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The apolipoprotein E gene (APOE) is a significant susceptibility gene for
Alzheimer®s disease (AD). In recent years, studies in Western countries have focused on rare
missense variants (RMVs) of APOE with a minor allele frequency (MAF) of less than 1%, leading to
important discoveries that impact the pathology of AD. However, by 2020, no such studies had been
conducted on Japanese individuals. Consequently, the applicant initiated this research project to
investigate APOE RMVs in the Japanese population. During the project, more than 5,800 subjects were
analyzed. The results revealed the presence of RMVs that are unique to East Asians, including
Japanese individuals.
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