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Genetic analysis of CHCHD2 in ALS cohorts
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CHCHD2 P14L was dissociated form the mitochondria to the cytoplasm, which
was observed in both SH-SY5Y cells as well as Drosophila dopaminergic and motor neurons. CHCHD2 P14L
showed reduced mitochondria Ca2+ uptake and elevated cytoplasmic Ca2+ flux, which was observed in
both SH-SY5Y cells and Drosophila neuron terminals. Moreover, elevated cytoplasmic Ca2+ promoted

TDP-43 processing and insolubilization.
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The research of a mitochondrial protein CHCHD2 that is associated with Amyotrophic lateral sclerosis and Parkinson’ s
disease
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Two novel variants in CHCHD2 associate with TDP-43 pathology among amyotrophic lateral sclerosis

2021

Mutational and functional analysis of the CHCHD2 gene in amyotrophic lateral sclerosis
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