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Searching for the genetic factors predisposing to PBC
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Primary biliary cholangitis (PBC) is a chronic and progressive cholestatic
liver disease, presumably caused by autoimmune reactions against biliary epithelial cells, leading
to liver cirrhosis and hepatic failure. The incidence and prevalence of PBC range from 0.33 to 5.8
and from 2 to 40 per 100,000 inhabitants, respectively, in different geographical areas.
Additionally, it is much more common in women, with a sex ratio of at least 7:1 female to male. The
high concordance rate in monozygotic twins compared to dizygotic twins and familial clustering of
PBC patients indicates the involvement of strong genetic factors in the development of PBC. For the
identification of susceptibility genetic factors for pathology, progression, and pathology of PBC, a

genome-wide association study (GWAS) and classification analyses were performed in a large number
of Japanese individuals (1381 PBC cases and 1505 healthy controls). Functional analyses in vivo and

in silico were also performed.
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