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Childhood-onset intrahepatic cholestasis includes many inherited rare liver
diseases, but the definitive diagnosis rate is less than 30% because the causative gene is unknown
in many cases.

Treatment for this disease has not yet been established because the molecular mechanism underlying
cholestasis development has not been elucidated. This study aimed to identify a novel causative gene
for this disease and elucidate the molecular mechanism of cholestasis caused by the gene
abnormality.
We analyzed clinical information and biological samples from patients with intrahepatic cholestasis
to search for candidate causative genes. We then experimentally evaluated the candidate genes and
verified their involvement in the development of intrahepatic cholestasis. As a result, we
identified the genes responsible for the development of intrahepatic cholestasis and the mechanism
by which abnormality of these genes causes it.
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