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Elucidation of novel causative genes for rare diseases via high quality genomic
information

Kawaguchi, Shuji
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We established a technology to elucidate high-quality genomic information

from high polymorphic region such as HLA locus at where conventional analysis method is difficult to
adapt. The developed method succeeded to detect susceptible and protective amino acid residues
related to a development of HTLV-1-associated myelopathy (HAM/TSP) and 1gG4-related disease. In
addition, we developed a prediction method for a development risk of HAM/TSP with mixing information
of host and virus genome.
We also developed an estimation method of novel causative genes for rare diseases based on an
artificial intelligence. The novel technique integrates genomic information with clinical
information, database and literatures, and estimate candidates of novel causative genes that are
difficult to elucidate by using only genome data.
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