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Copy number variation database of Alzheimer®s disease for genome analysis
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We developed a comprehensive database (AD/GD CNvdb) that comprises genome-wide
copy number variations (CNVs) in more than 2,000 unrelated Japanese subjects including patients of
Alzheimer’ s disease (AD). Besides the healthy controls (N=1,000), it contains diseased subjects
categorized into two types, EOAD (early-onset AD, N=300) and LOAD (late-onset AD, N=1,000). All the
subjects were analyzed by the Affymetrix SNP 6.0 Array to identify CNVs, and the raw intensity data at
more than 1.8 million markers were converted into the actual copy number states. In each subject group,
we evaluated rates of CNVs (gain and loss) at the markers, and extracted the CNV regions where the
continuous markers indicate rates of CNVs higher than a threshold along the genome sequence. We then
conducted case-control studies among the subject groups using the CNV regions, and visualized the results
to elucidate the relationships between the structural variations and the disease.
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