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KRR — 2 K EE, NRNERR, LRRT
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R A X T RN SRNERNAGE, BE
B3 1988 4EA iR T RBHARE MBURTER R, LG 20 4
o, X —HERRREKINVRAE T RB, R, &Kk DNA
(mtDNA) HXRERHMS TRBESARZEERE RN BHEYR
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SRR — AR AR A S B BB LA CHIER . AL
B E R SEORL AR R FR A R HEORT, JUHUE MELAS,

HlepkmR ik (OXPHOS) R £ NS E7TME, NADH
(ERBEREIRIES —BHR, H4EKX PP RHEE—FE) M
FADH, (HEREMN _HHR, MEER/ BEEX B, WHE—
BE) EHREME TRMPREZ LA ] (NADH) SHE A& I
(FADH,) K-F, FIRfEEEEE], WAV (RE1) ¥EF
(H") mRRARERMEALBENRE, XMIR&ET —
METHRE, X—HEhEE S VIR EE PR B KR T
BEIFTHRE, FREERERM AT =4, WRES S KGR
RN, EfESER G MM DNA HB& LK. ZEE
I, I, IV 0V AR 2 DR R e b 44 2 B 4 0 T 7™ A 59 2 Bk A
W, MR AE I 5E 4 b M DNA 874 20 4 ho i
REPHMARBIRRA, S8H{k DNA (mtDNA) 4K K& ™
EHBNBESE,
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— i EH Mg T (EFENER) £ 2R, EAEMAFRAHKAE,
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(M#¥HL) fomDNA G 245 (FARLdsy, LTABE2), AT
(H") B3 441, AIVIEREANEE, REBILLSKYV H#iE
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& RNAs (12S #1 16S rRNA), 22 M E:H 475 %5 & RNAs (1R-
NAs) , 2§ mRNA R FH RNA (mRNA) 7EZ B KMk
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(tRNA) Foxt FARR RIS b — A FH % AHAW 22 MHE RNA (1RNA ),
FBSN, #ikM RS IKIKIFIE; KSS, Keamns — Sayre #54-4E; LHON, #1147
HAEBAMAVER; MERRF, RAALA oS TR fm; MILS, &28&H
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AT PR SN ALBRHE
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FRSRAE SRR, TEASGIEHFNER AR AR 2
HEHAEFE WA, I MELAS, PE75 BE40 47 4k 69 L 2= M 0
(MERRF) , #i{A/R (Leber) B{EHMMLIRE (LHON), #Hiri
IRAMULBREE (PEO), MR7E. HBFRAAMREMMNERRIE
(NARP) , SR M3 AR LR EZ M A AR (DVFEEIRE oli-
gosymptomatic) FILRIRBIIAZENR, LRA01 MR 9Lk HEiAg
X T o
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WK, BRERERPARERMN ZRRE N %%,
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BB AR R 12.48/10 T, XT 545k 2% MELAS 4
KB m 3243A > G 3248 (BI7ELRAL PR IE TR 4 (Y 3243 (o7 s (Y R GRS
SEESRMER) MR (ARFEFE) SR (BRE) &Y
AR, f53HE140.06% , % 60/10 7, 7EXZE22 LB BATITE
fEBF R R R 18.4/10 77, TiHk B BAFITE MiRER
B m. 3243A > C RANEREEER, REXEHFTFAENEFENR
PR, (HRRARKAE RS SENFE MM SIRER,
il Duchenne JLEFARR (HTHIEFRA RH—RRE—FE)
FRIE, BIRMRRERE 10 ANEFFRILPE 17.8 4, AL
FERTRAEE ZR T A MRS, B0 Wilson 3%
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mDNABRIL RSB0  SuBEAHER K  583E otDNAB S RBHT: (RNAARNARE
fI & ® W MAEE BN HARSE BEREE & K % W S{u#E BNA
MT-ND! MELAS; DEAF T3308C 3308 " TsC M-=T MT-TF MELAS/MM & G583A tRNA Phe
modulator EXIT
MT-NDI LHON/MELAS G3376A 3376 G—A E—-K MTI-TV MELAS G1642A tRNA Val
overlap
MT-ND! MELAS G3481A 3481 G—A E59—K MT-RNR2 MELAS C3093G  16SrRNA
MT-ND! MELAS G3697A 3697 G—A G-S MT-TL! MELAS A3243G  (RNA Leu (UUR)
MT-ND1l MELAS G3946A 3946 G—A E—-K MT-TL1 MELAS G3244A  (RNA Leu (UUR)
MT-ND! MELAS T3949C 3946 T-C Y—H MTI-TL1 MELAS A3252G  (RNA Leu (UUR)
MT-CO3 PEM?*; MELAS; T9957C 9957 T-C F—L MT-TLI1 MELAS C3256T tRNA Leu (UUR)
NAION?
MT-ND4 MELAS A11084G 11084 A-G T—=A MT-TL1 MELAS/myopathy T3258C tRNA Leu (UUR)
MT-ND3 MELAS Al12770G 12770 A—G E-»G MT-TLI MELAS T3271C  tRNA Leu (UUR)
MT-ND5 MELAS/LHON/ Al 3045C 13045 A-=C M—-L MT-TL1 MELAS T3201C  tRNA Leu (UUR)

Leigh overlap
syndrome

MT-ND5 MELAS/Leigh A13084T 13084 A—T §$—C MT-TQ Encephalopathy/ G4332A (RNAGIn.
discase MELAS
MT-ND5 MELAS/Leigh G13313A 13513 G—A DN MT-TK MELAS T8316C tRNALys
disease
MT-ND5 MELAS Al3514G 13514 A—G DG MTI-TH MERRF-MELAS/ G12147A (RNA His
cerchral edema
MT-ND6 MELAS G14453A 14453 G->A A—V MT-TL2 MELAS A12299C tRNA Leu (CUN)
MT-CYB PD/MELAS 14787del4 14787 TTAA—: [-frameshift
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BT — MBI RBELHFFILS, hRESEMSLR A
RS REEN, BRBAERARTIHMER, HBEFRX
S T LARM B R S f R, T AR X e 2 B4 B A U 4
Jfats DNA RASR P BIREY X - i adkngE 158, 8
MEERAARE ZE ETAghE, RBRT BN RE AR MR
BREERTOR, MELORANEF L mDNA #01, HiE, 84
MRS A TS . TTRER TR mtDNA #01, Zokifd i 2 1
FREEVLEZAN, EESHMAPTR. EHAKRTZYE, Zh
& (& mDNA) BRI RS THRT . X—SBHHKRR
HURRDE, ERBIFRKX —ARKHERER¥H
il

F—RBREN R SN EERSERTE, B9
RAEARANRELAFRMERA, SHMEZ% DNA KR,
Zi ik DNA ¥ ¥ 278 DNA EHERP AR~ M, —8
RAERE, EHHBRFFAE (RIPHA R mtDNA 2 F & [F
WHFE) . MRRBEMTRHHERBBERNOAM, WRAL LS
T—Mo Ehrt, WEREHETH mDNA H KRR (5~
200 ¥ ) o X—%&B (BNIEHKREEH mtDNA I 4TF —44
BERORILT—FE) MEAEEFRIN—NFIE, BEit—
HARBELT A, WRENETANE mtDNA W FT 5§
HHmn R E, ME— MRS, BHARETZEEE

@FFi#h (Heteroplasmy) R iGE—mB AR M ALELH X% DNA foiE
% DNA # &b eg L, A4 B A4 (Homoplasmy) ,
— ik
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Y 5854 R mDNA S H B ARE .

SFEEEKNER, HPEALTNES ARG T RRER
JEHREAK DNA (miDNA) FEOLESEZAREHE, BT RS
594 R miDNA Fir o5 LB A —— AN AR, 415
MRtARE. MH, RTRRESHBARESH, FEMEE
i, EEERZWAASFEAANAMA, 7 LIA KR 2214
RS —F KR, EIbX—d B SR A R B PR 22 BB AR
RAET, UFEMATERBISVHERE (BRMBICIER) B
FEAERE, REE-NHEIETPEFLRAZBEE, LY
E, X TFB—PRAEHG - EEKFE, HEAFED mDNA
—EH N A SR RER A, X —As, M (MFRKA
4) BEHARERES, ATARALZAREELENES
%, URARRHANZBEERE KF) HARR, mERILTE
HENARXEEERENASEREREAFET (B8
#) W, AT FHA —FEUR T miDNA 587358 B9 R TR XX
WS .

MELAS: BRSO FRIELESE

SREERFNE R R B FRPAFEES (m 32434 >
G) 7E 3243 £ & - BRIENS 5 8BS A H 2 E S BT AR E
RIS, XSRS LR KRS E RNA (IRNA ) RoBEpH 2ep
BHI A MELAS (8% W%,

S, REFES MELAS (m. 3243A>G, m. 3271T>G) #H
EH BRI RIS, MELAS SChR E R S5 E A 29 MR A
REMKHNEEEAREREK. RTELH 7T 1NHBH LR &
tRNA) S S A5, IR HE AR (RNA 2£A (His,



