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3482 +2T to C

R1047W
L1173fs stop

M1163R

Single Nucleotide Polymorphism

QQ4499EE
SS6644LL RR119933QQ

PP224411LL PP332244SS LL339922VV RR554466CC EE666622KK
RR772222HH

YY883311CC
RR11114422WW

EE11114433GG
RR11114466CC

SS11223300FF
QQ11223366HH

EExxoonnuucclleeaassee
DDoommaaiinn

PPoollyymmeerraassee DDoommaaiinnLLiinnkkeerr RReeggiioonn

G763R

2354Gins at G785
R709stopG268A

T251I

L304R L463F
A467T
N468D

R574W

P587L
M603L

R579W
G848S
R853W

N864S

P648R

T914P
A889T

G923D

Y955C
A957S

H932Y
R943H

R953C

L965stop V1106I
S1176L

F1164I

D1184NG380D

G431V
L424 (CT)deletion-452stop T452stop

R562Q
R807P

S433C Y831C

A1105T
S1104C

R1096C

R3P R227W S511N

H932Y

MMuuttaattiioonnss iinn DDNNAA PPoollyymmeerraassee γ ((PPOOLLGG))

MMiittoocchhoonnddrriiaall TTaarrggeettiinngg SSeeqquueennccee
HHuummaann PPOOLLGG GGeennee

F961S

NRTICharcot-Marie Tooth Disease

Alpers and other Infantile Hepatocerebral Syndromes with mtDNA depletion
Ataxia-Neuropathy Syndrome, MIRAS, SANDO, SCAE
Male Infertility, Testicular Cancer, Idiopathic Parkinsons

Progressive External Opthalmoplegia (PEO)

Q308H
R309L
W312R

R627W
R627Q

G1076V

R1047Q
G1051R

R227W
R227P

T851A

E873stop

T885S
Q879H

R852C

T914P
A143V

±Glu at aa 43-55
Q43R

C224Y

W235stop

R309H
T326fsX387

L428P
G737R

F749S

G848S

D1184N

K1191N
Y1210fs1216stop

L304R S433C

A467T
Q497H

G517V P648R

G763R
G737R

R232G
R232H
R232H

L244P
T251I

A467T W748S
W748S

A767D
R1187W

K561M
R574W

P587L

R627W
R627Q
R627Q

IVS15-9-c.
2485del12bp

R807CL83P

A957P

L966R
R964C

W1020stop

G888S

SporadicarPEOadPEO

G1051R

E1143G

PP1188SS


