
PP1188SS QQ11223366HH

R3P 

±Glu at aa 43-55 

Q43R 

A143V 

L83P 

G11D 

G11D 

H110Y 

Q68X 

Q45R 

D136E 

G11D 

±Glu at aa 43-55 

R597W 

L304R 

A467T 

T251I 

G268A 

N468D 

R574W 

M603L 

R579W 

S433C 

P648R 

L424Gfs28X 

G380D 

G431V 

T452X 

R562Q 

R227W 

S511N 

R309L 

W312R 

G517V 

L463F 

M430L 

R627Q 

R627W 

P587L 

Q308H 

R275X 

R232H 

L304R 

L304R Q497H 

Q497H 

R227W 

R227P 

C224Y 

W235X 

R309H 

G517V 

G763R 

A767D 

c.2157+5_+6gc>ag 

Q715X 

G737R 

G737R 

K755E 

L752P 

A804T 

F749S 

W748S 

W748S 

W748S 

R232G 

R232H 

R232H 

L244P 

T251I 

K561M 

R574W 

P587L 

R807C 

A957P 

L966R 

R964C 

E1143G 

R1128H 

E1143G 

R1096C 

R1096H 

E1136K 

H1110Y 

H1134R 

S1095R 

S305R 

R374X 

P589L 

H569Q 

L605R 

R617C 

c.2480+1g>a 

A862T 

R943C 

R964C 

H932YT851A 

T849H 

R853Q 

V855A 

R1047W 

G1051R 

H277L 

L424Gfs28X 

R417T 

C418R 

T326fs61X 

W347_L356del 

L428P 

S433C 

A467T 

A467T 

IVS15-9-c. 
2485del12bp 

G848S 

L623W 

D930N 

W1020X 

T885S 

G888S 

L886P 

G426S 

R869Q 

K925Rfs42X 

T914P 

E895G 

G848S 

R852C 

R852C 

R852C 

R627W 

R627W 

R627Q 

R627Q 

P1073L 

R628Q 

H932Y 

G763R 

R853W 

Y955C 

R943H 

R953C V1106I 

R1138CG923D 

R807P 

N864S 

A1105T 

G848SY831C 

G785fs21X 

W748S 

A862T 

I1079L 

G1076V 

R1096C 

S1095R 

S1104C 

R943C 

W918R 

R1047QR709X 

T914P 

A957S 

L965X 

F961SG737R 

G1051R 

R1047W 

G746S 

A889T 

S1176L 

D1184N 

F1164I 

c.3643+2t>c 

c.3482 +2t>c 

L1173fsX 

D1184N 

Y1210fs6X 

R1187W 

D1196N 

G1205A 

K1191N 

K1191R 

M1163R 

Q1236H 

T1199X 

P648R E873X Q879H E1143G 

Charcot-Marie Tooth Disease 

Alpers, Myocerebrohepatopathy and other Infantile Hepatocerebral 
Syndromes with mtDNA depletion 

Ataxia-Neuropathy Syndrome, MIRAS, SANDO, SCAE, Friedreich’s Ataxia 

Male Infertility, Testicular Cancer, Idiopathic Parkinsons 

Progressive External Opthalmoplegia (PEO) SporadicarPEOadPEO 

NRTI Toxicity 

Other or UnclearLeigh’s Syndrome 

Single Nucleotide Polymorphism 

MMuuttaattiioonnss iinn DDNNAA PPoollyymmeerraassee γ ((PPOOLLGG))
 
1 2
 3
 4
 5
 6
 7
 8
 9
 10
 11
 12
 13
 14 15 16
 17
 18
 19
 20
 21
 22
 23


