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Introduction 

ongenital hepatic fibrosis (CHF) is a rare congenital 

multisystem disorder mostly inherited in an autosomal 

recessive fashion (Akahan et al., 2007). This term was first 

coined by Dr. Kerr DN in 1961 (Kerr et al., 1961). 

CHF belongs to the family of fibropolycystic liver 

diseases which includes a spectrum of disorders (choledochal 

cyst, Caroli’s disease, Caroli’s syndrome, autosomal dominant 

polycystic liver disease (ADPLD), and biliary hamartoma) that 

are usually found in combination with each other and are 

usually inherited (Yonem and Bayraktar, 2007). 

The main underlying process of the disease is the 

malformation of the ductal plate (the embryological 

precursor of the biliary system), secondary biliary strictures 

and periportal fibrosis ultimately leading to portal 

hypertension. The natural course of the disease is highly 

variable ranging from minimally symptomatic disease to true 

cirrhosis of the liver however. In most patients the most 

common manifestations of the disease are those related to 

portal hypertension (bleeding varices, splenomegaly) and 

hepatomegaly (Akhan et al., 2007).  

C 



 Introduction 

 

 
2 

CHF may occur as an isolated condition or as a part of 

other syndrome like COACH syndrome (cerebellar vermis 

hypoplasia, oligophrenia, congenital ataxia, coloboma and 

congenital hepatic fibrosis), Meckel syndrome (renal cystic 

dysplasia, central nervous system malformation, polydactyly, 

hepatic development defect and pulmonary hypoplasia) 

(Brancati et al., 2009) and also Caroli syndrome (congenital 

cystic dilatation of the biliary system and CHF) (Bayraktar 

et al., 2010).  

The association of CHF with autosomal recessive 

polycystic kidney disease (ARPKD) is well known and occurs 

in approximately 50% of cases. However the association with 

autosomal dominant polycystic kidney disease (ADPKD) is 

less well known and less well documented (Kanaheswari et al., 

2008).  

Other diseases associated with CHF include: Bardet-

Biedl syndrome (pigmentosa, retinitis, obesity, polydactyly, 

mental retardation and renal failure) (Badano et al., 2006), 

Papillon Lefevre syndrome (palmar-planter hyperkeratosis, 

periodontitis and premature loss of dentition) (Genc et al., 

2007). Von Recklinghausens syndrome (café' au lait spots 

and Lisch nodules) (Jorge et al., 2006).  
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Aim of the Work 

he aim of this study is to investigate for phenotypes and 

syndromes of CHF in a cohort of Egyptian infants and  

children.  
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