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CuHgpom Bunbamca (CB) — peakoe myabTUCUCTEMHOE reHeTMYeckoe 3abosieBaHue, Bbi3BaHHOE AeneLmeit oKyca
7q11.23. CB npossaseTtca cneumduyeckKMMmn COMaTUYECKUMMN aHOMAIMAMU U YHUKASIbHbIM HEMPOKOTHUTUBHbBIM
npodunem. Knouesble YepTbl BKAOYAIOT MHTENIEKTYAIbHYH HEA0CTAaTOYHOCTb, BbIPAXKEHHYH r’MNepcoLnanbHOCTb
M BbICOKYI PacnpoCTPaHEHHOCTb TPEBOXKHbIX PACCTPOMCTB. Ha npumepe KAMHWYECKoro cayyas naumeHTa b., 24
rofa, NPOWUANOCTPUPOBaHbI TUNUYHbIE NPOABAEHUA CUHAPOMA BuabaMca BO B3pOC/OM Bo3pacTe U obcyxaatoTcs
npobnembl €ro MNOXW3HEHHOro BeAeHuWs. puBeaeHO [AeTasbHOe OnucaHWe C/lyyas, BK/AOYatowee AaHHble
aHaMHe3a, COMATMYeCcKOro, HeBPOOrMYECKOro, MCUXMYECKOro CTAaTyCOB M pe3ynbTaTbl NMaTOMNCUXOJIOrMYECKOro
uccnefioBaHus. Y nauueHTta Habnwogaetcs Knaccmyeckuin ¢eHotun CB. BbifBaeHa nerkas yMCTBEHHAs OTCTaNOCTb
(1Q=56) c rpybbim aedpnunToM abCTPAKTHO-NOTMUECKOTO MbILLJIEHUA U COLMANBHOIO UHTENIEKTA, YTO COYETAETCA C
COXPAaHHOW MHULMATMBHOM peubto. APKO BbIparKeHbl YEPTbl «TMMEPCOLMANbHOCTU»: Ype3IMepPHan APYHKeNtbHOCTb,
MHOTOPeYnBOCTb, XKMBON 3PUTENbHbIN KOHTaKT. COMATUYECKUIA CTAaTyC BKAKOYAET MOPOKM cepaua (KnanaHHbIN
CTEHO3 NIEroYHOM apTepuu) W HeBpPONOrMYyeckMe aHomanuu (aHomanua ApHonbpa-Kuapu). B noseaeHum
OTMEYAIOTCSA TPEBOXKHOCTb U ABUraTelbHoe becnokoncTeo. KntoueBoi NapagoKe cayvas — HECOOTBETCTBUE MEXKAY
BHELHEN KOMMYHNKabenbHOCTbIO M ryH6OKOMN coLManbHOM HAaMBHOCTbLIO, YTO CO34aET BbICOKUI PUCK BUKTUMM3ALUM
BO B3pOC/OM BO3pacTe. [laHHbIN CAy4al HarNAAHO AEMOHCTPUPYET CNOXKHOCTb HEMPOKOTHUTUBHOMO npoduaa npu
CB. HecmoTps Ha ycnewHyo ¢opmMasibHyo coumanmsaumio (NosyyeHne HeCKoIbKMX npodeccuit, Hanmune xobom),
NnaLMeHT COXpaHAEeT yA3BMMOCTb BCeACTBME HAPYLIEHNA COLMANbHOIO MHTENIEKTA U KPUTUMKKU. ITO NoAYepKuBaeT
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HEO6XOAMMOCTb NOXWU3HEHHOIo My/Z1IbTUANCUUNNANHAPHOIO COnpoBOXXAEeHUA, CC])OKyCMpOBaHHOFO Ha coumnanbHO-
pr,CI,OBOﬁ afanTaunn 1 3alnTe OT COLMaNIbHbIX PUCKOB.

Kniouesble cnoBa: cuHapom Bunbsamca, cuHapom Bunbamca-bonpeHa, 7q11.23 aeneumsa, runepcoumnansHoCTb,
WHTENNeKTyaIbHaA HEAOCTAaTOYHOCTb, KIMHUYECKUIA CyYalt
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BeBeneHue

CuHgpom Bunbamca (CB), namn cuHgpom Bunbamca-boipeHa (OMIM 194050), — 3to peakoe
MYNbTUCUCTEMHOE FeHeTMYeckoe 3aboneBaHue ¢ YacToTol BcTpedaemoctn oT 1:7 500 go 1:20
000 HoBopoOXKAeHHbIX [1; 2; 3]. OH BbI3BaH CNOPaANYECKOM reTepo3nroTHon geneymei (~1,5-1,8
merabas) B nokyce 7g11.23, npusoasueit K notepe 25-28 reHos [4; 3]. MpaKktuyeckn B 90%
CnyyaeB Aeneuma Bo3HMKaeT de NOVo B pe3ybTaTe MENOTUYECKOI HeaNeNbHOM rOMOIOTUYHOM
pekombuHaumm (NAHR) [4; 1]. CB npuBneKkaeT BHMMaHME KaK MOAEeNb ANA U3YYEeHWUs CBA3U
MeXAY TFeHOMHbIMW HApPYLIEHUAMM, PA3BUTMEM MO3ra M C/AOKHbIMM NOBEAEHYECKUMMU
deHoTUNamm [2].

KAnHWyeckaa KapTuvHa BKAOYaeT crneunduyeckme yeptbl anua («avuo anbda»), cepaeyvHo-
cocyamcTble aHOManuM (npexae BCEro, CynpaBanbBY/APHbIA aopTasbHbli cTeHo3 — CAC),
HapyweHUA  COeAMHWUTENbHOM  TKAHW,  SHAOKPUHHblE  AUCPYHKUMM  (MHPAHTUAbHAA
rmnepKanbLMemma) U yHUKaNbHbIM HEMPOKOTHUTMBHbBIN nNpodunb [5; 3]. Knaccuueckas Tpuaga
MOXET ObITb HEMOZIHOM Ha PaHHMX 3Tanax [1]. XapaKTepHbii GeHOTMN B MaAeHYECTBE BKAOYAET
nepnopbuTanbHble OTEKM, IMUKAHTYC, NOAHble rybbl, @ C BO3pacTom AULUO cTaHoBUTCA Honee
yaanHeHHbIM [6; 7]. Mommmo CAC, 4acTO BCTPEYalTCA CTEHO3bl JIEFOYHbIX, MOYEYHbIX W
Me3eHTepUuanbHbIX apTEPU, MOBBILWEHHbIA PUCK BHE3aMHOW cepaedHon cmepTtun [1]. Cpegm
Apyrux npobnem — racTpo3ssodareanbHblii pedatoKC, 3anopbl, MbileYHaa FMNOTOHMUA,
runeppedaeKkcns, KOHTPaAKTypbl CYCTaBOB, aHOMaIMM NOYEK, FPbIXKKU, TMNOTUPEOD3, HapYLIEHWUA
pocTa U npexaeBpemMeHHoe cTapeHue [1; 5; 3]. TakKe 0OTMeyaloTca XPUNAbIA FONOC W
cTomartosiormyeckue npobaembl (MUKPOAOHTUSA, AMacTemMbl) [8].

FemumsnMrotHocTb no reHy ELN (3/71acTMH) NneXuMT B OCHOBE XapaKTepHOW BacCKy/nonaTuu
(anactMHoBan apTepuonaTtua), NPOABAAIOLWENCA CYKEHUEM KPYMHbIX apTepuii, apTepuasibHOM
rmnepTeH3Men U MOBbIWEHHOW KECTKOCTbIO COCyauCTOM  cTeHku [5]. WccnepoBaHuAa
npeanonaratoT, 4YTOo 3N1aCTOAUTUYECKME (epMeHTbl, CeKpeTUpyemble TNaKOMbIWEYHbIMM
KNEeTKaMW apTeEPU, MOTYT UrpaTb KPUTUYECKYIO POJib B Pa3BUTUKM cTeHO3a [5]. JedeKT anactuHa
oTBeTcTBeHeH 3a CAC, CTEHO3 NIerOYHbIX apTePU U Apyrme cocyancTble aHOManum, ABaatoWwmecs
BeAyLeln npnumHoii 3abonesaemoctn U cmeptHocTh npm CB [1; 3].
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YHUKaNbHbIA HEMPOKOTHUTUBHBIA U NOBeAeHYeCKM GeHOTMN CBA3bIBAIOT C AeNeunen apyrunx
reHoB, MpexKAe BCero TPaHCKPUNUUOHHbIX d¢akTopoB GTF2l u GTF2IRD1. CyuTaetcs, 4TO
remmsnrotHoctb no GTF2l BHOCUT BKAAZ4 B WHTENNEKTYaNbHYHO HeAoCTaTOYHOCTb MU
rmnepcoumanbHocTb, @ GTF2IRD1 accoummpoBaH ¢ TPYAHOCTAMM B COLMANIbHON KOMMYHMKAUUK
[3]. UccnepoBaHmA Ha MbIWMHbBIX MOAENAX NOATBEPKAAIOT, YTO AeNeLma STUX FreHOB NPUBOANT K
N3MEHEHWUAM B COLMAIbHOM NOBEAEHWUN, TPEBOXKHOCTU M NpoLEeccaM MUeNnHU3aLmm B mosre [9].
Bknag B ¢eHoTUn BHOCAT U apyrve redbl: LIMK1 (geduumnt 3pmuTenbHO-NPOCTPAHCTBEHHOIO
KOHCTpyupoBaHus), BAZ1B (kpaHnodaumanbHoe passutue), STXIA u MLXIPL (moryT BAnaTb Ha
MeTabosInM3mM 1 puUCK passBuTua amnabeta) [1; 3].

BonbwnHcTBo nL, ¢ CB MMmeeT Nerkyo Man yMepeHHyH UHTeNNEKTYyalbHY0 Heg0CTaTOMHOCTb
(cpeaHunit 1Q 50-60), npuyem BepbanbHbIA MHTENNEKT NpeBblwaeT HeBepbanbHbin [1; 2; 8; 10;
11]. KOrHUTMBHbIA NPOdUNb XapaKTepulyeTcAa BblpaxKeHHOM Auccoumaumen: oTHOCUTebHas
COXPAHHOCTb KPaTKOBPEMEHHOM BepbanbHON MaMATU U HEKOTOPbIX aCNEKTOB PeYn codeTaeTca C
rny6oknum aeduumTom 3pUTeNbHO-NPOCTPAHCTBEHHOIO KOHCTPYyMpoBaHus [11; 12].

MNoBegeHYecKMn GEHOTMN  XapaKTepU3yeTca  «TMNepCcoLManbHOCTbIO» —  Ype3MepHO
OPYXKeNntbHOCTbO, IMNATUEN U CTPEMIEHUEM K CcouManbHOMY KOHTaKTy [1; 2; 12]. OgHako ¢
BO3PAaCTOM 3Ta KaXyLAACA COUMaNbHAA KOMMETEHTHOCTb 0b6opaymBaeTcA CepbesHbIMU
npob6aemamu: HENOHMMaHMeE COLLMANbHbBIX CUTHANO0B, HAMBHOCTb M HAaPYLUEHWA NPArmMaTUKN peyn
NPUBOAAT K BbICOKOMY PUCKY COLlMANIbHOM U30AALMMK, BUKTUMU3ALMK U BynnuHra [2].

Hanbonee pacnpocTpaHeHHOM Npobsemoit NCUXUYECKOro 340pO0BbA ABNSETCA TPEBOMKHOCTb.
NccnepoBaHue Green et al. (2012) BbIABMAO BbICOKME MOKa3aTeIN TPEBOXKHbIX PACCTPOMNCTB Y
aetei ¢ CB (65.8%), ¢ npeobnaganmem cneunduyecknx ¢obuii (44.7%), ocobeHHo poHopobum
(36.8%) [11]. Cpeau B3pocnbix ¢ CB 24% COOTBETCTBYIOT KPUTEPUAM NO KpalHEN Mmepe OA4HOro
NMCUXMYECKOrO PacCTPOMCTBa, MNpuyem Hambonee pPacnpocTpaHEeHHbIMU OblN TPEBOXKHbIE
pacctponctea (16.5%) wn cneumduyeckme ¢obun (12%); npenpeccua BcTpedanacb y 9%,
obceccnMBHO-KOMMNYNbCUBHOE noBeaeHne — y 8% B3pocnbix [13]. PacnpocTtpaHeHHocTb CABI y
aeten ¢ CB coctaBnsaet 57.9% [Green et al., 2012]. B KauecTBe NOTEHUMANbHbIX MEXaHM3MOB
TPEBOrM pPACCMATPMBAIOTCA TUNEPYYBCTBUTENIbHOCTb K 3BYKaM (rMnepakysua), HapylleHua
NCNONHUTENbHBIX QYHKLMA N HEMEPEHOCUMOCTb HeonpeaeneHHocTu [2; 11].

MPT-uccnefoBaHMA BbIABUAM CTPYKTYPHbIE aHOMA/IMM MO3ra: yMeHblleHne obliero obbvema
MO3ra npu COXpaHeHUM obbema NOOHbLIX U BUCOYHbIX A0NEN, OTHOCUTENbHOE YBe/NYeHue
MO3¥KeyKa, YMeHblleHMe o0bbema 6asanbHbIX FAaHIIMEB U TEMEHHbIX A0/Nei. ITU U3MEHEHUA
KOPPENnpyoT C KAMHUYECKUMUN NPOABAEHUAMU: AUCOYHKLMA AOPCANbHOTO 3PUTENIBHOTO NyTH
06bACHAET  3pUTENIbHO-NPOCTPAHCTBEHHbIE  AedUUUTbl, @ OTHOCUTENbHAA  COXPAHHOCTb
BEHTPAZIbHOTO MYTU W JIMMOUYECKUX CTPYKTYP MOMKET JieKaTb B OCHOBE COXPAHHOro
pacno3HaBaHUA AWUL, U TMNEepPCoOLMaNbHOCTU. HelponaTo/siorMyeckne MUCCNenoBaHUA TaKKe
BbIABM/IN NPU3HAKM HE3PEIOCTM KOPbI U HAPYLIEHUs MUTrpaLLmMm HelipoHos [1].
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OnarHo3 pomkeH OblTb NOATBEPXKAEH TeHeTUYecKU. 30/10TbIM  CTaHAAPTOM  ABAAETCA
XPOMOCOMHbIN MMKPOMATPUYHbIN aHanm3 (XMA), KoTopblii NO3BOIAET HE TO/IbKO NOATBEPANUTD
OMarHo3, HO UM onpegenntb pasmep Jgeneumn [3]. BepgeHue naumeHTOoB Tpebyet
MHOTOANCUMNAMHAPHOIO NOAX04A: PaHHAA AMArHOCTMKA W PEerynapHbli KapAMONOornyeckum
MOHUTOPUHI,  KOHTPONb  TUNEPKANbLUMEMUU, KOPPEKUMA  SHAOKPUHHDLIX  HAPYLUEHUN,
duM3mMoTepanma, 3aHATUA C Noronegom (C aKUEHTOM Ha MparmMatuKy peyn) M MNCcUxXosoro-
negarornyeckasa noaneprKka, BKA4Yaa nevyeHne KoOMopobmaHbIX NCUXMUYECKMX paccTponcTs [12].
Ona neyeHns TPEBOKHOCTU MOryT paccmaTpusaTtbea CUO3C, xoTa AaHHble 06 ux addeKTUBHOCTH
npu CB orpaHunyeHsbl [11].

HecmoTpss Ha obwWwupHble uccneaoBaHMA, cyuwlectsyeT AedUuMT MHTEPBEHUMOHHbLIX pPabor.
3dPeKTMBHbIE, OCHOBaHHbIe Ha [AO0Ka3aTeNbCTBAX METOAbl KOPPEKUMM  KOTHUTMBHDIX,
COLMANbHbIX M TPEBOXKHbIX paccTporncTs npu CB npakTuyeckn otcyTcTByIOT [2]. NepcneKkTMBHbIMM
npeacTaBAAITCA afanTauma noaxoaos, ycnewHblx npu PAC, ucnonb3oBaHWe cTpaTeruni
06y4YeHUs, OCHOBaAHHbIX Ha CU/IbHbIX BepHaibHbIX CTOPOHAX NALMEHTOB, U MPUMEHEHNE MY3bIKM
[2]. Ha monekynApHOM ypoBHe BeAyTCA MOWUCKM METOAO0B, MNO3BONAKOWMX MOAYANPOBATb
3KCcnpeccuto octaslelrica konuu reHa ELN nan BamaTb Ha nocneacteus geneunm GTF2I [3].

[NpeacrassieHne cny4vas

MNaymeHT:

B., My*uunHa, 24 roga. MNocTynaeT ¢ LEeNbi NPOXOXAEHMA MEAULMHCKOM KOMUCCUU MO
HanpaB/ieHUIO BOeHKOMmaTa. Habnwopaetcsa y ncuxmaTpa M HeBposora C AMArHO3OM
«CuHapom Bunbamca», yYCTaHOBJEHHbIM B  pPe3ynbTaTe MeAUKO-TEHETUYECKOM
KOHCyNbTaumn B Bospacte 1,5 ner.

AHamHe3 XU3HU 1 3abosieBaHuUA:

PebeHOK OT nepBoil bepemeHHOCTM, MpoTeKkaBwen Ha ¢GOHe cTpecca, C 3a4epPrKKoM
BHYTPUYTPObOHOro passutma. Poabl CpoOYHble, CO CTUMYANAUMEN, C ABOMHbIM 06BUTMEM
NynoBuHbIl. [ICMXOMOTOPHOE Pa3BUTUE C 3a4EPKKOM: TONOBY AeprKan ¢ 3 mec., cuaen ¢ 10
mec., xoamn camoctoAaTenbHo ¢ 1 roga 3 mec. C getctBa HabnwoaaeTcs 3aaepikKa
peyeBoOro pasBUTMA, 3aHMMANCA C JioroneaomM W Herponcuxonorom. HeogHOKpaTHO
NPoxXoAnn Kypcbl peabuavtaumu. B WKonbHbIE roabl HAXOAMICA HA AOMALUHEM 06y4eHunH,
XapaKTepM30BaNCA KaK PAHUMbIN, HYXKAAOWMACA B MOMOLLM Mnejarora, C HU3KUM
YPOBHEM YCBOEHMA MaTepuana, OCOBEHHO B MUCbMEHHbIX 3afaHuAXx. HecmoTpa Ha
TPYAHOCTW, YCNELWHO COLMAZM3UMPOBAICA: OKOHYMA 9 Knaccos, MNOAy4un cpeaHee
npodeccnmoHanbHoe obpasoBaHMe NO CMELMaNbHOCTAM «PEMOHT aBTOTPAHCMOPTa» U
«HOpucnpyaeHuma», B HacToAwee Bpema obyyaeTca Ha noBapa. AKTUBHO 3aHMMaeTCA
MY3bIKOW (MrpaeT Ha yaapHbIX B rpynnax).
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CoMaTMYeCKUM U HEBPONOTUYECKUIA CTATYC:

Mo AaHHbIM BbINMUCKM U3 MEAMLMHCKOW KapTbl ambynatopHoro 6osbHoro (2025 r.),
COMaTMYECKOe COCTOAHWE yaoBneTBopuTesnbHoe. COCTOMT Ha yyeTe Yy Kapawuosora (B
aHamHe3e — He3HAYMTeNbHbIN KNanaHHbIA CTEHO3 NEeroYyHoOM apTepuun, nposanc
MWUTPANbHOTO KAanaHa). Mpu KoHcynbTaumm odtanbmonora (2025 r.) amarHoctmpoBaHa
YyacTuyHas atpodus 3puTenbHoro Hepsa. MPT ronosBHoro mosra (2025 r.) BbisiBUNa
aHomanuto ApHonbga-Knapu, ymepeHHoe pacCliMpeHne KenyaovyKkoB, MUHMMA/bHbIE
MUWKPOUMPKYNATOPHbIE M3MeHeHUA. B HeBponornyeckom craTyce OTMeYatloTCA Nerkue
peyeBble HapyLeHWA, yCUANBALOLWMECS NPU BOJTHEHUN.

McuxmMyecKknin cTaTyc n gaHHble NcUxosiormyeckoro obcnenoBaHus:

Mpu ocmotpe B 2025 rogy naumeHT BCECTOPOHHE OPUMEHTUMPOBAH, BHELWHEe OnpATeH.
MNosepeHne ynopagoYeHHOE, HO C BblpaXKEHHOM ABUFAaTeNbHOM  aKTUBHOCTbIO
(cTepeoTnHOe pacKauMBaHWe, OXMBAEHHAA KECTUKynauma). MumKKa  KuBas,
4ype3Bbl4AaMHO BblPa3nTe/IbHAA. 3PUTE/IbHbIN KOHTAKT YCTAaHABAMBAET U NOAAEPKUBAET
aKTUBHO. PeueBOM KOHTAKT NPOAYKTMUBHbLIN, NALMEHT MHOTOPEYnB, OXOTHO U NogpobHo
pacckasbiBaeT o cebe, cBOUX yBAeYEHUAX (My3blKa). DOH HacTpPoeHUs BANXKE K TPEBOXKHO-
rTMNEePTUMHOMY, HECKONbKO HeyCcTon4YmMBbIM. OTMeYaeTca HAMBHOCTb CYXKAEHUN, YyBCTBO
ANCTAHLMN CHUXKEHO. KpUTUKa K cocToAHUIO dopmanbHas.

Pe3ynbTaTbl NaTONCUXON0rMYEeCcKoro nccnegosaHma (2025 r.):

Mpu wnccnepgoBaHuM no TecTy BeKkcnepa BbiABNeH 0O6WMIA  MHTENNEKTYya IbHbIN
KoappuumeHT (IQ) 56, UTO COOTBETCTBYET /NIETKOM CTENEHW YMCTBEHHOW OTCTaNoCTMU.
BepbanbHbiit IQ = 58, HeBepbanbHbiii IQ = 59, 4TO AEMOHCTPUPYET OTHOCUTE/bHYIO
PaBHOMEPHOCTb CHWMKEeHMA, HeTunuyHyto pans CB, rge obbluHO Habnogaertcs
3HAaUYUTE/IbHbIN PaspbiB B NOAb3y BepbanbHOro uHTennekrta. OAHAKO KayecTBEHHbIN
aHaNM3 BbIBUN XapaKTepHble AUCCOUMALNM: KpalHe HU3KMEe NoKasaTenm no cybrectam
«MoHsaTnusoctb» (0 6annoB) u «Cxoactso» (0 6annos), yYto oTpaxaetr AedULUT
abCTPaKTHO-TOrMYECKOro MbILINEHNA W COLLMANBbHOIO MHTENIEKTa. HapyLweHbl onepaunm
0606UeHMA, MbilEHWE TYronoABMKHOE, KOHKpeTHoe. O6bemM aKTMBHOroO BHMMAHUSA
Cy)XeH, OTmeyaeTca ObiCTpas YTOMAAEMOCTb. [1pOAYKTUBHOCTb  MEXaHWYeCKoro
3aMOMMHAHWNA CHUXKEHaA.

ObcyxxaerHune

MpeacTaBNeHHbIN KNMHUYECKUIA CyYalt ABNAETCA TUNUYHBIM NPUMEPOM CMHAPOMA Bunbamca,
OEMOHCTPMPYA K/lacCUYECKOe COYeTaHMe COMATUYECKMX, HEBPOJIOTMYECKMX W MCUXMYECKUX
HapyweHui. Cnyyalh noATBep:KAaeT MyNbTUCUCTEMHbIN Xapaktep CB. Hanuuve cepaeyHomn

134



{ﬁ[ﬂ““"“n HypHan «Meanumta» Ne 4, 2025 135

aHOMaNUU, 3a4epPXKKNU Pa3BUTUA, XapPaKTEPHOro HEBPOAOrMYecKoro U odTasbMONOrMYecKkoro
CTaTyca NO/IHOCTbIO COOTBETCTBYET K/1aCCUYECKMM onncaHuam [14].

Y naumeHTa b. noaTBEpKAEHA Nerkaa ymcTBeHHasa oTcTanoctb (IQ=56). MHTepecHOo, YTO B laHHOM
cny4Yae He Habawgaetca TMNUYHoro ana CB 3HaunTenbHOro npesbilweHns BepbanbHoro |1Q Hag
HeBepbanbHbiM. OfHAKO KaYeCTBEHHbIM aHaN3 BblABUA rpybble HapyWeHUA MMEHHO B cdepe
abCTPaKTHO-NOTMYECKOTO  MbIW/IEHUA W COUMANbHOTO  MHTennekta  («lMoHATAMBOCTbLY,
«CxoACcTBOY»), YTO MOJIHOCTbIO COOTBETCTBYET AaHHbIM /MTEpaTypbl O ponu reHos GTF2l u
GTF2IRD1 B reHe3e WHTennekTyanbHoro aedpuumrta npu CB [1; 5]. BbipakeHHble TPYAHOCTU B
WKONbHOM 06y4eHnn, 0cOBeHHO C NMCbMOM U BeAeHWEM TeTPAAEeN, KOPPENUPYIOT C rNyboKnm
aeduumMTom  3pUTENbHO-MPOCTPAHCTBEHHOTO  KOHCTPYMPOBAHMA,  aCCOLMUPOBAHHOIO  C
reMmMsnroTHocTbto no reHy LIMK1 [1; 3].

MauMeHT AEeMOHCTPUPYET BCE YepTbl «TMMEePCOLMANbHOCTUY: YPE3MEPHYIO APYKeNtbHOCTb,
CTPEMJIEHME K KOHTAKTY, KMBOW 3PUTENbHbIN KOHTAKT, MHOrOPEYMBOCTb. ITU YepTbl, Byayun
NO3UTUBHbLIMW B OE€TCTBE, BO B3POC/OM BO3pacTe CTAHOBATCA WCTOYHWKOM YA3BUMMOCTM.
HecmoTps Ha ycnewHoe dopmanbHoe nonyvyeHne o6pa3oBaHmA, NaLMEHT He TPYAOYCTPOEH, ero
NNaHbl HEKOHKPETHbl, @ HAMBHOCTb W CHUXEHWME KPUTUKM MOryT CNocobCTBOBATb PUCKY
BUKTMUMM3ALMN. ITO APKO WANOCTpMpYeT napagokc CB: Kaxywaacsa coumanbHas
KOMMNETEHTHOCTb MAacKupyeT rnybokyto coumanbHyto aucoyHkumio [11; 2].

B cTtatyce naumeHTa OTMeYatoTca 3MOLMOHAbHAA NabuabHOCTb, TPEBOXHOCTb, ABUraTebHOe
6€eCnoKOMCTBO, YTO COOTBETCTBYET BbICOKOM PACNPOCTPAHEHHOCTU TPEBOXHbIX PACCTPOWUCTB U
CABI npu CB [4, 5]. CTepeoTunHble ABUXEHUA (pacKauyMBaHWE) TaKKe ABAAIOTCA YacTbiM
KOMMOHEHTOM noBeaeH4Yeckoro ¢eHotmna [11]. Obpawaer Ha cebs BHMMaHME OTCYTCTBUE
doHoPObUM xapaKTepHOM AnsA 3ToM naTonoruu. MaumeHTy HaobopPOT HPABATCA FPOMKUE 3BYKM,
KOr4a OH UrpaeT Ha yAapHbIX MHCTPYMEHTaX.

[aHHbI  cnyyait  noAvyepKMBaeT  Ba)KHOCTb  MOMWU3HEHHOrO  MYbTUAMCLMMAUHAPHOTO
CONPOBOXAEHUA. HecmoTpa Ha OTHOCUTENIbHYH CTabuNbHOCTb COMATUUYECKOrO COCTOAHMS,
naumeHT HyXaaeTcs B HabnoaAeHUN Kapanoaora, HeBpPoora, SHA0KPUHoIora, opTanbmonora u
ncuxuaTpa. Knwoueson 3adaveit ANA TakMX NaLMEHTOB ABASETCA He CTO/IbKO aKademuyeckoe
obyyeHMe, CKOMbKO COUMANbHO-TPYAOBaA aganTauusa, Pa3BUTUE MNPAKTUYECKUX MKMU3HEHHbIX
HaBbIKOB W 3alLLMTa OT COLMA/bHbIX PUCKOB.

3aKn4yeHune

OnucaHHbIM  CAyY4an cMHAPOMA Bunbamca HarnagHO  LEMOHCTPUPYET  CNOXKHOCTb U
napagoKcasnbHOCTb ero HEMPOKOTHUTMBHOIO M NoBeAeHYeckoro ¢eHotTmna. CouyeTaHUe BHELIHEM
KOMMYHWKabenbHOCTU C FYyBOKMMM HapyLLEHNAMM abCTPAKTHOTO MbIWNEHUA U COLMANIbHOTO
WMHTENNEKTa, @ TaKXKe BbICOKMIA PUCK TPEBOXKHbIX paccTporcts n CAOBI, co34atoT yHUKANbHbIE
BbI30Bbl A1 BeAEHUA TAaKMX NALMEHTOB HA NPOTAXKEHUM BCEN XKU3HU. YCNELWHaA coumanmsaums,
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KaK B C/lyyae ¢ naumeHTom b., nony4ymBLIMM HECKONBKO Npodeccnin u umetowmm xob6bu, asnaertca
BAYKHbIM [OCTUXXEHMEeM, HO He OTMEHSeT ero NOoTeHUMaNbHble YA3BMMOCTM BO B3POC/IOM
Bo3pacTe. [laHHbIX KeWc noayvYepKMBaeT HeobXo4MMOCTb NPOAO/IKEHUA WUCCNEe[0BaAHUM,
HanpaB/ieHHbIX Ha pa3paboTky 3PPEeKTUBHbIX METOAOB MCUXOJIOro-NeaarorMiyeckon U
COLMANbHOWN MOAAEPKKM, a TaKKe BAXKHOCTb MPEEeMCTBEHHOCTM MeXKAY AETCKOW U B3POC/IOn
cny*Kbamu ANA NauMEHTOB C PeAKUMU FEHETUYECKUMU CUHLPOMAMM.

Cnucok nutepaTtypbl

1. Kaplan P., Wang P.P., Francke U. Williams (Williams-Beuren) syndrome: a distinct neurobehavioral disorder. J
Child Neurol. 2001;16(3):177-190.

2. Royston R., Waite J., Howlin P. Social impairments in Williams syndrome: a systematic review. Res Dev Disabil.
2019;92:103452.

3. Kozel B.A., Barak B., Kim C.A,, et al. Williams syndrome. Nat Rev Dis Primers. 2021;7(1):42.

4. Pérez Jurado LA, Peoples R, Kaplan P, Hamel BC, Francke U. Molecular definition of the chromosome 7 deletion
in Williams syndrome and parent-of-origin effects on growth. Am J Hum Genet. 1996 Oct;59(4):781-92. PMID:
8808592; PMCID: PM(C1914804.

5. Gordon N. Williams syndrome: a review of the clinical and genetic aspects. J Pediatr Neurol. 2006;4(1):15-22.

6. ®unbkuHa E.E., Mpxuankosckas E.T., Jlazapesa A.A., lOkMHa M.IO. Peakuit cnyyali coueTaHma y ogHowm
NauMeHTKN MeTaboIMYECKUX U TeHETUYECKUX USMEHEHWI (CUHAPOMA MHOMKECTBEHHbIX SHAOKPUHHBIX Heonnasuii 1
™MNa n cuHapoma Bunbamca) // Oxupenne n metabonusm. 2024. T. 21. Ne 4. C. 425-430. DOI:
https://doi.org/10.14341/omet13195

7. AHTOHeHKo B.T., Kotaykosa H.M., Mapkosa T.B., CBetanyHaa [.B., Conososa O.A., Mapkosa K.I. n ap. KnimHuko-
reHeTUYecKmne XapaKTePUCTUKN U 0COBEHHOCTU BeAEeHUA NALLMEHTOB C CUHAPOMOM Buibamca: onncaHue Tpex
HabntogeHnn n 063op nntepatypsbl // Negnatpus um. I .H. CnepaHckoro. 2021. T. 100. Ne 4. C. 141-147.

8. Udwin O, Davies M, Howlin P. A longitudinal study of cognitive abilities and educational attainment in Williams
syndrome. Dev Med Child Neurol. 1996 Nov;38(11):1020-9. doi: 10.1111/j.1469-8749.1996.tb15062.x. PMID:
8913183.

9. Borralleras C, Sahun |, Pérez-Jurado LA, Campuzano V. Intracisternal Gtf2i Gene Therapy Ameliorates Deficits in
Cognition and Synaptic Plasticity of a Mouse Model of Williams-Beuren Syndrome. Mol Ther. 2015
Nov;23(11):1691-1699. doi: 10.1038/mt.2015.130. Epub 2015 Jul 28. PMID: 26216516; PMCID: PMC4817950.

10. Davies M., Udwin O., Howlin P. Adults with Williams syndrome: Preliminary study of social, emotional and
behavioural difficulties. The British Journal of Psychiatry. 1998;172(3):273-276. doi:10.1192/bjp.172.3.273

11. Green T., Avda S., Dotan |, et al. Phenotypic psychiatric characterization of children with Williams syndrome
and response of their anxiety symptoms to music therapy. J Autism Dev Disord. 2012;42(7):1456-1466.

12. Karpov B, Muhonen M, Kieseppa T. Psychotic Symptoms and Malignant Neuroleptic Syndrome in Williams
Syndrome: A Case Report. Front Psychiatry. 2022 May 31;13:891757. doi: 10.3389/fpsyt.2022.891757. PMID:
35711606; PMCID: PMC9193575.

13. Stinton C., Tomlinson K., Estes Z. Examining the neuropsychological profile of Williams syndrome: a meta-
analysis. Res Dev Disabil. 2010;31(5):1025-1038.

14. Nantesa H.M., CkaukoBa M.A., TapaceHKo H.®., Kapnosa E.l'., HectepeHKo E.B., KoHHoBa C.M. O cayvae
paHHel AMarHocTuKM cuHapoma Bunbamca y pebeHka | roga usHm // OpeHbyprckuii MeNUNHCKUIA BECTHUK. —
2017.-T.5, Ne 3. - C. 19-22.

136



{ﬁ[n““"“n HypHan «Meanumta» Ne 4, 2025 137

The paradox of hypersociality and social maladjustment in a clinical case of a
patient with Williams syndrome

Timirbulatov I. F.
MD, Dr. Sci. (Med.), Associate Professor, Head of Department?, Chief Physician?

Evdokimova T. E.

MD, Dr. Sci. (Med.), Associate Professor, Professor of the Department of Psychiatry and Medical
Psychology?, Head of the Outpatient Department, Branch "Center for Mental Health, Vidnoe City "
ORCID: 0000-0002-2722-2979

Kraskov G. V.
MD, Psychiatrist, Branch "Center for Mental Health, Vidnoye City"?

Surbas N. B.
MD, Clinical Psychologist, Branch "Center for Mental Health, Vidnoye City"?

Martynova V. O.
MD, Psychiatrist, Branch "Center for Mental Health, Vidnoye City'?

Mylkovskaya O. V.
MD, Head of the Branch "Center for Mental Health, Vidnoye City"?
ORCID: 0009-0004-3196-6358

Nadezhdin A. V.
MD, PhD (Med.), Associate Professor, Psychiatrist, Branch "Center for Mental Health, Vidnoye City"?
ORCID: 0000-0003-3368-3170

1 - Federal State Budgetary Educational Institution of Additional Professional Education "Russian Medical
Academy of Continuous Professional Education” of the Ministry of Health of Russia

2 — State Budgetary Healthcare Institution of the Moscow Region "F. A. Usoltsev Central Clinical Psychiatric
Hospital"

3 — Federal State Autonomous Educational Institution of Higher Education "Patrice Lumumba Peoples'
Friendship University of Russia"

Corresponding author: Nadezhdin Alexey Valentinovich; e-mail: aminazin@inbox.ru
Funding. The study had no sponsorship.
Conflict of interests. The authors declare no conflict of interest.

Abstract

Williams syndrome (WS) is a rare multisystem genetic disorder caused by a deletion at locus 7q11.23. WS presents
with specific somatic anomalies and a unique neurocognitive profile. Key features include intellectual disability,
marked hypersociability, and a high prevalence of anxiety disorders. To illustrate the typical manifestations of
Williams syndrome in adulthood and discuss the challenges of its lifelong management using the clinical case of
patient B., 24 years old. A detailed case description is provided, including history, somatic, neurological, and mental
status examinations, and results of a pathopsychological study. The patient exhibits a classic WS phenotype. Mild
intellectual disability (IQ=56) was identified, with severe deficits in abstract-logical thinking and social intelligence,
combined with preserved initiative speech. Traits of "hypersociability" are pronounced: excessive friendliness,
talkativeness, lively eye contact. Somatic status includes heart defects (valvular pulmonary artery stenosis) and
neurological anomalies (Arnold-Chiari malformation). Behavior is characterized by anxiety and motor restlessness.
The key paradox of this case is the discrepancy between outward communicativeness and profound social naivety,
creating a high risk of victimization in adulthood. This case clearly demonstrates the complexity of the neurocognitive
profile in WS. Despite successful formal socialization (obtaining several professions, having hobbies), the patient
remains vulnerable due to impaired social intelligence and judgment. This underscores the necessity for lifelong
multidisciplinary support focused on socio-occupational adaptation and protection from social risks.

Keywords: Williams syndrome, Williams-Beuren syndrome, 7q11.23 deletion, hypersociability, intellectual
disability, clinical case
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