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MtH 3k ND3 ND6 coxn
ND4 Cyt b cox ATPase 6
LHON
MELAS Sporadic myopathy Sporadic anemia
T—% LHON + Dystonia Encephalomyopathy Sporadic myopathy NARP
ﬁ Leigh syndrome Septo-optic dysplasia Encephalomyopathy MILS
Sporadic myopathy Cardiomyopathy ALS-like syndrome FBSN
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NP IS H,O ADP ATP
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Leigh syndrome Leigh syndrome Leigh syndrome Leigh syndrome Fatal infantile
;ﬁ % Leukodystrophy Paraganglioma GRACILE Hepatopathy encephalomyopathy
Pheochromocytoma syndrome Cardioencephalomyopathy

R E

NDUFS1 NDUFS7
NDUFS2 NDUFSS8
NDUFS4 NDUFV1

NDUFS6 NDUFV2
B17.2L

Hypoglycemia
and lactic

Leukodystrophy/tubulopathy

acidosis
SDHA BCS7L COX710 SCO17 ATPT12
SDHB UQCRB COX15 SCOo2
SDHC LRPPRC SURF1
SDHD

ETHE17

DiMauro S and Schon EA in Mitochondrial Medicine, 2006 Informa
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ACADM
ACADS
ACADSB
ACATI
ALAS2
ALDH?2
ALDHA4A1
ALDHGA1
AMT
ATPAF2
AUH
BCAT2
BCKDHA
BCKDHB
BCS;%.
C8orf38
C100rf2
C120rf65
C20orf7
COAS5
COX10
COX15
CPS1
D2HGDH
DARS2
DBT
DECRI1
DGUOK
DLD
DLAT
DMGDH
ETFA
ETFB
ETFDH
FOXRED1

FH
GCDH
GCSH
GFM1
GLUD1
HADH
HARSZ2
HIBCH
HMGCSZ2
HMGCL

HSD17B10

HSPD1
IDHZ2
IDH3B
IsCcu

VD

KARS
MCCC1
MCCC2
MCEE
MEZ2
MRPS16
MRPS22
MTFMT
MTPAP
MUT
NAGS
NDUFAF1
NDUFAFZ2
NDUFAF3
NDUFAF4
NUBPL
OAT
OGDH
oTC
OXCT1
PC

PCCA

PCCB
PCKZ2
PDHA1
PDHB
PDHX
PDP1
POLG
POLG?Z
PYCRI1
RARSZ
RMRP
SARDH
SARS2
5CO1
5CO2
SDHAF1
SDHAFZ2
S50D2
SUCLAZ
SUCLG1
SURF1
TACO1
TK2
TMEM?Z70
TRMU
TSFM
TrCc19
TUFM
UNG
XPNPEP3
YARSZ

ARMSZ2 AK2
BCLZ2 DIABLO
CPT1A GATM
DNMIL GFER
GCK HTRAZ
GK PANK?Z2
KIF1B PPOX
MAOA
PINK1 T
|
| |
| |
Mitochondrial :
outer membrane I
|
Intermembrane
space

o

MTND1
MTNDZ2
MTND3
MTND4
MTND4L
MTND5
MTNDG
MTCYB
MTCO1
MTCOZ2
MTCO3
MTATPG
MTATPS

Mitochondrial
inner membrane

Mitochondrial
matrix

ABCB7 DHODH NDUFB3 SDHD
ACADVL DNAJC19 NDUFB9 SLC25A3
ADCK3 FASTKDZ2 NDUFV1 SLC25A4
AGK GPD2 NDUFV2 SLC25A12
ATP5E HADHA NDUFS1 SLC25A13
C12orf62 HADHB NDUFSZ2 SLC25A15
cOoX4i12 HCCS NDUFS3 SLC25A19
COX6B1 L2HGDH NDUFS4 SLC25A20
CPTZ2 MMAA NDUFSG6 SLC25A22
CRAT MPV17 NDUFS7 SLC25A38
CYcCs NDUFA1 NDUFSS8 SPG7
CYP11A1 NDUFAZ OPA1 TIMMSA
CYP11B1 NDUFA9 OPA3 UCP1
CYP11B2 NDUFA10 PDSS1 ucpz
CYP24A1 NDUFA11 SDHA ucpP3
CYP27A1 NDUFA1Z2 SDHB UQCRB
CYP27B1 NDUFA13 SDHC UQCRQ
AlIFM1 HLCS
AKAP10 LRPPRC
AMACR LRRKZ
APTX MFN2
22 partially BAX MLYCD
| localized T BOLA3 NFUI
CYB5R3 PARKZ2
ETHE1 PARK7
FXN SACS
GDAPI1 SPG20
HK1 WwWoOoX
AFG3L2 GLRX5 PNKD
coQ2 HOGA1 PUS1
COQ6 MMAB REEP1
CcCOQ9 MMADHC STAR
GLDC PDSS52 TMEMI126A
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