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AKTYaJIbHOCTB: 0COOEeHHOCTH (DEHOTUTIAa ¥ TEHOTHIIA HACJIEJCTBEHHOTO H30JIMPOBAHHOIO WIIN
cunapomansHoro HC y gereit o0yciioBieHbl MyTallMIMH T'€HOB, KOAUPYIOIMX OCHOBHBIE KOMIIOHEH-
THI TIIOMEPYJIIPHOH 0a3albHOW MeMOpPaHBI, MeIeBOH quadparmMel, CTPYKTYpPHBIC B (YHKITHOHAEHBIC
Oenku momouuta KiyboukoB nouek [1-3]. Myranus rena COQ6, KapTHPOBaHHOTO Ha XPOMOCOME
14.q24.3, BoBieueHHOTO B OMocuHTEe3 KodH3uMa Q 10, BRISIBIICHA Y JIEeTeH ¢ M30JIMPOBAHHBIM WIIH CHUH-
JPOMAaIIbHBIM C TYTOyXOCThI0, cTepouaope3ucTeHTHIM HC ¢ hokanbHO-cerMeHTapHBIM ITIOMEPYII0-
CKJIEPO30M C HUCXOJIOM B MOYEUHYI0 HeAoCcTaTouHOCTh [1-3]. CoQ 10 sBnsieTcss KOMIOHEHTOM JbIXa-
TEJIHHOW [EN MUTOXOHJPHH, y9aCTBYeT B DHEPTCHTHUECKOM MeTaboIn3Me TOAOIUTAPHBIX KIETOK
[1-3].

Leab uccaenoBaHus: 0XapakTEepPHU30BaTh 110 PE3yabTaTaM aHAJIM3a JIUTEPATYPhl U KIIMHHYECKOTO
ciaydast ocobennoctu HC BcneacTeue myrtaruu reaa COQ6.

MarepuaJjibl 1 METOIbI: HCIOJB30BaHbI 1aHHbIEe auTeparypsl 0 HC BecieacTBue mytanuu reHa
COQO6, pe3yapTaThl KIUHUYECKOTO, PYHKIIMOHAIEHOTO M MOJICKYISPHO-TEHETHIECKOTO HCCIIEI0Ba-
HUSI, TPOBEICHHOTO y MallMEHTKU C TOPMOHOYYBCTBHTENbHBIM HC.

Pe3yabTaTrshl: 13 aHaMHe3a 0OJIE3HH U3BECTHO, 4TO y eBoukH (2015 r.p.) B 4 rona 2 mec manude-
ctupoBal Tsokenblit HC ¢ coxpanHoit GpyHKIuel mouek (mpoTenHypus 3 r/CyT, THonporenHemMus 37
/11, runoansoymunemun 18 r/1, runepiunuaemust, orexku, CK® 104 mn/mun). B pesynsrarte Tepanuu
npeaan30a0H0M 40 MT/CyT OTMEUEHO CHIDKEHHUE MpoTenHypuu. OXHAKO, pa3BUTHE OCTPON KHUIICU-
HOW MH(PEKIUH MPUBEIIO K PE3KOMY YXYALICHHIO, B CBSI3U C YeM OCYLICCTBIICHA MyIbC-TEPAaIus METH-
npeaom 500 mr Ne 3. B pe3ynpraTe Tepanuu npegHu3oiaoHoM aocturnyrta pemuccus HC. JleBouka B
4 roma 6 Mec TOoCHUTAIM3MpOBaHa BrepBbie B oraeneHue Hedponoruu CIIGITIMY ¢ ropmoHoUyB-
cTBUTENbHBIM 2 peruauBoM HC n coxpanHoii ¢pyHKuMel nodek. bruorncust mouku nmanueHTKe He Mpo-
BEJICHA C YYETOM TOPMOHOUYBCTBHTEIHHOCTH U COXPAHHOW (YHKIIMHU MovYeK. MoJIeKyIspHO-TeHEeTH-
YEeCKO HccienoBaHue oOHapyxmwio MyTamuio reHa COQ6 B 4 Sk30HE (aMHUHOKHCIIOTHas 3aMeHa
p.Alal51Thr). ¥V manueHTKH TrarHoCTHPOBAH U30TMPOBAHHBIA TOPMOHOUYBCTBUTENBHEIN HC Been-
ctBue myTaiuu reaa COQ6 6e3 MpOosBICHUH MBIIIIEYHON TUIIOTOHUH, HEHPOCEHCOPHON TYTrOyXOCTH.
Oo0cyxnenune: Ilo qaHHBIM ITUTEpaTyphl, IPU TopMoHope3ucTeHTHOM HC BeencTsue MyTanuu reHa
COQ6, COQS8 BO3HHUKAIOT MUTOXOHIpHAIbHBIE HAapyIIeHHs OnocuHTe3a kopepmenToB CoQ 10- kom-
MOHEHTA JIBIXaTeJIbHON LENHd MUTOXOHIPHUH, YTO OOOCHOBBIBAET TEPAIMIO MpenapaTamu KOIH3UMa
Q10 (B mo3e 15- 30 mr/kr/cyT) [1,2]. Coobmatot o pemuccuu ropmoHopesuctenTaoro HC, o0ycmos-
neHHoro myTtanueit rena COQ6, npepaparamu CoQ10 [1,2]. Haznauenue nesouke ¢ HC npenapara
Kyzecana 1aio 3P Qexr.

BriBoa: OcobennocThio 00ycioBieHHoro myTanuein reara COQ6 HeDPOTUIECKOTO CHHAPOMA Y
JICBOYKH 5 JIET SIBISIIOTCSI TOPMOHOYYBCTBUTEIBHOCTD, OTCYTCTBUE HAapyLICHHs (YHKLUHU MOYEK U
SKCTpapEHAIbHBIX MPOSIBICHUN MBIIIEYHON TUITOTOHUN U HEUPOCEHCOPHOU TYTOyXOCTH.
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