(®)
2017 2019

Chorea-acanthocytosis and mitophagy: clarifying the molecular mechanisms of the
disease and developing methods to prevent neurodegeneration
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Selective autophagy for impaired mitochondria is known as mitophagy, by
which mitochondrial quality is preserved. Chorein, a protein responsible for chorea-acanthocytosis,
was suggested to be involved in mitophagy-mediated mitochondrial quality control mechanisms. It was
suggested that the neurodegeneration in chorea-acanthocytosis may be due in part to a disruption of
mitophagy .

We fgungythat patients with chorea-acanthocytosis exhibited a variety of psychiatric symptoms,
including cognitive decline. Approximately 55% of the mutations in Japanese patients with ChAc
carried two major mutations. These mutations were localized in Tokyo and west side of Japan and the
partial founder effects were suggested.
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