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AHHOTa M

B maHHOM MCCejoBaHUU W3/I0KEH TIOBeJieHYeCKU (DeHOTHUIT YMCTBEHHOM OTCTa/IOCTH, CBsI3aHHBIN C reHOM ¢ SYNGAPI.
JaHHOe TIOBe/ieHre TIPE/ICTAB/IEHO POJUTEISIMU WM OTMeKyHaMH 27 /IeTel uepe3 MHTEPBbIO0. BOMPOCH! ObIIM COCPeJOTOUEHEI
Ha BOCbMH 00/1aCTsiX: OCHOBHas MHQopMalus (BO3pacT, IM0J, TeHeTHUecKas W3MEeHUHMBOCTh), CEMEWHBIM M MepuHaTalIbHbIH
aHaMHe3, TIPOLLIbII MeAULIMHCKUM aHaMHe3, UCTOPUS pa3BUTHS, snuiericysi, fuarHo3 PAC u cuHzpoma feuiita BHUMaHUs U
runepaktiBHOCcTH (CBI'), ceHCOpHasi UyBCTBUTENBHOCTb M 00ljee moBefeHue. Ilo Kaxaoid obsmacty Obul 3ajjaH psif
KOHKDETHBIX BOMPOCOB. VIHTEPBbIO OBLIO MpeAHA3HAYEHO [ijIsl TOTO, UTOObI POAUTEM MOIJIM CBOMMHU C/I0BaMH [J]aTh HIMPOKOE
00bsICHEHWE CTMOCOOHOCTEN U TOBe/ieHHsl CBOero peGeHKa. BbIIO BbISIBJIEHO, UTO YMCTBEHHAasi OTCTalOCTb, CBf3aHHasl C
SYNGAP1, <xapakrepu3yeTcsi BBICOKOM paCIIPOCTPAHEHHOCTBIO SITHAJIETICHH, ayTUCTHUECKOTO TIOBeJIeHUs, CEHCOPHOU
YYBCTBUTETHHOCTH U TPYAHOCTEH pa3BUTHS.

KimoueBble C/IOBa: YMCTBEHHasi OTCTa/JIOCTb, MYTal[dsl TEHOB, TIOBeJ€HWE, DA3BUTHE DPeUM, CEHCOPHBIM Mpoduib,
SMOILIMOHAIEHOE pearpoBaHye.
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Abstract

This study outlines the behavioural phenotype of mental retardation associated with the SYNGAP1 gene. These behaviours
are presented by parents or guardians of 27 children through interviews. Questions focused on eight domains: basic
information (age, gender, genetic variability), family and perinatal history, past medical history, developmental history,
epilepsy, diagnosis of ASD and ADHD, sensory sensitivity and general behaviour. A number of specific questions were asked
for each area. The interview was designed to allow parents to give a broad explanation of their child's abilities and behaviour in
their own words. SYNGAP1-related mental retardation was found to have a high prevalence of epilepsy, autistic behaviour,
sensory sensitivity and developmental difficulties.

Keywords: mental retardation, gene mutation, behaviour, language development, sensory profile, emotional
responsiveness.

Beepenue

Hapy1iieHnss HepBHO-IICUXWYECKOIO Pa3BUTHSI — 3TO COCTOSIHUSL, TIPU KOTOPBIX MO3T pa3sBUBaeTCs MHaue, yeM OOBIYHO
OXKUJIaeTCsl, U B pe3y/bTare NPUBOAUT K (YHKIMOHATBHBIM HapyIIeHUsAM. DT PacCTPOKCTBA OOBIYHO MPOSIB/SIOTCS B PAHHEM
BO3pacTe M MOIYT BIUSATH Ha caMble pasHele cdeprl, Bkarfoyas oOydeHWe, TIaMsiTb, MOTODHKY, OOIleHHe U
sMoLuU. PacCTpONCTBO HEPBHOrO pa3BUTHS, KOTOpoe MbI OyAeM paccMaTpuBaTh B CTaTbe — YMCTBEHHAs OTCTaslOCTh,
XapaKTepU3yeTCsl 3HaUMTe/bHBIMU IVI00albHBIMH KOTHUTUBHBIMH HapylleHUssMA. KivHWYecKas JUarHOCTUKA yMCTBEHHOM
OTCTaJIOCTH OCHOBaHa Ha BbIuMCIeHNH Ko3ddurmenta unrennekra (IQ). JuarHo3 craButcs B ciaydae, ecsu IQ Hike 70 1 ecTb
CylleCTBeHHbIE OTPaHWYeHHs B JeATeJbHOCTH, M TPYJHOCTU B a/JaliTUBHOM (YHKLMOHMPOBAHWY, KOTOPBIE CTAHOBSITCS
OueBU/IHBIMU B Bo3pacTe /10 18 seT u, 1o oLjeHKaM, 3aTparuBaroT okoso 2% Hacenenus [8], [12].

YmMcTBeHHas oTcranocTh (YO) mpefcraBisieT coboii pyNIy CUHAPOMOB K PacCTPONCTB, XapaKTepU3YHOLIUXCS HHU3KUM
VHTEe/IJIEKTOM U CBSI3aHHBIMA C HUM OrpaHMUYeHHsIMHA B aJjallTUBHOM TIOBefeHuMM [1]. YMCTBeHHasi OTCTajOCThb SIB/SIETCS
HarboJ/iee pacrpoCTpaHeHHbIM TSDKeJIBIM HeZIoCTaTKOM Y JieTeld, 3aTparuBasi oT 1 1o 3% HacerneHusl.

C KJIMHMUYECKOM TOUKU 3peHusi X-CLEeIVIEHHYH0 YMCTBEHHYIO OTCTaj0CThb TPHUHATO pasfe/aTh Ha CHUHAPOMA/BHYIO
(MRXS — mental retardation, X-linked, syndromic) u HecuHgpOoManbHyt0 (Hecreruduueckyro, MRX — mental retardation, X-
linked). TIIpu cuHApoManbHBIX ¢opMax X-CLeIUIEHHOW YMCTBEHHOW OTCTalOCTH TIOMHUMO HapylLIeHWM WHTeIeKTa
00HApY’>KMBAIOT pa3NWyHble aHOMAalWH TIPU KJIMHUYECKOM OCMOTpe, 1ab0paTOpHBIX U (YHKIMOHAIBHBIX HCC/Ie0BaHHUSIX.
BosbHBIE MOTyT MMeTb HapylleHUsl (PU3MYecKOro pasBUTHS, TMOPOKM pPa3BUTUS MoO3ra U JpyrMX OpraHoB, KOMILIEKC
MUKDOAHOMa/IMii, HeBPOJOrMUYecKWe CHUMIITOMbI, OCOOEHHOCTH TOBefieHus, MeTabomMueckue HapyuleHus. [lpu
HEeCHH/JPOMaJIbHBIX (OpMax 3TH NPU3HAKK OTCYTCTBYIOT, M HabMIOaeTcst M30/IMPOBAHHAsI YMCTBEHHAs OTCTANoCTh. [leneHue
Ha CHHJpOMa/bHble U HeCHHAPOMaJIbHEIE ()OPMBI SIBJISIeTCSl OOLeNPUHSATHIM, 000CHOBAaHHBIM C KJIMHUYeCKUX TO3ULIMM, U [TPU
5TOM He SIB/SIeTCS Criel(HUHBIM TOMBKO /ISt X-CLeIUIeHHOW YMCTBEHHOM OTCTa/IOCTH, @ WCII0/b3YeTCsl B OTHOLLIEHUH BCEX,
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B TOM YMCJIe ayTOCOMHBIX (opM. Y OOJBIIMHCTBA MallieHTOB HabJF0aeTCsl HeCUHpoManbHasi GopMa 3aboneBaHus, KOTOpast
XapaKTepu3yeTcsi OTCYTCTBUEM COMYTCTBYIOLMX MOP(OIOTHUECKUX, PEHTTeHO/IOTMYeCKUX U MeTaboIMueCcKux 0CoOeHHOCTeH.
leHeTnueckue akTOPhI, yUaCTBYIOLME B HECH/IPOMaIbHOM YMCTBEHHOM OTCTa/M0CTH, OCTalOTCSl MajloU3yUeHHbIMHU.

OpHol M3 Haubosiee U3BECTHBIX TMPUYUH CHOPAJMUECKON WM HEHAC/Ie[CTBEHHOM YMCTBEHHOW OTCTA/NOCTH SIBJISIETCS
myTarusi reHa SYNGAP1, koropasi cocraeisier 0,5-1% Bcex ciyuaeB [2], [4], [6]. Kak mpaBuio, reHeTUYeCKUH «COOM»
TIPOUCXOAWUT B MOMEHT 3a4aTHsi U SIB/ISETCS eUHUYHBIM U CTyYaliHBIM cOObITHEeM. HeT HMKakuX 0Ka3aTe/bCTB TOrO, UTO 3TO
BBI3BAHO KAaKUMHU-TO JIEWCTBUSMM WM, HA0OOPOT, Oe3/eiicTBMEM pOJUTe/iel Ha 3Tare MJIaHUpOBaHus GePeMEHHOCTH WU BO
Bpemsi 6epeMeHHOCTH. TeopeTHUeCcKd BO3MOXKHO, UTO M3MEHEHHs B 3TOM TeHe BO3HHMK/IM B TMOJIOBBIX KJIETKaX pOJUTENeH
(s¥iLieK/IeTKe/CIIepMaTo301/ie), UTO Ha3bIBAeTCsl TOHA/IHBIM MO3aUL[3MOM. JTa BEPOSITHOCTD, CKOpee BCEro, OueHb Majia (MeHee
1%), COOTBETCTBEHHO, TECTUPOBAaHWE HA TOHA/HBIA MO3aWIU3M TPOBOAUTH HellenecoobpaszHo. [leTu ¢ MyTalusMHu B TeHe
SYNGAP1 penko 3aBoaaT cembu. OfiHAaKO, PUCKU TepeJaur CUH/[poMa JieTsM BbicoKue, 50%.

T'en SYNGAP1 koaupyet 6enok, aktuBupytoiuii ras-GTPase. Ras — He6osbI0i G-0€/10K, N3BeCTHBIN KaK I|eHTpabHbIH
peryssTop repejjauu KJIETOUHOTO CUrHajIa, MHAYLIMPYIOIIUM Takue MPOLiecchl, Kak Je/ieHre KIeTOK, TPaHCKPHUIILHSI.

SYNGAP1, urpaet BaKHYI0 po/ib B (yHKLIMOHUPOBAHUM M Pa3BUTUK MO3ra. Bnepebie mymayuu 2eva SYNGAP1 Obinu
3aperuCTpUpOBaHbl y MarjueHToB C HeCHHPOMAa/IbHOM yMCTBEHHOM oTcTanocTbio B 2009 rogy [7].

C Tex TMOp BBIABIS/IOCH BCe GOJbIIEE UKMCIO CydyaeB, GOMBIIMHCTBO M3 KOTOPLIX OBUIM BBI3BaHBI YKOPAUHMBAOLIUMHU
mytausmu SYNGAP1 [10], [16].

Mo cocrostHuto Ha 2018 rop 6b110 3apeructprpoBaHo 6osee 200 manueHToB ¢ MyTtauusamu SYNGAPI1 [11]. Tem He meHee
MOXeT OBbITb TOpa3o OoJbllile /UL, He UMEIOLUX JOKYMEHTOB, C 3TUM TeHeTHuecKuM 3abosieBaHreM, 0COOEHHO TIOTOMY, UTO
OHO SIBJIIETCS TIPUUMHOM OOJIBIIOrO KOJMUECTBA CIIOPAJMUECKMX — HAC/IeCTBEHHBIX C/Iy4aeB YMCTBEHHOW OTCTAlOCTA B
TIOTTYJISILIUY.

CasizanHast ¢ SYNGAP1 yMCTBeHHasi OTCTa/0CTh 00BIUHO XapaKTepU3yeTcst KaK YMCTBEHHAs! OTCTA/I0CTb OT YMEPEHHOH /10
TSDKEJIOW CTereHu, IMUJeTCUs, ayTu3M, NeUIUT BHUMaHus W/WIM pacctpoiictBa Hactpoenusi [7], [12]. Coobiraercs,
YTO pacrpOCTPAHEHHOCTh CyHopor cpeau mauueHToB ¢ SYNGAPI Bwicoka [9], [10], [12], [14]. TToBemeHuecKue mpobieMEl,
TaKue KaK arpeccusi, TakKe ObLTH OTMeUeHbI Kak XapakTepHsie it SYNGAP1, pacripoCTpaHeHHOCTb KOTOPLIX BapbUPYeTCs OT
60% [9] mo 73% B 3TOV mMOMyNSMH, B TO BpeMsi Kak paccTpoicTBa aytuctuueckoro crnekrpa (PAC) Habmogamuch Kak
MUHUMYM Yy TIONOBUHBI Bcex mauueHToB [2], [9], [10], [14]. Hapsay c stum, Bnackamn u fp. [14] BwisiBUMM [Apyrue
0Cc0OEHHOCTH, KOTOpble ObuTH 001MMu Jij1s riatueHToB ¢ SYNGAP1, BK/touasi BeICOKME 60/1eBoi nopor (72%), mpo6sieMsl ¢
MUTAaHUeM, BK/IOYasi OTBpAllleHWe K TiepopajbHOMY mpuemy (68%), rumnotonuio (67%), mpobsembl co cHoMm (62%) u
arakcuro/HapyieHus oxogku (51%) [14].

IMockoMbKy YMCTBEHHAsi OTCTaI0CTh, cBsi3aHHasi ¢ SYNGAPI, 6blia 3aperrcTpyupoBaHa y marueHToB Tosbko B 2009 rofy,
WCC/Ie[JOBaHMsT TIPOBOJSTCS JIWIIb OTPAaHUUEHHO, U B pe3y/ibTaTe OTCYTCTBYeT NMOHMMaHUe TOBe/leHueckoro (heHOTHIIa 3TOro
pacctporictBa. Ha cerogHsiiHuii fJeHb Haubomee paclpOCTPaHEHHBIM METOJ OLIEHKM TMOBEJJEHUYECKUX AacleKTOB 3TOrO0
paccTpoiicTBa OCHOBAH Ha KPAaTKUX aHKeTaX U BBISBJEHUU CYIIECTBYIOLIUX AWarHOCTUYECKUX SIPJBIKOB. OIHAKO 3TOT METO[,
OrpaHUYMBaeT OTBEThbl PECTIOH/IEHTOB, U TIO3TOMY lieHHasi HH(OpMaL|s 0 MOBe/IeHUeCKOM (eHOTHUITe MOXKeT OBbITh YMyIleHa,
0COOEHHO B OTHOCHUTE/ILHO HEJJABHO OMMCAHHOM COCTOSTHUM. YTOObI MPeoosieTs 3Ty TpobsieMy, B 3TOM OTUETe MPe/ICTaBIeHO
MOy CTPYKTYpHUDOBAaHHble HWHTEPBBIO C DOJUTENSIMU U OINEKyHaMHu [JieTeli C yMCTBEHHOM OTCTaj0CThIO, CBSI3aHHBIM
¢ SYNGAP1. 3Ortor nogxof obecrieurBaeT 00/iee eCTeCTBEHHBINA Croco0 B3aMMOJEHMCTBUS C CEMBbSAMHM, UTO ITO3BOJIAT HAM
MO/yuuTh 0O0Jiee TO/IHBIE NAHHBIE U TOJTBEPAUThL CYIECTBYIOIIME pe3y/bTaThl UCC/e/[0BaHui. B pesysibrare 3TO MOMOXET
JOCTOBEPHO OXapaKTePU30BaTh KIMHUUECKUE U TIOBeAeHUeCKHe 0COOEHHOCTH 3TOr0 MOHOTEHHOTO 3abosieBanus. IlomyueHue
6osiee ryOOKOTO TIOHUMAaHHMs TIOBeJEHUECKUX 0COOEHHOCTEH 3TOT0 PaCCTPONCTBA BaXKHO i1l HHDOPMUPOBaHHUST KITHHUUECKOH
TPAKTHKY, [albHeMIero BbISBI€HUS [OIMOMHUTENIbHBIX C/Iy4yaeB M OKa3aHMUs IOMOILM JIML[aM C YMCTBEHHOW OTCTa/IOCTBIO,
cBsizaHHOlM ¢ SYNGAP1.

Metopl U IPUHLUIIBI HCCTEJOBAHUS

PecrioHZieHTaMU CTaiu POJUTENN WM OreKyHbl 11 MayBuMKOB, CpeJHMII BO3pacT KOTOpHIX cocraBui 9,4 jnet, u 16
JIeBOYEK, CPeHMI BO3PAcT KOTOPBIX COCTaBWI 7,8 JIeT, Y KOTOPbIX BCeM ObLT MOCTAaB/IeH [JWarHo3 yMCTBeHHas OTCTa/loCTb,
cesi3aHHbll ¢ SYNGAPI. Bcero Ovuio 27 pereid (n=27), YbdM POJWTENM WA OMEKYHbI COIVIACH/IMCH MPHHSTH ydacTHe B
vccneoBaHyu. Bee popuTenu pamu MH(GOPMUPOBAHHOE MHCHMEHHOE COrjlacHe Ha TpefloCcTaBieHre WH(OpPMAald O CBOEM
pebeHKe, a TakkKe coriacle Ha BK/IoueHue WH(opMaumu 00 ux pebeHKe B HcciefoBaHHe. [IPOTOKO/ MCC/IeNOBAHUS ObLT
paccMmotpeH u of06peH KomureToM 1o 3THKe vcciefoBaHuii HaroHanbHoW cmy»k0bl 31paBooxpaHenus lotnanayuu. Cembu
6bu HabpaHb! uepe3 OOpa3oBarenbHBINA U UccienoBatenbckuil (oHz Bridge the Gap — SYNGAP, a Takke uepe3 ycTHOe
coobiieHue.

VHTepBbIO  COCTOSIO W3 CEepPUM  TOMYCTPYKTYPUPOBAaHHBIX BOIMPOCOB C  DOAUTE/SIMU/OMEKYHaMHM — JleTell  C
upeHTr(UKaTopoM, cBsi3aHHBIM ¢ SYNGAP1. Boripochl Obl/id COCPEZOTOYEeHbI HAa BOCKMU 00/1acTsiX: OCHOBHasi MH(OpMaList
(Bo3pacT, mosi, reHeTHUeCKasi U3MEHUMBOCTH), CeMeMHBbIM W TepyUHaTabHbIM aHaMHe3, MPOIUIbIA MeAWLMHCKUM aHaMHe3,
WCTOpUS Pa3BUTHsA, smuerncus, aguarHo3 PAC u cuHgpoMma Aeduiivta BHUMaHUS W rurepaktuBHocty (CIOBIY), ceHcopHas
YyBCTBUTEJIBHOCTb M 00lee moBefeHue. [1o Kaxpoi o6macTy ObLT 3ailaH DPsAZl KOHKPETHBIX BOMPOCOB. VIHTEPBBIO OBLIO
MpeiHAa3HAYEHO [IJIsl TOTO, YTOObI POJUTEN MOTIY CBOMMH CJIOBaMH JaTh IIUPOKOe 00BbsICHEHHE CIIOCOOHOCTEH U MOBeeHUs
cBoero pebeHka. VIHTepBbIO MPOBOAUIUCE JBYMsl aBTOPaMU M OFHUM JIOTIOJTHUTE/BHBIM MHTEPBBIOEPOM JIMOO0 JTMYHO, /MO0
yaaneHHo (o TenedoHy WM MOCPENCTBOM BHZE03BOHKA). OTBETHI poAuTesiell U OMeKyHOB ObliM paciivgpoBaHbl, a TMepes
aHaM30M Jtobas uaeHTUdUIMpyeMast uHpopMariys Obl;la aHOHUMU3UPOBAHA.

[ u3yueHUs] OTBETOB POJUTe/Iel/OMNeKyHOB MCII0/Ib30Ba/ICs CMELIaHHBIM MOAX0[. [ U3ydeHUs] OTBETOB pOAWTesel,
KacarolUXCsl CeMeHHOro W MepyHaTaJbHOrO0 aHaMHe3a, UCTOpPUU 0O0Jie3HW, UCTOpUM pa3ButTus, smuencur u PAC, a Takxke
muartHosa CIBI, Obll KCHO/IB30BaH KOJMHUECTBEHHBIM I0/X0[, 3aK/IIOUAIOL[UICA B TMPEeACTABAEHUM OMMCATeIbHOR
CTaTUCTUKU. KaueCcTBeHHBI KOHTEHT-aHAIM3 MHAYKTHUBHOTO Tojxona [7] ObUl MpOBefeH Ha OCHOBE OTBETOB POAWTENEH O
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CEHCOPHOM UYBCTBUTEILHOCTH WX pebeHKa, 0OLIeM TMOBeAEeHUH U TpexX (opMax TOBeAeHHUs, KOTOpble OHU WM UX pebeHOK
couwmy Havbonee TpyaHBIMU. OTBETHI O CEHCOPHOM UYBCTBUTE/IBHOCTH aHAIM3HPOBATUCE OTAEIBHO OT OTBETOB pofuTesieii 06
obiiem moBesieHUH UX pebeHKa. Bce MCMBITyeMble, COIIACHIMCh, UTO BBISIBJIEHHBIE Pe3y/IBTaThbl COOTBETCTBYIOT (heHOTUIY
TIOBE/IeHMUs1, KOTOPbIM OHU HabJII0a/u y CBOero pebeHKa.

OcHoBHBIe pe3y/IbTarhl

Bce poputenu cooOIIM/IM, UTO OHW SIB/ISIFOTCS KPOBHBIMH DOACTBEHHHUKAMH, NMpU 3TOM 16 pogurenedl coobumnu 06
OTCYTCTBUH paHee C/iydaeB yMCTBeHHOM otcranoctd, PAC, CIBI" unu smwienicuu B ceMbe T1epBoM crerneHu. OfMHHAALIATH
COOOILIM/H, UTO y HUX OBbLIN [Ja/bHUE U/ieHbl CeMbU (HarmpuMep, ABOIOPOJHbIN Opar, Asi/s, JaJbHUN POACTBEHHHK), Y KOTOPBIX
Habsrofjamch Te Wik vHble (JOpMBI paccTpoiicTBa MMUHOCTH, PAC WM 3af1epyKKH Pa3BUTHS.

Yro KacaeTcs MepyUHATa/lBHOTO aHaMHe3a, Bce OepeMeHHOCTH TIPOTeKaM JOHOIIEHHBIMY, CPeJJHUI CPOK OepeMeHHOCTH
cocraBui 39 Hefenb. HU ofH 13 poauTesieil He COOOIIN O TIpeXKIeBPeMeHHbBIX pojax /0 37 Helenb. V3 27 ciyyaeB 23 Obutn
BarvHaJbHBIMU POZAAMHU, TISTh U3 HUX ObLIM WHIYLMPOBAHHBIMU — UCKYCCTBEHHO BbI3BAaHHBIMU POZAAMU [I0 UX CIIOHTAHHOTO
Hayajia 10 TIOKa3aHWsM CO CTOPOHBI Marepyd W/WIM IUIOf, a ellle TPU — HKCKYCCTBEHHBIMU DOJaMM, Kak IpephbiBaHHe
OepeMeHHOCTH Ha CpokKax oT 20 Hejenb WM TepecakuBaHuM Tocsie 41 Hepmem. OcTabHBIE YETBEPO POZJOB IMPOW3OLLTH
MOCPEeICTBOM KecapeBa ceueHusi. Co0OIIIa/0Ch, UTO TOJBKO OfUH peDeHOK MMes OueHb HU3KYI0 MAacCy TeJja TMPU POXKIEHUU
(MeHee 1,5 Kr), IpY 3TOM CpeJHUI BeC INPU POXKAEHUU cocTaBun 3,25 Kr (MuHMMYM 1,3 Kr; MakcumyM 4,9 kr). [lBaguarb
YeThIpe POAWTessi COOOIIMIN, YTO He TIO/[BEpPravch BO3/MCTBHI0 KaKMX-/TMO0 M3BeCTHBIX TepaToreHoB. Te, KTO 3TO cjesnai,
COO0OIIMIN O KOHTAKTe C TPUIIIOM, UH(MEKIMeH IMCTePUX U BaKIIMHOW TIPOTUB KPaCHYXH.

PopuTenu BelieNANN psifi pa3/MuHBIX 3a00/1eBaHNH, C KOTOPBIMH CTaJIKMBAJICs UX PeOEHOK, BKJTFOUAsi CEHHYIO JIMXOPA/KY
(4 uenoBeka), pedittokc (4), CyXoCTb KOXH (2), AUCTIa3ui0 Ta300epeHHOro cycrasa (2), MHEeBMOHUIO (2), Kallle/ib U POCTY/Y
(2), xuo3 (2) u ckneerHoe yxo (2). Bbl1 Takke psifi COCTOSHUM, KOTOPble ObUTH YIIOMSIHYTHI TOJIBKO OAWH pa3, B TOM UUC/Ie
¢ebpusbHBIE CYHOPOTH, acTMa, VIIHbIe WHGEKUWW, (oKasbHasi KOPTHKaJbHas [JUCIUIa3usl, HUCTarM, racTPOCTOMMS,
MHUKODaKTepUanbHbI  abcCijecc, TUTMEPUHCYJIMHEMUsl, pPaHHHWEe MEHCTpyalud, TpeX/eBpeMeHHOe T[I0JI0BOe CO3peBaHue,
Jlerpeccusi, TpeBora, MH(GEKIUY [IbIXaTebHBIX MyTel U MUILeBast HeJOCTaTOUHOCTh — OeIKOBBIM CUHJPOM 3HTepoKosuTa. [1aTh
poauTesiedi COOOLIWIN, UTO Y UX pebeHKa He ObIJI0 HUKAKOW UCTOPHUY 00/Ie3HU, 0 KOTOPOM MOXKHO ObIIIO GBI COOOIIUTB.

O6cyxpaeHue

B cooTBeTCTBMM C CyIeCTBYMOIIell UTepaTypol, KO/JMUeCTBeHHBbIM aHaau3 OTBETOB JIWL, OCYLeCTB/SIOLIUX YXOf,
TOKa3as, uTo 3a/Iep>KKK pa3Butws, snuerncus u PAC 6butn 0cobeHHO pacripoctpaHeHsl y il ¢ SYNGAP1. Snuentrueckue
MIPUMNAJKU ObUTK 3aperrCTpupoBaHbl y 19 M3 27 HalMX yYaCTHUKOB, CPEJHUM BO3pACT Hauajia KOTOPBIX cocTaBui 4 roga. B
BBIOOpKe Tipeobsiafiaiv HapyLIeHUsl pa3BUTHS: MHOTHE POJUTENM Coolmmani 06 orpaHUYeHUH MeJIKOW M KPYITHOM MOTOPUKH
Hapsiy C SI3BIKOBLIMH HapyIeHUsiMHA. HaBbIKK MeIKOH MOTOPUKH BKJIIOUAIM OTPaHHUeHHYIO CII0OCOOHOCTE OpaTh mpeMeThl C
TIOMOIIIBIO KITellel Uiy KyJsiaka, B TO BpeMsi Kak KpyITHasi MOTOPHKA BKJIFouasia B cebst orpaHUueHHY0 CTIOCOOHOCTD XOUTb, HO
coo0IIaoch O HAMMYMK aTakCUM W JIUCIIPAKCHM. OTO COMVIAacyeTcsi C TIpeJbIAYIIMMH COOOIeHHUSIMH, B KOTODBIX
TMO/luepKUBA/IOCh, UTO aTakCHsl M HapylleHHsl TOXOAKHU SIB/ISIOTCS YacThIMU pU3HaKamu cuHjpoMa SYNGAPI1, BO3HUKaOLero
B 51% ciyuaes [10], [14]. Takxke ObUIO TIPOIEMOHCTPUPOBAHO HApYIIEHUE PEUM: TOUTH MOJIOBUHA YYaCTHUKOB COODIINIM, UTO
OHH HeBepOajbHBIE, B TO BpeMsi KaK Te, Y KOro ObUTd Gojiee BBICOKHE SI3bIKOBBIE CIIOCOOHOCTH, TIE€PELUTH TOMBKO K OJHOMY
CJIOBy WM TIPOCTBIM TIpe/ioKeHUsiM. MuHbo U Jp. [10] u Bnackamn u zp. [14] Takke COOOIWINM O CXOXMX SI3bIKOBBIX
CIIOCOOHOCTSIX B CBOUX BBIOOPKAX. JTH JIaHHBIE CBU/IETE/TECTBYIOT O TOM, UTO JIETH C PaCCTPOMCTBOM JIMYHOCTH, CBSI3aHHBIM C
SYNGAP1, nepBoHauaibHO JOOUBAIMCh HEKOTOPOTO MPOrPeCcca B pa3BUTHH, HO BCKOPE 3TOT MPOrpecc CTabUIN3UpyeTcs, uTo
TIPUBOAWT K OTPaHUYEHHIO JBUTATe/bHBIX U SI3BIKOBBIX CIIOCOOHOCTEHA.

Uro kacaeTcst pacIpOCTPaHEHHOCTH STWJIENCHd U cyaopor, 70% rpynmel COOOMMAM O JWarHo3e SMUJIENCHd. JTOT
pe3y/ibTaT HIDKe, 4eM Obiio oOHapyKeHO paHee: »smuencus Habmofanack npuMepHo B 98% paHee OIMCaHHBIX
obpastoB SYNGAPI [10], [14]. Mexnay Tem, paHee coobijanochk, uto auarHo3 PAC sBnsetcs rpusHakoM ot 50% 1o 54%
MaleHTOB C YMCTBEHHON OTCTaoCThIO, cBsi3aHHBIM C SYNGAPI1 [10], [14]. Hamme uccnenoBaHue COOTBETCTBOBAIO 3TOMY:
52% yuacTHUKOB BbIOOPKY monyunu auarHo3 PAC.

YToOBI MOMYUUTh MOMHYIO KapTUHY NoBejeHueckoro ¢eHoruna SYNGAPI, TakKe ObUTH OMpPOLIEHBI OMEKYHBI 00 061eM
MoBeJieHNH WX peOeHKa. BO3HUKILVe TeMbl Kacaauch HABBIKOB TIOBCEIHEBHOM >KM3HH, TIOBEZIeHHS, CBSI3aHHOTO C JJUCTPECCOM,
SMOL[MOHA/NIbLHOW  pery/isluy, TPYyAHOCTeM C T[epeMeHaMH, OTCYTCTBUS OCO3HaHMSl ONACHOCTM U CEHCOPHOU
IuchyHKUUM. MHOTHE W3 3TUX MOJENeH TOBeJeHUs KacaluCh JEMCTBUH, C KOTOPBIMU Yy MX pebeHka Obumv mpobseMsl, U
MI03TOMY ellle pa3 IOJUepKUBAlOT 3HauuTenbHoe BiusiHMe SYNGAPI Ha >Kv3Hb 4esioBeKa BO MHorux cdepax. Kpome Toro,
MHOTHE M3 3TUX TeM COOTBeTCTBOBA/IM MpPeAbIAYIIMM KOIMYeCTBEHHbIM MCC/Iel0BaHUSM, KOTOpble MpefIoNoXUId, 4TO
noBesieHueckre ocobeHHoct SYNGAP1 xapakTepu3ytoTcs arpeccueil u ceHCoOpHbiMu npobiaemamu [10].

KauecTBeHHBIi  aHa/M3  OTBETOB  pojuTesell  IOKasald, UYTO  CeHCOpHasi  UYyBCTBUTEJBHOCTb  JIHOfiel
¢ SYNGAP1 cocpefoToueHa Ha ayjuo, BU3ya/lbHbIX, TAKTU/IBHBIX, IPONPUOLIENTUBHBIX U BKYCOBBIX TeMax. OTMeuaeTcs], 4To y
MHOTHMX YYaCTHHKOB IMAarHOCTHPOBAH ayTW3M, W OyAyILye WCCeZoBaHUs MOTYT ObITh HarpaB/ieHbl HA BHISICHEHWE TOTO, KakK
5Ta UYyBCTBUTENBHOCTb CBfi3aHa C JPYIrMMH ayTUCTUYeCKUMU UepTaMH B 3TOW TpyIne HaceseHus. PaHee cooOmuim, uTo
nanyeHTsl ¢ SYNGAPI coobujaii 0 mpeo6iajiaroliiX CEHCOPHBIX HApyILIeHHSX C akK[eHTOM Ha pPeakiiyd Ha TaKTHU/IbHbIE
CTUMYJIBL. [IeICTBUTEILHO, TAaKTW/IbHBIE TMPOO/EMBI, TMO-BUIUMOMY, SIB/SHOTCS pacrpocTpaHeHHbIM QeHoTturiom SYNGAPI,
TIpUYeM MBIIIMHbIE MOJe/U syngapl Takke leMOHCTPUPYIOT 5TH aHoMammu [10]. [laHHOe ucciejoBaHKe TT03BONIO He TOBKO
JIOTIOJTHUTE/BHO OMHMCATh 3TO TI0BeJjeHHe C YUeTOM KOHKPETHBIX TeKCTYP M TaKTW/IbHBIX CTHMYJIOB, TAKMX KaK BOZA U Ipsi3Has
WUrpa, HO TaKKe BBIIEJUTb JApPYyTHe CTUMY/bl, KOTOopble moau C SYNGAPI HaxofgsiT 0COOEHHO TMpUSITHBIMU —WIH
OTTa/IKUBAIOLUMH; HallpuMep JBIDKeHHe Y TPOMKUH IIIyM COOTBETCTBEHHO.

B COBOKYMHOCTHM 3TH pe3y/bTaThl MOKA3bIBaOT, uTo Jitogu ¢ SYNGAPI 1eMOHCTPUDPYIOT psifi TIOBEJEHUeCKUX TPOb/ieM,
BKJIIOYasi CEHCOPHYIO UYBCTBUTEIbHOCTh, 3bIKOBbIE TPYAHOCTH 1 IIOBTOPAIOLLeeCs NTOBe/jeHUe; MHOTHE U3 HUX COOTBETCTBYIOT
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TIOBe/IeHHIO, BLIIBIGHHOMY TPU JIPyTHX cocTosiHusaX MJ13, a Takxe npu PAC. CeHcopHasi 06pab0TKa U3MeHsIeTcsl TIpU psifie
reHeTUUeCKWX HapylleHuil HepBHOro pasBuTus, Bkmodas ID u PAC [11]. IloBeseHueckue u 371eKTpodr3n0IOrHUUeCKHe
HCCe/|0BaHus IIPOAEMOHCTPUPOBA/IM UyBCTBUTENBHOCTh U U3MEHeHUsl B CEHCOPHOH 00paboTke, 0co6eHHO B CIyX0BOii cdepe,
kKak nipu PAC [11], Tak u mipu cuHgpome JioMKod MbImiel X (FXS), KOTOpBI sIBIsieTCs OCHOBHOM TPUYMHOM YMCTBEHHOM
orcranoctu u PAC. TToBTOpSsitolLeecs U OrpaHUUYeHHOEe TTOBe/IeHUe TaK)Ke 4acTo Habmozgaercst Kak npu FXS, tak u nipu PAC, B
TO BpeMsi KaK TakKe ObLTH MPOJeMOHCTPHUPOBAHBI 33/IeP>KKH B PeUeBOM/SI36IKOBOM M JKeCTOBOM pa3BUTHH [3]. Takum obpa3zom,
3TO WCC/IeJOBaHNe TIpeJj0CTaBIsieT JOOHNTe IbHbIe 10Ka3aTebCTBA M0Be/leHUeCKIX TPYAHOCTEH, C KOTOPBIMU CTaIKUBAIOTCS
JIIOIW C YMCTBeHHbIMM HapyuleHusMud U PAC. BeijjeieHne 5THX TIOBeJeHUECKUX XapaKTepUCTHK [IO/DKHO I10MOYb
COCpeJJOTOYUTh BHUMaHNe Ha BMellaTe/bCTBaX U B fla/bHENIIeM YCTaHOBUTh OCHOBHBIE AUarHOCTHUeCKUe Kputepuu js 1D,
cBsi3aHHbIX ¢ SYNGAPI.

OpHako pe3y/bTaThl UCC/Ie0BaHUS CjeflyeT MHTepIPeTHpOBaTh B KOHTEKCTe HEKOTOPbIX OrpaHnveHui. VicciefgoBaHue
OCHOBBIBAJIOCH Ha WHTEPBbIO Ajisi omucaHusi ¢peHoruna ID, cesazanHoro c SYNGAPI. Xota 3TOT MOAXOZ, [aeT POAUTENSIM
BO3MO)KHOCTh OIMCAaTh [10Be/ieHHe CBOero pebeHKa CBOMMM CJI0BaMHM, UTO NPUBOAUT K OO0JbIIeii THOKOCTH B OTBETe, UeM 3TO
MO>KHO 00eCreurTb C TIOMOIIBI0 CTPYKTYPUPOBAHHBIX aHKET, Y HEero ecTh HeKOTOpble HeJOCTaTKU. BO-TIepBBIX, MOCKOIBKY
WHTEPBBIO ObLIM TIOJTYCTPYKTYPHUPOBAaHHBIMU ¥ OTBETHI MOIVIA OBITh OTKPBITHIMH, 3TO 03HA4as0, UTo TOayueHHast HH(GOpMaLys
WHOrJa Moryia ObITh HEMOJMHOW W He ObLla CTaHAApTU3UPOBAaHA MEXAY PeCloHeHTaMU. BOo-BTOPBIX, OTBETHI MOIIA ObITh
MIPEJB3SITBIMA CO CTOPOHBI HEKOTODBIX POJUTEsel, KOTOpble MOAUEPKUBAIM KOHKDETHble OCOOEHHOCTH TIOBEAEHUSI CBOEro
pebeHKa, WUTHOPUPYsS IMpHU 3TOM [pyrue, KOTOpble, 10 X MHEHMIO, ObUIM MeHee Ba)KHbIMHU. DTU OTpPaHUUYeHUs MOIN
OrpaHHYUTh CJie/laHHble MHTEepIpeTaluy U M03TOMY He MOIVIM IOJHOCTBIO OTpakaTb BCe IoBefeHueckue (eHoTUNHI 1D,
cBsi3aHHOrO ¢ SYNGAPI. B pe3ynbrate HeoOXOAWUMBI Ja/bHEHIIMe UCCINOBAHUS [Jisi TPeJOCTAB/IEHUS [OTMOIHUTEIbHBIX
OIMMCaHUN XapaKTePUCTHK, CBS3aHHBIX C UAeHTU(UKaTOpoM, cBsi3aHHbIM ¢ SYNGAPI.

3ak/ro4eHue

B 3ak/moueHre B 3TOM HCC/IE[JOBaHUM H3/IOKEH TIOBeJleHYeCKWil (DeHOTHUIT YMCTBEHHON OTCTaJIOCTH, CBS3aHHOTO
c SYNGAPI1, KaK ONuCcaHO pOAWTENsMU U ONEeKyHaMH JieTell C 5TUM pacCTPOMCTBOM. BbIzo MOJUYepKHYTO, UTO yMCTBEeHHas
OTCTa/NOCTh, CBsi3aHHast C SYNGAPI, xapakTepu3yeTcCsl BBICOKOM DaCIpOCTPaHEHHOCTBIO 3MWIENCHH, ayTUCTUYeCcKOro
TIOBe/leHNs], CCHCOPHOI UyBCTBUTEILHOCTU U TPYHOCTel pa3BUTHSL.
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