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®IrBOY BO «KybaHckuii rocynapCcTBeHHbIN MEANLIMHCKAIA
yHuBepcuteT» Munsgpasa Poccun, KpacHogap, Poccus

Knroyesbie criosa: knuHuYeckul cryqad; nuxopadka;
aymoeocnarneHue; Mymauusi

Axmyanvnocms. CeMeliHasi CpeAN3eMHOMOPCKas TUXOPa-
ka (CCJI) — ayroBocnanuTenbHOE TeHETUYECKH 00YyCIIOBICHHOE
ayTOCOMHO-PEIeCCHBHOE 3a00JIeBaHNe, BEI3BAHHOE MyTaIeH re-
Ha MEFV. 3aboneBaHue XapaKTepu3yeTcsl IMXOPAIKOH, peruiu-
BUPYIOIIUM CEPO3UTOM, aMHJIOUI030M, CYCTaBHBIM CHHIPOMOM,
renaToCIICHOMeranuei, 6onbpio B XKUBOTE U B IPYIHOHN KIETKE,
KOXXHBIMH TIPOSIBIICHUSIMH.

Onucanue kaunuueckoo ciayuas. JleBouka, 17 Jet, moctymmia
B KapIMOPEBMATOJIOTHUECKOE OTETICHUE IETCKON KPaeBOH OOJTb-
HULIBI C JkaJI00aMH Ha apTPaJTyy, 00U B )KUBOTE, TIEPUOANIECKH
XKUOKUK cTyn. VI3 aHamHe3a 3a00JieBaHNs BBISIBICHO: BIIEPBLIC B
Mmae 2021 r. ObIT AMArHOCTUPOBAH T'€MOPPArHUeCKU BaCKYJIUT,
cMmemanHas (opMa (KOXKHO-CYCTaBHO-a0ZloMHHaNIbHAas (hopMa),
Hojlyyasa refnapuH, BblUcaHa ¢ yiydmenueM. Jlo anpens 2022 .
OBLIO HECKOJIBKO PEIUANBOB KOXKHOTO CHHAPOMA B BUJIE TeMOppa-
ruyeckol . B Mae 2022 1. BHOBb 00MITbHASI TeMOpparuiecKast
CBIIIb, N3MEHEHNE 1[BETAa MOYH, KPOoBb B cTyie. [Ipu obcnenosa-
HHUH OBbLJT yCTAaHOBJICH IMarHo3: [ eMopparnyeckuii BaCKyJIHT, CMe-
maHHas Gopma, cpeaHel TsKecTH, akTuBHas ¢a3a, BOIHOOOpas-
Hoe TedeHHe. KammspoTrokcudeckuit He(hpuT, akTHBHAS CTaJIHS.
XBII cragus C1. 3agepxka pocTa cMemIaHHoro redesa. [umep-
Tpuxo3. [y Tepanuu Ha3HaueHb nukIopocdan, merunpen. Oc-
MOTpEHa SHIOKPHHOJIOTOM — PEKOMEHI0BaHA KOHCYNBTAIHS Te-
HeTHKa. bpL10 MpoBeaeHo reHeTHYeckoe 00CIe0BaHNE TTAI[EeHTa
— oOHapy»xeH naroreHHslil BapuanT ¢.2080AG (p.Met694 Val/p.
M694V) B rerepo3uroTHoM cocTossHUU. Ha OCHOBaHUM JaHHBIX
MOJIEKYJSIPHO-TeHETHIECKOTO 00CIIEIOBAHUS M KIIMHUYECKOH Kap-
THHBI OBUT YCTAHOBJIEH quarHo3: [leprogmyeckas 601e3Hb BCleN-
ctBUe MyTaluu reia MEFV (reTepo3uroTHblil reHoTur p. M694V)
C PEUUINBUPYIOLIMM OOJIEBBIM a0JIOMUHAIILHBIM, TOPAKAJIbHBIM,
CYCTaBHBIM, KOXKHBIM, [IOYEUHBIM CUHJPOMAMU C ayTOCOMHO-pe-
LIECCUBHBIM THUIIOM HaclienoBanus. Hedpomnarus ¢ remarypuei,
MIPOTEHHYpHEH, C coXpaHeHHeM (QyHKIIH IToYeK. bputn Ha3zHaue-
HBbI TIPETHU30JIOH M KONXuIuH. B 2023 1. mpu miuaHnoBoM o0cie/10-
BaHUH U OCMOTPE PEBMATOJIOTOM y peOEHKa BBISBIECHO OCJIOXKHE-
HHE OCHOBHOTO 3200J1€BaHMs — aMHJIOM03 OUEK, KOIXUIMH-Pe-
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3HCTCHTHBIM BAPUAHT, YTO B CBOKO 0YEPE/b ABIACTCS OCHOBAHHEM
JUISL HA3HAYCHHSI TeHHO-WH)KEHEPHOM OMOJIOTMYECKON Teparuu.
MHunuupoBaHo Jie4eHUEe KaHAKMHYMaOoM, ¢ XOpOIIeH MepeHo-
CUMOCTBI0. PeO&HOK ObLT BRITMCAH IS JadbHEHIIEro HaOmoae-
HUS 110 MECTY JKUTEIIbCTBA.

3akniouenue. JJaHHBIA KIMHAYECKUH TPUMeEpP JEMOHCTPH-
pyet 3¢ GeKTUBHOCTD MPUMEHEHUS KaHAKHHYyMa0a y JeTeit ¢ Ts-
JKEITBIM TEUCHUEM MEPUOMYCCKOM O0JIE3HH, PE3UCTEHTHBIM K Te-
panuu KOJIXUIUHOM.



