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Molecular physiological study of impairment in endosome system
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In this study, we focused on vps45 gene, which is one of the causative genes
identified in severe congenital neutropenia (SCN). As an model animal, we used the nematode
Caenorhabditis elegans (C. elegans) and conducted molecular genetic and molecular physiological
studies of vps45. (1) To identify novel genes involved in vps45, we conducted genetic screenings for
suppressor mutations of a vps45 mutant and obtained multiple suppressor mutant alleles. (2) We have
developed a transgenic animal habouring human vps45 mutations in severe congenital neutropenia. (3)
We developed a calcium imaging system to analyze calcium dynamics in apoptotic cells and neural
activity in the SCN disease model.
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