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Mouse models of mitochondrial disease and their pathophysiology
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Abstract: Mitochondrial disease is a kind of multi-system disease, resulting from energy shortage by ATP synthesis
defect. As the development of mitochondrial disease mouse model during the past decade, nuclear DNA or (and)
mitochondrial DNA mutations have been confirmed to be the main reasons to cause defects in mitochondrial

oxidative phosphorylation for the diseases. In this review, we will focus on the characteristic of the mitochondrial

disease mouse models and their pathophysiology.
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JRAFER . PRI, 2ok AL 41 A I 455 T nDNA
A mtDNA, - H 7 99 3 3L A B R A B T B Y
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I i Py M AR TP B A T P R A — R AR A
IEHAEBLPE R, ROS (77 A2 52 31w B (1 7 7,
LIRSz SR, 2 B TS I AR AR ETC
iz Ak B2 B0, ARG . BEAE A AR R,
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T BT W FLE b ARl A A e B A L
5 2k R PR L B L(Mnl). 2k Rk Rl A B
2(Mfn2) LKL ZE 2545 45 11 1(Opal), 48 24H1 2K
(] LT 4 S B A G ER 11 1(Drpl). 43 2L ik
W 1(Fisl) LLR ks 2400 7 (s,

2 BhRTRTS

HAp, i 200 FP 0 i mtDNA §ig L 58 46
YeE k. KB IR IR R B AR, B
LRI 2RI « B I ZRAAE S LK ) B AT
BEIRIT . HARL DWUR S TR SIEERTR . A4 AR
DA S = S [ A s U

R 43 I G A o 6 T A I AN B A
FLORIR ik O (RIEERI M) 9848 ), I HLIX 26 58 AR 3
NAIEAE o K 2P AR M AT M IR ANV URR S
Pearson ‘T4 / i Jlf 2545 1iE A1 Kearns-Sayre £ &4 "™

RO 73 B 2 354 2R A9 [ 55 DR 5848 i
i LB B BE DR A — AN B8O LA B 0T 1 AR (B
RIS ) X — Pt ND4 LR 11 A11778G
B UIRAE S| L Leber st ETERLAHZRT Y s (RNA®
LR LK A8344G 5 AL It B JUL B 22 5 ik A K
LT 2R 4 P25 (RNA™OYR SE | (1) A3243G 58
70 T 3550 1) 28 R A o UL £ v LR 10 R0 A R A A
(MELAS) 245 1E ) ;. ATPase6 | T8993G ik [K 5848
5350 L156P A7 11 %2 55 R 25 4 I SO pib 28 S 5 2R -



200 1t

R 244

LI €0, 2 A 3 LA B 0 e TR A g Y 25
mtDNA A% 8 7] g 55 e hE A K. AR 1 IR
il Ani e SRR AR HORARE . SR
T8 LA i A7 it S 988 384T 5% T U A0 e 2 B 4
mtDNA SR i 220,

3 BFERTHERLRIARR )RR

VF 2 nDNA s 15 (1) 3 K] 98 A48 By 5 800 2k R 44
OXPHOS #5 mT LA i 37 /> USSR AE /N B & 1Ak
LK. H AT IS I R 5 AR 1)/ R (1 4o
T AU HE ADP/ATP 8RN Antl-4, 5 1
(R E A HE IR Neufs4,  HF 3RS DR 4l i €5 38 Ceyte)
LG DIV 1) 2L D) Surfl F1 Cox10, A& i 8 hL
W PLEALFE N Gpx 1. Sod 1 F1 Sod 2, ik
Rl £ 3L K] Mfinl . Mfin2 Rl Opal, &R0 4K 42 Y5 3k R
Polg. Twinkle. Tfam 1 Mterf3 %5 . Y nDNA % i
5 DR 5% A 8 R A 3 95 /0 BRUASE 28 1) s 3 R A L,
mtDNA. 2 ith [ & DR 5 AL B T 350 2 bar A4 9 95 1R ATF
I T /N B 26 R A4 mtDNA KL B (1K AR B R A
BT SR AL TR H AT 2 g r i b 4y
mtDNA 78 5/ B HE « 720t 4 696 bp T,
2 B4k 16S TRNA T2433C 5845, 4 bi Ak ND6 % bt
[X 13 885 {7 s i A il e C 5 RS it 58 A% 1 2k s 14
COI gty [X. T6589C i SUHEAR LI /N AR Y
3.1 nDNA/ABOXPHOSI& IR E & iF/NRIEE
3.0 Ant FERITE /S B

WA Ane FERURE, AT DAPR LA LL U 85
B RARET =R ATP (5, & S EHAL L
MBS B DIRESZ BI5EMT . Antl FER TR/ BUE B4 UL
MMLrh Ane 5E4 0, Sobifk IR, LT
S D% H IR AN U €4 (SDH. 4L 2 ) il COX 4 (431 it
XSGR A LR AR LR IR A5 o IR, /N
U E T 0 JUL A . P 20 R A 3 4 5 SO JE 0 UL
i Bo SR S R R R 5 18 S W A Aned FETRI K
WINPT, RN RAEREEG U BARKS T 5
FE A (F) — bR BE R Dazl I Dmel #5360 1F % 3
15, AHJE AP AR B bR E SE R A-Myb DvI3. Sycp3
WEERRAG,  EORS BEG M b i bR 3L K] Hoxd 4 il
Cyclin A1 ¥IRGAN o 103 A AR i 7 Bl b i B
(TUNEL #xicd ) Fp R & Bl -3 Gty 7 v al /i
FIVTIORE BEAN . 52 A Ane2 FERI A B )
DA SRS R e i 78 e e & . 4RI, 7EAS T
JERU 17 d, KEBRAN M A W28 I, Ui X
AR I BRI R R A RS TR B e U

3.1.2  Ndufs4 45 FBEDR 35 /) BB A

Ndufs4” (/NI A4 1 4 L o464
FEHE 30 d Y, Ndufs4™ /N B IR B A0t 1L
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