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NDUFBS (4714)
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NDUFSE (4726)
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PDSS1 (23590)
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PITRM1I (10531)
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PNPT1 (27178)
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RARS2 (57038
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SLC25A10 (1468)
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Fatal Perinatal Mitochondrial Cardiac Failure
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in the ATAD3 Locus
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A JOUANAL OF NEUROLOGY

ATAD3 gene cluster deletions cause cerebellar
dysfunction associated with altered
mitochondrial DNA and cholesterol
metabolism
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NDUFA8 homozygous mutation causes protein loss
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MITOMAP: Reported Mitochondrial DNA Base Substitution Diseases: Coding and
Control Region Point Mutations

e will be happy to change the status of 8528C. The studies are very convincing, and the variant itself is aquite interesting, being in the the ATPE/E overlap region.

Amino
“ Nucleotide Acid GB
Position Locus Disease Allele Change Change Homoplasmy Hetercoplasmy Status Frequency References
8528 MT- Infantile Tas528Cc  T-C W-R (ATPS), + + Confir 3
ATP8/6 cardiomyopathy Mstart)-T A
=
L WEE
8529 MT- Apical HCM GB8529A  G-A W-X (ATP8); + - Report 0 1 L =
ATP8/6 M-M (ATPS)
$|§ /|
MITOMAP References for Mutation T-C at 8528

s Imai, A, Fujita, 5., Kishita, Y., Kohda, M., Tokuzawa, Y., Hirata, T., Mizuno, Y., Harashima, H. , Nakaya, A, Sakata, Y., Takeda, A, Mori, M., Murayama, K, Ohtake, A., Okazaki, Y. (2016) Rapidlv progressive
infantile cardiomvyopathy with mitochondrial respiratory chain complex V deficiency due to loss of ATPase 6 and 8 protein International Journal of Cardiology . 207 (): 203-205 .

* Pereira, L., Soares, P, Radivojac, P, L1, B, Samuels, D. C. (2011) Comparing phvlogeny and the predicted pathogenicity of protein variations reveals equal ifying selection across the global human mtDNA
diversity American Journal of Human Genetics . 88 (4): 433-439 .

+ Ware. S. M., El-Hassan. N, Kahler. S. G., Zhang. Q.. Ma. Y. W., Miller. E.. Wong. B., Spicer. R. L., Craigen, W. J.. Kozel. B. A.. Grange. D. K., Wong, L. J. (2009) Infantile cardiomvopathy cavused by a mutation in
the overlapping region of mitochondrial ATPase 6 and 8 genes Journal of Medical Genetics . 46 (3): 308-314 .

r

I just read your publication on the above mentioned mutation. My daughter is patient 1 in the 2009 publication of this mutation by Dr Ware , she is now 12 yrs old and we

travel to the US of A every 6 months for her cardio check up at Cincinnati Childrens Hospital , we live in Trinidad . I am interested in any information you may have on this
mutation.

Thank you,
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