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The analsyis of genetic structural abnormality in _patient with plumonary
hypertension in comparison with centenerian and risk assesesment
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Whole genome sequencing was performed on pulmonary hypertension patients
with unknown genetic background to explore the pathogenesis of the disease.We assumed a monogenetic
disease and a polygenetic disease for pulmonary hypertension. For the monogenetic disease, we
attempted to detect abnormalities in gene structure, which are difficult to detect by GWAS and exome

sequencing. Whole genome sequencing was performed on patients from 11 families, and no gene
structural abnormalities were detected. FOr polygenic disease approach, we focused on rare variants
that can cause abnormalities in vascular tone, vascular wall elasticity, lipid metabolism, and
coagulation, and examined their interactions. Three rare variants were detected in patients from 11
families, but their pathological significance could not be established.
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