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Abstract

Introduction: Alagille syndrome is a syndrome associated with decreased number of intrahepatic bile ducts, and
various manifestations. The incidence rate is approximately 1 in 100000 births. It is an autosomal dominant disease with
variable expression and is caused by mutation in JAG1 or NOTCH2 genes. To make a diagnosis of alagille syndrome, a
positive liver biopsy and the presence of three of the following symptoms are usually required: liver symptoms, heart
abnormalities, skeletal abnormalities, posterior embryotoxon, typical facial features.

Case report: We report a 15 month old infant with failure to thrive and increased liver enzyme and cholestasis with
peripheral ps and vertebral anomaly and posterior embryotoxon in eye with paucity of intrahepatic bile ducts in liver
biopsy, so Alagille syndrome was diagnosed with positive liver biopsy and four major criteria. Then, he was treated
with Ursodeoxycholic acid capsule and improved in liver function, growth and development.

Conclusion: Alagille syndrome should be considered in patients with hepatic and cardiac involvement, because features
in Alagille syndrome are various and some children may present with life threatening conditions whereas others may be

subclinical cases.
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