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Supplementary Table S1. Protein content of respiratory chain components, mitofusinl
(MFN1) and dynamin-related protein 1 (DRP1) in mitochondria prepared from ND6
deficient (ND6d), NDUFV1 deficient (NDUFV1d) and ACAD?9 deficient (ACAD9d)
fibroblasts. Fibroblasts were cultured in media with or without glucose for 48 h. (+)
means increased content, (—) means decreased content, (=) means similar content,
compared to wild type cells; ND means not done.

. NDéd NDéd NDUFV1d NDUFV1d ACAD9d ACADY
Respiratory

chain Media Media Media Media Media Media
with without with without with without
component
glucose  glucose glucose glucose glucose glucose
ND6 - - ND ND ND ND
NDUFV1 ND ND - - ND ND
ACAD9 ND ND ND ND = =
UQCRC2 - = - = + +
MTCO1 - - - - + =
SDHB - - - — + +
MFN1 - = - = + =

DRP1 = _ + N N _




Supplementary Table S2. Effect of protective compounds on superoxide production in
ACAD?9 deficient (ACAD9d) fibroblasts cultured in media without glucose for 48 hr.

ACAD9d +
ACADY protective
compound

N-acetylcysteine 3,851 + 697 4,197 + 892

Trolox 2,460 + 809 5,741 + 3,396
Resveratrol 2,683 + 373 3,941 + 852

MitoQ 7,447 +£197 54,090 £ 3,876
Bezafibrate 1,233 + 585 1,485 + 340

ACAD?9 deficient fibroblasts were exposed to 1,000 uM N-acetylcysteine, 1,000 uM
Trolox (hydrosoluble analogue of vitamin E), 5 puM resveratrol, 200 nM mitoQ or 600
UM bezafibrate during 24 h before superoxide production measurement.



Supplementary Table S3. Mutations and clinical signs of ND6, NDUFV1 and ACAD9

deficient patients.

Patients Defective Genotype Clinical signs
protein
Heteroplasmic mutation Early onset
ND6 ND6 on MDNA developmental
at position 14459 dela}y, SEIZUIES,
lactic acidosis
C.611A>G Ataxia, bilateral
NDUEV1 NDUEV1 (p.Y204C) ptosis, and
€.616T>G ophthalmoplegia,
(p.C206G) lactic acidosis
€.1553G>A Severe cardio-
ACAD9 ACAD9 (p.R518H) myopathy, death
€.1553G>A at 4 months of

(p.R518H)

life




