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Myramus 5650 G>A mutoxonapuansHoit TPHK Bbi3biBaeT pa3BuTHe MHONIATHH

The m.5650 G>A mitochondrial tRNA** mutation is pathogenic and causes a phenotype of pure myopathy
R. McFarland, H. Swalwell, E.L. Blakely, H. Langping, E.J. Groen, D.M. Turnbull, K.M. Bushby, R.W. Taylor

Neuromuscular Disorders 2008; 18: 63—67

ABtopsl u3 YHuBepcurera Hprokacna (BennkoopuTtaHusi) coOoOIIal0T O HOBOM (hopMe MpOKCUMaIbHON MUOIIATUH,
MPEATNOIOXKUTENIBHO STUOJOTUYECKHA U IMATOreHETUYECKH CBA3AHHOM ¢ MyTtaumein 5650 G>A MUTOXOHAPHUATLHOMN
TpaHcnopTHoit PHK. OcHoBOI1 noKa3areibcTBa CTajlo OMUMCAHUE CEMbU C MATEPUHCKUM TUITOM HAcJIe[IOBaHUS Jie-
dexkra. [Ipodbanm — 11-1eTHsS AeBoYKa, B 6 JIeT HayaBIlash MUCIIBITHIBATh BIOCISACTBUN HapacTaloliue TPYIHOCTH
MPY TTOIBEME T10 JIECTHUIIE U APYTUX (hr3uueckrx Harpy3kax. [Ipr ocMOTpe BbISIBJI€HBI CHUXKEHME MBIIIIEYHOM CUITBI
B IJIeyax 1 Oeapax, yMepeHHbIN OMi1aTepaibHbIi MTO3 6€3 oTaTbMOoTUIeru, HapylieHus: hyHKIUi 1uadparmel, OT-
CYTCTBUE HAPYIICHUIA CO CTOPOHBI APYTUX MBIIIILL, @ TAKXKE CO CTOPOHBI OPraHOB YYBCTB U ceplia. JJabopaTopHO orpe-
NIEJSIOCh YMEPEHHOE TMOBBIIIEHNE YPOBHSI KpeaTUHKMHA3bl B KPOBU. JleTalbHBIN CEMEWHBI aHaIu3 Mmokasas, 4yTo
MPU OTCYTCTBUU (hOPMAJILHOTO AUArHO3a HEPBHO-MBIIIEYHOTO 3a00J€BaHUS MOJ0OHbIE MPOOIEMbI, HO B MEHbIIEH
CTETICHU, ONIPEICIISUTACH Y €€ MaTepy U B MUHUMAJIbHOM CTENEH! Y 6aOYIIKY TT0 MATePUHCKOM JIMHUU.

I'MCTOIOrMYEeCKMIA aHAIU3 MBIIIIIBI TPOOaH/Ia BhISIBII 3HAUUTEIbHOE KOJMIeCTBO (>50%) MBIIIEYHBIX BOJIOKOH
CO CHUXKEHUEM aKTUBHOCTU MUTOXOHAPUATBLHOTO (hepMEHTA IUTOXPOMOKCUIA3bl, U HAKOTLIEHUSI MUTOXOHAPUIA MO/
CapKOJeMMOI MHOTHX BOJIOKOH. [Tpu OMoXuMUIecKoM aHain3e (hepMEHTOB MUTOXOHAPUI MBIIIICUHOM TKAH! OBLIO
00HapykKeHO CHIKeHNE aKTUBHOCTU | 11 IV KOMITJIEKCOB AbIXaTeIbHOM 1eTH. Takue ke MU3MeHEHUsI ObUIN YCTaHOBJIE-
HBI Yy MaTepy IIpoOaHIa, TOJBKO IIMTOXPOMOKCHIa3a-HeraTUBHBIX BOJIOKOH ObLIO erie 6osbire (>70%). badyika ot
OUOIICUHY MBIIIIEYHON TKAaHU OTKA3aJ1ach.

CeKBeHUPOBaHNE MUTOXOHIPUAIBHOTO TEHOMA Y IEBOUKH BBISIBUJIO BhIIIEYKAa3aHHYIO TOUKOBYIO MyTaluio. [1o-
CJIeAYIONIMI aHAIM3 TTOKa3aJl, YTO 3Ta MyTallus TeTepOIIa3MUYHa U IPUCYTCTBYET B OUE€Hb BLICOKMX KOHIIEHTPALIMSIX
(>95%) B MBIIIIAX, KPOBU, MOYE W IIIEYHOM SITUTETUU, HO 3HAUUTETLHO MEHBIIIE B BOJOCIHBIX (hosumkynax (10%).
Takue e pe3yJbTaThl MOJEKYISIPHO-TeHETMUECKOTO aHaIM3a MOJyYyeHbl PY 00CIeI0OBaHMU MaTepH, OHAKO y O6a-
OYIIKM YKa3zaHHAasl MyTallusl ONpenessiiach TOJIbKO B SMUTEIMOIIMTaX MOYEeBOTo TpakTa. Kpome Toro, uccienoBaHue
MYTallM¥ B OTACJIBHBIX MBIIIEYHBIX BOJIOKHAX ITOKA3aJ10, YTO B IIUTOXPOMOKCHIa3a-HETaTUBHBIX BOJIOKHAX €€ YPOBEHD
cocranisteT 99,0£0,29%, a B IUTOXPOMOKCHIa3a-MIO3UTUBHBIX — 87,612,26%. ABTOpHI OTMEUAIOT, YTO paHee yKa-
3aHHasi MyTalysl ObL1a BbISIBJIEHA TOJBKO Y OMHOTO 00JBHOTO ¢ ayTOCOMHO-IOMUHAHTHOI MO3TOBO# apTepruonaTuei,
cyOKOpTUKaIbHBIMU MH(apKTamu 1 jelikosH1edanomnarueit (CADASIL). Takum o6pa3zom, HacTosiiee cooOIeHne
MpeCTaBIsIeT COOO0I MepBOe ONMUCAHUE UCKITIOUUTETLHO MUOTIATUIECKOTO (heHOTUTIA TPY STOW MyTalIUH.

Pedepent B.C. Cyxopykos
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