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Congenital portosystemic venous shunt gCPSVS) is a rare disease defined as
shunt vessels between the portal and systemic vein, which results in ominous complications including
pulmonary arterial hypertension (PAH), hepatic encephalopathy and liver tumors. Whole exosome

analysis was performed on 13 CPSVS patients to identify novel genes responsible for CPSVS. No

genetic abnormality common in all patients was identified. No mutations were found in the AHR, AIP,

and ARNT genes that have been reported as causative genes of patent ductus venosus in mice. On the

other hand, heterozygous mutations were identified in genes responsible for another disease in most
CPSVS patients.
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