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HEWPOCEHCOPHBIE CTPATEIMU MULLEEBOIO
NOBEOEHWSA NPU PACCTPOUCTBE
AYTUCTUYECKOIO CMEKTPA Y OETEN

NobaHoB M.E., N'ymeHtok O.U., YepHeHkoB 0.B.

CapatoBcKkuiA rocyqapCTBEHHBIV MEQULMHCKUIN YHUBEPCUTET
nmenn B.N. Pasymosckoro Munsapasa Poccun, Capatos,
Poccus

KnroueBble cnoBa: demu; paccmpolcmeo aymucmu4yecko2o
crnekmpa, usbupamesibHoOe numMaHue; nonugaausi;
CeHCOpHasi camopez2ynsyusi

AktyanasHocTs. [Tuniesoe nosenenue (I1I1) y mereii ¢ pac-
cTpoiictBoM aytuctuueckoro cnekrpa (PAC) — 3to nposienenue
JIMYHOCTHBIX 0COOCHHOCTEW 1 OTpaKeHHE N3MEHEHHH B HEWpO-
CeHCOpHOM opranu3aruu Mo3ra. [Tomdarus nposiBisiercst y Ta-
KHX JIeTel KaKk CEHCOPHBIN Ae(UIUT: peOEHOK KOMIIEHCHPYET He-
JIOCTAaTOK CTUMYJISILIUM Yepe3 YCUIICHUE BKYCOBBIX M TEKCTYPHBIX
pazapaxurenell — XpycT, OCTPOTY, INIOTHOCTb, KOTOPBIE CITyXKaT
CEHCOPHBIMH MapKepaMH X BHyTpeHHero coctosHus. [Tonmda-
rust B coctae [1I1 Bcrpeuaercs npumepno y 60% neteit ¢ PAC.
B npoTHBONONOKHOCTH 3TOMY, H30MpaTENbHOE IUTAHHE SIBJISICT-
Cs1 IIPOSIBJIEHUEM CEHCOPHOM MMIIepYyBCTBUTEIBHOCTH, TIPU KO-
TOPOI ManeiIlue OTKJIOHEHUS TEKCTYphl, BKyca UM TeMIlepa-
TYPBI BBI3BIBAIOT TUCKOM(MOPT U NPUBOIAT K M30E€raHMIO MHIIIH.
UzbuparenpHoe mutanue ormeuaetes y 30% OOoNbHBIX U OTpa-
JKaeT MOMbITKY MUHUMU3UPOBATh CEHCOPHYIO HArpy3Ky. JTH J1Ba
HaTTepHa — B3aUMOIOIONHSIIOLINE CTPATeru HEMPOCEHCOPHOH
CaMOpEryJIALIH, 00yCIOBJIEHHbIE TeHETUUECKUMH (haKTOPaMHU.
[ToHnmaHe 3TUX MEXaHW3MOB Ba)XKHO IS pa3pabOTKH Mepco-
HalM3upoBaHHBIX Gopm siedenus nereit ¢ PAC. Lean: onpexe-
muth ocobennoctu 111 npu PAC y nereii.

Marepuaysl u Metoabl. O0cinenoBaHo 42 pebGEnka
¢ PAC B Bo3pacte 3—17 net (Meauana 6,2 rona). U3 Hux ObI-
110 29 manpuukoB U 13 nesouek. s ananusa [T npumensn-
Csl KOMIUIEKCHBIH MTOAXO0, BKIFOUAIONUH KIMHUYEeCKUe HaOo-
JICHUS ¥ BaIUAUPOBAHHbIE ONIPOCHUKY. [ eHeTH4eckuii ananus
BBIMOJIHSJICS C UCIONB30BaHHEM BBICOKOIIPOU3BOAUTEIBHOTO
MOJTHOT€HOMHOTO ¥ 9K30MHOTO CEKBEHUPOBAHUSL.

PesyabTarsl. Hapymenus III1 Oblnu BBISIBIEHEI
y 37 obcnenoBanubx nerei. [lonmdarus Obu1a AMarHOCTHPO-
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BaHa y 23 neTeil U MpeuMyIIeCTBEHHO IPOSBIAIACH Y MAIbuH-
koB. V30uparenbHoe nuTaHue ObUIO BISIBIECHO y 15 OONBHBIX,
TAKKE Yallle y MaJbuUKOB. | eHeTUYECKUI aHaIIU3 II0KAa3aJl, 4TOo
y 26 nereil ¢ MUIIEBBIMH PACCTPOWCTBaMH OOHAPYKEHBI MaTO-
TeHHbIE BapuaHThl. Y 29 nereii ¢ nonudarueii ObUIH BBISBICHBI
W3MEHEHHsI B T€HaX, OTBEYAIOIIUX 38 CHHANTHYECKYIO (DYHK-
LUIO U CCHCOpHYI0 00padotky: UBE3A, SHANK3 u ARID1B.
VY 32 OonpHBIX C N30MpaTEIbHBIM UTaHUEM OBUIN ONpese-
JICHBI BApHAHTHl B T€HAX, BOBICUEHHBIX B SMUT€HETHYECKYIO
perymsiuio U padboTy HelipomenuaropHbix cucreM (KMT2D,
MEDI3L, ASXL3).

3akaouenne. [lonmudarus u n3dupareabHoe NUTaHHUE
y nereit ¢ PAC oTpaxaror pa3Hbie (OPMbI CCHCOPHOU JHCpe-
rymsiuuu. [Ipeobnananue NuieBbIX HAPYIIEHUH Y MaJIbuHKOB
CBUJIETETILCTBYET O BIMSHUU I10JIa Ha BBIPAXKEHHOCTb U THII
narTepHoB. CBsI3b MeXAy reHeTH4eckuMuy BapuanTtamu u 111
orpesieNisieT 3HAYMMOCTh KOMITJIEKCHOTO MOIX0/1a, 00bEANHSIO-
IIeTO TeHeTUYECKUI aHaJIU3 U CEHCOPHYIO IUAarHOCTUKY Y Jie-
teit ¢ PAC. Takoli omxox nomoraeT pa3padarbiBaTh WHIMBH-
JtyaJbHbIE CTPATeTHH KOPPEKIUH, HallpaBJIeHHbIE HA ONTHMHU-
3aIIUI0 CEHCOPHON CaMOPETYIIAIHUH.

%k %k ok



