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whole-exome sequencing analysis of uveitis diseases
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The etiology of Behcet"s disease, sarcoidosis, and ankylosing spondylitis
remains unclear, but both genetic and environmental factors are involved in the pathogenesis of
these diseases. In this study, we performed exome sequencing on multiple families of these diseases
and identified a causative variant in each family. Functional analyses revealed that some of the
identified causative variants are involved in the reduction or dysfunction of causative genes,
suggesting that functional changes in genes caused by causative variants trigger the development of

Behcet"s disease, sarcoidosis, and ankylosing spondylitis.
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(©) SureSelect Human All Exon V6 Kit Agilent
HiSeq 2500 Illumina
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1000 Genomes Project HapMap Project
Human Genetic Variation Database NHLBI GO Exome Sequencing Project
Integrative Japanese Genome Variation Database
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Modeller http://salilab.org/modeller/
Meta-PPISP https://pipe.rcc.fsu.edu/meta-ppisp/

(®) CRISPR/Cas9
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