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In this study, we investigated the mutation of BMPR2 gene using large number
of samples of Japanese patient with pulmonary arterial hypertension (PAH). BMPR2 gene mutations was
checked by both of PCR direct sequencing and MLPA method. As a result, 41 BMPR2 gene mutations
including 3 de-novo mutations were identified. Based on the results in this study, database analysis
was performed. In addition, the mechanism of exon deletion was investigated, resulting the
possibility of Alu-mediated deletion. Furthermore, we analyzed the relationship between BMPR2 gene
mutation and clinical prognosis, demonstrating that the prognosis of patients with BMPR2 mutation

was better than those without mutation.
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