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UccreioBanue BBINOJHEHO TpH (DUHAHCOBOH moiep:kke rpanta [Ipesugenta PD (rpant
MK-5980.2012.6) u gBJIsieTcsl 4aCThiO PAOOTHI, MOCBSAIIEHHOM CO3TAHUIO MOJIEN COMPOBOK-
JieHus JieTeit ¢ CUHIPOMOM JIOMKO#T XpOMOCOMBI X.

CHHIPOM YMCTBEHHOH OTCTAJOCTH, CHEIUIeHHOH ¢ JoMKoil xpomocomoii X, (Fragile X
Syndrome, FXS) sBisiercss MOHOT€HHBIM HACJIEICTBEHHBIM 3a00/1€BAHHEM, XapaKTepu3yo-
IIAMCs HapyIIeHneM KOTHUTHBHOI'O PA3BHTHUs U MPOSBICHUEM PACCTPONCTB ayTUCTHIECKOIO
cuekTpa. PacrnpocTpaneHHOCTh 3a00/1€BaHus JOCTATOYHO BBICOKA: MO PA3JIUUHBIM OIIEHKAM
JAaCTOTa BCTPEYAEMOCTH CPEIN JIUIL MYyKCKOro mmoJia coctasiasier or 1:4000 mo 1:2500. FXS
pasBuBaercs B pesyibrare myTtaruu rena FMR1 B xpomocome X. Buosnorndeckas ocnosa 3a-
OoJIeBaHMs KPOETC B HAPYIIEHUH TTPOIECCOB «BO30Y K JICHNE-TOPMOYKEHHE> B HEPBHBIX KJIET-
KaxX, 4YTO MPUBOJUT K HAPYIICHUIO CHHAIITHICCKOH IJIACTHIHOCTH, KOTOPad HeOOXOIMMa TIPU
00yYeHUN U 3aKPEIIEHHU HOBBIX HABBIKOB. COBpEMEHHbBIE MOJIEKYISIPHO-OHMOJIOTHIeCKIe TaH-
HbIE JIAIOT HOJIHOE OIKMCAHUE IaToreHe3a 3adoJieBaHus: OObIYHO MPH HOJHOW MyTaluu I'eHa
FMR1 cpabarbiBaeT MexaHu3M 3alpeTa CIAThIBAHNS HH(MOPMAITHN C TeHAa 13-3a TOr0, 9YTO Me-
rusibHble rpynibl (CH3) m3mensor korduryparuo npoMoTopa 1 Tpanckpurimst resa FMR1
HpaKTHYECKH NpeKpaiaercsa. Mopdomorudeckue ucceieIoBaHus Ha MOJIEIAX KUBOTHBIX I0-
Kazasu, uro orcyrcrBue 6esika FMRP (npoaykra resa FMR1) npuBoguT K HeI0pa3sBUTHIO
JICHJIPUTHBIX IMIIMKOB U HAPYUIEHUIO UX CTPYKTYPbI, B IIE€JIOM OHU UMEIOT «HE3DEJIbIy BU/L
[1]. Takue ke HapyteHus ObLIH OOHAPYZKEHBI U TPH MOPGOTOIHIECKOM HCCTeI0BAHUE MO3Ta
yMepIUX OOJBHBIX C STHUM CHHIPOMOM.

Benok FMRP gapnsgerca PHK-cBa3piBatonuM u TpaHCIOPTHBIM OEJIKOM, PeryIupyIONuM
TPAHCJISAIMIO MHOTHX ITOCPEIHUKOB, BayKHBIX JJIsi CHHAIITHIECKOM IJIACTHIHOCTH, HepOoHaJIb-
HO¥ Murpamuu u Heiiporeresa. Ocoboe 3HaUeHHEe /19 KOTHUTHUBHOTO PA3BUTHS MMEET MeXa-
HH3M, CBSI3aHHBIH ¢ MeTabOTPONHBIM IuryTaMaTHBIM perenitopoM (mGluRb5), koropsrit yuact-
BYeT B peryisinun cuHanTuaeckux cpsseii [2]. Benok FMRP apisierca uaruburop meraborto-
POIIHOrO IUIIOTAMATEPrUIeCKOr0 PeIenTopa, 0TBEYAIONIero 3a JT0JATOBPEMEHHYIO JIEIPECCHIO.
OrcyrcTBue GeJIKa MPUBOJUT K €€ YBEJUYEHUIO U OCJIA0JIEHUI0 CHHAINTHYCCKHX KOHTAKTOB
U JaKe CHHAIITHIECKON snuMuHanuu. JlaurenbHas Jempeccus B 30POBOM PAa3BUBAIOIIEMCS
MO3Te HeoOXOuMa JIIs YIa/IeHUs CHHATITUYECKUX CBA3€eH, He TOJIYyYal0NUX HEPBHBIX UMILY/Ib-
cOB U3BHE. B TO ke BpeMs, CHHANTHYECKHUE CBA3H, K KOTOPBIM ITPUXOAAT HEPBHBIE UMITYIbCHI,
CTAHOBSATCS TPOYHEE 3a CUYET JIIMTEIbHONW noTeHnuanuu. JIjas ocyliecTBIeHns YKa3aHHOTO
nporiecca, 3apucdinero or mGluR5-penentopos, HeoOxoauM GeJIKOBBIN CHHTE3, KOTOPBHIH B
nopme nogapisgercs FMRP. Takum obpasom, B Hopme FMRP mpepbiBaeT aauTesbuyio je-
HPECCUI0, KOTOpast IPU €ro OTCYTCTBUM Y OOIbHBIX ¢ cuHApoMoM FXS pesko ycuauBaercs,
HPUBO/IS K COXPAHEHUIO CJAA0BIX CHHANTHYECKUX cBa3eil. [Ipeanosaraercs, 4To Takue pac-
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cTpoiicTBa, HAOMIOAaeMble Vv OOJIBHBIX ¢ cHHApoMoM FXS, Kak smuIencus, yMCTBEHHAsT OTCTa-
JIOCTD, Ype3MepHas 4yBCTBUTEIbHOCTH K TAKTUJABHBIM CTUMYJIAM U TPYAHOCTH COIUAJIBLHOIO
B3amMoeiicTBus, cBsa3anbl ¢ yBeandenneM mGluRb-akTuBHOCTH U ycuieHueM JIUTETLHOMN
nenpeccnn [2,3].

B nacrosiuit MOMEHT Hay4dHOE COODIIECTBO MBLITAETCSA HA OCHOBE MAaTOreHe3a 3a00/IeBAHMS
paspadboTaTh aJIEKBATHYIO MEIUKAMEHTO3HYIO Tepanuio. B 3Tux 1easax uccjieayoTces BIusHmue
AHTArOHUCTOB TJIIOTAMATEPIrUYECKOTO pelernTopa U aroHHCTOB raMMa-aMHHOMACISIHON KHC-
aotel (TAMK)-penenitopos. /laHHble TIPOBEIEHHBIX HCCJAEI0BAHHNA HA YKUBOTHBIX MOJIEJISIX
HOKA3aJii, YTO HPOUCXOJUT BOCCTAHOBJIEHUE CUHAITHUYECKUX IIMIIMKOB, CIIOCOOHOCTH K 00Y-
YEHUIO W YJIYUIIeHWIO noBeieHus. B Hacrosdinee BpeMs OnmyOJIMKOBAHBI PE3YJIbTAThl BTOPOT'O
jTana MacITabHOrO WCCIeJOBAHUS M0 KJIMHWIECKHM HCIbITaHuaM mpermapara Arbaclofen,
SBJIAIONIHICA aroHucToM ramMa-amunomacssaoil kucaorsl (TAMK), v Goapubix ¢ FXS B
Bo3pacTe oT 5 70 50 jeT. bplio mokazaHo 3HAYUTENbHOE YJIYUIIeHHe COMUATIBHOTO B3aMMO-
JeHCTBUST Y 3TUX GONBHBIX [4].

B 3apy0exkHoii iuTepaType UMEIOTC TaKKe JTaHHble 110 TPUMEeHeHHIo y nanueHTos ¢ FXS
npenapata @enobam. B Hacrostiee Bpemst (¢ 2008 roga) @enobaM MpOXOIUT UCCIETOBAHMIS
KaK I[pernapar Jijisd JIeUeHUs MAIMeHTOB C JIOMKON X-XPOMOCOMO# U IepBble JaHHbIE YKa3bi-
BAIOT Ha yJydllleHne MOoBeIeHIecKoii cumuromaruku npu cuuapome FXS [5]. Jpyrue anrta-
rouucTbl MGlud-penenTopoB uccaeayoTcsa Ha XKUBOTHBIX, U KJIUHHUYECKHIE UCC/IeI0BAHU 110
HUM OYIyT JOCTYIHBI B OJIUzKaliliee BpeMs.

Taxum 0b6pazoM, MOXKHO YTBEPZXKAaTh, YTO MOJHOIECHHAS 3DDEKTUBHAA KOPPEKITMOHHO-
pasBuBalolas paboTa He BO3MOXKHA 063 MeJIMKaMEeHTO3HON Tepaluu, IeJIbI0 KOTOPOi sBJIsI-
eTCs BOCCTAHOBJICHHE U CO3JaHue OHOJOTMYECKHX MPEINOCHLIOK /I YCIIEIHOIO0 YCBOCHUST 1
3aKpeljieHns TpuodperaeMblX 3HAHUE U HABBIKOB.

Ha 6aze HOLI neitpobuosioruueckoil TUArHOCTHKU HACJIEICTBEHHBIX MCUXUIECKHAX 3a00-
aesanuit zereil u nogpocrkos MITITTY (2012r.) mamu ObLIn HOJTyY€HBI IPEJABAPUTEILHBIE
JIaHHBIE TI0 ONEHKH 3 HEKTUBHOCTH aTOreHeTHIecKoit Tepamuu y jereit ¢ FXS. Ha mepsom
sTane MPUHAIO yIacThe 3 MaJbdnka B Bo3pacTe 15-17 jeT ¢ reHeTmIecKn MOATBEPKIEHHBIM
CHHJIPOMOM YMCTBEHHOH OTCTAJIOCTH, CIEILIeHHOI ¢ JoMKoil xpomocomoii X (FXS). Okaza-
JIOCh, 9TO Ha GOHe MeTUKAMEHTO3HON KOPpEeKIuU (MPOI0IKUTETbHOCTh Kypca COCTABUIT 1
mecstt, ipueMa Arbaclofen, sBASIONHIICS ATOHUCTOM TAMMAa-aMIHOMACISTHON KUCIOTHI) YJIYU-
muIics mokasaresb « Conpanu3anusy MKaIbl aIalTHBHOIO noBeenus Baiinaenna (Vineland
Adaptive Behavior Scale) y Bcex ucmbiTyembix. Takzke ObLIH OTMEUEHbBI MOJOKHUTEIHHbBIE
A3MEHEHUs B IOBEJACHUM JeTell 110 pe3yabraTaM aBTOPCKOHW 3KCIEPTHOW OLeHKU PaHIoOBONI
KAl KJIMHUYECKUX MPOSIBICHUi: yIydInmmioch BHuManue (Ha 1-2 Gamia), B cBOOOIHOM
IIOBEIEHUN CTAJIO MEHbIIe JBUTATEIbHBIX cTepeoTunuil (Ha 2 6aia), B pedd 0TMEYaaoch Co-
KpAaIlleHue MU30/10B sxoaatnil (Ha 2 Gasia). B kaprune 991" rakke Oblia 3aduKCHpOBaHa
NO3UTUBHAA JUHAMUKA OMOIJIEKTPUYECKO aKTUBHOCTH T'OJIOBHOIO MO3Ta B BUJE CHUZKEHUS
TETa-pPUTMa B TEMEHHO-TIEHTPAJBHBIX OTBEJICHUAX W YBEJIUUYCHUHN AJTb(a-PUTMa B 3aTHLIOY-
HBIX 00J1aCTSX KOPBI IoJIOBHOrO Mo3ra. [Ipopenennoe gunammdeckoe obcieI0BaHUE ¢ TOMO-
MBI0 KOTHATHBHBIX TecToB (nmpuMensiicst tect uaresiekTa KABC-II: Kaufman Assessment
Battery for Children, Second Edition) me BbisBuio n3menennii. Takum obpazom, 1moJrydeH-
HbIE TEPBbIE IPEeJIBAPUTEIbHBIE JIAHHBIE HA BBIOOPKE POCCHHCKHX JieTeil TOITBEpK/Ial0TCs
JAHHBIME 3apyOeKHBIX UCCAeTOBAHUN 0 mosokuTeabaoM dddexre Arbaclofen na ymyurme-
HHE COIMAJBHOTO B3aUMOJICHCTBHS IIPU JAHHOW CHHAPOMAJIbHON marosoruu. Heobxomumb



Kongepenuyua «/lomonocos 2018»

,ZLaJH)HefIH_[I/Ie HccJae10Balnd B JaHHOM HallpaBJICHHUU C IIPUBJICYECHHUCM OOJIBIIIET0 KOJIUIECTBA
HCIBITYEeMbIX PAa3HbIX BO3PaCTOB JJIA IMOJYYCHUA CTATUCTUYICCKU JOCTOBEPHBIX PE3YyJ/IbTaTOB.
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