®)
2020 2023

International Collaboration of Molecular Epidemiological Research on Pulmonary
Hypertension Associated with Congenital Heart Disease

Emoto, Noriaki

14,500,000

2,400
6,100
141

This study, as an international collaborative study between Japan and

Indonesia, focused on pulmonary hypertension associated with atrial septal defect, and aimed to
collect and analyze epidemiological data, establish a school heart screening system and evaluate its
usefulness, and search for new causative genes and therapeutic targets.

Regarding epidemiological data collection and analysis, approximately 2,400 cases have been
registered to date, some of which have been published. Regarding the school heart screening system
in Indonesia, a total of over 6,100 heart screenings have been performed, and the screening system
in Indonesia has been established. Regarding the identification of new causative genes and the
search for therapeutic targets, full exon sequencing was performed on 141 cases, and novel mutations
were found in genes reported as causative genes for congenital heart disease.
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