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VPS13 has four paralog genes namely VPS13A/B/C/D. VPS13 genes relate to
several types of neurodegenerative disorders, so we focused on the importance of VPS13 genes in
neurodegeneration. To evaluate the significance of VPS13 genes as a risk factor in Parkinson’ s
disease (PD), we assembled a genetic analysis for VPS13 genes in Japanese PD or PD-related disorders

patients and controls. Rare variants were defined by minor allele frequency less than 0.5% in the
public gene database. There were significant differences in the frequency of rare non-synonymous
variant carriers between PD patients and controls in VPS13B, C, D, suggesting that the VPS13 gene
may be a disease susceptibility gene for PD.
To evaluate the pathogenesis of rare variants, we established iPS cells from two patients with
two-allelic variants of VPS13C and perform a functional study in dopaminergic neurons generated from
iPS cells.
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