Mitochondrial
genic disorders
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% A £ LK AFLARDN
Y. - .:L A
L,%%ﬁ%iiﬁéXE
;mzilﬁ X 7| AR EAE



|11

. mtD
NA &) 45 4E

‘ éi‘);
i %
S = é‘ iLr'

‘



—. %% @&DNA & % 1

(1) B4

KHARR BT 7T VA A B 8 —FP AR AR
BAR@ILE, EALRIFALK,







(2) Tge:

ZRRLAA 2 A A e E AP A 4 I3 BT

ATPA B I HLE 2 B 45 a

] |
OO0 1 ...l..l. / [

I.._..'_“. \ DO :ﬁ

5d. =
NADH |+ H® NAD® 21®1120, \ [H,0 wER

NADH B 285 A4 b-c , oW fﬁg%gﬁg

C. RNENRPHBTER




2T @R N, BARA 255 F &K,
MZE &R, LKEAIRFE ER,
AF 16,5694 5R AT 64 P ZR A4 DNA L
F. BAAITFFAE: 13F k4 T 243
%%%Wé 5 8B BRAL PR AR A
*x; X5 ZENREGRERA X
#) 22FFtRNA % )R 7 A= 2F rRNA % 25
R




gme ... DR ke BOLRS S
= & St
1 10.4 kb P, u,
7 F Phe, G Gly,
LFS H His, 1 lle.
K Lys, L Leu,
M Met, N Asn,
;£ f 16 S- gzro,(sigln.
[ 7.4 kb RNA | TThovVal
' % W Trp, Y Tyr
ND5 A L
MELAS (3243) =\
"5 kb MMC (3260) 7
ik LHON (3460) %
8 LHON (4160) Q =
M A
S : “5
ND4 e
f
NARP MERRF
NDAL (8993) (8344)
A w
P
Col s %‘g
-
coll
MR Y 8 8.
B Sk LR RN B X afViEn
(N ADH s % ) (ATPZ H M)
& AR IIUE A ;
[ GamsQ: anate Bl RNAKK
L CHILIE R
ORIV EK RNA M
] (4 {5 % C A fL ) B -

A ZE LR IADNA R SR I FIfER 2%



% DNA mt DNA
FAESRAL ZH fuf% ZH Ff 5
U2 R HE e ZiEZ s &z
E&ﬁﬁ&(bp) 3.1 x 10° 16 569
AL |3-35 A |37 A
AREE [ BEEN T B
] B I 5] o
5 A R {35 = (BB EBEILHED

MtDNA® S 4| L ¥ f £

MtDNAZ

) 48 BT R 84 1 4 5 A 5 3R A TR R



BEGAORA MR H L

ﬁi‘ﬁp,‘g = Hj’é‘aﬂﬂﬁfﬁ'é/],‘, =) Kz‘ﬁ‘f;féﬁ /‘éE
BRXZHEFEALT, REGEKAIKDNAR
WA 9P F el 69 RALARAE 4T X

it REWEFFTAESE, T LRIIE
OBy T

“I A I R




S o @® Mutant
OC:)C? 0 mitochondria

o @ € Normal
) O > mitochondria

Clonal mtDNA

LH, 'L J¢|:::r-::-li'|‘erati1::-n

l l Random l Segregation l l

Disease phenotype T Normal phenotype
Threshold for
phenotypic expression

i) Elsevier. Mussbaum et al: Thompson and Thompson's Genetics in Medicine 7e - www.studentconsult.com




. 4000 T e
SN ReRel=ReRe ﬁé“é&m
. Shie

SRS AR F e




—A~gm et g JeL S P T A JLT AN &R

DNA ( mtDNA)&-F.

S R AT AL & LA X ILFAS

MtDNALT#R A B — A B
24 %5 J)t (homoplasmy).

, Shgm e =T AR

{24 — /4 69 2 F A MIDNAS F £ XA

4'4 LR AEETAEMREAE,

3R A 22 % (heteroplasmy)



(1) —#&#, EEZHMIDNASEL

EAR.  (BAE)

AT —FRER, 2R

(2) REMIDNAFT & Be B 5k
KIERGEINAZEAAL, BT

MtDNAZE it JE K 2%

‘Yl







KEAADRK

1. BEARE
2. Bk, BARE
3, mtDNA¥ M #H T




1. Leberigfs MAA942 5%
(Leber hereditary optic neuropathy,LHON)
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(mitochondrial encephalomyopathy, lactic

acidosis,and stroke-like episodes,MELAS)
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