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Mitochondria are essential organelles that produce ATP through the oxidative

phosphorylation system (OxPhos). This study is focused on the identification of novel causative
genes of mitochondrial disease. Our group has analyzed about 700 mitochondrial disease patients with
whole-exome sequencing analysis. It predicted five novel candidate nuclear genes of the
mitochondrial ribosomes. | attempted to validate whether three of these five genes are related to
mitochondrial disease by mitochondrial functional assays, two genes were removed from the study due
to unavailable samples. In this study, | performed genomic, expression, and functional analysis
using samples derived patients for further clarifications of the variants. These results strongly
suggest that these variants are causative for mitochondrial diseases. Since these genes have not
been reported in mitochondrial diseases, this study potentially lead to identification of novel
causative genes for mitochondrial diseases.
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