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nPOJIOHFr IMPOBAHHOE HABNMMIOOEHME NALIMEHTA C
MYKOMNMOJIMCAXAPMOO30M Ill TUNA

Komaposa A.A., MapTbiHKO B.B., opanHaTopsbl 1 roga no cneuuanbHOCTU «lleanatpuan»
Hay4HbI pykoBoaguTeNb: K.M.H., AoueHT PeanHa H.B.
®dreoY BO PasfMY MuH3gpasa Poccuu

AKTYANBbHOCTD Kadenpa netcknx 601e3Hen ¢ Kypcom rocnmTanbHOM NeanaTpum
Mykononucaxapugo3s Il Tmna - opdaHHOE MyNbTUCUCTEMHOE nporpeccupylowee 3abonesaHme, obycnoBneHHoe U‘
[leMOoHCTpauma NPOJIOHIMPOBAHHOIO, Ha NPOTsXKeHun 13 net, HabnoaeHma 3a pebeHkom ¢ MIMC
HaKOMNEHUEM [/INKO3aMUHOIIMKAHOB B KJIeTKaX Pas/IMYHbIX OPraHoB, MNPUBOASALLEE K HapylweHUuo ux PyHKUUW, 0
TMNa

cneumnduyeckmm GeHToONMYECKMM NPU3HaAKamM U NPOrpeccupyroLLMM HEMPOKOFHUTUBHbBLIM HapyweHuam. NyTb nepegaum -

ayTOCOMHO-peLeccMBHbIN, YacToTa BcTpedaemoctn 1 Ha 80-100 Tbicay HaceneHus. MyTtaumm B reHax SGSH (17q25.3),

MATEPUAJIbl U METOADbI

KnnHuyecKoe HabatogeHme naymeHTa v aHanms meauumMHCKON A0OKYMEHTaLUUm

NAGLU(17g21.2), HGSNAT(8p11.21) n GNS (12914) HapywatoT BblpabOTKYy 4YeTbIPEX pPa3NMUYHbIX PEPMEHTOB U
onpeaenatot noatunbl MMNC aaHHoro tuna: IlIA, B, C u D. OTcyTcTBME 3aMeCcTUTENIbHON pepMeHToTeEPanMM NPUBOAUT K

PecnUPaTOPHbIM, UHTENNEKTYaIbHbIM HAapPYLUEHUAM N paHHEeN MHBannamM3aumm pebeHka.

AHAMHE3 3ABOJIEBAHUA
N y - -
o o OHCY/IbTaLMA B
1 roa, XXU3HU 2-U 1o, XKU3H! 3-1 roa, XXU3Hu OIEHY ZJIJ/II'HLIEI,» (3r) 3a nepuopg 2015- 3a nepuopa 2020-
ot Il perpecc [OCMUTaNM3aLMA N sKeKpeLmm ¢ ' 2020 megneHHoe 2022
bepemeHHOCTH, I MCMXOMOTOPHbIX B IBY PO «OKB MOUOL nporpeccupoBaHme nepeaBuraeTca c
POAOB HaBbIKOB, pPeyb B um. H.B. renapaHcybdaTa CUMNTOMATUKK OO0 noaaepXKON Unum
Npn PoXaeHNn Bec BUAe OTAe/IbHbIX OAmuntpneson» [- (107 g MI'/yMKMO}'Ib No/sIHOro perpecca Ha KONACKe
- 2750, annHa 3BYKOB, MHBEPCUA 3: [ITHeBMOHwMA. . ’eaTI/IHVlHa) peyun, HaBblKOB B 2021 roay
Tena- 50 cm CHa, nepecTan OcmoTpeH ecb?/l T rena a’HN CaMoobCNYyXKMBaHU yCTaHOB/IEeHa
B 12 mec pocTt- 76 NPOCUTbCA Ha reHETMROM & » P A U CAMOKOHTpOANA. racTpocTtoma.
cm, Bec - 10200 r rOpLWOK, XpOMOTa 3anoAospeH cynbgarasbl
’ ' ’ MIC. >£I,-3: MTIC Il A Tmna
HacnenctBeHHOCTb npu xoabbe. (CHHAPOM
- He OTArolweHa. AP
Puc. 1. MaumeHT M., B Bo3pacte 3 net (2011 roa) CaHdwnnmnno).
KNUHUYECKUE NPOABNIEHUA (11-13 ner) MEAWUKAMEHTO3HAA TEPAINWUA
v MNepuumasuH (Heynentun) n PecnepnpaoH.
Cepae4yHo-cocyamncTan cmctema KocTHaa cuctema OTMEUaloTCA MPOABAEHUA MeAMKAMEHTO3HOI
BTOPMYHAA KapAmMomuonaTmsa MHOKECTBEHHbIE KOHTPAKTYpbI TOOMBOLMTONEHMM  6e3  remopparMyeckoro
(Heao0CTaTOYHOCTb MUTPAJIBHOTO, CyCTaBOB. CUHAPOMa
TPUKYCNNAA/IbHOrO, a0PTa/IbHOIO aCMMMETPMUA OCaHKM v BaKno<i>e|-|
KNaNaHOB M K/l1lanaHa NEro4yHoOM apTepum, HapyLLleHUe NoOXoaKu Y
HK 1 cT.) CnmToMaTHyecKas Tepanus p
WHKT v AB Tepanua npu obocTpeHnm Puc. 2. Nauyent M., 12 net (2020 ron).
renaTocn/ieHomeranms
LIHC NyNO4YHaA rpbixa
OTCYTCTBUE peyun (oTaesibHbie 3BYKK) BblBOﬂ,bl:

rpy6aﬂ 3a4epPKKa HEPBHO-NMCUXNHECKOTO

Pa3BUTUA .
TG BB © SRS [lbixaTenbHaa cuctema u JIOP- 1. MMC Il TMNa oTAMYaeT arpeccUMBHOE Pa3BUTUE KOFHUTUBHDBIX, ABUraTENbHbIX W PeCcnMpPaTOPHbIX HaPYLUEHUI C
OpraHbl PaHHEeN WHBaAMAM3auMein naumeHtTa M HebnaronpuATHBIM MCXOAOM NPU NPOBEAEHMU CUMNTOMATUYECKOM
ayToarpeccum P
MHBEPCHA CHA peunanBupyoLLMe NHEBMOHMMN, Tepanum.
OTUTbI

OTCYTCTBME HABbIKOB CAMOObCyKMBaAHUA
nceBaobynbbapHbIN CMHAPOM
HapyweHne GYyHKLUUM Ta30BbIX OPraHOB

C-M HOYHOIO alNHO3

) 2. MannuatmBHas MomMoOLlb TaKMM naumeHTam TpebyeT MeAULMHCKOro M COLMaNbHOroO B3aMMOAEUCTBUA ANA
aCnMpPaLMOHHbIN C-M

yayduweHnAa Kavyectsa KU3HMN.
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