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ystic fibrosis (CF) is a multisystem genetic disorder

caused by a defect in the cystic fibrosis transmembrane
conductance regulator (CFTR) gene, encoding the
transporter protein responsible for chloride flux across
the apical membrane of the epithelial cell. Significant liver
disease is an unusual presentation in CF population with the
incidence of 4-7%; however an emerging cause of mortality
as a result of advanced care in pulmonary, nutritional and
lung transplantation care. The cause of CFLD is unknown.
The presentation of CFLD varies widely in the CF population
with most liver disease occurring at or before puberty.
Although dual-pass liver biopsy increases diagnostic yield
with the presence of fibrosis, the distribution of fibrotic
liver lesions in CFLD is focal and yet the procedure is rather
invasive. Currently there are no known risk factors predicting
the development of CFLD. The development of non-invasive
fibrosis markers has progressed rapidly. Such markers
include hyaluronic acid, metalloproteinases, tissue Inhibitors
of matrix metalloproteinases (TIMPS), transforming growth
factor (TGF-B1), etc. These are not routine laboratory
investigations and tend to be expensive. In addition, they
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may be elevated secondary to fibrosis in extrahepatic organs
such as the lungs. Many simple and inexpensive methods
such as APR, FIB-4, liver ultrasound have been used as a non-
invasive biochemical marker. Furthermore, in CF the role of
these tests to reflect CFLD is unclear but may help for early
detection of a child with CFLD. Novel therapies exist in CF
children. It is still unknown if any therapy can prevent the
development and progression of liver disease in CF children.
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