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Abstract

Progressive familial intrahepatic cholestasis
(PFIC) is a heterogeneous group of autosomal
recessive genetic diseases with a major
clinical manifestation of severe intrahepatic
cholestasis and an incidence rate of 1/10000
to 1/5000. PFIC is usually first diagnosed in

Beishideng®  WCJD | www.wjgnet.com

infancy or childhood and eventually develops
into liver failure and death. Based on clinical
manifestations, laboratory tests, and genetic
defects in liver tissue, PFIC is roughly divided
into three types: PFIC-1, PFIC-2 and PFIC-3.
Studies have demonstrated that all three types
of PFIC are associated with the mutations
of bile transport system genes in the liver.
Promoting transporter expression has important
clinical significance for the treatment of PFIC.
In this paper, we summarize the etiology
and treatment status of PFIC and discuss the
treatment of PFIC by promoting the expression
of transporters.
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