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ABOUT THE STUDY
Congenital Hepatic Fibrosis (CHF) is a rare, genetic liver 
disorder characterized by abnormal development of liver tissue 
and progressive fibrosis. This condition arises from inherited 
genetic mutations that disrupt normal bile duct formation and 
function, leading to liver damage and associated complications. 
CHF is often detected in childhood or early adulthood, and it 
frequently presents alongside other congenital abnormalities, 
such as polycystic kidney disease. Key features of CHF include 
hepatomegaly (enlarged liver), splenomegaly (enlarged spleen), 
and portal hypertension, which can lead to serious issues like 
ascites and variceal bleeding. Diagnosis involves a combination 
of imaging studies, liver biopsy, and genetic testing to confirm 
the presence of mutations. Management focuses on alleviating 
symptoms and managing complications, with liver 
transplantation being a potential treatment for advanced cases. 
Understanding CHF is important for providing effective care 
and improving outcomes for affected individuals.

Genetic causes of CHF

Congenital Hepatic Fibrosis (CHF) is primarily caused by 
genetic mutations that disrupt the development and function of 
the liver and bile ducts. The condition is most commonly 
associated with mutations in genes responsible for bile duct 
formation and function, notably PKD1 and PKD2, which are 
linked to polycystic kidney disease. These genetic defects lead to 
abnormal bile duct development, resulting in fibrosis and liver 
dysfunction. CHF often follows an autosomal recessive 
inheritance pattern, meaning that affected individuals must 
inherit two copies of the mutated gene, one from each parent. In 
some cases, CHF is seen as part of a broader syndrome, such as 
ciliopathies, which involve multiple organ systems. Genetic 
testing can identify these mutations and confirm a diagnosis of 
CHF, guiding treatment decisions and providing important 
information for family planning and genetic counselling.

Genetic testing for CHF

It involves analyzing DNA to identify mutations associated with 
the condition. Typically, testing focuses on genes linked  to bile

duct development and liver function, such as PKD1 and PKD2, 
which are often implicated in CHF and polycystic kidney 
disease. The process begins with a blood or saliva sample, which 
is then analyzed using techniques like DNA sequencing or 
targeted mutation panels to detect specific genetic variations. 
Identifying mutations confirms the diagnosis of CHF and can 
differentiate it from other liver diseases. Genetic testing is also 
necessary for assessing the risk in family members, providing 
genetic counselling, and informing family planning decisions. 
Additionally, it helps in understanding the inheritance pattern 
and potential implications for other related conditions. Accurate 
genetic diagnosis is important for effective management and 
customized treatment strategies for individuals with CHF.

Approaches to managing hepatomegaly

Managing hepatomegaly in congenital hepatic fibrosis involves a 
comprehensive approach to alleviate symptoms and prevent 
complications. The primary focus is on the underlying causes 
and associated issues. Pain and discomfort from an enlarged liver 
can be managed with appropriate medications. Regular 
monitoring through imaging and liver function tests is need to 
assess liver size and track disease progression. Managing 
complications such as portal hypertension, which may lead to 
ascites or variceal bleeding, is also vital. Lifestyle modifications, 
including a balanced diet and adequate hydration, support liver 
health and overall well-being. In cases where hepatomegaly 
results in severe liver dysfunction, liver transplantation may be 
considered as a definitive treatment option. This approach 
ensures that symptoms are managed effectively and 
complications are analyzing promptly, improving the quality of 
life for individuals affected by CHF.

Complications and associated conditions

Congenital Hepatic Fibrosis (CHF) can lead to several 
complications and associated conditions due to the 
progressivenature of liver fibrosis and associated bile duct 
abnormalities. One of the most common complications is portal 
hypertension, which arises from increased resistance in the portal 
vein and can lead to ascites, esophageal varices, and 
gastrointestinal bleeding.
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for liver transplantation. The disease may also impact growth 
and development in children due to chronic liver dysfunction. 
Regular monitoring and multidisciplinary care are necessary to 
manage these complications effectively and improve overall 
patient outcomes.
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The fibrosis can also cause splenomegaly, which may contribute 
to blood cell sequestration and anemia. Additionally, CHF 
often presents alongside polycystic kidney disease, leading to 
renal complications that can further complicate the patient’s 
condition. In some cases, liver dysfunction from CHF can 
progress to end-stage liver disease, necessitating  consideration
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