
Medical Journal of the 

Islamic Republic oflran 
Volume 18 
Number 2 
Summer 1383 
August 2004 

A NEONATAL PRESENTATION OFCAROLI'S 

DISEASE WITH SEVERE ABDOMINAL DISTENTION 

AS A PRESENTING SYMPTOM 

A. BAZRAFSHAN, * M.D., AND M. OMIDIAN, ** M.D. 

From The Department of Pediatrics and Pediatric Surge/y, Ghaem Medical CenteJ; Mashhad University of 

Medical Sciences, Mashhad.l.R. [rail 

ABSTRACT 

In this article , the authors introduce a case ofCaroli's Disease (CD) according to 

the results of ultrasonography (U.S), abdominal computed tomography (CT scan) and 

hepatic biopsy that has been manifested in the neonatal period. In the routine examina­

tion of the neonate, abdominal protrusion was noticed. Then milk intoterance, inability 

of meconium passage and vomiting developed, during workup, a diagnosis of CD was 

confirmed. Although CD is rare in the neonatal peliod, it should be considered in the 

differential diagnosis of abdominal protrusion. 
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INTRODUCTION 

Caroli's disease is a rare congenital abnormality of 
the intrahepatic bile ducts, characterized by multifocal 
cystic or saccular nonobstructive dilatations of the in­
trahepatic bile ducts. I 

This disease is considered to be an autosomal reces­
sive inherited condition, more than 200 cases of CD have 
been reported in the literature.2 

The clinical course can be asymptomatic for the first 
15-20 years or symptoms can occur infrequently through­
out the patient's life. R epeated episodes of bacterial 
cholangitis and hepatolithiasis develop in 5 0% of pa­
tients due to bile stagnation. Secondary biliary cirrho­
sis usually follows years later. 

A neonatal presentation of CD with severe cardiac 
and progressive renal pathology has been described.3 

Here we present a case of CD in a one day old girl 
with abdominal protrusion as a chief presentation. 

According to our available data, this is the first case 
of CD in the neonatal period with such a presentation. 
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CASE REPORT 

On December 16, 2000 at one of Mashhad's Hospi­
tals a female neonate was born by a 22 year-old mother, 
in her first pregnancy by normal vaginal delivery, 

The newborn's weight was 3500 g head circumfer­
ence and length were 34 cm and 54cm respectively and 
Apgar score of 8-8. The blood group of the mother was 
B+ (neonateA+). 

Just after birth her abdominal distention could be seen. 
Her mother had had no disease or medications during 
pregnancy, and had not received any special prenatal 
cares. 

Amniotic fluidt volume was nornlal and appeared clear 
but because the mother had premature rupture of amni­
otic membranes (20 hours before labor), she was hospi­
talized and antibiotic therapy begun for her. After labor, 
obstetric management was done because of severe vagi­
nal hemorrhage. 

Because of abdominal distention, poor feeding and 
vomiting the neonate was transferred to NICU for care 
and workup. In physical examination, the neonatal re­
flexes were normal and during the first 24 hours of life. 
The urine output was normal, but had no meconium pas­
sage. 

Auscultation of the heart and lungs was all right. 
The abdomen was soft but distended and a large mass 



Neonatal Caroli's Disease 

larger intrahepatic bile ducts.7 
Caroli's disease may be confined to one segment or 

lobe but is usually diffuse.s 
This problem also appears to be more common in Asia. 
The usual main symptoms of CD are fever and ab­

dominal pain, with or without jaundice. 
Cholangitis is the main presenting symptoms in 64% 

of patients, portal hypertension in 22%, recurrent ab­
dominal pain in the right upper quadrant in 18% and 
pyelitis, systemic hypertension and hematuria in 2%.7 

Our patient is the first case of CD that manifested in 
the first birth day with abdominal protrusion. 

Liver function results may be normal or show a 
cholestatic picture. Age at diagnosis usually is 6 years 
after symptoms have appear but is quite variable, with 
one case diagnosed prenatally at 28 weeks gesta­
tion.9.loll The mean age of onset of symptoms is around 
20 years. 

The available imaging techniques for the diagnosis of CD 
are ultarsonography, percutaneous transhepatic cholangiog­
raphy, radionuclide scintigraphy, computed tomography (CT), 
endoscopic retrograde cholangiopancreatography (ERCP) 
(The diagnosis was possible because of the availability of7.5 
mm pediatric duodenoscope which allows ERCP to be per­
fomled safely even in very small infants )11 and magnetic reso­
nance cholangiopancreatography (MRC?).13 

The sonographic appearance in CD is intrahepatic 
cystic anechoic areas in which fibrovascular bundles, 
stones and linear bridging or septum may present, the 
fibrovascular bundles are composed of portal vein & 

hepatic arteries, which can be demonstrated by Doppler 
blood flOW. 14.15 

CT images show intrahepatic cystic dilatation of the 
biliary tree, plus bulges in the wall of the sacul us, septa 
and fibrovascular bundles. 

ERC? shows communication between the sacculi and 
bile ducts. These findings can differentiate C.D. from 
liver cysts. Complications from CD are bacterial cholan­
gitis ( 64%), hepatic abscess, hepatolithiasis ( 34%), gall­
bladder stones (2 I %) and portal hypertension (22%). 
Dysplasia of the biliary epithelium in CD is considered 
to be a premalignant lesion. It is reported that 7% of CD 
cases may progress to cholangiocarcinoma." 

The major aim of medical treatment for CD is to re­
duce the morbidity and mortality of recurrent cholangi­
tis, hepatic abscess and biliary obstruction. 

There are 3 situations that require special attention 
in term of management, monolobular Caroli's, diffuse 
Caroli's and antenatally diagnosed Caroli's. 

For monolobular, hepatic resection is the preferred 
treatment because this gives complete and long lasting 
resolution of symptoms.16 

The diffuse form has several treatment options: cho­
langitis is treated with antibiotics and drainage. ERC? 
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with sphincterotomy, stone extraction and then stenting, 
external and internal biliary drainage operation h ave been 
used to remove the biliary obstruction. In some instances, 
ursodeoxycholic acid has been used to dissolve intra­
hepatic stones 

When complications such as biliary cirrhosis, severe 
portal hypertension or cholangiocarcinoma arise, liver 
transplant then is the only option.17 

In summary by revisiting the related articles, one can 
see that CD is very rare in the neonatal period. 

In April 1997 a neonatal presentation ofC.D. with severe 
cardiac and progressive renal pathology is described.} 

In October 1998 another group researchers reported 
three neonates with anuria, hepatomegaly and J aundice.18 

Also in Sep. 2000 Ioama et al. reported an infant who 
had a multi loculated cystic lesion located in segment IV 
of the liver consistent with CD, diagnosed by routine 
prenatal ultrasound at 25 weeks gestation and confirmed 
by HIDA scan and computed tomography soon after 
birth and gradual regression of the cysts noted by serial 
sonograms.IO 

Our case that had CD with abdominal protrusion, 
vomiting and poor feeding, manifested just after birth 
with abdominal protrusion. It is the first reported case of 
CD in Iran as manifested in the neonatal period. There­
fore, although CD is rare, it should be considered in the 
differential diagnosis of abdominal masses, abdominal 
protrusion, icter and congenital anomalies of the heart 
and kidneys. 
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