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CNYYAU CMUHATIbBHON MbILLEYHOW ATPO®UMN
Y AEBOYKU

TouHoBa C.A.!

Hayu4Hble pykoBoauTenu: aoueHT E.B. Konegaesa',
A.B. Kopabnes?®

"KupoBCKuMin rocyaapCTBEHHbIA MEAULIMHCKUIA YHUBEPCUTET
Mwun3sgpasa Poccun, Knpos, Poccuns;

2PecnybnukaHckas AeTckas KnuHudeckasi 6onbH1ua,
CbikTbIBKap, Poccus;

3CbIKTbIBKApPCKMI rOCyAapCTBEHHBIN YHUBEPCUTET,
ChoikTbIBKap, Poccusa

KnroueBble cnoBa: 0emu; duacHocmukKa; CriuHanbHasi
MbiweYHasi ampoghusi; 2eHHasi mepariusi; 30/12eHcMa;
HeoHamarlbHbil CKPUHUH2

AKTyanbHOCTh. CrinHanbHast MpleyHas arpodus (CMA) —
opdanHOe 3a001eBaHNe, KOTOPOE MPOSBIACTCS THOENBIO KIICTOK
CIIMHHOTO MO3Ta ¥ MbIlieuHo arpodueii. CMA BO3HUKAET H3-3a
neneru B rene SMNI (BBDKMBAGMOCTH MOTOHEHpOHA). Y 00ITb-
HBIX BMecTOo SMNI — naronoruyeckas konusi (reH SMN2). 3a-
6oneBaemocth CMA B 001wmeil nomymsinuu — 1 Ha 12 ThIC. HO-
BOPOXKIEHHBIX.
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Onucanue KJIMHUYECKOro ciay4dasi. Pe6énok B., pomuics
ot 2-it 6epemenHoctu 08.03.2023. PonoBoit aHaMHE3 HE OTATO-
mén. Ponel nmpounutn Ha 39-i1 Henene recTanuy, CaMOCTOSITEINb-
Hble. Macca tena npu poxxaenuu 3300 r, mmHa Tena — 50 cw,
olleHKa 110 1Kaje Anrap — 8/9 6amioB. Pe6EHOK ObLT BhITUCAH
nomoit Ha 4-e cytku. [locie noryuyeHus JaHHBIX HEOHATAILHOTO
CKPUHHHTA BBIIBJICHA TOMO3UIOTHAS JeTeUs 7-T0 dK30HA TeHa
SMNI1. PeG&nKy Obliia IpoBe/IcHa MOJICKYJISIPHAS TMarHOCTHKA Ha
6a3e MI'HII um. H.IT. Boukosa 28.03.2023. B pe3synsrare obcie-
JIOBaHUs HE 3aperucTpUpoBaHo Komuil rena SMNI u Bcero 3 Ko-
riuu reHa SMN2. Pe6énok 08.04.2023 Owi1 nepesenén 8 HMULL
3/10pOBbS JIeTeH AJIs BBEIEHH Ipernapara 3oi1reacMma. [Ipenapar
oHaceMHOTeH abernapBoBek OblT BBenéH 16.05.2023 BHYTpUBEH-
Ho. Ha 7-¢ cyTk# 1o JaHHBIM J1JaOOPaTOPHBIX MMOKA3aTeNIeH COCTOs-
HHUE peOEHKa ObLIO YIOBJICTBOPUTEIBHBIM. Jlanee mpoBenéH oc-
MOTP HEBPOJIOTOM: BBISIBUJIOCH YIIYUIICHUE COCTOSHUS I10 HIKAJIC
CHOP INTEND 64 6anna (+12 6a10B ¢ OpoIUIoi rocnuTanu3a-
LU, MaKCUMalIbHO — 64 Oasuia). B Teuenue 5 mec pebEHOK 1u1a-
HOBO MPOXOAWII pa3nuyHble o0cienoBanus: IOxoKI, Y3U opranos
opromHoi nonoctu, KT, KT ronoBroro mo3sra. [Tatonorndeckux
u3MeHeHuni He BeIsBiIeHo. CocrostHue Mainsima Ha 30.08.2024 6bI-
JI0 YIOBJIETBOPUTENBLHBIM, BCE JIBUKEHUSI pEOEHOK OCYIIECTBIISLI
B IIOJIHOM 00BEME B COOTBETCTBHH C BO3PACTHBIMU HOpMaMu. Pe-
OEHKY MPOBOIIIIKICH B 3TOT NEPHO]] HEOOXOIMMBbIE PeaO ITUTALU-
OHHBIE MPOLIEAYPHI, PAa3BHBAIOIIIE MBI H BECh ONOPHO-/IBH-
raTenbHbI anmapar. Ha MOMEHT onucaHust KITMHIYECKOTO CiTydast
pebenky 1 rom u 4 Mec. Y I€BOYKH HET KIMHUYECKHUX MPOSBICHUN
CMA, pa3BuTa 110 BO3pacTy.

IpakTnyeckasi 3HAYUMOCTh. 3a00eBaHUe OBUIO BBISBIIE-
HO Ha 1-M Mecsdue xu3HU Onarofapsi nporpaMme 0OHOBJIEHHOTO
HEOHATaJbHOTO CKpHHUHTA. CBOEBpEMEHHAs IMArHOCTHKA U Tap-
retHoe JieueHue nmpu CMA HeoOXOAUMBI JUIsi HOPMaJIbHOW JKU3-
HU TaKuX JETeH.
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