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AKTyaJIbHOCTb. [ UToKaIreMudecKkuii meproamIecKuii mapa-
muny (T'TIIT) — penkoe 3a0os1eBaHKE, XapaKTEPU3YHOLIEECs PUCTY-
MaMHM BSJIOTO Mapajiiya CKEJIETHBIX MBIIII] C YTPaToil criocoOHO-
CTH K BO30Y)KIEHHIO ¥ COKpalieHHo. [IpucTynbsl MaHu(pecTHpyoT
B JIETCKOM HJIH TIOApocTKOBOM Bozpacte. [ TIIT — gacras maroo-
rust oomeHa kanust (70%) ¢ ypoBHEM ero B CHIBOPOTKE KpoBHU < 3,5
MMOJIB/JI, TPYJHA B JUAaTHOCTHKE, T. K. CXOXKa C MapaUTHIECKH-
MU MHUOIIaTHUAMHAU }lpyFOﬁ OTHOJIOTUHN: CHM)KCHUC WJIN OTCYTCTBUEC
CYXOXKUJIBHBIX PE(IIEKCOB, TeHEPATU30BaHHAS MBILIEYHAs Cla-
00CTb, MapaJIniu JUIUTEIBHOCTBIO OT 1 Yaca JJ0 HECKOJIBKUX JTHEH.

Onucanmne KJINHUYECKOro caydas. bompnoit U., 17 ner,
MOCTYNWJI B OTAEJeHUE ¢ Kajno0aMH Ha BBIpAXECHHYIO Cla-
00CTh: HEBO3MOXKHOCTh JBHUTAThCS, CTpax cMepTH. [lepBoIi
MapoKCH3M BO3HUK B Jiekadpe 2024 r., mposBisiics cinaboCcThio
B KOHEYHOCTSX, MPOMEN CaAMOCTOSITEILHO B TEUCHHE 2 CYT.
Hacrosimiee yxyaiieHue cOCTOSHUS OTMETHJI HaKaHyHE Beye-

poM: HapacTarmas c1abocTh B HUKHUX, 3aTEM B BEPXHUX KO-
HEYHOCTSIX U Tynosuiie. [Ipuctyn cBsizan ¢ Gpusnveckoil Ha-
I'Py3KO#, MepeoxIaXACHUEM U yIOTpeOIeHHEeM dHEpreTHIe-
CKUX HAIUTKOB. YCTaHOBIICHO, 4YTO y Matepu B 29 u 31 rox
OTMEYAJINCh 3MHU30/1bl TaPOKCU3MAJIbLHOW MHOIUIETUU Ha ¢o-
HE BBIpA)XEHHOU runokainueMuu. Mckmodén cuaapom ['uite-
Ha—bappe. OOBEeKTHBHO: COCTOSIHUE TsDKENOE 3a CYET TeTpa-
mieruy. I'moranue He HapylIeHO. AKTHUBHBIE JBUKEHHS B KO-
HEYHOCTAX 3aTPYAHEHBI, NaJbLIbl HA PyKaX CKproyeHsl. Pe3ko
CHUXEHBI MBIIICYHBIA TOHYC, CyXOKUIbHBIC pediIeKCchl Ha pPy-
kax u Horax D = S. [Manpnanus Melmn Oosie3HEHHA, YYBCTBH-
TEJIBHOCTh coxpaHeHa D = S. B cbIBOpoTKe KpOBH: TMIIOKA-
nuemust — 1,28 mmounp/n. Tlpu DKI' BeIsBICHBI: YAJIUHCHHE
uatepBana Q7 (554 mc), HapymIeHHE MPOILECCOB PEMOIspHU-
3allMu B MHOKapjae. B Tedenune 72 4 mpoBOAMIOCH BHYTPU-
BeHHOe BBeneHue 180 mu 4% xmopuna kanus. Ha 3-u cytku
YMEHBUIMJIACH MBIIIEYHAs CJ1a00CTh, OOIBHONW CMOT IIEBEIUTH
naneamu. Ha 4-i1 nens Havan xoauth. [locne Hopmanuza-
UM KaJMeMHUH ObUT epeBeASH Ha MpuéM acrmapkama. Beimm-
CaH U3 CTallOHapa B CTaOMJIHLHOM COCTOSIHMM Ha 5-€ CYTKH.
PexomennoBaHa auera, Ooraras Kajauem, acrnapkam mno 1 tadm.
3 pasa B JeHb — Kypc 4 Hej, KOHTPOJIb CONEP KaHUS Kallus
B CBHIBOPOTKE KPOBH, IIPOBEACHHE 3K30MHOI'O CEKBEHUPOBAHHUS
reHoB CACNIAS u SCN4A.

3akmouenue. J[aHHBIN KIMHAYECKUH CITydaid IEMOHCTPHPYET
op(aHHOCTh MATONOTHH 1 3HaUMMOCTh BKJIroueHus ['TIIT B mudde-
PEHLMAIBHYIO JUarHOCTUKY NapaluTHuecKkux muonaruil. Ompe-
JIeJICHHE YPOBHSI KaJlusl B KPOBU M a/ICKBaTHAsl KOPPEKIHUS THUIIO-
KaJMEeMUH OTPEJIeIISIOT OIaronpHUATHBIN MPOTHO3 15l OOIBHOTO.
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