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hyperten
sion
factor
Poss.
hyperten
sion
factor
Poss.
hyperten
sion
factor
Hyperten
sion+Ven
tricular
Hypertro
phy
Mitochon
drial
myopathy
Mitochon
drial
myopathy
Poss.
hyperten
sion
factor
EXIT &
APS2

LHON
modulato
r/
hyperten
sion

Allele

T438

C438
7A

A438
8G

C439
2T

A439
5G

A440
1G

G440
3A

T440
oC

C441

Ad441
5G

A443
5G

RNA Homoplas

tRN

GIn

tRN
GIn
tRN
Gln
tRN
GIn
tRN
GIn
NC2
GIn-
Met
spac
er

tRN

Met
tRN

Met
tRN

Met

tRN

Met
tRN

Met

my

Heteroplas Statu
my s

- Confli
cting
report
s

- Repor
ted

- Repor
ted

- Repor
ted

- Repor
ted

- Repor
ted

+ Repor
ted

+ Repor
ted

- Repor
ted
+ Repor

ted

- Repor
ted

MitoTIPT

MitoTIP6.9
0%

MitoTIP12.
80%

MitoTIPO.1
0%

MitoTIP15.
70%

MitoTIPO.2
0%

N/A

MitoTIP84.
80%

MitoTIP46.
50%

MitoTIP32.
90%
MitoTIP44.

10%

MitoTIP13.
80%

GB
Frequenc

y

145

44

Referenc
es



Positio Locus Disease Allele RNA Homoplas Heteroplas Statu MitoTIPT GB Referenc

n my my S Frequenc es
y
4437  MT-T Hypotoni C443 tRN + - Repor MitoTIP67. 1 1
M a, T A ted 20%
seizure, Met
muscle
weaknes
s, lactic
acidosis,
hearing
loss
4450 MT-T Myopathy G445 tRN - + Repor MitoTIP83. 0 2
M 0OA A ted 70%
Met
4454  MT-T Possible T445 tRN + - Repor MitoTIP0.8 198 3
M contribut 4C A ted 0%
or to mito Met
dysfuncti
on/
hyperten
sion
4456  MT-T Poss. C445 tRN - + Repor MitoTIP32. 5 1
M hyperten 6T A ted 00%
sion Met
factor
5514  MT-T Neonatal A551 tRN + - Repor MitoTIP19. 27 1
w onset 4G A ted 70%
mito Trp
disease
5521  MT-T Mitochon G552 tRN - + Cfrm MITOMAP 0 4
W drial 1A A Pathogeni
myopathy Trp C
5522 MT-T Mitochon G552 tRN - + Repor MitoTIP83. 0 1
W drial 2A A ted 00%
myopathy Trp
5523 MT-T Leigh T552 tRN - + Repor MitoTIP80. 0 1
W Syndrom 3G A ted 90%
e Trp
5532 MT-T Gastroint G553 tRN - + Repor MitoTIP19. 1 2
w estinal 2A A ted 40%
Syndrom Trp
e
5537 MT-T Leigh A553 tRN - + Cfrm - 0 5
w Syndrom 7insT A
e Trp
5538 MT-T Encephal G553 tRN - + Repor MitoTIP76. O 1
W omyopat 8A A ted 70%

hy Trp



Positio Locus Disease

n

5540

5541

5543

5545

5549

5556

5556

5559

5567

5568

5587

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

Encephal
omyopat
hy /
DEAF
MELAS+
stroke-lik
e
episodes
and
cortical
blindness
+MRI
shows
occipital
lobe
infarct
Mitochon
drial
myopathy
HCM
severe
multisyst
em
disorder
DEMCH
@]

Combine
d
OXPHOS
defects
Mito
encephal
omyopat
hy

Leigh
Syndrom
e
Myopathy

DEAF

Possible
DEAF
modifier

Allele

G554
0A

C554
1T

T554

C554
5T

G554
9A

G555
6A

G555

AS555

T556

7C

AS556
8G

T558
7C

RNA Homoplas Heteroplas Statu

my my

tRN - +
Trp
tRN - +

Trp

tRN - +

Trp
tRN - +

Trp

tRN - +

Trp
tRN - +

Trp
tRN - +
Trp
tRN - +

Trp
tRN - +

Trp
tRN + -

Trp
tRN + -

Ala

S

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

MitoTIPT GB Referenc

Frequenc es
y
MitoTIP73. 0 3
70%
MitoTIP84. 0 1
30%
MitoTIP47. O 5
30%
MitoTIP53. 0 1
00%
MitoTIP83. O 1
30%
MitoTIP44. 0 1
50%
MitoTIP44. 0O 1
50%
MitoTIP70. O 1
10%
MitoTIP32. 36 2
70%
MitoTIP9.7 6 1
0%
MitoTIP12. 25 1
10%



Positio Locus Disease Allele

n

5591

5592

5613

5628

5636

5650

5655

5658

5690

5692

5693

5698

5703

5709

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

Myopathy

Coronary
Heart
Disease
CPEO

CPEO/
DEAF
enhancer
PEO

Myopathy

DEAF
enhancer

Mitochon
drial
myopathy
CPEO+pt
0Sis+prox
imal
myopathy
CPEO/
MM

Encephal
omyopat
hy
CPEO/
MM

CPEO/
MM

Ophthalm
oparesis+
respirator
y
impairme
nt

G559
1A

AS559
2G

T561
3C

T562
8C

T563
6C

T570
9C

RNA Homoplas Heteroplas Statu

my my

tRN - +

Ala
tRN

Ala
tRN - +

Ala
tRN - +

Ala
tRN - +

Ala
tRN - +

Ala
tRN + -

Ala
tRN - +

Asn
tRN - +

Asn

tRN - +

Asn
tRN + -

Asn
tRN - +

Asn
tRN - +

Asn

tRN - +
A

Asn

S
Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Cfrm
Repor
ted

Repor
ted

Cfrm

Repor
ted

Repor
ted

Repor
ted

Cfrm

Repor
ted

MitoTIPT

MitoTIP68.

40%

Frequenc

0

MitoTIP0.4 23

0%

MitoTIP59.

30%

MitoTIP78.

90%

MitoTIP73.

50%

MITOMAP
Pathogeni
c

MitoTIP26.

70%

MitoTIP94.

30%

MITOMAP
Pathogeni
c

MitoTIP46.

60%

MitoTIP31.

20%

MitoTIP47.

70%

MITOMAP
Pathogeni
c

MitoTIP49.

80%

0

78

292

GB

y

Referenc
es



Positio Locus Disease

n

5728

5780

5783

5802

5814

5816

5821

5843

5874

7445

7445

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T
Y

MT-T
S1
precur
sor

MT-T
S1
precur
sor

Multiorga
n failure

SNHL

Myopathy
deafness

DEAF155
5
increased
penetran
ce
Mitochon
drial
Encephal
opathy
Progressi
ve
Dystonia
DEAF
helper
mut.
FSGS/
Mitochon
drial
Cytopath
y

EXIT

DEAF

SNHL

Allele

T572
8C

G578
0A

G578

T580
2C

T581
4C

A581

6G

G582

A584
3G

T587
4G

A744
5C

A744
5G

RNA Homoplas
my

tRN -

Asn
tRN -

Cys
tRN -

Cys
tRN +

Cys

tRN -
Cys
tRN +

Cys
tRN +

Cys
tRN +

Tyr

tRN -

Tyr
tRN +

Ser
(uc

N)

prec
ursor
tRN +

Ser
(uc
N)
prec
ursor

Heteroplas Statu
my s

+ Repor
ted

+ Repor
ted

+ Repor
ted

- Repor
ted

+ L2b
marke

- Repor
ted

- Repor
ted

- Repor
ted

+ Repor
ted

- Repor
ted

+ Cfrm

MitoTIPT

MitoTIP70.

80%

MitoTIP35.

50%

MitoTIP66.

90%

MitoTIP58.

90%

MitoTIP38.

80%

MitoTIP59.

90%

MitoTIP20.

90%

Frequenc

11

30

126

246

MitoTIP8.4 196

0%

MitoTIP38.

90%

0

10

GB

y

Referenc
es

29



Positio Locus Disease

n

7445

7451

7453

7456

7458

7462

7471

7472

MT-T
S1
precur
sor

MT-T
s1

MT-T
s1

MT-T
s1

MT-T
s1

MT-T
s1

MT-T
s1

MT-T
s1

SNHL

CPEO+pt
osis

Fatal
neonatal
lactic
acidosis

DEAF

PEO

DEAF

PEM /
AMDF /
Motor
neuron
disease-li
ke

MM /
DMDF
modulato
r

Allele

A744
5T

A745
1T

G745

A745
6G

G745
8A

C746
2T

C747
1linsC

A747
2C

RNA Homoplas
my

tRN  +

Ser
(uc

N)
prec
ursor
tRN -

Ser
(uc

N)

prec
ursor
tRN +

Ser
(uc

N)

tRN +

Ser
(uc

N)

tRN -

Ser
(uc

N)

tRN +

Ser
(uc

N)

tRN +

Ser
(uc
N)

tRN +
Ser

(uc
N)

Heteroplas Statu
my s

- Repor
ted

+ Repor
ted

- Repor
ted

- Uncle
ar

+ Repor
ted

- Repor
ted

+ Cfrm

- Repor
ted

MitoTIPT

Frequenc

MitoTIP80. 0
70%

MitoTIP68. 0
00%

MitoTIP16. 1
00%

MitoTIP86. O
00%

MitoTIP11. 6
20%

MitoTIP3.2 2
0%

GB

y

Referenc
es

27



Positio Locus Disease

n

7472

7480

7492

7497

7501

7505

7506

7510

7511

MT-T
s1

MT-T
s1

MT-T
s1

MT-T
s1

MT-T
s1

MT-T
s1

MT-T
s1

MT-T
s1

MT-T
s1

PEM /
AMDF /
Motor
neuron
disease-li
ke

MM

Hyperten
sion

MM /
EXIT

Cardiova
scular
disease;
renal
disease
patient
Maternall
y
inherited
hearing
loss

PEO with
hearing
loss

SNHL

SNHL

Allele

A747
2insC

T748
0G

C749
2T

G749
7A

T750
1A

T750
5C

G750

T751
0oC

T751
1C

RNA Homoplas Heteroplas Statu

my my

tRN + +
A

Ser

(uc

N)

tRN - +

Ser

(uc

N)

tRN + -

Ser

(uc

N)

tRN + +

Ser
(uc
N)

tRN

Ser
(uc
N)

tRN  + -

Ser

(uc

N)

tRN - +

Ser

(uc

N)

tRN - +

Ser

(uc

N)

tRN + +

Ser
(uc
N)

S

See
7471i
nsC

Repor
ted

Repor
ted

Cfrm

Repor
ted

Repor
ted

Repor
ted

Cfrm

Cfrm

MitoTIPT

MitoTIP46.
60%

MitoTIPO.1
0%

MITOMAP
Pathogeni
c

MitoTIP1.9
0%

MitoTIP58.
60%

MitoTIP81.
40%

MITOMAP
Pathogeni
c

MITOMAP
Pathogeni
c

Referenc
es

13

16



Positio Locus Disease

n

7512

7520

7526

7539

7543

7554

8296

8299

8302

8304

MT-T
s1

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

PEM/
MERME

Sporadic
bilateral
optic
neuropat
hy
Mitochon
drial
myopathy
Multisyst
emic
mitochon
drial
disorder
MEPR

Myopathy
+ataxia+
nystagmu
s+migrain
es+lactic
acidosis
DMDF /
MERRF /
HCM /
epilepsy
PEO +
respirator
y
impairme
nt
Encephal
opathy

Epilepsy+
ataxia+vi
sual
disturban
ce+deafn
ess

Allele

T751
2C

G752

A752
6G

C753
oT

A754
3G

G755

A830
2T

G830
4A

RNA Homoplas Heteroplas Statu

my my

tRN + +
Ser

(uc

N)

tRN

Asp

tRN - +

Asp
tRN - +

Asp

tRN - +

Asp
tRN - +

Asp

tRN + +
Lys
tRN - +

Lys

tRN  + -

Lys
tRN - +

Lys

S

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Uncle
ar

Repor
ted

MitoTIPT

MitoTIP64.

20%

MitoTIP54.

90%

MitoTIP50.

40%

MitoTIP93.

70%

MitoTIP67.

30%

MitoTIP71.

20%

MitoTIP72.

30%

MitoTIP63.

80%

MitoTIP15.

20%

MitoTIP89.

70%

Frequenc

37

33

GB

y

Referenc
es

10

16



Positio Locus Disease

n

8306

8311

8313

8316

8319

8326

8328

8332

8337

8340

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

Severe
adult-ons
et
multisym
ptom
myopathy
Poss.
hyperten
sion
factor
MNGIE /
Progressi
ve mito
cytopathy
MELAS

Kearns-S
ayre
syndrom
e
Mitochon
drial
Cytopath
y

Mito
Encephal
opathy /
EXIT with
myopathy
and
ptosis
Dystonia
and
stroke-lik
e
episodes
Poss.
hyperten
sion
factor
Myopathy
/
Exercise
Intoleran
ce/ Eye
disease+
SNHL

Allele

T830

T831
6C

A831
9G

A832
6G

G832

A833

T833

G834
0A

RNA Homoplas Heteroplas Statu

my my

tRN - +

Lys

tRN + -
Lys

tRN - +
Lys

tRN - +

Lys
tRN - +

Lys
tRN - +
Lys
tRN - +

Lys

tRN  + -

Lys

tRN + -
Lys
tRN - +

Lys

S

Repor
ted

Repor
ted

Repor
ted

Repor
ted
Repor

ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

MitoTIPT

Frequenc

MitoTIP88. 0
80%

MitoTIP6.8 46
0%

MitoTIP73. 1
60%

MitoTIP80. 0

20%

MitoTIP69. 0

60%

MitoTIP46. O
20%

MitoTIP83. 0
30%

MitoTIP62. O
80%

MitoTIP6.8 167
0%

MitoTIP64. O
60%

GB

y

Referenc
es



Positio Locus Disease Allele RNA Homoplas Heteroplas Statu MitoTIPT GB Referenc

n my my S Frequenc es
y
8342 MT-T PEOand G834 tRN - + Repor MitoTIP77. 0 4
K Myoclonu 2A A ted 20%
S Lys
8343 MT-T Possible A834 tRN + - Repor MitoTIP4.7 32 1
K PDrisk 3G A ted 0%
factor Lys
8344 MT-T MERRF; A834 tRN - + Cfrm MITOMAP 3 111
K Other- 4G A Pathogeni
LD/ Lys c
Depressi
ve mood
disorder /
leukoenc
ephalopa
thy /
HICM
8347 MT-T Poss. A834 tRN + - Repor MitoTIP2.6 18 2
K hyperten 7G A ted 0%
sion Lys
factor
8348 MT-T Cardiomy A834 tRN + + Repor MitoTIP33. 90 8
K opathy/ 8G A ted 80%
SNHL / Lys
poSs.
hyperten
sion
factor
8355 MT-T Myopathy T835 tRN - + Repor MitoTIP67. O 2
K 5 A ted 20%
Lys
8356 MT-T MERRF T835 tRN - + Cfrm MITOMAP 0 10
K 6C A Pathogeni
Lys c
8361 MT-T MERRF G836 tRN - + Repor MitoTIP64. 0 3
K 1A A ted 80%
Lys
8362 MT-T Myopathy T836 tRN - + Repor MitoTIP93. 0 4
K 26 A ted 00%
Lys
8363 MT-T MICM+D G836 tRN - + Cfrm MITOMAP 0 18
K EAF / 3A A Pathogeni
MERRF / Lys c
Autism /
LS/
Ataxia+Li

pomas



Positio Locus Disease Allele RNA Homoplas Heteroplas Statu MitoTIPT GB Referenc

n my my S Frequenc es
y
9997 MT-T MHCM  T999 tRN - + Repor MitoTIP80. 1 4
G 7C A ted 30%
Gly
10006 MT-T CIPO/  A100 tRN + - Uncle MitoTIP19. 6 4
G Encephal 06G A ar 30%
opathy Gly
10010 MT-T PEM T100 tRN - + Cfrm MITOMAP 0 9
G 10C A Pathogeni
Gly c
10014 MT-T Myopathy G100 tRN + - Uncle MitoTIP60. 0 1
G 14A A ar 90%
Gly
10044 MT-T SIDS A100 tRN - + Uncle MitoTIP34. 116 7
G 44G A ar 70%
Gly
10406 MT-T Mitochon G104 tRN - + Repor MitoTIP72. 0 2
R drial 06A A ted 30%
myopathy Arg
10437 MT-T Mitochon G104 tRN - + Repor MitoTIP51. 0 1
R drial 37A A ted 70%
myopathy Arg
10438 MT-T Progressi A104 tRN - + Repor MitoTIP46. O 1
R ve 38G A ted 20%
Encephal Arg
opathy
10450 MT-T Combine A104 tRN - + Repor MitoTIP69. 0 1
R d 50G A ted 60%
OXPHOS Arg
defects &
severe
multisyst
em
disorder
10454 MT-T DEAF T104 tRN + - Repor MitoTIP4.8 157 3
R helper 54C A ted 0%
mut. Arg
12146 MT-T MELAS Al121 tRN + + Repor MitoTIP61. O 1
H 46G A ted 60%
His
12147 MT-T MERRF- G121 tRN - + Cfrm MITOMAP 0 5
H MELAS/ 47A A Pathogeni
Encephal His c

opathy



Positio Locus Disease Allele RNA Homoplas Heteroplas Statu MitoTIPT GB Referenc

n my my S Frequenc es
y
12148 MT-T Develop T121 tRN - + Repor MitoTIP74. 1 1
H mental 48C A ted 70%
delay, His
optic
atrophy,
cataract,
hearing
loss,
myopathy
12183 MT-T RP + G121 tRN - + Repor MitoTIP70. 1 2
H DEAF 83A A ted 30%
His
12187 MT-T Asthenoz C121 tRN + - Repor MitoTIP15. 0 1
H oospermi 87A A ted 40%
a His
12192 MT-T MICM G121 tRN + - Repor MitoTIP4.5 99 2
H 92A A ted 0%
His
12201 MT-T Maternall T122 tRN - + Repor MitoTIP66. 0 1
H y 01C A ted 70%
inherited His
non-synd
romic
deafness
12206 MT-T MELAS-li C122 tRN - + Repor MitoTIP44. 0 1
H ke 06T A ted 20%
encephal His
opathy+bi
lateral
optic
atrophy
12207 MT-T Myopathy G122 tRN - + Repor MitoTIP76. 0 2
S2 / 07A A ted 40%
Encephal Ser
opathy (AG
Y)
12224 MT-T DEAF C122 tRN + - Repor MitoTIP30. 0 1
S2 helper 24T A ted 40%
mut. Ser
(AG
Y)
12236 MT-T DEAF G122 tRN + - Repor MitoTIP2.2 327 4
S2 36A A ted 0%
Ser
(AG

Y)



Positio
n

12246

12258

12261

12262

12264

12276

12283

12294

Locus Disease

MT-T
s2

MT-T
S2

MT-T
S2

MT-T
s2

MT-T
s2

MT-T
L2

MT-T
L2

MT-T
L2

CIPO

DMDF /
RP+SNH
L

Myopathy
+epilepsy
+retinal
degenera
tion+DEA
F
Progressi
ve
MM+Deaf
ness+Sei
zures
Multisyst
em
Disease
with
Cataracts
/
Myopathy
+epilepsy
+DEAF+
atypical
autism
CPEO

CPEO

CPEO

Allele

C122
46A

C122
58A

T122
61C

C122
62A

C122
64T

G122
76A

G122
83A

G122
94A

RNA

tRN

Ser
(AG
Y)

tRN

Ser
(AG
Y)

tRN

Ser
(AG
Y)

tRN

Ser
(AG
Y)

tRN

Ser
(AG
Y)

tRN

Leu
(CU
N)

tRN

Leu
(CU
N)

tRN

Leu
(CU
N)

my

nd

Homoplas Heteroplas Statu MitoTIPT GB
my S
y
nd Repor MitoTIP3.2 3
ted 0%
+ Cfrm MITOMAP
Pathogeni
c
+ Repor MitoTIP65.
ted 30%
+ Repor MitoTIP84.
ted 50%
+ Repor MitoTIP79.
ted 30%
+ Cfrm MITOMAP
Pathogeni
c
+ Repor MitoTIP43.
ted 20%
+ Repor MitoTIP71.
ted 40%

Frequenc

Referenc
es



Positio Locus Disease Allele RNA Homoplas Heteroplas Statu MitoTIPT GB Referenc

n my my S Frequenc es
y
12297 MT-T Dilated T122 tRN + + Repor MitoTIP47. 32 5
L2 Cardiomy 97C A ted 30%
opathy / Leu
LS/ (Cu
Failure to N)
Thrive &
LA
12299 MT-T MELAS Al122 tRN - + Repor MitoTIP53. 0 1
L2 99C A ted 00%
Leu
(Cu
N)
12300 MT-T 3243 G123 tRN - + Repor MitoTIP51. 0 4
L2 suppress 00A A ted 70%
or mutant Leu
(Cu
N)
12308 MT-T CPEO/ Al123 tRN + + Hg K MitoTIP42. 5359 19
L2 Stroke/ 08G A &U 00%
CM/ Leu marke
Breast & (CU r
Renal & N)
Prostate
Cancer
Risk /
Altered
brain pH
/sCJID
12311 MT-T CPEO T123 tRN + + Repor MitoTIP34. 52 3
L2 11C A ted 40%
Leu
(Cu
N)
12313 MT-T FSHD T123 tRN - + Repor MitoTIP73. 0 1
L2 13C A ted 20%
Leu
(Cu
N)
12315 MT-T CPEO/ G123 tRN - + Cfrm MITOMAP 0 7
L2 KSS 15A A Pathogeni
Leu o
(CU
N)
12316 MT-T CPEO G123 tRN - + Cfrm  MITOMAP 0 2
L2 16A A Pathogeni
Leu c
(Cu

N)



Positio
n

12317

12320

14674

14674

14680

14685

14687

14692

14693

Locus Disease

MT-T
L2

MT-T

L2

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

CPEO+pt
0sis+myo
pathy+ex
ercise
intoleranc
e+diabet
es

MM

Reversibl
e COX
deficienc
y
myopathy
Reversibl
e COX
deficienc
y
myopathy
Mitochon
drial
encephal
omyopat
hy
Cataracts
w spastic
parapare
sis &
ataxia
Mito
myopathy
w
respirator
y failure
LHON
helper
mut.
MELAS /
LHON/
DEAF /
hyperten
sion
helper

Allele

T123
17C

Al123
20G

T146
74C

T146
74G

C146
80A

G146
85A

Al146
87G

Al46
92G

Al46
93G

RNA Homoplas Heteroplas Statu

tRN
Leu
(CuU
N)

tRN
Leu
(CuU
N)

tRN

Glu

tRN

Glu

tRN

Glu

tRN

Glu

tRN

Glu

tRN

Glu
tRN

Glu

S

Repor
ted

Repor
ted

Cfrm

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

MitoTIPT

MitoTIP41.
30%

MitoTIP37.
30%

MITOMAP
Pathogeni
c

MitoTIP29.
40%

MitoTIP35.
50%

MitoTIP77.
40%

MitoTIP7.0
0%

MitoTIP2.4
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MitoTIP39.
50%
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14696

14709

14710

14721

14723

14724

14728

14739

15908

15915

Locus Disease

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

Progressi
ve
Encephal
opathy
MM+DM
DF/
Encephal
omyopat
hy /
Dementia
+diabetes
+ophthal
moplegia
Encephal
omyopat
hy +
Retinopat
hy
Isolated
complex |
deficienc
y

CPEO +
Myopathy

Mito
Leukoenc
ephalopa
thy
Late-ons
et
mitochon
drial
encephal
omyopat
hy

EXIT

DEAF
helper
mut.
Encephal
omyopat
hy

Allele

Al146
96G

T147
09C

G147
10A

G147
21A

T147

23C

G147

24A

T147
28C

G147
39A

T159
08C

G159
15A

RNA Homoplas Heteroplas Statu

tRN

Glu

tRN

Glu

tRN

Glu

tRN

Glu

tRN

Glu
tRN

Glu

tRN

Glu

tRN

Glu
tRN

Thr
tRN

Thr

S

Repor
ted

Cfrm

Cfrm

Repor
ted

Repor
ted
Repor

ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

MitoTIPT

MitoTIP22.

00%

MITOMAP
Pathogeni
c

MITOMAP
Pathogeni
c

MitoTIP82.

90%

MitoTIP73.

50%

MitoTIP88.

80%

MitoTIP48.

50%

MitoTIP62.

10%

MitoTIP28.

00%

MitoTIP73.

70%
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15923

15924

15927

15928

15933

15942

15944

15950

15951

15965

Locus Disease

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

LIMM /
MERRF /
mito
disease
LIMM

Multiple
Sclerosis
/
DEAF155
5
increased
penetran
ce/CHD
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Sclerosis
/
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repeat
miscarria
ge/AD
protectio
n
Suspecte
d mito
disease
Possibly
LVNC-as
sociated
MM

Dopamin
ergic
nerve cell
death
(PD)
LHON /
LHON
modulato
r
Dopamin
ergic
nerve cell
death
(PD)

Allele

A159
23G

A159

24G

G159
27A

G159
28A

G159
33A

T159
42C

T159
44del

G159
50A

A159
51G

A159
65G

RNA Homoplas
my

tRN -

Thr

tRN

Thr
tRN +

Thr

tRN  +

Thr

tRN  +

Thr
tRN +

Thr
tRN +

Thr
tRN +

Thr

tRN  +
Thr
tRN +

Pro

Heteroplas Statu
my s

+ Repor
ted

P.M.

- P.M./
possi
ble
helper
mutati
on

- P.M./
possi
ble
helper
mutati
on

- Repor
ted

- Repor
ted

- Repor
ted

- Confli
cting
report
S

- Repor
ted

MitoTIPT

MitoTIP46.

60%

MitoTIP22.

70%

MitoTIP16.

20%

MitoTIP20.

20%

MitoTIP66.

80%

MitoTIP28.

60%

MitoTIP19.

90%

MitoTIP54.

50%

MitoTIP23.

70%

GB
Frequenc

y
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n

15967

15975

15990

15995

15998

16002

16015

16018

16021

16023

16032

Locus Disease

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MT-T

MERRF-li
ke
disease
Ataxia+R
P+deafne
S

MM

Mitochon
drial
cytopathy
Mitochon
drial
myopathy
Mitochon
drial
cytopathy
Mitochon
drial
myopathy
Dilated
cardiomy
opathy
(15 bp
dup),
alternate
notation
Mitochon
drial
myopathy

Migraine
+pigment
ary
retinopat
hy
+deafnes
S
+leukario
sis
Dilated
cardiomy
opathy
(15 bp
dup)

Allele

G159
67A

C159
75T

C159
90T

G159
95A

A159
98T

T160
02C

T160
15C

T160
18TT
CTC
TGT
TCTT
TCA

1602

116

022d

elCT

G160
23A

T160
32TT
CTC
TGT
TCTT
TCA

RNA Homoplas Heteroplas Statu

tRN

Pro
tRN

Pro
tRN

Pro
tRN

Pro
tRN
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tRN
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tRN
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tRN
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tRN
A
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tRN
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tRN
A
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S
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ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

Repor
ted

MitoTIPT

MitoTIP78.
90%

MitoTIP78.
30%

MitoTIP51.
70%

MitoTIP80.
00%

MitoTIP57.
50%

MitoTIP75.
80%

MitoTIP50.
40%

MitoTIP83.
70%
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y
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