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Investigation of risk gene for schizophrenia via whole exome sequence of family
with an affected twin pair

Hoya, Satoshi
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To identify rare variants with strong effects on developing schizophrenia,
we performed the following study. First, we performed whole exome sequence (WES) of family with an
affected twin pair. We identified three de novo missense variants shared by affected twins. Next, we

genotyped the three missense variants in 1,760 patients and 1,508 controls. However, all 3,268
individuals were homozygous for the reference allele of these variants. We identified three variants
that may have a role in developing schizophrenia.
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CADD CPSF3 p.Val584lle  Tolerated Benign 22.3
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1% 2 SIFT, Sorting Intolerant from Tolerant; PolyPhen-2, Polymorphism

Phenotyping v2; CADD, Combined Annotation Dependent Depletion

BBBWGS BioBank Japan
Whole-Genome Sequencing jMorp Japanese Multi Omics Reference Panel 1KGP 1000
Genomes Project gnomAD the Genome Aggregation Database
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