBJISIOINUECS TPUYMHHBIMEA (aKTOpaMH ayTHU3Ma, dYallle BCero He OOHapy)XHWBalOTCS B
KOHTpoubHBIX rpynnax [9]. Ilpeamonaraercsi, yro OoibImas 4YacTh TE€HOB, ACCONUUPOBAHHBIX C
KOTHUTHUBHBIMH PAacCTpOMCTBAMH, CKOpee OKa3blBaeT BIHUSHUE Ha IPEApacloyioKeHHOCTh K
3a00JIeBaHAIO, YeM SIBIISIETCS €ro HEMOCPEJACTBEHHBIMH W CIUHCTBEHHBIMH TNPHUYMHAMHM; KaX bl
OTJIENbHBI TE€H MOXET HIpaTh OTHOCHTEIBHO HEOOIBIIYI0 pOJb. BO3MOKHOCTH CBsI3aTh BMeECTE
COBOKYIHOCTh JEUCTBUSI T'€HOB 3aBHCHUT OT 3HaHUS WX (QyHKUMHA. bonblnmoe 3HaueHHE HMEIOT
KOMIIBIOTEPHBIE TPOTPAMMBI, IO3BOJISIONIME IMPOBECTH OMOMH(pOPMATHUECKUI aHaan3 OO0JBLIOro
oObeMa JaHHBIX. B HacTosIinee Bpemst 3Ta 001acTh OMOMH(POPMATHKH aKTHBHO pasBuBaercs [10].
Texnonorus array CGHmo3Bonser oOHapyKUTh pa3iMyHble T€HOMHBIE 3a00JIeBaHUS U TOBBIIIACT
3G PEKTUBHOCTH MOJIEKYJISIPHOM AMAarHOCTUKM T€HEeTHUYECKMX aHOMAJIMH B IpyMIax JeTeil ¢ mopokaMu
pasBUTHS, YMCTBEHHON OTCTAJIOCThIO M ayTuaMoM ¢ 4-5 % o 40-50 % [1,2,5]11pu ymcTBeHHOIM
OTCTAJIOCTH C ayTHCTHYECKMMH paccTpoiicTBamMu (HamOosiee YacThix popMax HapYIICHUS ICUXUKH Y
nereil) IpUMEeHEHHEe MOJICKY ISIPHO-IIMTOTCHETHYECKOH TMarHOCTUKH MO3BOJIHIIO TTOKa3aTh, 4To oT 20
n0 40 % cimyuaeB cBsi3aHBI € HAapyUICHHSMH TI€HOMA, MPOSBISIIOIIMMUCSI Ha XPOMOCOMHOM
(MHKpPOCKOIIMYECKOM M CyOMHKpocKomudeckoMm) ypoBHe [3]. Takum oOpasom, aHaiu3 HapyIIeHHH
TeHOMa y JIeTel ¢ ayTUCTHYECKHMMH PAacCTPONCTBAMHU 3HAYMAM Il KOPPEKIHMH TCHUXOJIOTHYECKAX U
MOBEJICHUECKUX HapYIICHUH, OTKpbIBas HOBOE HAalpaBJIeHHE HCCIEIOBAaHUNA B KOPPEKIMOHHON W

MEIUIUHCKON IICUXOJIOTHH.



Heapr uccnenoBanusi. llenpio paboThl SIBUJIOCH ONpENIEIEHUE YacTOTHI U CHEKTpa T'€HOMHBIX H
XPOMOCOMHBIX HapYUICHUH y JIeTel ¢ ayTUCTUYECKUMHU PACcCTPOMCTBAMU C MPUMEHEHUEM TeXHOJIOTHI
CpaBHHTEJIFHOW T€HOMHOW TrHOpuaM3anuu Ha Xpomocomax in Situ m ma JIHK mumkpoummax st
pa3pabOTKH TEHETHYECKUX METOJIOB HEHPOOHOJIOTHYECKON JMAarHOCTUKA W IICHXOJOTHYECKOU
KOPPEKIINY HAPYIICHUN TICHXUKH Y JIETEN C AyTU3MOM.

Pe3yabTaThl HcciieqoBaHusi U HX oOcy:xkaeHue. B nanHOW paboTe mpoBeneHBI IIUTOT€HOMHBIE
uccnenoBanust 150 nereit ¢ HeguddepeHnrpoBaHHEIMU (OpMaMU ayTU3Ma. DTa KOropra OOJIbHBIX
Jetel ObUla oToOpaHa B XOJA€ MPOBEACHUS KOMIUIEKCHOTO  KJIMHUKO-TICUXOJIOTMYECKOTO,
IATOTCHETHYECKOTO W MOJIEKYJISIPHO-IIUTOTeHeTHYecKoro uccienoBanus Oosee yem 1000 meteit ¢
UAMONATUYECKUM ayTU3MOM M YMCTBEHHOW OTCTalOCThiO. lIpenBapuTenbHBIN reHeTHUeCKUi aHaIu3
OBUT IPOBEJIEH ¢ MPUMEHEHUEM Pa3JIMYHbIX JUArHOCTUYECKHX TECTOB Ha HanOoJiee YacThle TeHHBIE U
XPOMOCOMHBIE CHHJIPOMBI, aCCOIMMPOBAaHHBIE C AayTHCTHYeCKUMHU pacctpoiictBamu [1]. [lpm
obcnenoBanun Metogqom HRCGH ma Xxpomocomupix mpenaparax 100 meteét ¢ TpymHOCTSIMH B
00y4YeHHH M BPOXJIECHHBIMH MOPOKAMHU Pa3BUTHS BBIIBICHBI IepecTpoiiku reHoma B 46 % ciydaes.
Onm Brirovanu jgenenuu (29 cinyuaeB;, 63 %), nymmukarnuu (7 ciaydaes; 15 %), cyOTenoMepHbie
nepectpoiiku (7 ciyuaeB; 15 %), a Taxke coueranHsle Hapymienus (3 cioydas;, 7 %),
MPEJIMOJIOKHUTENILHO CBSI3aHHBIE ¢ CYOTEIIOMEPHBIMH TiepecTpoiikamu (puc. 1A).

Bonee »s¢¢extuBHON TexHONOrHEH OOHApY)KEHUSI TEHOMHBIX MHKPOAHOMANUil sIBIsIeTCS
cepuitnass CGH (array CGH)na JIHK Mmukpoumnax wiam MOJEKyJIspHOE KapuoTumupoBanume. Ha
PHUCYHKE 2 Mpe/cTaBieH NMpuMep o0ciIeoBaHus JIeTel ¢ MOMOIIBIO 3TOT0 METo/a ¢ UCIOIb30BaHHUEM
JIHK Mukpoumma ¥ SKCIEPHMEHTAJIBHOTO MpPOTOKONa, ommcaHHoro panee [1,3]. Mcmoms3oBanue
Metona array CGH mnokasano, 4Yro KapTuHa TEHETHMYECKMX HapylleHHH Yy OOJBHBIX C
HenuphepeHInpOBaHHBIM ayTHU3MOM MOXKET OBIThH OoJiee CI0KHOM, YeM Ka3zalochk paHee. Mbl olleHUIN
YacTOTY BCTPEYAEMOCTH U CJIOXHOCTh M€HOMHBIX BapHaluii, oocieoBaB 3TuM MetoaoM S0 neteit ¢

aytusmoM (puc. 1B).

Puc.l. Pe3ynbTatel HCccae0BaHus AeTEH ¢ HANOMATHYECKAM ayTH3MOM U YMCTBEHHOU OTCTAIOCTHIO C
[IPUMEHEHUEM CpaBHUTENBbHOM reHoMuoi rudpuansamun (HR CGH)ua xpomocomax (A) u cepuiinoit

CpaBHUTENBbHOM reHoMHOM rudpuusarun (array CGH)ua JIHK mukpounmax (b)
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Metonom array CGHB 44 cayuasx u3 50 (88 %)O0buin BBISBIEHBI pa3InyHbIC T€HOMHBIE
anomaymu u Bapuammu (CNV — copy number variationsB 23 ciyvasx u3 44 (52 %)umenuch
HecOaaHCHUpPOBAaHHBIE TEeHOMHBIE TepecTpoiiku. OHU  BKIIOYATH  JIeNCNHH, JYTUTHKAIUH,
cyOTenoMepHbIe MEPEeCTPOWKH, a TaKKe COYeTaHHble TEHOMHBIE HapymeHus. bombimme
TepMUHaIbHBIe Jenenud (pasmep 4,7—6,1 MaH map HYKICOTHAOB) OOHapykeHbl B 4 ciydasx
(deldpter/dup8pter; del7qgter; dellOqter; dupl9pt8r)ciayuas Obutk cBsizaHbl ¢ aymmkanueit (1
MaJbuuK) U nenenueit (2 meBoukn) ydactka X028 (BKIIrOYas T€HbI, KOHTPOJIHUPYIOIIHE SKCIIPECCHIO
IeHOB B HelipoHax Mo3ra). B omHOM citydae BhIsSBIeHa HeOOIbINas nenenus ydactka 2qter (<1lmuix
map Hykieotus0B). OcTajbHBIC HApYIIEHHS IMPEACTABIIIM COO0M Oojiee CIIOKHBIE MEPECTPONKU B
BUJIC MHOXXECTBCHHBIX MEIKHUX Jejienuit u aymwmkanumii  (<0,3 MIH map HyKJICOTHIIOB),
PacToOIOKEHHBIX Ha OOJBIIOM paccTOossHUM OT Tenomep. Cpenu HUX B 2X ciydasx HaOIOJalloCh
peKyppeHTHOe coBmaneHue nenenuit B 9qter m 21qgter. B 4-x ciyuasx oOHapy>XeHBI CIEIYIOIIne
Bapuanuu uucina kommii pasmepom ot 0,1 mo 0,3 mum map mykiaeotumos: dellpter/delSpter;
deldqter/del5qgter; dellpter/deldpter/del20qter; Iipger/del6pter. Hakonen, B omHOM ciy4ae
BBISIBJICHA ~ KOHCTUTYIIMOHAJIbHAs  TE€HOMHAas  HECTAOWIBHOCTh, MpPOSBISIONMASACS B BHUJC
MHOECTBEHHBIX JICJICIM U TyTutaKaimii (pazmep ot 1 10 2,5MiTH map HyKJICOTH/IOB), BKIFOUAFOIIUX
HECKOJIbKO cyOTenomepHbIx pernonoB (1lpter; 16pter; 20qter; 22qterPrtu maHHBIE MTO3BOJISIOT
MPEIOJI0XKHTh, YTO HeOobime (<1 MITH map HYKJICOTHIOB) KOMIUICKCHBIC BapHallMK YUCIIA KOTIHMA
nocnenosarenbHocTelt  JIHK wacTto BeTpewaroTrcss y  gerell ¢ YMCTBEHHOH OTCTalOCTBIO H
paccTpoiicTBaMu ayTHCTHYECKOTO CIIEKTpa.

Takum 00pa3oM, HCIOBF30BaHUE HOBEHIIIMX METOJIOB CKAaHMPOBAHUS T€HOMa, OCHOBAaHHBIX Ha

CPaBHUTEIIbHOW T€HOMHOM TIHOpHIM3aliK, MO3BOJsIeT ¢ Oojbinedl 3(h(EeKTUBHOCTHIO ONpeneniTh
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TOUYKH pa3phiBa IPU XPOMOCOMHBIX aHOMAJIUSX U BBISIBISITH MUKponepecTpoiiku xpoMocoM. CepuitHast
CGH (array CGH)no3Bossier Tak:xe 0OHApY)XKUTh HOBbIC T€HOMHBIC 3a00JIEBaHUS U, B OTIIMYHE OT
METOJIOB KapUOTHIIUPOBAHMs, B HECKOJBKO pa3 MOBBINACT 3PPEKTUBHOCTH MOJEKYJISIPHOM
JTUArHOCTUKU TEHETHYECKUX aHOMAaJIM{d B TIpynmax Jeredl ¢ ayTU3MOM, MOPOKaMU pa3BUTUS U
yMcTBeHHOM oTctanocteio (0T 3—4 % mo 40-50 %) [1,2,5].1lpu yMcTBEHHOU OTCTAIOCTH C
AyTHCTUYECKMMHU paccTpoiictBamu (Hamboniee YacThIX (opMax HapylIeHUs TCHXUKH Yy JeTeil)
IPUMEHEHHE MOJIEKYJISIPHO-IIUTOT€HETHYECKOM TMarHOCTUKH TTO3BOJIAIIO TIOKa3ath, uto oT 20 10 50 %
CJIy4aeB CBSA3aHbI C HAPYIICHUSIMHU TeHOMA, IIPOSIBISFOIUMHUCS Ha XPOMOCOMHOM (MHUKPOCKOITUYIECKOM
U cyOMuKpockomnrueckoMm) ypoBHe [3]. BoisiBiieHHbBIe B paboTe BapHalliy YUCIa KOMHUH MPEICTABISIOT
coboii nenenuu WiM TymMkanuu kakoro-nmubo ydactka JIHK. Kak Obuto yxe ormedeHo, pasmep uX
BapbUpYeT OT HECKOJIBKHX THICSY JO MUJUTMOHOB Hap HYKJIEOTHI0B, U OHU MOTYT BKJIFOYATh OT OJTHOTO
JI0 HECKOJIbKHX JeciITKoB TeHoB. [logoOHBle ¥ Bapuanuu TeHOMa MOTYT HE MPOSIBISTHCS
¢denorunmuecku. Opnako Bapwanuu uucia kormuii (CNV), sBisiomuecs, MO-BUAMNMOMY, B psijie
CllydyaeB NPUYMHHBIMU (akTOpaMy ayTH3Ma, dYalle BCEero He OOHapyXHMBAIOTCS B KOHTPOJIBHBIX
rpynmax [9].

3akirouenune. TakuM 00pazoM, HCCIIEIOBAHUS T€HOMHBIX M XPOMOCOMHBIX HapylUIeHHH y JeTell ¢
ayTU3MOM C MHCIIOJb30BAHMEM HOBEMININX TE€HOMHBIX TEXHOJIOIMH 3HAYMMbl HE TOJBKO JUIS
HEHpOoOMOTOTHYECKON TUArHOCTUKY M TOMCKa STHOJIOTHYecKHX (aKTOpOB 3a00JIeBaHUsl, HO TaKXKe JUIs
pa3paboTKi HayyHO OOOCHOBAaHHBIX METOJIOB MEIUIIMHCKONH M IICUXOJOTMYECKOH KOPPEeKIHH
HApYIICHUW TICUXWKH.
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