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C KaXJIbIM TOAOM TUArHOCTHpPYETCsl BCE Ooiblie MUTOXOHApUATIbHBIX 3aboneBanuid. Mx
0COOEHHOCTb COCTOMT B TOM, YTO OJIHA M Ta ke MyTauus MuToxoHapuainsHoi JJHK moxer umers
pa3IMyYHyI0 CHMITOMATUKY, @ OAMH U TOT )K€ KIMHUYECKUI (PEHOTUIT MOXKET ONPEAENAThCS pa3HbIMU
MyTanusMu. B cBs3u ¢ atum nudepeHnmranbHas JHarHoCTHKa MUTOXOHAPHAIIBHBIX 3a00IeBaHUN
BBI3BIBACT Psifi TPYIHOCTEN.

[lenbto JaHHON PabOTHI SABJSIETCSI ONPEEIEHUE CXOJCTBA U Pa3IMuUs MUTOXOHPUAIBLHBIX
3abosieBanuii Ha mpumepe cuaapoMoB MELAS u MERRF.

Cungpomer  MELAS  (MuToxoHapuanbHass  JHIEPaJIOMHONATHS,  JAKTATaIUa03,
uHCYJIbTONON00HBIe dSmu30abl) U MERRF (MHOKIOHYC »mnujencuss ¢ pBaHBIMH KpPaCHBIMHU
BOJIOKHAMH) BXOJSIT B COCTaB I'PYIIbl HACIEACTBEHHBIX OOJIE3HEN, Pa3BUBAIOILUXCS BCIIEICTBHE
pacctpoiictBa paboThl MUTOXOHAPU. [Ipu 3TOM HapyiaeTcs 3HepreTuueckuii 0OMeH, 4TO HPUBOJUT
K MHOT'OYHUCJIEHHBIM COOSIM J1€ATeIbHOCTH Opranusma. Ui KakJaoro CUHAPOMa XapaKTepHa 4acTo
BcTpevaroniasica mytanus. [Ipu cuaapome MELAS — sto myrtanus A3243G MUTOXOHIpUAJILHOTO
rena MTTLI, koropsiii koaupyer tpancnoptHyto PHK neitiuna. Ilpu cunagpome MERRF uwacto
BoisaBisieTca MmyTanus A8344G B rene MTTK mutoxonapuansHoi TpancnoptHoi PHK nusuna.

OCHOBHBIMHM OOIIMMU MPU3HAKAMU M3YyYae€MBIX CHHJIPOMOB SBJISIOTCS «PBAHBIE) KpacHbIE
MBIILIEYHBIE BOJIOKHA, MUONIATHS, Cy1OPOrH, MPUCTYIIBI SMWICIICUU, MO3KEUKOBAsI aTAaKCHsl, IIEPBBIE
MpU3HAKK B Bo3pacte MoJoxke 40 jer, JakTaT-auuao3. DTH HApyUIEHUs JAOIMYCKAlOT MOCTaHOBKY
JIMarHo3a «MUTOXOHApHalIbHast 00JIe3Hb», HO HE TIO3BOJISIIOT a0 COMFOTHO TOYHO BBISIBUTH CHHIPOM.

B 1o xe Bpems, obOa 3a0oJeBaHHS HMMEIOT OCOOCHHOCTH KIMHHYECKOTO MPOSBIICHHUS.
OrmuurtensHoi uepToit cunapomMa MELAS sBisitoTCS MHCYJIBTONONO00OHBIE COCTOSIHUSI B BO3PACTe
5-15 ner, MurpeHeno100HbIE TOJIOBHbIE 00NN U MOBBIIIEHHBIH YPOBEHB JIJaKTaTa B KPOBHU B COCTOSHUU
nokos. Knunnueckas kaptuHa cunapoma MERRF BximouaeT B cebsi MO3KEUKOBYIO aTaKCHIO,
COYETAaHHE MHUOKJIOHYC-IIUJIEIICUM C «PBAaHBIMM» KPAaCHBIMH BOJIOKHAMHU CKEJETHBIX MBIII M
JMIIOMATO3.

YacTo obHapyxuBaercs nepekpectbiii cuaipom MERRF/MELAS. Ilpu nanHo# natonoruu
MyTaluu BhIABIAIOTCA B reHax A3243G, A8344G u apyrux. @eHOMEH IeTepoIlyia3Mun OObSICHSIET
BO3MOXKHOCTb CYIIIECTBOBaHUS MMOJOOHOTO0 edeKra.

Cunapombl MELAS u MERRF wumeroT cXoxyr KIMHUYECKYIO U MOP(]OJOTrHYECKYIO
Opupoay. bBONBIIMHCTBO HCHONB3YEMBIX IUArHOCTHUECKMX METOJ0B 00JalaloT HHU3KON
CHEUU(PUUHOCTBIO B OTHOUIEHMM OTAEIBHBIX MHUTOXOHJpHAIbHBIX 3aboneBanuil. [loaTomy
noctanoBka auaruoza cuHapomoB MELAS u MERRF ocHoBana Ha codyeraHuM KIMHHUYECKOU M
MOp(OJIOTHYECKOM KapTUH, a TaKK€ TI'€HEaJOrH4ecKoro, OMOXMMMYECKOTO M TIE€HETHYECKOI O
aHann30B. CBOEBPEMEHHO MPOBEJAEHHAs JIMAarHOCTHKA YJIY4IIaeT KaueCTBO XU3HU MalMeHTa M
MIPOrHO3 JAJIbHEUILEro JICUeHUS.
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