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CuHapomMm bapae-buponsa — pegkoe ayToCOMHO-peLlecCcuBHOeE 3a60neBaHV|e U3 rpynnbl ymnumonatuun. K TMmnn4yHbIM nposiBneHusaAmMm cuHapoma bappe-buonsa oTHocATCA

NMUrMEeHTHAA AereHepauma cetTHatkm, O xXxmpeHume, nosfimaaktTuiinAaA, rmnoroHaaAn3Mm, CTPyKTypHbie aHOMaJIUN NOYEK, 3aAepPXKa ncnxopedeBoro pa3smtmAaA, ymCrBeHHas
OTCTaJ10CTh.

KnuHunyeckun cny4dyaum: cuHapom bapae-buans.
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Manb4yuk ¢ paHHero Bo3pacTta Ha [1-y4yeTe y Kapauonora c p,uarH030M BI'IC OAMXIT, HKO I/I36b|TOK Maccbl C paHHero Bo3pacTta. B TeyeHue nocnegHuUx Tpex nNeT XXU3HU

NporpeccuBHO CHUXXaeTcsAa ocTpoTa 3peHus. C AaHHbIMM Xanobamu odbpawanuck K odpTanbmonory, Hespornory. [lpoBeaeHbl A4ONONHUTENbHbIE MeTOAbI 06cneaoBaHUA.
BbicTaBneH gnarHo3: yactu4yHaa atpodpusa 3putTenibHOro HepBa, HESAICHOU 3TUOJTIONMN. YCNeBaeMOCTb B LUKOJIe CHUXAaeTCA, YTO CBA3bIBAKOT C Nporpeccupyrowem
yxyaweHuem 3peHus. [No gaHHbIM 00 BLEKTUBHOINrO oCcCMoTpa odpaulaet Ha ceds BHMMaHuUA mopouaHoe oxuperue (MMT +4,75), 3agepxka nonoBoro pa3sutusa (no TaHepy
Ax1P1Te1Pe1), runoreHntTanu3m, naTtosiorusi opraHoB 3peHus (pacxogsieecsa cogpyxectBeHHoe Kocornasue, ropusoHTaribHbIN HUCTArmMm), orctaBaHme B YMCTBEHHOM
pa3BuTun. o pesynbTatamMm fnabopaTopHbIX U UHCTPYMEHTAarNbHbIX MEeTOA0B UCCreAoOBaHNA BbiABNEHbI: HApYyLIeHUs yrneBoaHOro oomMeHa: runeprinvkemMus,
runepuHcynuHemusa. Cneundmyeckme oCcTpoBKOBbLIE aHTUTENA He OOHapyXeHbl. HapylwueHue XnpoBoro oomeHa: auncnununaemus. lNo gaHHbiIM Y3U opraHoB OproLLHOW
NOJZIOCTU: XXKUpoBOU ANcTpodunun nevyeHn, andpdysHbie UIMEeHEeHUA NoAXKEeNyAO4YHOU XKene3bl. YYUTbIBaA NonmMmopdpunusm KNMHUYECKUX NposiBeHun, nporpeccmpoBaHume
cuMmnTomMoB pebeHokK HanpaBneH B HMULL QHaokpuHonorum gna nposeaeHUs MONEKYNAPHO-reHeTU4eCKoro nccrieqoBaHus € Uernbio UCKIMIYEeHUA CUHAPOMAaNbHOro
oxupeHus. o pesynbTatamMm MOneKynsapHo-reHeTu4Yeckoro uccnengosaHunsa: B reHe BBS1 B 5 3k30He obHapyxeH BapuaHT ((HG38, chrl1:66515586G>A, c.479G>A) B
reTepo3nroTHOM COCTOSSHMU. BbiiBNeHHbIU BapuvaHT Oblif1 paHee onucaH Kak natoreHHbIn. [OMO3UroTHbIe U KOMMNAayHA-reTepo3uroTHblie mytauum B reHe BBS1 onucaHbl
npu cuHapome Eap.qe-EM.qn;l C ayTOCOMHO-peLI,eCCVIBHbIM TUNOM HacnegoBaHUA.
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Ha ocHOBaHMU KNMUHUKO-aHAMHECTUYEeCKUX AaHHbIX U pe3yrnibTaTOB MOJIEeKYNAPHO-reHeTU4eCKoro uccrnenoBaHnsa pebeHKy BbIiCTaBIeH KIMHNYeCKun gnarHo3s: CuHapom
bapae-buvansa: CaxapHbin ganabet 2 tuna. OxxupeHme mopouaHoe. HactuyHaa atpoduma sputenbHoro HepBa. BpoxaeHHbiIn nopok: AAMXI1, HK 0. HeanrokonbHas
XupoBasa bone3Hb neveHu. ucnunuaemusa. 3agepxKka ymcTBeHHOro passutusa. fmnoroHagusm.
B HacTosiLee BpeMs npu 3TOM 3aboneBaHUM NpUMeHAETCA AoporoctoAawmmn npenapart «CeTtMenaHoTua», KOTOPbIX MOXHO NMONY4YUTb NPU noaaepxkKe |
onarorBoputenbHoro coHga «Kpyr lobpa». Beaywan ponb HanpaBreHa Ha O0pbOy C OXKMpeHneM u ero ocrioxkHeHUAMU. B HacTosiLee BpeMAa 6bonbLUyo npoonemy ons y
naunMeHToB ¢ cuHapomom bapae-buana npeacraBnsaeT naTonorua opraHoB 3peHus. o aaHHbIM nuTepaTtypbl y 98% naunMeHTOB pa3BMBaeTCA crenoTta. Takum obpasom |- &
flCunapomom Bapae-buans pegkoe reHeTuveckoe 3aboneBaHue, UMeeT paa KIMHUYECKUX 0COGeHHOCTe (NNeMoTPONHOCTL U BapuabenbLHOCTL), YTO o6ycnaBnuBaeT : f
TN TPYyAHOCTL AnarHocTuku. TpebyeT MynbTMANCUNNIIMHAPHBbIE NOAXO0A U MOMEKYNSAPHO-TeHeTMYECKOoe uccneaoBaHme Ha paHHUX 3aTanax AUarHoCTM4YeCKOro nowvcka. i
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