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Molecular diagnosis of mitochondrial respiratory chain disorders in Japan:
Focusing on mitochondrial DNA depletion syndrome
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(5] I b= FU 7SR ERE (MRCD) 13 bHEOmWIERRHEFIED—2>THD
N, BREELT UT7ICBWTUIEOBEEZE & BRRIERICOWTOE L o7 —ZITES
ncnien,  [HIE] Fxid, EHetEmILEE & | LB EN 72 < &b Bl sk TrE
DO TERWIERZFFOEFH 675 4D AR NEFE 2R & L, in vitro W SHIESRTEE]IE &
blue native X VKENEZ A A HOHETMRCD 2l L7-, I k2> FU 7 DNA khiBEmERE
(MTDPS) OZWriZidE & PCR L% vz, MTDPS % K7 #E D & 5 HflH OB 12-D0
THAENT L7z, [f55%] Bernier S5 DM B HED G\ M| & fe 24511 ZHY4 35 232 4% MRCD &3
Wi L7z, BHE S LD AREOMEE IXHT AIC 1A & MD TEBERE . @ILERMAE DIFAE L 722\ E ]
b 1HILL AR LTz, iV T MTDPS OJRIKEIR T 2170, 3 D OEHE(s (DGUOK,
MPV17, POLG) T 6 4 DEFE CTHEHKNERZFE LT, £D 55, DGUOK O 335 IR 5%
(2.11692_12026del335 (p.A48fsX90)) 2 B IXIMAED 72\ 2 FRICERO iz, HAANTIE
MRCD H1iZ 55 MTDPS OE|IE ., §ElZ POLG BAFIEDFEIG DK NIZH U TR - 72, BER
2, R, TRV T, BARNER] & Bk NIEF] O M 12 K & e 22 BITRD H v -
7=, [ftem] MTDPS % & ¢ MRCD IZAFiZ B % CTIFE(ET 5 EE CHEHERFR TH D,



