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CvHpapoM BunbaMmca

KnuHuueckune pekomeHdaumn MiHsapasa Poccuu - B3pocnble, AeTu - pefdakums 2026 r., ctaTyc «[pumeHseTcs» Ha 04.11.2026 - MKB-10:
Q93.8 - Accoumauma MeANLMHCKNX FeHETMKOB

CvHAOpoM BunbsMca — BPOXAEHHbIN MyNbTUCUCTEMHbIN CUHAPOM, 06YCNOBNEHHbIN FETEPO3NrOTHOW AeneLmen
yyacTka 7q11.23; TUNUYHbI CepaeYHO-COCYANCTbIE, IHAOKPUHHbBIE, HEMPOKOTHUTUBHbBIE 1 NOBEAEHYECKME
HapyLeHns. PekoMeHaaLmsa NocesLeHa NoATBEePXAEHNIO AMarHO3a, OLLEHKE NMOPaXeHWs OPraHoB 1 AUTeNbHOMY
MYNbTUANCLIMNIMHAPHOMY HabMoAEHWIO AeTEN M B3POCbIX.

naBHOe

+ KnuHW4yeckuin AnarHo3 npeanonaratoT No CoYeTaHUIo XapakTePHOro GeHoTHNa, cepaeYHO-COCYANCTbIX
HapyLIeHWIA, 3a0epPXXKN POCTa, MHTENNEKTYanbHbIX M MOBEAEHUECKUX OCOBEHHOCTEN, rMnepKanbLMeMIn 1
SHOOKPVHHOW NaTONOrk; OTAENBHBIA CUMMTOM He BNSIETCS 06513aTENbHbIM.

MpuynHa cMHOpoOMa — reTepo3nroTHas aeneuns pasmepom 1,5-1,8 M6 B pernoHe 7g11.23 XpoMOCOMbl 7;
3abonesaHne 06bIYHO BO3HMKAET CMOPaanyecku.

Hanbonee 3HauMMble pUCKM — HaZKanaHHbIM CTEHO3 a0PTbl, APYrMe COCYANCTbIE CTEHO3bI, apTepuanbHas
rMnepTeHsus, yanuHeHve QTC, rnepkanbumMemMmns, rmnoTMpeos, HapyLeHus yrneBoaHOro o6MeHa 1 paHHee
MOMoBOE CO3PEBaHME.

Y nauneHToB C HaaknanaHHbLIM CTEHO30M a0pThl CNeAyeT 06CnefoBaTh BOSMOXHOCTbL CMHAPOMa Bunbamca; B
onbdepeHumanbHbIv psaa BXOOAT CMHAPOMbI HyHaH, On-Axopaxu, CMuta—Marenuca, Kabyku n detanbHbiv
anKorosbHbI CUHAPOM.

Llenecoo6pasHo NoXM3HEHHOE KaparonorMyeckoe HabnioaeH1e; aptTepuansHoe JasneHne U3MepsioT Ha
nepubepnUECKUX apTEPUAX BCEX YETLIPEX KOHEYHOCTEN.

BeneHue 0OMKHO 6biTb MyNbTUANCLUNIMHAPHBIM: HEO6XOAMMbI FEHETWK, KAapAMOMOr, 9HAOKPUHOMOT, CNEeLManmucTh
M0 CNyXy, NCUXMaTPWUK U NCUXONOr UK, ObTaNIbMOOT, CTOMAaTOMNON U Apyrue CNeLmanmucTbl Mo NopaxeHHbIM
opraHam.

OunarHocTtuka

1. 3aM0A03pUThb CUHAPOM MPK COYETaHMM XapakTePHbIX YepT NMLA, HaZKNanaHHOro CTEHO3a aopThl UMK APYron
COCYAMCTOW NaToNOr MW, 3aAePXKN POCTa, UHTENNEKTYanbHO-NoBeAeHUYECKUX OCOBEHHOCTEN 1 SHAOKPUHHBIX
HapyLeHWit; cobpaTb CBeAEHWS O KOPMIIEHUM, PBOTE, 3aMopax, rnepKanbUyeMmnm 1 paHHEM MoToBOM
CO3peBaHmm.

2.T1pv OCMOTPE OLLEHUTb POCT Y Maccy Tena, U3MepuUTb apTepuanbHOe AaBNeHNE Ha BCEX YEThIPEX KOHEYHOCTSIX,
NPOBEPUTL MMNEPMOBUIBHOCTL CYCTaBOB W AehOopMaLLMm NO3BOHOUYHWKA, @ TakXe NoBeAEeHUYECKME U 3pUTENBHO-
NPOCTPaHCTBEHHbIE KOMHUTUBHbIE HapYLLEHNS.

3.MoaTBepanTb AMarHO3 BbIABMIEHWEM FreTEePO3NrOTHOM AeNeLmn KPUTUYECKOro pernoHa 7q11.23 MonekynsapHo-
reHeTUYECKUM UM MONEeKyNAPHO-LIMTOreHeTUYeCK1M MeETOAOM. MLPA paLMoHanbHO MCMonb30BaTh Kak NepByo
nvHwio: YYP C, YOO 4; FISH umeeT YYP A, YOO 11 MOXET 6bITb NEPBOW NUHMEN NPY HeJOCTYNHOCTH MLPA.

4. MNpu oTpuuatensHoM pesynbTate FISH BbinonH1TE MLPA; cTaHOapTHOE KapnoTUNMpOoBaHWe He NOATBEPXAAET
cuHapoM. OTpuuaTtensHbin pesynstaT AHK-anarHOCTUKM He UCKnioYaeT CUHOPOM MONHOCTLIO, MO3TOMY TaKTUKY
06CrnefoBaHNa U HTEPNpPeTaLUmio pesynbTaTa AOMKeH onpefensTh Bpay-reHeTuK.

5. [pv NepBUYHOM AMArHOCTUKE NCCNEeN0BaTh OBLWMI KanbLn KPOBU, FMIOKO3Y, MMNUAOHBIM NPOdUb, MMKMPOBAHHbIN
reMornobuH, MOYEBUHY U KpeaTuHuH, TTT, cBo6oaHble T3 1 T4, 06LWMM aHanmM3 MOYW, KanbLUun-KpeaTUHUHOBOE
COOTHOLLEHWE MOYU, KpeaTUHUH Moun U 25-OH B1uTamMuH D.

6. BoinonHutb OKI™ ¢ 06a3aTenbHom oueHkon QTc, axokapanorpaduto, XonTepoBCKOe MOHUTOPUPOBaHKE,
ayavomMeTpuio, Y3W LWMTOBMAHOM M NapalLMTOBUAHbBIX Xene3 1 Y3 nodek; npu THxenoM HaaknanaHHoM CTeHo3e
aopTbl — KT-aHrnorpadwio aopTbl /unn MPT cepAlia M MarncTpasbHbIX COCYO0B.
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INeueHue

Y feTen C HapyLIeHWAMN CHa MPUMEHSIIOT MeNaTOHWH BHYTPb OAHOKPAaTHO nepe CHOM: 06bl4HO HauMHaIOT C 1 M,
NoBbIWAT Kaxable 1-2 Hefenun, MakcuMym — 10 Mr; y B3pOCblX 4O3MPOBaHWeE NPOBOAST MO MHCTPYKUMK. Y AeTen
YYPC,YOO5;ye3pocnbix YYPB, YOO 3.

ATOMOKCETWH Ha3Ha4aloT nauveHTam C CUHAPOMOM BurbsiMca 1 pacCTPOMCTBOM 8y TUCTUYECKOIro CreKkTpa npu
conytcTaytouwem CABIM v COB, no nHcTpykumu; YYP B, YO 1. Ha poHe neueHusa HyxeH koHTponb 3K 13-3a pucka
LOONOMHUTENBHOMO YaNMHeHuA QT.

[Mpw BPOXOEHHbBIX NOPOKaXx cepALia NPOBOAAT XMPYPruyeckoe neveHne no nokasaHusm. Nepen onepaument
HeobxoanMbl KOHCyNbTauua kapamonora n SKI™ ¢ nsmeperHvem QTcC; cnefyeT yunTbiBaTh NeKapcTBa, CNOCOBHbIE
yoanuHATb QTc, BKMOYas NPUMEHSsIEMbIE NP aHeCcTe3unu.

BceM naumeHTaM pekoMeHaoBaHbl afanTuBHas duanyeckas akTUBHOCTb M aflanTUBHBIM CNopT; duanoTepanms
peKoMeHOoBaHa AN yNyulleHUs NOABUKHOCTM U CHUXEHWUS PUCKa OPTOMNEANYECKMX OCMIOXHEHUI. YPOBEHb
pekomMeHaaumn ang obomx sMewaTenscts — YYP C, YOO 5.

Mpv oncdarum Ha paHHem cTaammn NCNONb3YIOT CTUMYNSALMIO OpanbHOM MOTOPUKM 1 TOroneamnyeckme MepPonpUsTUs
C pa3paboTKON NHAMBUAYaNbHOM NPOorpaMMbl 6e3onacHoro rnotanHus; YYP C, YOO 5.

Mpw rMnepkanbLuyMeMmun NPUMEHSIIOT COOTBETCTBYIOLLYIO MOANDULIMPOBAHHYIO AMETY U/UN MedMKAMEHTO3HYIO
Tepanuio. PyTuHHbIE 406aBKM C BUTaMUHOM D, BKIOUasd NOMMBUTaMUHLI, CoAepxallme ButamuH D, cnenyet
n3beratTb.

Mpu HaNMUKMK NOBEAEHUYECKUX U MCUXNYECKUX NMPOSIBNIEHWI NaLLMEHTY MOTYT NOTPe6oBaThCA KIMHUKO-
ncuXxonoruyeckas aganTtaums, KOHCYNbTUPOBaHWeE, KOPPEKLUS, NMCUXOTepanus 1 Apyrmue NCUXonornieckme u
peadbuNUTaLLMOHHBIE MEPOMPUATUST; MOBbILEHHYIO YYBCTBUTENBHOCTH K 3BYKY U GOBMM BO MHOTMX CITydasix MOXHO
NeYynTb C MOMOLLBKO KOrHUTUBHO-MOBEAEHYECKOM TEpPanuu.

Korpa HanpaBuTb M Kak HabnogaTb

+ HanpasuTb K Bpauy-reHeTuKy naumeHTa ¢ KIMHUYECKMMU Npu3HakaMu CMHAPOMa AN AnddepeHLmansHON
AMarHOCTUKM, Boibopa MeToda AHK-uccnenoBaHuns n MHTepnpeTaumm pesynbTaTa; nocne noaTBepxXaeHns
[MarHo3a NoBTOpPHas KOHCYMbTauus HyXHa NaLUneHTy U CeEMbe.

+ OpraH13oBaTb KapaMonornieckoe HabnaeHne BCeM naLmMeHTam; Npu Hannmunm cepae“Ho-cocyancTon
naTonormm no BO3MOXHOCTW BeleHWe AOMKEH OCYLLECTBNATb KapAMOSOr, UMEIOLLMIA ONbIT NIEYeHUA AeTer C
CVYHOPOMOM Bunbsamca.

« [TnaHoBasa rocnuTan13awuma nokasaHa, eCnu aMarHoCTrKa 1nm neveHne TpedyoT ANUTENbHOrO AHEBHOIO b0
KPYrOCyTOYHOrO HaboAeHUS, MOHUTOPWHIA KIIMHUKO-1abopaTOPHbIX NoKa3aTenen nnm obcneaoBaHuin,
HedOCTYMHbIX aMbyNaToOpPHO.

« OKCTpeHHasa rocnuTanu3aumnsa Heobxoamma nNpy OCTPOM XU3HEYPOXAOLLEM OCMOXHEHUW, TPEBYIOLLEM
HEOTNOXHOMO NleYeHns], UHTEHCUBHOM Tepanuu, KpYroCyTOYHOro HablAeHWs nu cneumanbHbiX MeTOL0B
obcnenoBaHua.

YacTble BONpocChbl

Kak nogreepxpgatoT cMHapoM Bunbamca?

[narHos noaresepxaatoT 06HapyXeHWeM reTepo3nroTHOW Aeneummn B KpUTUYeCckoM permoHe 7q11.23. [ina atoro
npuMeHsaoT MLPA, FISH, XpOMOCOMHBbI MUKPOMAaTPWUYHBIN aHanmn3 unm CEKBEHNMPOBaHME NMOMHOro reHOMa;
CTaHOapTHBIN KapuoTwn ANA NOATBEPXAEHUA HE MOAXOAMT.

Kakow reHeTU4eckuit TeCcT BbI6paTb NepBbIM?

MLPA pauuyoHanbHO MCNosb30BaTh Kak MePBYIO MUHWMIO AMarHOCTUKM, Npw oTpuLaTenbHOM FISH Takxe BbinonHAoT
MLPA. FISH MoxeT 6bITb NnepBbiM METOAOM, ecnvt MLPA HefoCcTyneH. TakTuky ob6CcrnenoBaHua onpeaensdeT Bpay-
reHeTuK.

Kak yacTo KOHTPO/MpOBaTb Kanbuum npucnmHgpomMe Bunbsamca?

OBLLMI KanbLMM nccnenytoT Npu NOCTAHOBKE AMarHo3a v Kaxable 4-6 MeCcALeB 00 ABYX N1ET, 3aTeM eXerofHo.
OOHOBPEMEHHO KOHTPOMMPYHOT KanbLuii B MOYE U KanbLIMN-KPeaTUHMHOBOE COOTHOLLEHWE eXEerOfHO;
nepeno3npoBku BUTaMuHa D cnenyeT nsberatb.
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YTO BaXXHO MpOBEPUTL Nepe onepaumnen?

o nob0oro xmpypruyeckoro BMellaTenbcTea Heobxoanma IKI™ ¢ o693aTenbHbIM n3MepeHnem QTC 1 oLeHka
(aKTOpPOB pUCKa BHe3arnHov cepaeyHon CMepTy, BKITtoYas npenapartsl, yanuHaowme QTc. Takke HyxXHa
KOHCyNbTaums AeTCKOro Kapanosora unv kapamonora.

Kak HacnepnyeTtcs cuHapoM Bunbamca?

BOMbLUIMHCTBO AeneLmmn Bo3HMKaeT de Novo, HO HacneAoBaHNe ayTOCOMHO-A0OMUHaHTHOE. ECnn 0anH U3 poauTenen
ABNAETCH HOCUTENEM, PUCK ANA Kaxaoro cnbca coctasnseT 50%; puck ANng NOTOMCTBA NaLMeHTa Takxe CocTaBnsaeT
509 Ond Kaxanon 6epemMeHHOCTU.

BbIXMMKa caenaHa no TeKCTy pekoMeHAaLmnm U He 3aMeHseT ero. MonHbIN oduLIManbHbIN TEKCT, KanbKyNaTopk! 1 COKpaLLEHHAas BepCus:
https://lukonaceyeHoBa.pd/cr/1074-sindrom-vilyamsa. ObuumanbHbI ICTOYHKMK: https://cr.minzdrav.gov.ru/preview-cr/1074_1
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