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Creation of genetic diagnosis catalog and clinical development for pulmonary
arterial hypertension
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Whole exome analysis and transcriptome analysis were performed. At the same
time, we created a genetic diagnosis catalog that included external factors. Genomic analysis using
samples of Japanese PAH patients, we identified novel PAH-causing genes, such as TNFRSF13B, TET2,
and RNF213 genes. In addition, the RNF213 R4810K variant is associated with the onset of multiple
intractable vascular diseases such as moyamoya disease and peripheral pulmonary artery stenosis, as
well as PAH. Thus, we proposed a new disease concept called RNF213-associated vascular disease.
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