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HEREDITARY PANCREATITIS
WITH LITHIASIS IN A 7-
YEAR-OLD BOY
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Hereditary pancreatitis, a rare disease
and first reported in 1952(1), is now consi-
dered the second most common inherited
disease of the pancreas, involving an auto-
somal dominant gene with incomplete
penetrance. Thirty five kindred have been
reported in literature so far, most of the
cases being of Caucasian ancestry(2-32).

Onset of symptoms occurs with equal
frequency in both sexes at an average age of
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10-12 years with range from 11 months to
very old age(13,17,22). Calcification in
pancreas usually occurs 8 years after the
onset of first symptom of pain abdomen.
Pancreatic calcification has been seen in
hereditary pancreatitis as early as 13 years
of age(33).

In the present reported case, the calcifi-
cation of pancreas was seen at the age of 7
years and only after 3 years of onset of
symptoms. Further, it is the third case from
the Asian race and first from India.

Case Report

A seven year male child, a product of
non-consanguinous marriage was brought
with recurrent attacks of abdominal pain,
diarrhea, failure to thrive for the last three
years and progressive night blindness for
the last 6 months. He had episodes of
abdominal pain, each lasting for two to
three days, the frequency decreasing from
once a week initially to once a month later.
Pain was moderate to severe, generalized
without any radiation or vomiting, with no
relation to meals, defecation or posture. The
child used to pass 3-4 bulky, greasy and
semiformed stools each day. There was no
history of cough, dyspnea, exanthematous
fever, recurrent jaundice, helminthiasis,
abdominal trauma, bleeding from any site,
joint pains and urinary trouble. Maternal
grandfather used to have frequent attacks of
severe abdominal pain (each attack lasting
for 2-5 days), requiring repeated hospita-
lizations since a very young age. At least on
three occasions he was diagnosed as acute
pancreatitis with significant rise in enzyme
levels. The pedigree is depicted in Fig. .

On physical examination, the child was
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Fig. 1. Depiction of pedigree.

grossly malnourished with weight and
height less than 5th percentile. He was pale
with dry skin and Bitot spots. Examination
of cardiovascular, respiratory, nervous
system and abdomen was unremark-
able. Hemogram revealed microcytic,
hypochromic picture with hemoglobin 7.5
g/dl and reticulocyte count 2%. His total
and differential leucocyte counts were nor-
mal. No aminoacids were detected in urine.
There were large number of fat globules on
microscopic examination of stools. Seventy
two hours fecal fat content was 7 g% Tuber-
culin test was negative (<2 mm induration).
Liver function tests were normal. His serum
cholesterol and triglycerides were 156 mg/
dl and 117.6 mg/dl respectively. Total
serum calcium was 9.5 mg/dl. His fasting
blood sugar was 90 mg/dl but glucose tole-
rance test was abnormal. Sweat sodium
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content was 26 mg/dl. TORCH test was
negative. Serum amylase was 500 IU/1.
X-rays of chest, skull and long bones were
normal. Bone age was consistent with chro-
nological age. Plain X-ray abdomen
revealed calcification in the region of pan-
creas (Fig. 2) and ultrasound scan of abdo-
men confirmed calcified and atrophic pan-
creas (Fig. 3). barium meal follow through
study was normal. Plain X-ray abdomen of
mother, father, siblings and maternal grand-
father were normal. The Child died at home
after 3 months of follow up.

Discussion

Hereditary pancreatitis is an autosomal
dominant trait with 40 to 80% penetrance.
At least 5 variants of this trait can be iden-
tified: (a) No associated defects; (b) Asso-
lysine,

ciated aminoacidemia (cystine,

Fig. 2. Plain X-ray cf abdomen showing calcifi-
cation of pancreas.
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Fig. 3. Ultrasonogram of abdomen showing
calcified and atrophic pancreas.

arginine, glycine)(34); (¢) Anatomic abnor-
malities of pancreatic duct (chain of lakes,
lacunar dilatation with strictures, ductal
ectasia); (d) Embryological anomalies
affecting pancreatic duct (e.g., cyst forma-
tion of pancreatic duct as a result of stenosis
of its terminal end); and (e) Hypertrophy of
sphinchter of Oddi(35).

Due to cumulative insult to the pancre-
atic duct, resulting from chronic and relap-
sing nature of the illness, the pancreas be-
comes shrunken and indurated with calculi
in its ductal system, with extensive intersti-
tial fibrosis to near total loss of acinar tissue
and relative sparing of islet cells. The most
frequent presentation is with severe epi-
gastric pain radiating through to the back,
associated with nausea and vomiting, often
precipitated by fasting, ingestion of fatty
meals, alcohol or stress. Each episode lasts
from 2 days to 2 weeks, is usually separated
from the other episode by variable period of
months or years or quiescence unless pan-
creatic deficiency develops. Episodes are
usually not severe [hemorrhagic pancreatitis
being a rarity(17)] and in fact, become less
severe and less frequent with time, reaching
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a "plateau phase"(8,16,22). A few instances
of painless pancreatitis manifested by pan-
creatic calcification, steatorrhea or diabetes
mellitus have been reported in the relatives
of patients with hereditary pancreatitis(17).
Exocrine insufficiency occurred in 5 to 20%
of patients(8,22). Our patient too had
exocrine insufficiency.

The diagnosis of hereditary pancreatitis
should be suspected if one or more relatives
in two or more generations develop
pancreatitis at an early age (10 years versus
40 years for nonhereditary pancreatitis). In
our case, the maternal grandfather had
recurrent attacks of acute abdominal pain
since early childhood and was diagnosed
thrice as acute pancreatitis.

Pancreatic enzymes are usually elevated
in various body fluids during an episode;
however, the values may be normal. Abnor-
mally thickened duodenal folds, displace-
ment of stomach or widening of duodenal
loop may be seen on barium meal study.
Ultrasonography may show enlargement of
pancreas, dilatation of ducts, mass lesion,
stones, pseudocyst formation or even obli-
teration of splenic vein. ERCP visualizes
the ductal system and is important specially
if calcification is not visualized radio-
logically(11,29).

Pancreatic calcification is the most fre-
quent complication affecting 33 to 50% of
patients(8,13,22,31) with large calcium
oxalate concretions, mostly in pancreatic
duct(22,23,36). Symptomatic pseudocysts
of pancreas are rare(8,10,36,37) but
pseudocysts may be seen ultrasono-graphi-
cally in 80 to 90% of patients(5). The most
feared complication is intra-abdominal car-
cinoma which is reported in 15% of definite
and 9% of suspected patients of hereditary
pancreatitis(13). Even family members
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without apparent pancreatitis have higher
incidence of intra-abdominal carci-
noma(22). Malignancy should be suspected
if there is a change in pattern of pain,
weight loss, icterus, thrombotic phenom-
enon or lassitude. CT scan guided
angiography or even CT or ultrasound
guided biopsy may be required. Rarely, ob-
structive jaundice(18), extrahepatic portal
hypertension(8,22,38) (due to obstruction of
common bile duct and splenic or portal vein
thrombosis(8-16,31), hemorrhagic ascites or
pleural effusion may occur(18).
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