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Elucidation of the molecular pathogenesis of mitochondrial disease
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Mitochondrial diseases are inherited metabolic diseases that occur when
mitochondria fail to produce enough energy. In the field of pediatrics, causes of mitochondrial
diseases and affected organs are particularly diverse, and the mechanism of pathogenesis may differ
depending on the causative gene. To elucidate the pathogenic mechanism of mitochondrial diseases, 1
analyzed the molecular basis of mitochondrial diseases and searched for novel disease-causing genes.

I focused on filamin genes that have been identified by previous whole exome sequencing. 1 have
seen the abnormality of actin organization in filamin deficient cells. | have reported C1QBP and
TOP3A as novel disease-causing genes.
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