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Disease susceptibility genes for Japanese pulmonary fibrosis using whole exome
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Okamoto, Tsukasa

3,200,000

16 DNA
SIFT, PolyPhen-2 CELSR3, UNC13D CELSR3
A549 SiRNA 60%
N-Cadherin o -SMA Vimentin

MUC5B promoter
SNP

Reports on disease susceptibility genes for interstitial lung diseases are
mainly for Caucasians, and there are few reports on Japanese, and no whole exon analyses have been
published so far. We performed whole exon analysis using DNA from 16 cases of familial interstitial
pneumonia. Using SIFT, PolyPhen-2, and other function prediction tools, we narrowed down the
candidate genes and found mutations in CELSR3, UNC13D, and other genes. In particular, we focused on

the intercellular adhesion molecule CELSR3 and performed siRNA knockdown using the A549 cell line,
which showed increased expression of N-Cadherin, a -SMA, and Vimentin in response to 60% knockdown
of CELSR3 gene.
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