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Elucidation of pathophysiology and realization of personalized medicine through
construction of national patient sample network in pulmonary hyeprtension
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We performed the largest sample collection in Japan for pulmonary
hypertension, and conducted detailed genetic analysis including not only Sanger method but also
whole exome analysis. In our study, comprehensive analysis for the pulmonary hypertension causative
genes represented by BMPR2 could be performed, the existence of the Japanese unique disease group by

RNF213 mutation was confirmed, and the existence of SOX17 mutation as the Japanese pulmonary
hypertension causative gene were identified. In addition, the difference in treatment response and
prognosis depending on the presence or absence of the BMPR2 mutation was a major achievement toward
the realization of personalized medicine in pulmonary hypertension. We could publish 5 academic
English papers within the study period.
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