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Personal genome analysis of genes for Parkinson®s disease and cognitive function
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We conducted personal genome analyses with our main focus on Parkinson’ s disease
and human cognitive function.
To detect rare but strong risk factors for Parkinson’ s disease, we performed whole-exome sequencing and
case-control association studies, and detected in LRRK 2 region 2 SNVs that cause amino acid
substitution, which is a moderate risk factor for the disease. We also conducted genome-wide DNA
methylation and gene expression analyses using 34 samples from 17 pairs of monozygotic twins discordant
intelligently, and detected the differences among the twins with higher 1Q and lower 1Q in the
expressions of several mitochondrial ribosomal protein-coding genes, DNA helicase-related genes, and ion
channel-related genes.
Also, the exome analysis we performed on a large Chinese family with autosomal dominant myopathy detected
a 3-bp in-frame deletion in the MYH7 gene and diagnosed the disease as Laing distal myopathy, which is
the first LDM case in East Asia.
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