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iPS Leigh

Elucidation of mechanism of Leigh syndrome caused by impaired mitochondrial
division using iPS cells

Matsumoto, Hiroshi
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Dynamin 1-like (DNM1L) is a nuclear ?ene encoding DRP1, which regulates
intracellular mitochondrial fission. It is known that fibroblasts with heterozygous DNM1L mutation
exhibit an abnormal mitochondrial and peroxisomal morphology, however, the morphology and function
of mitochondria in neuronal cells have not been reported so far. We obtained iPS cells from patient
with Leigh syndrome caused by heterozygous DNM1L mutation, and differentiated to neuronal cells. The
differentiated neuronal cells were served for analysis of mitochondrial morphology and function by
electron microscopy and oxygen consumption rate. The results exhibited that DNM1L mutant neuronal
cells have abnormally elongated mitochondria and reduced oxygen consumption rate.
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