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Identification of a novel causative gene for hereditary spastic paraplegia and
elucidation of its mechanisms
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In this study, we searched for disease-causing genes to elucidate the
pathomechanism of HSP, focusing on how ESCRT-related genes are involved in HSP, but so far we have
not identified any new mutations in ESCRT-related genes. On the other hand, we have identified two
families with causative genes for other genetic diseases, the first of which is an HSP family with
mutations in the LYST gene. We identified four families with LYST mutations and reported on these
families after conducting genealogical studies, investigating pathogenetic mechanisms, and reviewing

the literature. We have confirmed that three of the reported cases from overseas are included in
the family tree. We also identified a family with a mutation of the GRID2 gene and reported it.
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