Poccwuiickuin negnatpudeckun xypHan. 2025; 28(MpunoxeHne 5)

https://doi.org/10.46563/1560-9561-2025-28-S5

https://elibrary.ru/djhngk
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yHuBepcutet nmenun .M. CeueHoBa MuH3agpaBa Poccum
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AKTyanbHOCTh. CUHAPOM AJIbCTpEMA — 3TO PEIKOE ayTOCO-
MHO-pelieCCUBHOE 3a00neBaHne, 00yCIOBICHHOE MyTalUSIMH B Te-
He ALSM 1. llpeanonoxutensHas paciipoCTpaHEHHOCTh COCTABIIS-
et 1:1 000 000, B Mupe 3apeructpupoBano okosio 950 ciyuaes.

Onucanne KIMHIYECKOro ciay4as. J[eBouka ot 3-i Oepe-
MEHHOCTH, IpOoTeKaBllell Ha (OHE 3alePKKU Pa3BUTH ILIOJA
B III Tpumectpe. Macca Tena npu poxaenuu 2370 1, JuIuHa Te-
na 47 cm. [pu axokapanorpaduu (OxoKI') Ha 3-1 CyTKH KH3HHU ObI-
Jla BBISIBIICHA HE3HAUHUTENbHAS JHIIATAIMs IIPABBIX KaMep Cepaia.
Ha 20-e cyTku MaMa oTMETHIIA BSUIOCTh peOEHKA, YacThie CPhITHBa-
Hus, npu OxoKI — nunaraius JeBbIX oTaenoB cepaua. [ocnura-
JU3UPOBaHA B CTALOHAP, COCTOSHUE TSDKENOE, 00BEKTUBHO — Ta-
xumHO3 80 B MUHYTY, AecaTypanust 10 75%, runoteHsus 59/36 Mm
pT. cT., makTaraimao3. [Tpu OxoKI': qunaranus JeBbIX Kamep cepl-
I1a, CHIKeHUe (Qpakiiy BEIOpoca 10 46%. Y IeBOYKH OTMedatach
3a/IeprKKa ICHXOMOTOPHOTO Pa3BUTHS: TOJIOBY JEPXKUT € § Mec, CTO-
UT y onopsl ¢ 1 rona 3 Mec, HEMPONOIKUTEIILHOE BPEMsI XOAUT Ca-
MocTtosaTenbHo ¢ 1 rona 10 mec. C 4 mec ponureny oOpaTuiu BHU-
MaHU€e Ha CHIXKEHUE OCTPOTHI 3peHusl y peOEHKa, HUCTarM, ¢ 1 ro-
Ja — cBeTo0Os3Hb, ¢ 1 Toga 4 Mec — HM30BITOYHAS Macca Telna.
C utonst 2024 1. HaOMHOACTCS B KAPIHOJIOTHUECKOM OT/ICTICHHH, TIIC
ObLJT 3a110103pEH BTOPUYHBIN reHe3 kapauoMuonariuy. Koncynsru-
PpoOBaHa reHETUKOM, 110 JaHHBIM MOJICKYJIAPHO-ITCHETUICCKOI'O UC-
CIIEZIOBAHUSI BBISBIICH BEPOSTHO IIaTON€HHbIH HYKJICOTU/HBII Bapu-
aHT B reHe (c.6916C>T, p.Pro2306Ser) ALMSI B TOMO3UTOTHOM
COCTOSIHMY (HOHCEHC-MYTAlMsl), Y POIUTENICH — B T€TEPO3UTOT-
HoM. BonbHast HaOIomaeTcest Takke y SHIOKPUHOJIOTA C THarHO30M
«MOpOUTHOE OXKUPEHHE» U Y OPTANIBEMOIIOTa C JUATHO30M «TOpPH-
30HTAJIbHBIM HUCTArM, YaCTH4HAast arpodust 3pUTENbHBIX HEPBOBY,
YTO XapaKTEepHO AJs CUHApoMa AlbcTpeMa. B Hacrosiee Bpems
Ha (oHE Tepanuu XpOHUYECKOH CepaeuHOd HEAOCTaTOUHOCTH OT-
MedeHa HOJIOKUTeNbHAS AMHAMHKA B BUJIE HOPMAaJIN3alUH pa3Me-
POB MOJIOCTEH CepALia K COKPATUTENIBHON CIIOCOOHOCTH MHOKApa.

3akiarouenue. Pe6EHOK ¢ cuHAPOMOM AJbcTpeMa Hepe-
KO JUIUTENBHOE BpeMsl HAOMIONAeTCsl y Y3KUX CIEHAINCTOB, IPU
9TOM I'€HEe3 MOPAXKEHUS PA3IUUHBIX OPraHOB U CUCTEM 3a4aCTyI0
HE paccMaTpHUBaeTCs B paMKax OJHOTrO CUHIpoMa. BaxkHa cBoeBpe-
MeHHast IOCTaHOBKA AWArHo3a st MyJAbTHANCIUILTHHAPHOTO Ha-
OMoneHNs TaKMX OOJBHBIX U JAaJbHENIIETO IIIAHNPOBAHHS CEMBH.



