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Cungpom MERRF (Muoxnonyc-snumiencus ¢ pa3opBaHHBIMM KPAacHBIMU MBbIILICYHBIMU
BOJIOKHAMM) — MHTOXOHJpHajbHas 00JIe3Hb, KOTOpas BO3HUKAET BCJIEJCTBUE TIEHETHYECKHX U
CTPYKTYPHO-OMOXMMHUYECKHX JeQeKToB MuTOoXoHApuil. Pactipoctpanennocts cunapoma MERRF B
Ounnaaauun coctapisger 1,5:100 000, B Aurauu - 0,25: 100 000 u 0,25:100 000 cpeau neTckoro
Hacenenus [Isenuun.

Cunapom MERRF oOycnoBien cHmwkeHueM 3S()QPEKTUBHOCTH KJIETOYHOTO JbIXaHUS
BCJIECTBHE TOYeUHBIX MyTanuid mutoxouapuansHoi JJHK (mt/IHK), kogupyromeit 6enku [ u IV
KOMILJIEKCOB JIbIXaTeJIbHOU 1€ MUTOXOHApUM 1 TpancnopTHeie PHK.

Oxkono 95% cnyuaeB cuaapoma MERRF oOyciioBiensl 3aMmenamu HykiieoTuaoB MT/IHK B
nonokeHusx 8344 (amenuHa Ha TyaHuH) ¥ 8356 (TMMUHA Ha IIMTO3MH), KOTOPBIE 3aTParuBalOT reH
mu3uHoBo  TPHK, 4ro npuBoauT K HApymIEHUMI0O  MUTOXOHJIPUAJIBHOIO  CHHTE3a
JM3UHOOOT ALlIEHHBIX OEJIKOB B PE3y/bTaTe MPEKAEBPEMEHHOTO 0OpbIBA TPAHCIIALIUY.

Tun HacienoBaHMs ATOrO CHHJPOMA LIUTOIUIA3MATUYECKUN WM MUTOXOHAPUAIbHBIN, IIPU
koTopoMm nepenadya myraHtHod JIHK moromMkaM mpoucXoauT uepe3 LUTOILIAa3MYy SHLEKIETKH.
3a0oneBaHne NeEpenaeTcss HCKIIOYUTENFHO [0 MAaTEpUHCKOW nWHHH. /[ Hero xapakTepHa
BBIPAKCHHAs KIIMHUYECKAsl TETEPOreHHOCTD AAKE y WICHOB OJHOM CEMBbHU.

OCHOBHBIMU CHUMITOMAaMH SIBJISIFOTCSI MUOKJIOHYC SIWIENCHUSA, JEMEHLHUs, aTaKcHs,
MUOIIATHsL, HEHPOCEHCOPHAsl TYrOyX0CTh, OTCTaBaHUE B (PU3MUECKOM PA3BUTHH.

Cungpom MERRF gumarnoctupyercs 10 pe3yiapTaTaM KIMHUYECKHMX JaHHBIX U
MOJIEKYJISIPHO-T€HETUYECKOTO TECTUPOBaHUA. BaxHbIM MOP(OIOrHYecKuM NMPU3HAKOM MATOJIOTHU
CIIy’)KUT OOHapy>KeHHE B OMOINTaTaX CKEJIETHBIX MBI XapaKTEPHbIX KPACHBIX PBAHbIX MBIIIEYHBIX
BosiokoH ('"ragged-red" fibres, RRF). V Bcex mromelt ¢ naHHbIM 3a00J7€BaHHEM BBISBISIOT
MOBBILICHUE JaKTaTa U NMUpyBaTa B KpoBU M lepedpocnuHanbHOM kuaxoctu (LICXK). B LCXK
O0HapyKUBAIOT Pe3KOe MOBBIIIEHUE OelIKa.

Cneunpuueckux meronos jeueHus cugapoma MERRF nHe naiineno. Jleuenue HampaBieHO
Ha KOPPEKIMIO HAapyIIEHHH HSHEPreTHYecKOoro oOMeHa, YMEHBIICHHE CTENEHHU JaKTaT-alu103a,
MIpeNyNpexaeHUEe MOBPEXKIEHUN MEMOpPaH MHUTOXOHJPUN CBOOOAHBIMHU paJuKallaMU KHUCJIOPOa.
IIpenapaTsl aHTUKOHBYJIBCAHTBI IPUMEHSIOTCS AJIs IPEAOTBPAILEHHUS CYA0POT U UIsl UX KOHTPOJIS.
@dusnueckas Tepanus, a’dpoOHBIE M Pa3IWYHBIC YIPAKHEHUS MOTYT YIYYIIMTH MBIIICYHYIO
c1a00CTh U MOTOPHBIE (PYHKIIHH.

[Tporuo3 3aBUCHUT OT TSKECTU reHeTHdeckoro nedekra. B Tex cimydasx, Korja MyTaHTHas
mutoxoHapuansHas JJHK B Tkansax npessimaer 84-90%, nporHo3 siBisercss HEOIaronpusATHBIM U
(baTanbHbBIN UCXO0/1 HACTYMAeT yxe uepe3 5-10 jieT mocine nepBbIX CHMITOMOB.

Puck s gereit GOJIBHBIX MY)XKYHMH paBeH HYJIO, IOCKOJIbKY, JETH HE HaCIeAyIOT
otuoBckyto MTIHK. Puck aisa neteit 00bHBIX WM 310pOBbIX *KeHIIUH ¢ myTanueii MERRF touno
OLIEHUTh HEBO3MOKHO.
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