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AHHomayuAa. CuHOpoM ymcmeeHHOU omcmasnocmu, cyenneHHoU ¢ A1OMKOU XpOMOCO-
mol X (FXS), aenaemcs 00HOU U3 cambix pacnpocmpaHeHHbIX CUHOPOMArbHbIX (hOpM aymu3sma
U UHMesnneKkmyanosHsix HapyuweHul. BeissneHue demell, UMerouux puck Hanuyusa FXS, sens-
emcs saxcHol 3adayell, MaK KAk N038079em He MOsbKO OKA3bI8aMb A0eK8AMHYIO MeOUYUH-
CKYIO U NCUX0/1020-neda202U4ecKyto NOMOULb 0emsam, HO U NposoouUMb MeGUKO-2eHemu4ecKoe
KOHCY/1bmUpOoBaHUE POOCMBEHHUKOS8, UMEKWUX 8bICOKUU PUCK HOCUMe16Cmaa npemymayuu,
YUMo 8aMHCHO 018 CHUMEHUA PUCKa nepedayu CUHOPOMA 8 Caedyoujux noKkoneHuax. llomeHyu-
anbHbIM buomapkepom FXS moxcem 6bime nammepH 33-akmusHocmu. B pamkax uccnedosa-
HUA 6blaU NPOAHAAU3UPOBAHbLI 3anucu 33 ucnsimyemsix ¢ FXS, PAC, a makxce aodell munuy-
Ho20 paszsumusa. CpasHeHue 2pynn N0380s1Us0 8biABUMbL nammepHsl 33, xapakmepHsie 017
Kaxt0020 COCMOSAHUSA, U pazpabomame an20pumm OuggepeHyuayuu 3mux cocmoaHudl.

Knroueseole cnosa: snexkmposHueganozpagus (33); cuHOpom ymcmeeHHOU omcmarno-
cmu, cuenneHHol ¢ nomkol xpomocomol X; paccmpolicmea aymucmu4yecko2o chnekmpad, buo-
mapkepsl PAC; cuHOpom MapmuHa-bensn.

CUHAPOM YMCTBEHHOM OTCTAaN0CTU, CLUENNEHHOM C TOMKOM XPOMOCOMOWN X
(Fragile X Syndrome - FXS, cuHapom MapTuHa-benn), — 370 HacneaCcTBEHHOE COCTO-
AHWE, XapaKTePM3YIOLLLEECA HAaPYLUEHNEM NHTENIEKTYA/IbHOIO PAa3BUTUA M NOBEAEH-
YEeCKMMM 0CODEHHOCTAMMU. B BONbLIMHCTBE Cay4aeB BO3HMKHOBEHME FXS CBA3aHO
C 3KCMaHCcUen TPUMHYKNeoTUAHbIX noBTopoB CGG (> 200 Konui) B NPOMOTOPE reHa
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FMR1, KoTOpaa npMBOAMT K METUIMPOBAHMIO AAHHOIO y4aCTKa reHoMa 1 Noaas-
NIEHWIO TPAHCKpUNUMK reHa [9]. Takoe COCTOAAHME Ha3bIBAKOT MNOIHOM MyTalMeEN,
ee PacnpoCTPaHEeHHOCTb B 0bLEeN NonyaaumMmn oueHMBaeTca Kak 1:7,143 y my»-
YmH 1 1:11,111 y »keHwmH [8]. CocTosiHne npemyTtaumm (o1 55 ao 200 Konwmin) He-
CTabUNbHO: KONMYECTBO NMOBTOPOB MOXKET YBENMUYMBATLCA NPU Nepeaade No ma-
TEPUHCKOM IMHUN N MPUBECTM K POXKAEHMIO B CNeayroLLEM NOKONEHNN pebeHKa C
NO/IHOM MyTaumem M KANMHMYECKOM KapTmHoM FXS. HocmTenbcTBO npemyTtaumm
BCTpeyaeTca 4acTto: y 1 13 855 my»kumH 1 1 n3 291 »keHuwmH [8]. CocTosiHMe npe-
MyTauUMM He NpuBOAMT K FXS, HO CBA3aHO C APYrMMM COMATUYECKMMU N HEMPO-
NCUXMYECKMMM HapyweHnamm [13].

FXS aBnAaeTca oAHOM M3 CamblX PAaCNPOCTPAHEHHbIX HAaC/eAyeMbIX MPUYMH
KOFHUTMBHbIX HAPYLIEHWI M ayTU3Ma, YTO NOAYEPKMBAET BAXKHOCTb PAHHErO Bbl-
ABIEHNA N KIMHUKO-TEHETUYECKOrO KOHCYIbTUPOBaHMUA cemein aeTen ¢ FXS. Pak-
Hee BblABNEHME MO3BOAAET MPOrHO3MPOBaTb Pa3BuUTME pebeHKa, OpraHn30BbI-
BaTb MCUXO/IOrO-Nefarormyeckme N meanumHCKMe BMeLaTenbCTBa. TakKe 3To no-
MOTaeT OLEHUTb PUCKM HOCUTEIbCTBA MPEMYTALNM Y POAUTENEN U APYTUX YTIEHOB
cemMbMh, MHGOPMMPOBATL MX O BO3MOMKHbBIX PUCKAX NPW MAAHMPOBAHMU CEMbBMU
M CBA3AHHbIX MeANLIMHCKMX COCTOAHMAX. [IMarHOCTMUKa MOHOW MyTaLMKM 1 MPeMy-
TaUMM BO3MOXKHA TOMIbKO C MCNO/Ib30BaHMEM MONEKYIAPHO-TEHETUYECKMX METO-
N0B, HO MX BbICOKAA CTOMMOCTb M OFPaHNYeHHaA AOCTYMHOCTb HE MO3BOAAKOT NPO-
BOAMTb MACCOBbIM CKPUHUHT. [eHeTUYecKoe nccnenoBaHme TpebyeT obocHOBa-
HWA LEenecoobpasHOCTM B KaXKAOM KOHKPETHOM C/yyae.

FXS nposasnaetca cneundmnyeckMmm 0CobeHHOCTAMM NCUXMYECKOTO pas-
BUTMA M noBeaeHuA. Mpn poxkaeHn GeHoTUNMYeckme NpmsHakiM obblYHO OT-
CYTCTBYIOT, HO Ha4YMHAOT NPOABAATLCA K 2-3 rogam. K HMM OTHOCATCA ANWMH-
Hoe/y3Koe NMLOo, Makpouedanna, OTTOMbIPEHHbIE YLIM, NIOCKOCTONME, MaKpOo-
opxmM3m (C NoApoCTKOBOro Bo3pacTta) [5], ApyrvMe coeamHUTEeNbHOTKAHHbIe
natonormu [15].

FXS conpoBoxaaeTca 3a4epHKOM NCMXOMOTOPHOMO PA3BUTUA, MHTENNEKTY-
a/IbHbIMW HapyLEeHMAMMK, ayTucTMYeckmm yeptamm (PAC) [10], aedbmumTom BHU-
MaHua 1 apyrumm ocobeHHoctamm (CABI) [5]. KapTuHa HapyleHuin oTanyaeTca
Y Manb4YMKOB M AEBOYEK, Y NOC/eAHUX NPOABAEHMA YAaCTO OKA3bIBAKOTCA MeHee
BblpaXeHHbIMU. NHTeNNEeKTya/ibHble HapyLLEHMA BAPbMPYHOTCA OT YMEPEHHbIX A0
TAXKENbIX, CO cneundmnyeckum npodmunem: cnabbiMm CTOPOHAMM ABAAIOTCA BU3Y-
a/IbHO-NPOCTPAHCTBEHHOE MbIL/IEHME, 3PUTE/IbHO-MOTOPHAA KOOPAMHAUMA, UC-
NONHUTENbHblE OYHKLUWMKM, BbINOAHEHME APUPMETMYECKUX Onepaumin; OTHOCK-
TEeNbHO CU/IbHbIE CTOPOHbI - BepbanbHOe MbllaeHne 1 BepbaibHble CNOCOBHOCTM
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B Lenom [7]. Pa3BuTMe peum TaKkKe 3a[eprKaHo: B TPETU C/ly4aeB AETM He Haun-
HalT rOBOPMTb MM MCNONb3YIOT OTAE/IbHbIE CIOBA, @ €C/IM PeYb OCBAMBaETCA, TO
OHa XapaKTepm3yeTcs 3anNnMHKaMM M MHOTOYMCAEHHbIMM NepceBepaLmamm [4].

Ot 30 go 50% ntonen ¢ FXS cootBeTcTBYHOT KpuTepmam PAC, a oTaenbHble
ayTUCTMYECKME YepTbl OTMeYatoTca B bonbluMHCTBE cydaeB. Cpean rpynnel PAC
ntoam ¢ FXS coctaBasatoT okono 3%, uto genaeT FXS cambiM YacTbiIM MOHOTEHHbIM
CMHAPOMOM, CBSA3aHHbIM C ayTn3amom [6]. CoueTtaHme FXS n PAC npnBoanT K 60-
nee TAXENbIM HapyLWeHMAM KOMMYHWKaLUMM, COLMANbHOrO B3aMMOAENCTBMA,
peLenTUBHOM PEYN N KOTHUTMBHOIO Pa3BUTUA, @ TaKKe BONbLIMM TPYAHOCTAM NO-
BeAeHMA no cpaBHeHuto ¢ FXS 6e3 PAC [12]. [larke npu OTCYTCTBUM NONHOM Kap-
THbI PAC moryT HabatoaaTbCcA OTAENbHbIE aYyTUCTUYECKME UM CXOXKME C HUMM
YyepTbl: CTEPEOTUNHbIE ABUMKEHMA PYK (XapaKTepHbl YacTble B3Maxu pyKamm —
«KPbINbILWKMY»), M3beraHne 3pnUTeNbHOIrO KOHTaKTa, BbICOKAaA COLMaNbHanA TPEBOXK-
HOCTb, peyeBble NepceBepaLum.

B 10-20% cny4yaes npu FXS obHapykmBaeTca anunencua. Y aogen ¢ FXS
OTMEeYatoTcA 0COBEHHOCTM 3TEKTPMUUYECKOM aKTUBHOCTW MO3ra Npun aHaAn3e 3anm-
cel anekTpoaHuedpanorpammel (33) [11]. B yacTHOCTH, nccnenoBaHMs C UCNOb-
30BaHMeM I3[ B COCTOAHUM NOKOS MPOAEMOHCTPUPOBAIN YBEANYEHNE MOLLHO-
CTW TeTa- M raMMa-pUTMa U CHUKEHNE MOLLLHOCTM BEPXHEro AMana3oHa anbda-
PUTMa B HECKONbKMX 0b1acTax Kopbl y atoaen ¢ FXS [16]. Mpu aTom yBennYeHue
MOLLIHOCTW TETA-PUTMa OT/INYAN0 Ntoaen ¢ FXS He TONbKO OT KOHTPOIbHOM rpynnbl
TUNNUYHOrO Pa3BUTUA, HO M OT Ntoaen ¢ PAC [14]. AHanmn3 cnekTpaabHOM MOLLHO-
CTW 1 BbIABNEHME XapPaKTEPHbIX ANA FXS naTTepHOB paccMaTpMBAETCA KaK NOTEH-
LMaNbHbIM OBMOMapPKep 3TOro CMHAPOMA.

B COOTBETCTBUM C OCHOBHbIMW XapaKTepucTnkamm FXS b6bin npeanoxKeH an-
rOpUTM BbIABNEHMA AeTel rpynnbl pucka [1]. Ha nepBom aTane BbISABAAKOTCA OC-
HOBHble NPK3HaKK FXS: 3aaepKKa NCMXOPEeYeBOro Pa3BnTUA, HaMYMe ayTucTnye-
CKOM CMMNTOMaTMKK. Ha BTOpom 3Tane GUKCUpyroTCA AOMNONHUTE/bHbIE KpUTe-
pUN: HacneacTBEHHAA OTATOLWEHHOCTb (reHorpamma paclMpeHHOM CemMbh),
Hannyne GeHoTUNMYECKMX NPU3HAKOB (CKPUMHMHIOBbIE TeCTbl Ha FXS, Hanpumep,
MoandunumpoBaHHaa paHroBas WKafa KOIMYeCTBEHHON OLLEHKM OCHOBHbIX KAW-
HWUYEeCKUX NposBAeHUI y aeTen ¢ FXS [2, c.114]). Ha 3Tom 3Tane MoXKeT pernctpu-
poBaTbcA I3 ANs BbIABNEHUA CNeUMPUYECKOro NaTTepHa 3NEKTPUYECKON aKTUB-
HOCTW MO3ra. Hannume Takoro AOCTyNHOro BMON0OrMYEeCcKOro Mapkepa CMHAPOMA
FXS KaKk naTtTepH 33MN-aKTMBHOCTM NO3BOJIAET OLLEHUTb LieN1ecoobpa3HOCTb NpoBe-
NEHUA TEHEeTMYECKOro aHan3a.
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OpraHusauusa U meToapl UccnefoBaHuA. B nccnenosaHnm 6o npoaHanm-
3MpPOBaHbl 3anuncK 33 B COCTOAHMM CNOKOMHOro boapcteoBaHmA 50 naupeHToB
¢ FXS 1 80 naumeHTos ¢ PAC. HopmaTtumsHaA rpynna cpasHeHma coctasmna 150 veno-
BeK. CTaTUCTUYECKMIN aHaNN3 C MCMONb30BAHNEM HEMAPAMETPMYECKOTO KPUTEPUS
MaHHa—YUTHM NO3BO/IMA BbIABUTb [AOCTOBEPHbIE CneundUYeckne pasnnmumns
MeXay BCEMM MOArPynnamm no nokasaTeNAM CNeKTPaabHOM MOLLHOCTU B pas-
JINYHbBIX AMANa30HaX 4acTorT.

Pe3ynbTaTbl UcChegoBaHUA. OCHOBHbIE OT/INYMA, BbIABNEHHbIE B NOArpynne
PAC, no cpaBHEHMIO HOPMOW Bblpaykanncb B 601ee BbICOKOM CEeKTPaibHOM MOLL-
HOCTb B AeNbTa- M HeTa-2 AnanasoHax n 6onee HM3KOW B anbda-AManasoHe no
CpaBHeHuto ¢ TD.

[Ons noarpynnbl FXS TakyKe Dbl XapaKTePHbI T e OT/IMYMA, a TakKe ObiNo
3adUKCMPOBAHO MNOBbILLIEHME CMEKTPA/IbHON MOLLHOCTM B TETA-NOA0CE YacToT.

BmecTe ¢ Tem pa3nnyma nokasatenen 331 mexay noarpynnamm PAC n FXS
Take 6blM 3HAYNTENbHBIMM U CTAaTUCTUYECKM 3HAUYMMbIMK. TaK, 414 NoArpynnbl
PAC 6binn xapaKTepHbl 3Ha4YMTeNbHO DoNee HM3KME 3HAYEHWMA CMEeKTPasbHOM
MOLWHOCTW B TeTa-AMana3oHe YacToT BO GPOHTA/IbHOM, LLeHTPabHON M TEMEHHOM
obnactax npu no cpaBHeHMto ¢ FSX, npn 6onee BbICOKMX 3HAYEHMAX B afbda-
n 6eta-1 AnManasoHax 4acToT.

Ha ocHoBe BbIABNEHHbIX NPeAMKTOPOB OblN pa3paboTaH anropnutm andde-
PEeHLMaNbHOM OLEHKM NoKa3aTenen 33, no3Bonatowmi oTHectT FXS naumeHTa
K rpynne c 4yBCTBUTENbHOCTbIO 94% 1 cneundumyHocTbio 85% [3].

BbiBogbl. OnucaHHbIM NaTTepH 33M-aKTUBHOCTU ABAAETCA BMOMapPKepPoOM
FXS 1 MoXeT ncnonb3oBaTbCA A1A BbIABNEHWA CUHAPOMA C A3NbHEMWMM NOoA-
TBEPXKAEHMEM MONEKYNAPHO-TEHETUYECKMMM METOAAMM.
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