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VccrnenoBaHus posii MCUXONOTMYECKUX M MeHETHYECKUX (DAKTOPOB, ONMPEACIIIONNX (OPMUPOBAHUE ITOBE-
JICHUECKNX (PEHOTHUIIOB MPH ayTH3ME U YMCTBEHHOII OTCTAIIOCTH, aKTyaJIbHBI KaK JUIsi COBPEMEHHOMN KIMHHYIECKON
[ICUXOJIOTUH, TaK M MEAULIHCKOMN ([ICHXHATPUUYECKON) reHeTHKH. [10/1 moBeaeHIeCKiM ()CHOTHIIOM ITOpa3yMeBacT-
Csl XapaKTEePHbIH JUIs OIPEJIEIICHHOTO CHHAPOMA Ha00p KOTHUTHBHBIX, KOMMYHUKATHBHBIX M COL[HAIbHBIX 0COOCH-
Hocteil. [l HanOonee pacnpocTpaHeHHBIX CHHIPOMOB, TAKUX Kak cuHApoM JlayHa, Buibsmca wiam yMcTBeHHON
OTCTAJIOCTH, CLCIUICHHON C JIOMKOH XPOMOCOMBI X, H3BECTHBI 0COOCHHOCTH MOBEICHHS H ICUXMYCCKOTO Pa3BHTHSL.
TeM He MeHee, HECMOTPsI Ha BBICOKYIO JAHarHOCTUYECKYIO 3HAYMMOCTb BBISIBIICHHS OBEJICHYECKNX (DCHOTHUIIOB ISt
CHH/IPOMAJIBHBIX M HANONATHYECKUX ()OPM YMCTBEHHOU OTCTAIOCTH, BKIIIOUAs U peakue (opdaHHbIe) 3a00eBaHus,
KOMIIICKCHBIC MCCJICOBAHMS HHTCIUICKTYaIbHOTO, IICHXOMOTOPHOTO M PEYEBOrO PasBUTHS HPU OONBIINHCTBE Ie-
HETHYECKHUX OOJIe3HEeH BCTPEUAIOTCs MCKITIOYNTEIBHO B OT/C/IBHBIX ClIy4asx. B HacTosieM 0030pe paccMOTpEHSI
XapaKTepHbIC MCUXOJIOTHYECKHE 0COOCHHOCTH HauOoIee PacipOCTPAHEHHBIX TCHETHYECKH O00YCIOBICHHBIX CHH-
JPOMOB, aCCOLMUPOBAHHBIX C ayTH3MOM M YMCTBEHHO OTCTAIOCTBIO. MICClIe10BaHMS IICHXOIOTHYCCKUX M TCHETH-
4eCKUX (paKTOPOB, OMPEACIAIOMIUX TTOBEACHYCCKIE (DCHOTHIIBI, PACCMATPUBAIOTCS B KAYECTBE HEOOXOAMMBIX ISt
ME/IMKO-TeHETHUECKOTO KOHCYJITHPOBAHNUS H HaydYHO 0OOCHOBAHHON NMCHUXOJOTHYECKOW KOPPEKINH IPH ayTH3Me
1 YMCTBEHHOII oTcTanoctd. O6CyKAar0TCs BO3MOKHOCTU H3yYEHHsI 0COOCHHOCTEH (DyHKIIMOHHPOBAHUS IETCH C Te-
HETHYECKUMHU HapyIICHUSIMHU JUIs pa3paboTku Gosiee 3¢ GeKTUBHON MHMBU1yaTbHON KOPPEKIIMOHHON TPOrPaMMBbI.
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Studying psychological and genetic factors, determining behavioral phenotypes in autism and intellectual
disability, are essential as for modern clinical psychology as for medical (or psychiatric) genetics. Behavioral
phenotype is defined as a certain pattern of cognitive, communicative and social abnormalities consistently associated
with a biological disorder. Specific behavioral features along with distinctive patterns of mental development have
been highlighted for the most common genetic conditions, such as Down, Fragile X and Williams syndromes.
However, despite high diagnostic value of behavioral phenotypes, recognition for syndromic (including rare/orphan)
and idiopathic disorders, thorough studies of intellectual, psychomotor and speech development are exclusive. The
present article highlights typical psychological characteristics of most prevailing genetic syndromes, associated with
autism and intellectual disability. Studies of psychological and genetic factors, determining behavioral phenotypes,
are important for genetic counseling and scientifically justified psychological intervention in autism and mental
retardation. The potential of studying the functioning in children with genetic disorders for developing of a more
effective individual intervention program is discussed.
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PacnipocTpaHeHHOCTh ayTu3Ma U YMCTBEH-
HOM OTCTaJIOCTH BapbHUpYyeT B MpezAenax oT 1 o
1,5% u ot 3 10 4%, cooTBeTcTBEHHO [1-6], MO-
3BOJISISL pacCMaTpyBaTh UX B Ka9€CTBE OTHHUX U3
HanOOJee 9acT0  BCTPEYAIOIINXCS  COCTOSTHHH,

ACCOIIMMPOBAHHBIX C HApYIICHUEM TICUXUYEe-
cKoro pazButusi y gereil. KomrmekcHele mcu-
XOJIOTMYECKUE W TEHETHYECKHUE HCCIIENOBAHUS
YMCTBEHHOH OTCTaJIOCTH M ayTHU3Ma Ha4ajHCh
cpaBHHTENHHO HemaBHO [1, 3]. JlanHble Hapy-
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LICHUsI PA3BUTHS BIICPBBIC HAYAIN OIICHUBATHCS
C MOMOILBIO IICUXOJIOTMYECKHX METONOB B Ha-
yajle XX BeKka C WCIOIL30BAHUEM IICUXOME-
TPHYECKUX METOMOB ucciemoBanus. [lepsas
TCHETHYECKas TPUYIMHA CHHIPOMATLHOW yM-
CTBEHHOM OTCTAJIOCTH (TPUCOMHS XPOMOCOMBI
21 nna cunapoma JlayHa) BBISBIE€HA TOJIBKO
B 50-x romax XX Beka. beuio mokaszaHo, 4TO
Ha JIONIF0 TEHETHUYECKHX (haKTOPOB, BHOCSIIHX
BKJIaJ B JTHOJOTMIO YMCTBEHHOW OTCTaIOCTH
u aytisMa, nipuxoautcs e menee 40-50% ciry-
qaes [6, 8, 40, 41]. Ha nmpoTsbkeHUH MOCITISTHIX
JICCATHIICTUI M3yYCHUE IOBEICHUSCKUX (DeHO-
TUIIOB CTAHOBUTCA BCE 0OOj€e 3HAYMMBIM IS
KIIMHAYECKOM IICHMXOJIOTMM W TeHEeTWKU. llox
MTOBEJCHICCKIMI (DCHOTHUIIAMU TIOHMMAIOT Xa-
paKkTepHbIC 0COOCHHOCTH TIOBESICHUS, THIHOCTH,
KOrHUTUBHOTO U KOMMYHHMKATHBHOTO Pa3BUTHS,
KOTOpPBIC aCCOLMMPOBAHBI CO CHEHUPHICCKAM
OuonornuyeckuM HapyienueM [32]. I[lonumanue
MOBEIEHUYECKNX OCOOEHHOCTEH 3a00seBaHUs
nmeeT OOJBIIOE 3HAYEHHE M ITO3BOJISIET OITH-
MHU3HPOBATH YCIIOBHSI TIPOBEICHUS THATHOCTUKH
1 Koppekiuu. OnpeneneHne yCTOWIUBBIX OCO-
OeHHOCTEH TOBENCHUS W (PYHKIIMOHUPOBAHUSI
VHJIUBHyyMa MOXET OBbITh CTOJb K€ BaXKHBIM
JUISl TUATHOCTUKH, KaK HAJIMYMe aHOMaJWH pas-
BuTHsA. Ha JaHHBI MOMEHT B HEKOTOPBIX HC-
CIICTIOBAHMSIX PEKOMEHIIyeTCsl OIICHHUBATh, KaK
MUHAMYM, IITh pa3iMuHbIX cdep, BKIIOUAs
MHTEIUICKTYaJIbHOE Pa3BUTHE, PeUb, BHUMAaHMUE,
colMajbHOE B3auMoJIeicTBYE U TToBeaieHue [33].

[Iporpecc B M3y4eHUHM TEHETUYECKUX Me-
XaHU3MOB YMCTBEHHON OTCTAJIOCTH W ayTH3Ma
OBUI BO MHOTOM OO€ECIIEUEH ITOSIBJIEHHEM HOBBIX
MOJICKYJISIPHBIX TeXHOJOTHA. C TIOMOIIBIO CO-
BPEMEHHBIX METOJIOB CTAJIO JIOCTYITHO OOHapy-
JKCHUE CPABHUTEIILHO HEOONBIINX W3MEHCHUH
reHoma (Mukpornepectpoiiku, CNV, SNP), koro-
pBI€ HacTO acCOIMUPYIOT C TSHKENbIMU (popma-
MU WJIMONATUYECKOM YMCTBEHHOM OTCTaJOCTH
u aytusma [4, 7, 22, 23, 25, 40, 41]. Paccrpoii-
CTBa AyTUCTUYECKOTO CIIEKTpa M YMCTBEHHAsI
OTCTAJIOCTh IPEACTABISIOT COOOHM TpPyYIIIbI CO-
CTOSIHUM, W HaONFOMAIOTCS TP MHOTHX TeHe-
THYeCKUX 3a00seBanmsax. Ha gaHHBI MOMEHT
MIPUYUHBl MHOTHX (POpPM  HECHHAPOMATLHBIX
YMCTBEHHOH OTCTaJIOCTH M ayTH3Ma OCTaIOTCS
Hen3BecTHhIMU. COBPEMEHHBIC ITUTOTCHETHYC-
CKHE U MOJICKYJISIPHO-LIUTOTCHETHYCCKUE METO-
JTb1, HAITPaBJICHHBIE HA U3yYSHNUE XPOMOCOMHBIX
aHOMaJIMH Cpey WHAWBUIYYMOB C HapyIleHH-
SIMUA TICHXUKH, TO3BOJISIIOT BBIIBUTH IPUIHH-
HO-CJIC/ICTBEHHYIO CBSI3b MKy 3a00JI€BaHHEM
Y QaHOMAJIUSIMK T€HOMA, KapTUPOBATh TCHBI TICH-
XMYECKHUX 3a00JICBAHUI U OMPEICIIUTh B3aUMO-
JEVCTBHS MEXTy OeTIKaMH, KOTUPYEMBIMH JIaH-
HBIMH T€HAMH, BCJICIACTBHE UETO TNPHUMCHEHHE
MOLOOHBIX METOIOB SBISIETCS HEOOXOAUMBIM
B KOHTEKCTE MYJIBTHIUCIIUILIHHAPHOTO MOAXO0/Ia
K JMardHOCTUKE M OKA3aHHUIO IIOMOIIM MalHeH-

tam. W3BeCTHO, YTO aOWJIMTAIIOHHBIC U KOP-
PEKUMOHHBIC 3aHATHS C JETbMU C PACCTPOii-
CTBAMHU ayTUCTUUYECKOTO CIIEKTPa U YMCTBEHHOM
OTCTaJIOCTBIO IPOBOAATCS, KaK MPABUIIO, B IICU-
XOJIOTUYECKHUX LIEHTPaxX, IPU 3TOM I'€HOMHbIE
3a00eBaHnsl TPAKTUYECKW HE HCCIeIOBAHbI
C TICHUXOJIOTHYECKOM Touku 3peHust. OnHoN U3
[IPUYHH OTCYTCTBUS TOIOOHBIX Pa0OT SIBIISIETCS
CpaBHUTEJbHASI HOBU3HA BHICOKOPA3PELIAIOIINX
TeHETUYEeCKUX MeTOMOB. TexHomornu, pa3pado-
TaHHBIE B ITOCIIeTHEE BpeMsl (HanpuMep, MOJIEKY -
JSIPHOE KapHOTUIIMPOBAHKE C HCIIOIB30BAaHUEM
CCPUIHOM CPaBHUTEJIBHONW TCHOMHOW IMOpH/IU-
3aiuw, array CGH) cnocoOHBI onpenenuTh re-
HOMHYI0 NIEpeCTpoiiKy pazmepom 5-10 mH, Torna
KaK JpYrHe METO[bl, HAllpUMEp KJIACCHYECKUUN
LUTOTEHETHYECKUI METOZ] aHayn3a, 00IamaloT
3HAYUTENHLHO O0Jiee HU3KUM pasperieHueM (3-5
MJIH ITH ¥ BbIe) [5, 41].

HeoOxoqumo Takke oOparuTh BHHUMaHUE
Ha CTENEHb BBIPA)KEHHOCTH YMCTBEHHOU OT-
CTAJIOCTH W/WJIM ayTHU3Ma TPH HapYHICHUSIX
reHoMa. [eHeThyeckue HCCIeI0BaHus He-
pPEeaKO TPOBOASTCS NI MHAMBUIYYMOB C OT-
CYTCTBHEM DKCIPECCUBHOW PEUHM M TMOHUMA-
HUsl OOpAIICHHOW pPEYH; TUIIEPAKTHBHOCTHIO,
HapylIEHUEM TOHKOM U KpPYHHOM MOTOpHU-
KM, pa3JMYHBbIMA HAPYIICHUSAMH, BXOISLIUMU
B CTPYKTYPY CIOKHOTO ie(peKTa, TSKEIOoi cTe-
MEHBI0 YMCTBEHHOW OTCTAJIOCTH M PACCTPOM-
CTBaMM ayTUcTH4eckoro crekrpa. C npyroif
CTOPOHBI, ICHUXOJOTHMYECKass IUArHOCTHKA
TaKUX MalKUEHTOB 3HAYUTENBHO 3aTpyIHEHA
B CBSI3U C OTCYTCTBUEM KOPPEKTHBIX METOJOB
nccnenoBanus. Ciemyer TakKe OTMETHTD, YTO
JETH C TSKETOW M TIIyOOKON yMCTBEHHOW OT-
cTanocteio 10 1993 . He ObUIM BKIIOYCHBI
B cucTeMy 00pa30BaHUs B HAlllel CTpaHe, TaKk
KaK CUUTaInCh «HeoOyuaembiMu» [3]. Ilo-
CKOJIPKY TaKOW MPaKTUKHA He OBLIO B CHCTEME
00pa30BaHus, TO ¥ HE CTOSITO 3a7a4H N3yUCHHS
JJAaHHOW Kareropuu Jeteud. [{ns oxazaHust KBa-
JTU(PUIMPOBAHHON MTOMOIIM OCHOBHOW aKIIEHT
JIMarHOCTHKH JIOJDKEH OBITh CIIIaH Ha pe-
LIEHUU KOPPEKUMOHHO-PA3BUBAIOIIMX 3a]1a4,
KOTOpO€ He TPEACTaBISAETCS BO3MOXKHBIM 0e3
3HAHMUS COXPAHHBIX CIIOCOOHOCTEH JeTel U ux
BO3MOKHOCTeH. HeoOXxoaumMocTs AMarHocTu-
K U Tepanuy Kak YMCTBEHHOW OTCTaJOCTH,
TaK U PACCTPOMCTB ayTUCTHUUECKOTO CIEKTpa
B paHHEM BO3pAacTe MPU3HAETCS B HACTOSAILICE
BpeMsi MHOTMMH uccienoBarensmu [15, 38].
Bb10 OTMEUEHO, YTO paHHEEe BMELIATEIbCTBO
MOXKET CIOCOOCTBOBATH YIYUIIEHUIO PE3YIlb-
TaTOB CTAHJIAPTU3UPOBAHHBIX TECTOB HHTEI-
JIGKTa U HU3MEPEHUs YPOBHS Pa3BUTUS PEUU
y aereit ¢ aytuzmom [20]. O630p uccienona-
HUM 10 paHHEW WHTEPBEHIIMU MO3BOJIMII Clie-
JaTh BBIBOJ O TOM, 4TO Hamboiee 3pdexTus-
HBIM SIBJISICTCSI BMEIIATEIHCTBO B BO3PACTE OT
24 no 48 mecsnes [35].
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Tab6auuna 1
[cuxonoruueckne TeCThl, UCIOJIb3YEMbIE JIJISl OIICHKU Pa3IUYHBIX cdep
y neteit ¢ Hauboliee pacpoCTPaHEHHBIMU TEHETHUECKUMU CUHIPOMAaMH,
ACCOLIMMPOBAHHBIMU C ayTU3MOM M YMCTBEHHOH OTCTaJIOCThIO
I'enermueckuii Hazpanue Tecta OuennBaeMsble chepsl Ccpuiku
CHHPOM
Cungpom Perra | IToBenenueckuii onpocHuk 1yisi cudapoma Perra | [ToBenenue, smormoHambHbie | [31]
(The Rett Syndrome Behavior Questionnaire) peaxuym
[llkana ajanTUBHOTO TIOBCACHUS —BaifrieH | AJanTHBHOE MoBeicHNE (KoM- | [34]
(Vineland Adaptive Scales) MYHUKAIUS, HABBIKH CamMo00-
CITY’KUBAHUS 1 P.)
[kama naTemiekra Kerrema mit nmereit (Cattell | KornumrBHBIC HAaBBIKH [34]
Infant Intelligence Scale)
Cunanpom [ayna | Tect Crpyma (Stroop Type Task — Day/NightVer- | Uciomaurensapte  ¢yakmm | [26]
sion), Jlonmonckas Oammst (Tower of London), | (TopMoXeHHe, TUTaHUPOBAHIC,
Tecr coprupoBku kaprouek (Modified Card Sort- | mognepskanie BHUMaHMS, Te-
ing Test) PEKITFOUeHIIE)
Cunnpom yM- | TecT exxeIHEBHOTO BHUMAHUS U IeTeH, ananTu- | VicnonHuTensHbie QyHKIMH [42]
CTBEHHOIl OTCTa- | POBAHHOE 33/IaHNE Ha MPOCTPAHCTBEHHYIO UHTEp-
nocth,  crernieH- | pepertmro (Test of Everyday Attention for Chil-
HBII C JoMKoi | dren, adapted Simon spatial interference task)
xpomocomoit X
Cungpom  Bu- | [IporpeccuBHble Matpuiipl PaBeHa, Tect Bekenepa | IHTeNIeKT, 3puTebHO — TIPo- [9]
JIbSIMCA CTPaHCTBEHHBIE CIIOCOOHOCTH
MexnyHaponsas mkana aevictust Jletirep (Leiter | MaTemiekr [29]
International Performance Scale)
Cunnpom Ilpane- | AytucTuueckoe MArHOCTMYECKOE —HHTEPBBIO, | BelpakeHHOCTH  aytucTHue- | [27]
pa-Buum [IKajla HAOMIONMEHWS JUT JAMATHOCTUKH ayTH3MA | CKHX MPOSIBICHUIHA
(Autism Diagnostic Interview — Revised; the
Autism Diagnostic Observation Schedule —
Generic)

B niesnom, npu nccnenoBaHuK YMCTBEHHON
OTCTAJIOCTH U ayTU3Ma UCIOJIB3YIOTCS Pa3HO-
oOpa3HbIe MCUXOJIOTHYECKUE TECTHI, OJIHAKO,
KaK TPaBHWJIO, B OONBIIMHCTBE CIydaeB HC-
CJE0BaTEId OLEHHUBAIOT YPOBEHb HWHTEI-
JIEKTa, CTENEHb ayTHCTUYECKUX MPOSIBICHUMN,
aJaliITUBHOC IMOBCACHUC, IIaMAThb, MBIIIJIICHUEC,
BHHMaHHe, pedb. B ciaywae oOciemoBaHUs
JIeTeld ¢ TeHETUUYECKUMHU CUHIPOMAMU MPUH-
LI IPOBEJEHUS UCCIEIOBAHUS HE MEHSIETCS,
OJTHAKO ITOI0Op TECTOB B JAHHOM CiIydae 3a-
BHCHUT OT OCOOCHHOCTEH CHHIpOMa M Xapak-
TEPHBIX Ui 3a00JIeBaHMs HApYyIICHUU pa3-
BHUTHSI TOH WJIM MHOW TICUXUYECKON (DYHKIUH,
YTO TIpeJcTaBiIeHo B Tadn. 1. MccnenoBanus,
[POBEJEHHbIE B rpynnax MalueHTOB C yM-
CTBEHHOW OTCTAJIOCTHIO ONPENECICHHON IeHe-
TUYECKOM 3THOJOTHH (HampuMep, CHHAPOMBI
JayHa u BunbsiMca, CUHIPOM YMCTBEHHOM
OTCTAJIOCTH, CLEIJIEHHON JIOMKON XpoMo-
coMmbl X) TIOKa3bIBaIOT, YTO WHIUBUYYMBI
C YMCTBEHHOH OTCTaJIOCThIO MPU ONPEAETIEH-
HOM TEHETHYEeCKOM 3a00JIeBaHWM HYacTO Jie-
MOHCTPHUPYIOT OJWHAKOBBIE ITOBEIECHYECKHE
1 KOTHUTHUBHBIC 0CO6€HHOCTI/I " MIPOABJICHUS,
COOTBETCTBYIOIIMNM XapakTep pa3Butus. Cie-
JIOBaTEIbHO, MpPU HAIUYUM TEHETHUYECKOUH

MPUYUHBI, JIeKAEd B OCHOBE CHHAPOMAIb-
HOH MAaTOJIOTUHU, MOKHO TOBOPUTH HE TOJBKO
0 TOJIOOHBIX MATTepHAX HAPYIIEHUH B3aWMO-
NEUCTBUS MEXAYy TeHaMH, aHATOMHUYECKHUX
1 (U3NOJIOTHYECKUX XapaKTePUCTUK, HO H
0 XapaKTEepPHBIX OCOOCHHOCTSX TOBEIACHUS,
a TaK)Ke HHTEIUICKTYaJIbHBIX, KOTHUTHUBHBIX,
JUYHOCTHBIX OCOOCHHOCTSAX (PYHKIIMOHUPO-
Banus getei [30]. OTAUUUTENbHBIE YEPTHI
CHUHJIPOMOB, BBISIBICHHBIE B CPaBHUTEIHHBIX
WCCIIeIOBAaHUSX, OMTUCAHBI JlaJiee.

Cunopom [layna (mpucomus xpomocomut 21)

OCHOBHBIMH IPU3HAKAMH IIPH JaHHOM
CHUHJIpOME SBIISIFOTCS HapylIeHHE pedd M MO-
TOPHBIX COCOOHOCTEH, TOrAa KaK 3pUTeNbHO-
MIPOCTPAHCTBEHHBIE CIIOCOOHOCTH OCTAIOTCS
OTHOCUTENBHO coxpaHHbiMH [17]. VYV nereit
¢ cuHApoMOoM JlayHa 110 CpaBHEHHIO C APYTUMHU
JIETBMU C TSKEJIOH YMCTBEHHOW OTCTaJOCThIO
B OoJsiblllell CTeNeHH HapylleHa MOTOpHKA,
JUISE. HUX XapaKTepHa MOTOpHAsl HEJIOBKOCTb,
MOBBIIIICHHAsT THOKOCTh CYyCTaBOB. Y jeTeit
HApyIIEHO CTEPEeOCKOMUYECKOe paclio3HaBa-
HUE OOBEKTa, YTO OOBSICHSIIOT HEIOPA3BUTHU-
€M TOHKHX MOTOPHBIX HAaBBIKOB ITaJIbIIEB PYK.
ITpu cunapome J[ayHa ONMUCAHO 3HAYUTEIIBLHOE
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PACXOXKICHUE MEXKy aKTHBHBIM M MTACCUBHBIM
cioBapem [16].

Cunopom Pemma

[Ipu knaccudyeckoM cunapome Perra, cBs-
3aHHBIM ¢ MyTarusamu B rene MECP2 (Xq28),
HapyILLIEeHUs Pa3BUTHsI BIIEPBbBIC NPOSBIISIOTCS
y metel B Bozpacte oT 6 10 18 mecsimen. s
3a00JIeBaHMs XapaKTepHa CTaAMHHOCTH Tede-
Hus. [locne 3amenyeHns MCHXMYECKOTO pas-
BUTHSI, HAapyLICHUS WUIPOBOM AEATEILHOCTH
1 OCTaHOBKHM NPUOOPETEHUS! HOBBIX HABBHIKOB
Ha IIepBOH CTaguu, HaOJII0aeTcs OTeps paHee
MPUOOPETEHHBIX PEYEBBIX W JABUTATEIBHBIX
HaBBIKOB, YTPAaYMBAIOTCS I€JIEHAIPaBICHHbIE
IBIKeHHs pyK. Ha TpeTpeli ctammu ymyuiia-
€TCsl B3aUMOJICHCTBUE C OKPY KAIOIIUMH JIFO/Ib-
MH, BOCCTaHABIMBACTCSl IVIA3HOW KOHTAKT,
XOTs J1t00asi AEATEIbHOCTh HENPOAOIKUTEIIb-
Ha 110 BpeMeHu. Ha ueTBepToil ctaguu npouc-
XOJIUT YBEJIMUYEHHE KOJUYECTBA ABUTaTeIbHBIX
HapyIlIeHNH, MPOUCXOJUT MOJIHAS yTpaTa 3Kc-
npeccuBHOM peun [24, 31, 34, 39].

Cunopom ymcmeenHo omcmanocmu,
cyenyieHHoU ¢ 10MKOU Xxpomocomou X
(FRAXA) (veenuuenue xoruuecmso CGG
nosmopos 6 eene FMRI)

Cpenr OCOOCHHOCTEH TOBEACHUST IeTel
3TUM CHHAPOMOM OTMEUaeTcs MEepPHOJUYECKOe
aKTHBHOE CTpemJieHHE peOCHKa K IOJHOLCH-
HOMY OOIIEHHIO, AyTHCTHYECKUE YepThl Oosee
HEYCTOMYMBHI TI0 CPAaBHEHUIO C KITACCHYECKUM
ayTU3MOM. B miepuoib criaioB akTHBHOCTH 000~
CTPSIIOTCSI MOTOPHBIE U PEYEBBIE CTEPEOTHINH,
peOCHOK mepecTaeT OTBeYaTh Ha OOpalieHHYIO
peub. C BO3pacToM y HHAMBUAYYMOB C CHH-
JPOMOM YMCTBEHHOW OTCTAJIOCTH, CIICTUIEHHOMH
C JIOMKOM XpOMOCOMBI X, YBEITUYMBAETCS KO-
JITYECTBO MOTOPHBIX CTEPEOTUIHMH B BHE TO-
TUPAHUS JIAJIOHEH PYK, TOTPSIXUBAHUS KUCTSIMU
PYK, B peur oTMeuaroTcs 3xoanuu [1].

Cunopom Bunvsimca
(Oeneyus 8 yuacmxe 7q11.23)

OCHOBHBIMH NPOSBICHUSIMH CHHIPOMA SIB-
JSIIOTCS XPUILIOBAThIN T0JI0C, OTCYTCTBUE YYB-
CTBa JWCTAHIINH MPU OOIICHUH. Y TAIMEHTOB
¢ cunapoMoM Buibsimca HaOmronaeTcs ciabas
3PUTEIBHO-MOTOpHAST HMHTETpaLysi, B PE3Yyiib-
TaTe 4ero BMECTO LIEJOCTHOM KapTHUHKH OHU
BUJST €€ OTAEIbHbIC COCTAaBHBIC yacTu. MHO-
M€ W3 HUX MOTYT UIPaThb Ha MY3bIKAJIbHBIX
WHCTPYMEHTAaX, OOIIMUTENbHBI, HE UMEIOT 3a-
JiepKeK B peueBoM pa3Butud [11].

Cunopom Aneenvmana (Oeneyus uiu
VHURAPEHMATbHASL OUCOMUSL 8 YUACHIKE
15q11.2-q13 mamepunckoi Xxpomocomot)

OCHOBHOH 3HaUMMOH  XapaKTEPUCTUKON
cuHApoMa AHrenbMaHa SBIAETCS 4pe3Mep-

HO TIOJIOKUTEIBHOE HACTPOCHHUE, MOCTOSHHAS
yaplOka u cMmex. HaOmomarores QoxansHbIe
CTEpEOTHUITNH, OJHAKO Y MAILlIEHTOB HEe HaOIIo-
TaeTCs CTIeNU(UIHBIX, YACTO MOBTOPSIOIIMXCS
CTEePEOTHITHBIX MaTTepHOB. JleTn 3amHTEpeco-
BaHbl B COLMAJbHBIX B3aUMOJCHCTBHUSIX, MHO-
I'He MAIUEHThl CTPEMATCS K KOMMYHHKAIUH,
HECMOTPsI Ha BBIPOKCHHBIC HAPYIICHHUS DPEYH.
[TarueHTs! MCHBITHIBAIOT TPYIHOCTH BO B3aH-
MOJICHCTBUH TIO MPUYHMHE CJIA00TO TTOHUMAaHUS
COIMATIFHBIX ¥ YMOIIMOHATILHBIX CUTHAJOB [33].

Cunopom Ilpadepa-Buniu (Oeneyus unu
VHUNAPEHMATbHASL OUCOMUSL 8 YUACHIKE
15¢q11.2-q13 omyosckoti xpomocomul)

Hapymienns noBeaeHus npu 1aHHOM CHH-
JpOME TPOSBISIIOTCS B PE3KHX IIEepenanax
HAaCTPOEHUsI, YIOPCTBE, MAaHMITYIATUBHOM
MTOBE/IEHUH, 00CECCHBHO-KOMITYJIbCHBHBIX Xa-
paKTEepUCTHKAX, @ TaKKe CIOKHOCTBIO B OT-
BJIEYEHUH OT E€XKEJHEBHO IOBTOPSEMBIX pY-
TUHHBIX coObITHi. Cunapom [panepa-Buimu
TaKXe aCCOLMUPOBAH C MOBBIIIECHHBIM PHCKOM
MCUXUATPUUYECKUX HapylieHuil. IlanueHTs
C YHUTIApEHTAIBHOHN 1rucoMuelt 6oee moaBep-
JKEHBI TICUXO03Y, 4ueM ¢ aenerueit [18].

Cunopom deneyuu Ip36

[Ipu nanHOM cHHApOME HaOMIOmAeTCs 3a-
JIep’KKa MOTOPHOTO Ppa3BUTHS; HEKOTOPbIE
uccinenosarenu [10] ormeuaror, uro 25 % mna-
[IMEHTOB MOTYT XOJAWUTh CAMOCTOSTENBHO, IIIH-
POKOI1 TOXOAKOM, IPUMEPHO K 2-7 Togam. DKc-
MIPECCUBHAS peYb OTCYTCTBYET B 75 % citydaes,
NOHUMaHue OOpalIeHHOW pPEYr OrpaHUYCHO
ONpeNeeHHbIMU  cUTyanusMu. CrpemiieHue
K KOMMYHUKAIIHH B PAHHUE TOBI TIPOSIBISETCS
c11abo, HO yIy4IIaeTcsi CO BpEMEHEM, C paciiu-
peHneM pernepTyapa UCTIONb3YEMBIX JKECTOB.

Cunopom Knaiinghenomepa
(Hanuuue OonoIHUMENbHOU
Xpomocomvl X npu MysHccKoM Kapuomune)

XapakTepHbIM JUIsI JeTed C 3THM CHH-
IPOMOM sIBIIsieTcss  ¢1a0OCTh  SMOLMOHAIIb-
HO-BOJIEBOH c(ephl, KoTopas MPUOIMKACTCS
K TcuxudeckoMmy uHpaHTIIN3My. OT™MedaerT-
Csl Uype3MepHasi BHYIIAEMOCTb, IOJIPaXKaTellb-
HOCTb, TIOMYHMHSAEMOCTb, HECaMOCTOSTEIb-
HOCTB, Ype3MepHasi IPUBA3aHHOCTH K OJTU3KUM,
HEPEeJKO C 3JIeMEHTOM HasoiumBoctu. Hactpo-
eHHe OOBIYHO TOBBIMIEHHOE, C DH(MOPUIECKIM
OTTCHKOM, UMEET TEHJICHIIMI0 K OeCrpUYHH-
HBIM KOJIEOaHUsIM, HHOT/Ia OTMEUAeTCsl CKIIOH-
HOCTH K ap(heKTHBHBIM BCObIIKaM [36].

Cunopom Lllepewescrozo-Tepnepa
(nomepsi xpomocomol X y 0esouex)

Jis maHHOTO CHHApPOMA, Kak TPaBUIIO,
HE XapaKkTepHa YMCTBEHHas OTCTaJIOCTh, 3a
WCKJTIOYEHHEM CITydaeB C KOJBIIEBOH XPOMO-
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coMmoit X, OOHAKO CIICHHMAIHUCTHI B KaueCTBE
XapaKTEPHBIX 0COOCHHOCTEH BBIJCISIOT TPYII-
HOCTH B OOY4YeHHH, MPOCTPAHCTBEHHBIX OT-
HOIIIEHUSIX, HAPYIIEHUSI MOTOPHOTO KOHTPOJIS.
B pa3nmuyHBIX HCCIENOBAaHUAX TaK)Ke OTMEUa-

IOTCSl HApYIIEHUE 3PUTEIILHO-ITPOCTPAHCTBEH-
HOWM KOOpJMHAIIUYU, WCIIOJHUTEIBHBIX (PyHK-
i (0erocTh peur, HABBIKH TUIAHUPOBAHUS
U JIp.), mamsaTd ¥ BHUMaHUs. OmHCaH TakkKe
nHpaaTumuM [12].

Tabauuna 2
XapakTepucTrka HauboJee 4acTo BCTPEUYAROIINXCS TEHETHUECKUX CHHIPOMOB
Curanpom | OcHoBHas renetr- | Yactora ‘YMcTBEeHHAs AyTimm XapaxTepHble
Yeckast pHIrHa OTCTaJIOCTh HapyILeHHs1, 00J1acTr
BBISIBISIEMBIX HapyIICHUI
Cunnpom | Tpucomust xpomo- | 1:650-850 | Ot ymepennoi | B HekoTopbix Peun, MmoToprKa,
Jayna combl 21 JI0 TSDKETION CITydasix 0OHa- paboyast mamsITh,
CTeTieHN PYKUBArOTCS HCTIOJTHUTEITBHBIC
(IQ=25-55) | ayrucruueckue ¢bynxmn [1, 13, 26]
TIPOSTBIICHIS
Cungpom | Myrarmm, neerwist | 1:10000 (y | Tspkenast cre- | Aytuctideckue | Merkasi MOTOPHKA, PEYb,
Perra Brene MECP2 JICBOYEK) TeHb TIPOSIBIICHUST | CTEPEOTHITHBIC «MOFOIIIHE)
JBrkennst [24, 31, 34]
CunnpoM VBemaenve 1:3600— | Ot morpanmd- | AyTHCTHYECKHE XapaxTrepHasi pedb,
yMmcTBeHHOH | kommuectBa CGG 1:4000 HOTO YPOBHSI TIPOSIBIICHUS UCIIOJTHUTEITbHAST (DYHK-
OTCTAJIOCTH, | IOBTOPOB B I'E€HE ymaib- | (oxomo IQ =70) s, KPAaTKOBPEMEHHAS
CLEIUIEHHOM FMRI YMKOB JI0 TSDKEIION [aMSTh, 3pUTEITBHO — IIPO-
C JIOMKOH n 1:4000 — | crenenu. Yarre CTPAHCTBEHHas TaMSITh,
XpOMOCO- 1:6000 | merxast wim yme- C/IBI (cunpom necum-
Mol X Y JEBOYEK | PEHHAs CTEIIEHb. Ta BHUMAHUS U THIIEPaK-
THUBHOCTH) [19]
Cunnmpom | Henenws 7q11.23 | 1:7500 mo | Cpemmmii IQ Her MortopHble, pedeBbie Ha-
Busbsimca 1:20000 58-69 BBIKH, BBICOKAS TPEBOXK-
Hocte, CJIBI[9, 28, 29]
Cunnpom | Heneuws 15q11.2 1:12000 Tspxenasi cre- | AyTUCTHYECKHE Peub, Hapyienust
AHrenbMaHa | Ha MaTepUHCKON TIeHb MPOSIBIICHUSI TIOXOIKH, KOOpUHA-
XpoMOcoMe LMK, THITEPAKTUBHOCTb,
KOHLICHTPAIMN BHUMAHHS
Y UIMITYJTECHBHOCTB [33]
Cunnpom | Heneuws 15q11.2 1:15000 | Ymepennas ym- | PaccrpoiictBo | Ju3nekcusi, puTyaibHOE
IIpanepa — Ha OTIIOBCKOH CTBEHHAs OTCTA- | ayTHCTHYECKOTO | TIOBEJCHME, KOMITYITHCHB-
Bumm XpOMOCOME JI0CTh (CcpeaHuit CIIeKTpa HbIe CUMITTOMBI [ 18]
1Q—60)
Cunnpom Henenys 1p36 1:5000 — Taoxenas He ormedeno Peus, B3auMozelicTeue,
JieTIen 1:10000 YMCTBEHHAsI PpE3KUE NEpEMEHBI
1p36 OTCTAJIOCTh HACTPOCHMS, CAMOTIO-
BPEXK/IAIOILIEE TTOBE/ICHHE,
crepeorrmm [10]
Cungpom | JlonomHutensHas 1:500— | Jlerkas crenens Her HcnonaurensHbIe GyHK-
Knaitapens- | xpomocoma X 1:1000 WJTH HOpMaJTb- 1M, BHUMAaHWE, HapyIiie-
Tepa IIPU MY>KCKOM HBII UHTEJUIEKT HUS BOCTIPUATHSL, TTAMSTA
KapuoTHIIe 1 aOCTPAKTHOTO MBIIILIE-
HUS, TBJIeKCust [36]
Cunnpom | Orcyrcrue onHoit | 1:2000— | Jlerkas creneHb Her C/IBI, 3purenbHO-Tpo-
[Tepere- XPOMOCOMBI X 1:5000 YT HOPMAJTh- CTPaHCTBEHHBIE U HUCIION-
CKOI0O — IIPU KCHCKOM HBII UHTEIUIEKT HUTENbHbIE QyHKIWY [21]
Teprepa KapHOTHUIIS
Cungpom | Henemms 17pl1.2 | 1:25000 | Ot ymepeHHoiM Bapsupyer Hapymenst nosenenusl,
Cmur — Ma- JI0 TSDKEION arpeccusi, pe3KUe CMEHbI
HKEHHC CTETICHH HaCTPOECHHSI, HEJIOCTATOK
Cunnpom BHUMaHU [37]
Komausero | [enerms 5pl12 1:50000 | Ot ymepenHoii | Ayrucrideckue | Hapyrienus noseneHus,
KpHKa JIO TSDKETIOH YepThl TIOBTOPSTIOIIAECS JBIDKE-
CTeTIeHN HUSL, CBEPXTyBCTBUTEI b~
HOCTb K cTUMyIiaM [ 14]
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Cunopom Cmum-Madicenuc
(Oeneyus 6 yuacmre 17pl1.2)

Y BOCBMHAECATH TPOIEHTOB MAIlUCHTOB
MIPOSIBIISIETCS CAMOIIOBPEKIAIOIIIEE MTOBECHUE
(ayToarpeccusi), BKIIO4asi OHUXOTUJIOMAHHUIO,
KyCaHHUe 3arsICTHH, KauaHUE TOJIOBOH, a TaKxKe
MTOBBIIIICHHAsT TOJEPAHTHOCTh K OONH, Hapy-
[IeHne cHa. AyTH3M OBLT OIMCAaH y HE MEHee
4 MarMeHToB ¢ AelieNnel B y9acTKe JCTCIIUN
Cvmut-Maxenuc. HaBplkm  UMIIPECCUBHOMN
peuH, Kak WpPaBWJIO, BBIIIC, YEM DKCIpEeC-
CUBHON. XPUIUIBIA TOJNOC MOXKET SBISITHCS
JMUArHOCTHYECKUM MapKepoM cuHiapoma. Mc-
ITOJIF30BAHME SI3BIKA KECTOB 3HAYUTEIIBHO CII0-
COOCTBYET VIyUIIEHUI0O KOMMYHHKATUBHBIX
cnocoOHocTel pedenka [37].

Cunopom Kpuxa Kowxu
(cri du chat, oeneyusa 6 yuacmrke 5pl15.2)

Haubomnpiiee orcrtaBanne B pa3BUTHH Ha-
OmrormaeTcsl JUIS HaBBIKOB, KOTOPBIE TPEOYIOT
MOOWIJIBHOCTH, JIOBKOCTH M BEpOAIBHON KOM-
MyHukanud. [Io cpaBHEHHMIO ¢ MEJIKOH MOTO-
PHKOM, KpyITHasi MOTOpUKA PYK OTHOCHUTEIBHO
COXpaHHa U JICTH CIIOCOOHBI MaXaTh PyKOH HJIH
noiMare Karsamuics Mad. OTCYTCTBHE peduun
KOMITEHCUPYETCS Y TpUMepHO 2/3 netel mpu
ITOMOIIIA HEBEPOAJHHBIX METO/I0OB KOMMYHH-
kanuu, npuMepro 50% aetel criocoOHBI HC-
MOJIb30BATh SI3BIK JKECTOB UIsi COOOIEHHUS OC-
HOBHBIX MOTpeOHOCTEH [14].

OCHOBHBIE XapaKTepHbIE OCOOCHHOCTH,
CBOWMCTBEHHBIE PACTIPOCTPAHEHHBIM T€HETHYe-
CKHM CHHIIpOMaM, TIPEICTABICHBI B Ta0I. 2.

3akiIoueHue

AHanu3 JHUTEpaTypHBIX IaHHBIX O pas-
JUYHBIX ACTIEKTaX MOBEACHYECKHX (PEHOTHIIOB
1 (QYyHKIMOHUPOBAHUU JETEH C CHHApPOMAIlb-
HBIMU (OPMaMHU TE€HETHYECKUX 3a00JeBaHUit
CBUJETEIBCTBYET O JOCTAaTOYHOM KOJINYECTBE
yOIMKannii, OCBEIIAIOIINX ICUX0IOTHUECKUE
O0COOCHHOCTH JA€Tel ¢ JaHHBIMU HapyIIEeHUS-
MU pa3BuTusi. HecMoTps Ha Hanmuume padoT
B ITAaHHOM 001aCTH, HEOOXOJUMO OTMETUTD, YTO
TaKo€ yTBEP)KICHUE CIPABEMIUBO JIMIIb IS
HanOoJee 4acThIX CHHAPOMOB, TOTJa Kak Me-
Hee pPacIpOCTpaHEHHblE T'€HETHYECKue 3a0o-
JIEBAHUS OCTAKOTCS MaJIO ONHMCAHHBIMU C IICH-
XOJIOTMYECKOM TOYKM 3peHus. IeHeTnueckue
3a001eBaHMs SBISIIOTCS AKTyaJlbHBIM OOBEK-
TOM IICHXOJIOTHYECKUX UCCIIETOBaHUM, TaK KaKk
IIpY TEHETUYECKUX CHHAPOMAx, KaK MpaBUIIo,
HaOII0AAI0TCs] MHOKECTBEHHbBIE KOTHUTHUBHBIE,
MOTOPHBIE U IIOBEJCHYECKUE HapyLICHUS,
a TaKXe HAPYLIEHUS COLUAIBHOIO B3aMMO-
neiictBust u oOmeHust. Ecnu nyis nanbosee va-
CTBIX CHHJIPOMOB MOTYT OBITh HCIIOJIb30BaHBI
CTaHJApPTHBIE TECTHI, TO AJIsI OOJIee PeAKUX Ha-
PYLIEHHI TICUXOJIOTHYECKHAE METOBI HCCIIEN0-

BaHM elle He pa3paboTaHbl, U YaCTO CIOXKHO
NPUMEHUTH CYLIECTBYIOLIMN apCeHal METOAMK
K aHaNM3y 3TuX Jetei. [Ipu mpoBeeHUH TICcHU-
XOJIOTHUECKOTO TECTHPOBAaHMS W pa3paboTke
CIENUANTBHOTO METO/Ia OIEHKH HEOOXOMMO
MIPUHMMATh BO BHUMaHUE 0COOEHHOCTH JIETEH,
TUMIUYHBIC JUIsI BCEX WHJUBUIYYMOB C JaH-
HbIM Hapyuienuem. CrenoBaTeibHO, B HACTO-
AIIee BpeMsi IMEETCsl OCTpasi He0OOXOTUMOCTh
B CO3/IaHUM MOAXOJOB K TICHXOJIOTHYECKUM
UCCIIEIOBAaHUSIM JIeTeld C TeHeTHYEeCKHMHU 3a-
0oJIeBaHUSIMU M3BECTHON 3THOJIIOTUH, KOTOPHIC
OyIyT crtocoOCTBOBATH TIOJTHOIICHHOMY OITHCA-
HUIO Pa3IMYHBIX oOnacTeidl (QpyHKIMOHMPOBa-
HUsSI peOCeHKa W TMO3BOJIAT pa3paboTarh Iele-
HaIpaBJICHHbIC OMTPOCHUKH JIJIsi 00CIIeIOBAHUS
STUX JETEN.
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