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[Abstract] Objective: To identify novel mutations in the SOX17 gene contributing to idiopathic
pulmonary arterial hypertension (PAH). Methods: The clinical data and blood samples were collected
from 58 unrelated children with idiopathic PAH and 200 healthy controls. Genomic DNA was purified
from blood leucocytes. Sequencing analysis of the SOX17 gene was carried out for identification of novel
mutation. The online software was used to analyze whether the mutated amino acid was evolutionarily
conserved. The disease-causing potential of the identified mutation was also predicted.  Results: Two
novel SOX17 mutations, c. 232T> A and c. 281A>T, namely p. Trp78Arg and p. His94Leu, were
identified in two unrelated children with idiopathic PAH, which was absent from 200 health control
individuals. The altered amino acid was completely conserved evolutionarily across species, and the
mutations were predicted to be pathogenic.  Conclusions: The novel SOX17 mutation is involved in
idiopanthic PAH. which has potential clinical implications for the genetic counseling and precise prevention and
treatment of idiopanthic PAH.
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