Jannas npobiema TpeOyeT pacuiupeHHoro usydenus. C nenbto Gonee
HOJIHOTO OmIpefeneHus ocoOeHHOCTed oOpasa cebs M ero B3auMOCBA3U C
ypOBHEM C(POPMHUPOBAHHOCTH MHTEIUIEKTa MPH YKA3aHHBIX THIIAX JU30HTO-
reHe3a CIIelyeT 3aeHCTBOBATh B HCCIICOBAHMU OOJIbIIee KOIMYESCTBO UCIIbI-
TYeMBIX TpH 00s3aTENFHOM YYacTUH JeTel C PacCTPOWCTBAMHU ayTHCTHYE-
CKOTO CIIeKTpa 0e3 CoYeTaHusI C yMCTBEHHOI OTCTANOCTBIO.

[Nomy4yeHHBIE B UCCIIENOBAaHUH PE3YJIBTaThl KOHKPETU3UPYIOT IPEACTaB-
neHus 00 ypoBHE c(hopMHpOBaHHOCTH 0Opa3a cedst y AeTei ¢ pacCTpoicTBa-
MH ayTHCTHYECKOTO CIIEKTPa, 33AEPIKKOM IICUXUYECKOTO Pa3BUTHS, YMCTBEH-
HOH OTCTaJIOCTBIO, MOTYT IOCITYXHTh 0a30H JUIS IIOCIEAYIOMINX UCCIIeIOBa-
HHUI U OBITh UCIIONB30BAHbI JJIsl TOCTPOCHUS KOPPEKIIHOHHBIX MPOrPaMM C
JETbMH yKa3aHHBIX KaTerOpHiA.
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Ocobennoctu 33T y neTeil M B3pOCJIBIX C CHHAPOMOM
Mapruna-besn
H.IL I'opoauesckan, K.K. /lanununa, K.P. Canumosa

Cunnpom MaptuHa-bemn — 310 Hambosiee 4acTo BeTpedarolieecs Ha-
CJICICTBEHHOE MOHOTEHHOE 3a00JeBaHHE, NPHUBOISANICE K PA3BUTHIO yM-
CTBEHHOW OTCTanocTu. [lpuumHoi ero sBusercs oTcyrcrBue Oemka FMRP
B pe3ynbTare MeTWinpoBaHus mnpomoropa reHa FMRI1 (fragile mental
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retardation gene 1), pacmoyioKEHHOTO Ha JUIMHHOM IUIe4Ye X-XPOMOCOMBI
(Xp27.3). deduunT uiu noiHoe OTCyTCTBHE OeJIKa IPUBOJUT K (hOpMHUpPOBa-
HUIO crieruduieckoro GpeHoTHIa, BKIIOYAIOIIETO COSANHUTEIEHOTKAHHYIO
IaTOJIOTHIO, HapyIIEHHE KOTHUTUBHOTO Pa3BUTHS M CHELU(PHUUESCKHUI ITOBE-
nerdeckuit npodmas. bemok FMRP nHeobxognMm st GopMupoBaHus, co3pe-
BaHUS U (PyHKIIMOHUPOBAHUS HEHPOHAIBHBIX CBA3EH TOIOBHOTO Mo3ra. [lpn
9TOM 3a00JI€BaHNH BEIBIEHB MOpdoornieckne 1 QyHKIHOHAIHHBIE HApPY-
LIEHUsI pabOTHI JCHAPUTHBIX HIMITHKOB, YTO MOXKET JIEXKaTh B OCHOBE HEHpO-
(GHU3HONIOrMYecKUX U3MEHEHHH, ONMMCAHHBIX IIPH 3TOM CHHAPOME.

Llenblo HACTOAIIETO HCCIEAOBaHUS OBLIO U3yUeHUE 0COOEHHOCTEH (hop-
MHUPOBAHUS JIEKTPUUECKON aKTUBHOCTU MO3ra y JieTell ¢ cuHapoMoM Map-
THHa-bel B mponecce B3pociaeHus.

Matepuajbl 1 MeTOAbI HCCJICIOBAHUS

Ha Bo3pacTHOM HHTEpBase oT 2-X /10 38 j1eT ObUTO HCCIIeI0BaHO, B OCHOB-
HOM JIOHTUTIONHO, 40 manueHToB ¢ cuaapomMoM Mapruna-besr.

PesyabTarsl

B D3I Bcex uccnemyeMbIx MaJBIUKOB B Bo3pacTte oT 4-x 1o 15 mer, y xo-
TOPBIX 110 JAHHBIM T€HETHUYECKOTO HCCIIEI0BAHIS OBLIO BBISBIIEHO METHIIUPO-
BaHue nmpomotopa reaa FMR 1, nabirogancs onpenenenHsiii peHoTHN B BUIE
JOMHMHHUPOBaHUS MEAJIEHHOTO CEHCOMOTOPHOTO puTMa B monoce 5—38 I' B
TEMCHHO-ILICHTPAJIBHBIX 30HAaX KOPbI IT'OJIOBHOT'O MO3ra. ITo JaHHBIM CpaBHU-
TenbpHOro D3I -KapTUPOBAHUS 3HAYCHUS aMIIUTY/AbI CHEKTPaIbHOM IIIOTHO-
CTH B 3TOM YacCTOTHOM JHara3oHe J10CToBepHO (0ojee 2-X CT. OTKII.) PEBBI-
LIaJJM HOPMaTUBHBIE MOKa3aresiu. Anb(}a-puT™M B 3aTHUIOYHBIX 30HaX KOPBI
TIPY 3TOM WIJIM HE PETUCTPUPOBAIICS, MM OBUT MPEJCTABICH HE3HAYUTEILHO
(uamexc ero He npeBbiman 20%), 4To OBIIO JOCTOBEPHO HIKE BO3PACTHBIX
nokasarenei uist 3Toro putMa. Takoi narrepH D30I xapakTepeH amis AeTel ¢
cuHApoMoM MapTuHa-benn u MoxeT OBITh HCIOJIB30BaH B Ka4e€CTBE HEHPO-
(PU3HOIOTMYECKOTO KOppenaTa HapymeHus: (GOpMUPOBAHHS HEHPOHATIBHBIX
cBsi3elt mpu orcyrcTBum Oenka FMRP.

VpoBeHb afanTanuu y BcexX NETEH, ONPEAECIICHHBIN C IOMOILBIO METOIU-
k1 BaiitnneHnn ObUT paciieHeH Kak HU3KHH, 0COOeHHO Mo mmikanaMm «Kommy-
HUKanus» U «Coluanu3aiysy, OJHaKo o mkaie «IloBceqHeBHbIE HABBIKI)Y
NIOKa3aTely Yyallle BCEro ObUIM Ha HYDKHEW TpaHulle HOPMBI. Y OONBIIMHCTBA
ManparkoB [Q He npessiman 50. CrienyeT 3aMeTUTh, YTO B CITy4asiX HaIW4Us
MyTtanuu reHa FMR 1, He npuBoadiiei kK MeTUIIMPOBAHUIO TPOMOTOPA, TAKOH
narrepH D3I He perucTpUpoOBaJICS, U TIOKa3aTelI HHTEIUIEKTa U ITOKa3aTeNn
a/IalITUBHBIX HABBIKOB MOTJIM HE BHIXOANTH 32 HOPMATHBHbBIE TPaHUIIBL. Y Jie-
BOYEK ¢ CHMHIpOM MapruHa-benn mokaszarenn MHTEIUICKTa M aJalTHBHBIX
HaBBIKOB CYIIIECTBEHHO BapbHPOBAJIHM, YTO, BEPOSTHO, MOTJIO ONPENENATHCS
YPOBHEM CMEIICHHUS OT PaBHOM MHAKTHUBAIIMH XpoMocoMbl X. lanHsie DI
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TaK)Ke BapbUPOBAJIM B IIMPOKOM Juanas3oHe: oT marrepHa D3I, onucaHHo-
TO BhIIIE, 10 nartepHa D3I ¢ yMepeHo BBIpaKEHHBIMU HapyUICHUSIMU WIIN
0JIM3KOT0 K HOPMAaTHBHOMY.

C Bo3zpactoM B D3I mpoucxonuiau 3HauyuTeIbHble U3MeHeHus. [locie
15-tu ner y uccnenyemsix B D21 yalle BCero CHMXajiaach aMIUIMTYa KO-
nebanmii, 1 K 20 TomaM PEeTHCTPUPOBANCS HU3KOAMIUIHTYOHBINA THH DT
B Hanbomnee TKENBIX CIydasX COXPAHSIICS BEICOKHHA YPOBEHB TETa-aKTHB-
HOCTH, a TIPH YAYYIICHWH aJalTHBHOTO (PYHKIHOHUPOBAHUS SIEKTPOIH-
nedanorpaMma MoOTIa JOCTUTaTh HOPMATHBHBIX T'paHMI] mociie 20-TH JIeT.

Takum 00pa3oM, OBLIO MOKAa3aHO, YTO CYIIECTBYET OMPEACICHHBIN Mar-
tepH D21 npu cunnpome Mapruna-benn, cBsi3aHHbIN ¢ nedunnTOM OenKa
FMRP, xotopslit nMeeT cBoeoOpa3HyI0 BO3PACTHYIO JHHAMHKY, YTO MOXKET
CIIyXKHTb JIOTIOJHUTEIBHBIM MapKepoM 3a001eBaHusI.
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Ouenka chopMUPOBAHHOCTH KM3HEHHBIX KOMMETEeH M
KAaK 3Tall peaju3aluy 1eATeJbHOCTHOIO Moaxoaa
B 00yueHun nereii ¢ PAC
E.IO. /lasvioosa

KoMIleTeHTHOCTHBIH OAX0J, IPH3HAHHBIN OCHOBONOJIAralOIIUM B KOH-
LEMIMUA COBPEMEHHOro oOpa3oBaHMs [1] mpeamonaraeT NMPHHIMIIHAIBHOS
M3MEHEeHHE KPUTEPHEB ONEHKH A(PPEKTHBHOCTH OOy4YECHHSA. YKe Ha ypOB-
HE Ha4YaJHHOTO 00IIero o0pa3oBaHMs AOJDKHA OIEHUBATHCS CPOPMUPOBAH-
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