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Abstract 

Congenital Hepatic Fibrosis (CHF) is a rare disease that occurs in most cases in association with autosomal recessive polycystic 
kidney disease. CHF develops in the early embryonic stages as a result of ductal plate malformation and manifests clinically 
in any age, usually with signs of portal hypertension. In general, focal hepatic enlargement, normal liver function, and spleno-
megaly, along with renal involvement are telltale signs of CHF. In the absence of renal involvement, however, the diagnosis 
becomes more challenging and requires additional diagnostic procedures, such as liver biopsies. In this report, we discuss a case 
of a five-year- old child with a rare isolated form of CHF.
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Introduction
Congenital Hepatic Fibrosis (CHF) is a rare chronic liver 
disease caused by hepatic ductal plate malformation, with a 
prevalence of 1/10,000-20,000 [1]. The onset of clinical mani-
festations is variable, though it is most often diagnosed in ado-
lescents and young adults. The symptoms are generally most 
severe when presenting in utero or during childhood and ado-
lescence [2,3].

The current term “Congenital Hepatic Fibrosis“ was contrived 
by Kerr et al. in 1961 and was considered a fibropolycystic dis-
ease along with Caroli disease, Autosomal Dominant Polycys-
tic Kidney Disease (ADPKD), and Autosomal Recessive Poly-
cystic Kidney Disease (ARPKD) [2,4]. Some authors consider 
CHF a variant of ARPKD  as it very rarely occurs without it, 
and that is supported by the limited number of isolated CHF 
cases in the literature [5,6].

CHF has no specific clinical presentation, and in most cases, 
symptoms of portal hypertension, such as varices and gastro-
intestinal bleeding, are the leading symptoms [2,5]. The wide 
spectrum of clinical presentations of isolated CHF in variable 
age groups makes its diagnosis difficult. 

In this report, we discuss the case of a 5-year-old female child 
with isolated CHF. Our report aims to shed more light on the 
isolated form of CHF and to include it in the differential diag-
nosis of hepatic fibrosis in children.

Case Report
A 5-year-old female patient presented to the emergency depart-
ment of Tishreen University Hospital with upper gastrointesti-
nal bleeding. She was healthy until she developed a fever and 
a sore throat, so her parents gave her ibuprofen. Three days 
later, she started vomiting blood and discharging black stools. 
Physical examination revealed splenomegaly (4 cm below the 
left ribs), and a tender mass in the epigastric region. Labora-
tory tests showed a decrease in hemoglobin and platelet levels. 
Also, liver function tests were slightly elevated, whereas renal 
function tests were normal (Table 1).
         
              Table 1: the results of the first laboratory test.

Test WBC n L Hb MCV RDW PLT
Result 6400 31% 53% 3.1 75 16% 94,000

Test CRP PT CR LDH ALT AST GLU
Result Negative 100% 0.6 268 60 95 89

Blood was transfused to the child twice, and vitamin K and 
ranitidine were administered. When the patient became stable, 
Esophagogastroduodenoscopy (EGD) was performed, reveal-
ing esophageal varices; therefore, propranolol and omeprazole 
were added to the treatment. Color Doppler ultrasonography of 
the portal vein showed no abnormalities and no signs of portal 
vein thrombosis. Abdominal ultrasound confirmed the spleno-
megaly and revealed an enlargement of the left hepatic lobe. 
No renal abnormalities were discovered during imaging.
Laboratory tests were repeated after a while. Liver enzymes 
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were back within normal range; however, thrombocytopenia 
persisted, and leukopenia was detected (Table 2), so the patient 
was enlisted for splenectomy. The later performed CT scan 
didn’t add any further information.
     
          Table 2: The results of the second laboratory test.

Test WBC N L Hb MCV RDW PLT
Result 2500 42% 48% 10.5 77 13 105000

CRP ALT AST ALP ESR PT UREA CR
Negative 42 35 73 22 95% 25 0.4

To exclude neoplastic lesions, a liver biopsy was taken from 
the left lobe. Hematoxylin & eosin-stained sections showed 
disruption of the general architecture of the liver parenchyma 
by portal-portal fibrosis with occasional formation of nodules. 
The portal areas were expanded by fibrosis with minimal in-
flammatory cells and marked, irregular ductular proliferation. 
There was no cellular necrosis or atypia (Figure 1). 

Figure 1: Microscopic findings of congenital hepatic fibrosis: 
expanded portal spaces by fibrosis with embedded proliferated 
ductules (H&E x40 and x 200).

Our final diagnosis was CHF. Unfortunately, the patient left 
the hospital and returned to her hometown, so the treatment 
was interrupted. 

Discussion
Congenital hepatic fibrosis is one of the chronic liver diseases 
in children that can cause portal and periportal fibrosis and, 
consequently, portal hypertension [7]. Intrahepatic diseases are 
the leading cause of portal hypertension in children, and CHF 
accounts for about 6.6% of them [8].
Recent studies have demonstrated that ciliopathies underlie 
several recessive and dominant malformation syndromes, in-
cluding CHF [1,3]. Ciliopathies encompass a group of diseases 
that have similar but largely variable clinical phenotypes. They 
are caused by mutations that affect genes encoding structural 
or functional components of the primary cilia or basal bod-
ies, such as PKHD1, which encodes fibrocystin, and TMEM67 
[1,3]. 
Four types of CHF have been identified: portal hypertensive, 
cholangitic, mixed, and latent types [5]. In different studies, 
the portal hypertensive type with consequent bleeding vari-
ces is the most common. In our case, the little patient suffered 
from the complications of portal hypertension. Generally, the 
function of the liver parenchyma is not affected, therefore liver 
function tests remain intact, as in our case [4].
In most cases, CHF is associated with renal involvement, and 
this association makes the diagnosis easier, as the renal lesions 
can be easily detected through ultrasound [5]. In our case, 
though, neither ultrasound nor CT scan revealed any signs of 
renal abnormalities; furthermore, renal function tests were nor-

mal. Due to the lack of renal involvement, CHF eluded us, and 
our first differential diagnosis was hepatoblastoma, based on 
the presence of focal hepatic enlargement in the left lobe with 
an intact liver function. However, the results of the pathologi-
cal examination of the biopsy, along with the clinical, radiolog-
ical, and serological findings, excluded the neoplastic disease.
US and CT scans play a crucial role in diagnosing CHF and 
differentiating it from liver cirrhosis, but the golden test for 
confirming the diagnosis is the histological examination of the 
liver biopsy [1,2]. 

Ductal plate malformations can also lead to many other intra-
hepatic diseases such as Caroli’s disease, which affects large 
intrahepatic bile ducts [4]. The association between CHF and 
Caroli’s disease was reported in approximately 26% of the 
cases, while the isolated form accounted for 10% [9] In our 
patient, only the ductules were affected, so the association with 
Caroli’s disease was ruled out [5].

There is no specific drug that can cure CHF, and the treatment 
is directed toward treating complications and clinical symp-
toms. A liver transplant is recommended in the final stages of 
the disease [2].

Unfortunately, our little patient left the hospital, and the con-
nection to her family was lost. 

Our report aims to give more attention to the isolated form of 
congenital hepatic fibrosis and to include it in the differential 
diagnosis of chronic liver diseases in children, even in the ab-
sence of renal injury. The precise genetic basis of this rare en-
tity is still unknown. Further studies are needed to elucidate its 
relation to polycystic kidney diseases and to determine if they 
are genetically separate.
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