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®Irb0Y BO «CapaToBCKkuiA rocyaapCTBEHHbIN MEOULIMHCKIN
yHuBepcuteT umenn B.W. Pasymosckoro» MuHsapaBsa
Poccun, Capatos, Poccus

Knrouesnie criosa: knuHudeckul criydau; demu; decpuyum
ayun-KoA-deaudpozeHasbl; HapyweHUss 0bMeHa XUpPHbIX
Kucriom

Axmyanvrnocms. Jedunut anun-KoA-nerunporenasst cpen-
HETIENOYESYHBIX KHUPHBIX KUCIOT — 3TO HACIEICTBEHHOE 3a00Ire-
BaHHe, BbI3BaHHOE MyTauusaMu reHa ACADM. D1ot reH kogupyeT
anuin-KoA-zpernaporenasy cpeiHelenodedHbIX KUPHBIX KUCIIOT,
PacCIOJIOKEHHYIO Ha KOPOTKOM IIjIede XpoMocoMmbl 1. 3aboneBa-

HHE XapaKTepH3yeTcs OBICTPO MPOTrPECCUPYIOIIUM METa0oIye-
CKUM KPH30M, KOTOPBIi OOBIYHO MPOSBISAETCS TUITOKETOTUIECKON
TUIIOMIMKEMUEH, COHIIMBOCTBIO, PBOTOM, HAPYILICHUEM CO3HAHUSI.

Onucanue xkaunuueckozo ciyyas. [lanuent A., 4 roga. AHa-
MHe3 3aboneBanus: 12.11.2020 nedrot nHpekuroHHOro 3200-
JIeBaHMsI, TPOTEKABILETO 10 TUITy T€HEPAIN30BaHHON HH(pEK-
MU, HAXOJWJICS Ha amOyiaropHoM Jieuenun. 16.11.2020 pes-
KO€ yXy[IIEHHE COCTOSHUS B BUAE HApacCTaHUs 00IIEeMO3roBOH
cumnromaruky. [Ipy nccnenoBaHuy JIUKBOPA BEIABICHA OEIKO-
Bo-KkseTo4yHas accouuanus. [Ipy MPT ronoBHoro Mosra BbIsIB-
JIeHO Tpy0oe mopaskeHHe BeLIeCTBa TOJIOBHOIO MO3ra C BOBIIE-
YEHHEM Ceporo 1 0eyoro BEIeCTBa, HOAKOPKOBBIX sJIEp, HOXKEK
MoO3ra ¢ IOoCcIeayIOMIel 3aMeCcTUTEIbHOM ruapouedannet, Kiu-
HUYECKH COINPOBOKIABIEECS BHIPAKCHHBIM CIIACTUYECKUM Te-
Tpamnape3oM, yTpaToil BHICIINX KOPKOBBIX (MYHKIHH, cymopora-
mu. IIpu Tanaemuoit macc-cekrpomerpuu (TMC) ycranoBneHo
MOBBIIICHNE YPOBHA ananuHa 10 1004,35 MkMoinb/1. YuuTeiBas
nanable TMC, pe6&HKy ObLIO OKa3aHO MOJIEKY/IPHO-TEHETHYe-
cKoe 00cie0BaHHe KPOBH Ha BBISIBICHHE YaCTHIX MyTallUi MH-
toxouapuanshoi JIHK, neitkosnuedanonaruu, cuaapoma Jiu —
myTtauuu mutoxoHapuansHoi JJHK He momyueno. B anpene 2021
I. ObUI HampaBsiieH B ¢denepanbHblid HeHTp I. MockBsl. C Lenbio
JUHAMHAYECKOTO KOHTPOJIS ITPOBE/IeHa BUJIE0-3IEKTpOIHIIe(ao-
rpadusi: MHAEKC IPEeAICTaBIEHHOCTH SIHIETH(HOPMHOI aKTUBHO-
ctu B 90T cHa cpennuii 30-50%. Ha3nauena npoTuBoCynopox-
Has Tepamnus B BUIe KOMOMHAIIMY BAIBIPOEBOM KHUCIOTHI C TOIH-
paMaToM, ¢ MOJIOKUTEIbHBIM 3 (deKToM. B MexrocnuTanbHbIH
nepuon y peoéHka HabIoaIMCh METa00INYECKUEe KPHU3BI C Tie-
puoanuHocThio 1 pa3 B 3—4 mec. [Ipu MosnekylsspHO-TeHeTHYe-
ckoM obOcienoBanuu 20.12.2021 BBIsABICHBI CeNyIOIINE MyTa-
wun: ACADM chrl: 76226888 c.1027G>A p. Glu34Lys, ACADM
chrl: 76198335 ¢.937C>T p. Thr42Leu, GLA chrX: 100653420
c.937G>T p. Asp313Tyr. HeBponoruyeckuii craryc: ceHCOpHas
agazus, SKCTpanupaMHuIHbIH CHHIPOM, CIIACTUYECKUI TeTpamna-
pe3 D > S, HapylieHre MOTOPHBIX HaBBIKOB.

3axnouenue. JlaHHBIA KIMHUYECKUH citydail moguépKuBaeT
CJIOKHOCTH AMArHOCTHKU HapyIIeHHH oOMEHa KHPHBIX KUCIOT.
PacmupenHbIit HeOHaTalIbHBIN CKPUHHUHT TI03BOJIUT BBIBUTH Ta-
Kue (OpMBI NIATOJIOTUH Y JEeTeH B paHHUE CPOKHU, YTO MO3BOJIUT
HAyaTh UX JICYCHUE HA JOKIMHUYECKON CTaIHU.
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