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Case Report

An Unusual Case of Hepatosplenomegaly

ABSTRACT

We are presenting here, an interesting case of a 4-year old girl
who presented to our department with hepatosplenomegaly, fe-
ver, gum bleeding and oedema. She turned out to be a case of

INTRODUCTION

Osteopetrosis is an extremely rare, inherited disorder which is also
called marble bone disease or the Albers Schonberg disease. The
basic pathology in osteopetrosis is the defective resorption of bone
by the osteoclasts. It can present in different ways; sometimes, the
presentation is multi-systemic. Three types of osteopetrosis have
been observed, namely the autosomal recessive, autosomal domi-
nant and the carbonic anhydrase deficiency forms.

The autosomal recessive form presents during infancy. The auto-
somal dominant form typically presents during childhood or adoles-
cence. A haematological presentation is one of the most common
presentations in these patients, especially myelopthisic anaemia
which presents with a reduction in the leukocytes, platelets and
the red blood cells.

CASE REPORT

A 4-year old girl [Table/Fig 1] presented to our department with
easy fatigability for one month, bleeding from the gums during
brushing of the teeth and fever of 4 days duration. She was born
out of a non-consanguineous marriage. Her developmental mile
stones were normal. Her weight was 12 kilograms and her height
was 110 cm.

On examination, she was found to have severe pallor and pedal
oedema. She was febrile and tachypnoeic and she had hepatos-
plenomegaly. Her ENT evaluation showed mild conductive hearing
loss. Her fundus examination showed normal findings. Her com-
plete blood count showed a three cell line depression (Haemoglo-
bin 4 gms% ; Total count - 2100; Platelet count- 45000).

The PA of her X ray chest view showed dense sclerotic bony shad-
ows which were suggestive of osteopetrosis [Table/Fig 2]. The X
rays of her skull showed a dense sclerotic shadow which was
suggestive of the same disease [Table/Fig 3]. Her peripheral smear
showed a leucoerythroblastic picture.

Her blood cultures did not show any growth. Her bone marrow
aspiration ended in a dry tap twice. Based on these findings, my-
elopthisic anaemia which was secondary to osteopetrosis was
made. Kala Azar was ruled out by the RK-39 test, as the patient
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osteopetrosis, which is a rare autosomal recessive inherited dis-
order. We should consider this disease as a differential diagno-
sis when we encounter hepatosplenomegaly and myelopthisic
anaemia..
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[Table/Fig-1]: Four year old girl with osteopetrosis having oedema of
the legs and face.

was from a Kala Azar endemic zone. The patient was treated with
packed cell transfusions and she was referred for bone marrow
transplantation.

DISCUSSION

Osteopetrosis is an extremely rare inherited disorder which is also
called marble bone disease or the Albers Schonberg disease. The
basic pathological abnormality is failure of the osteoclasts to resorb
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[Table/Fig-2]: X-ray chest showing the dense sclerotic bones involving
ribs, vertebrae and clavicles.
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[Table/Fig-3]: X-ray of the skull lateral view showing the dense sclerotic
bones.

immature bone [1]. It causes abnormal formation of the medul-
lary cavities, resulting in bone marrow failure. Abnormal resorption
of the bones cause narrowed cranial nerve foraminas, resulting
in various cranial nerve palsies, namely those of the optic, audi-
tory and the facial nerves. Due to the abnormal remodelling of the
bones, they are prone for repeated fractures. The types of osteo-
petrosis are namely, the type with an infantile onset or the auto-
somal recessive type; the adult onset or the autosomal dominant
type and the carbonic anhydrase deficiency type. The presentation
of the disease varies according to the type. The infantile onset dis-
ease usually presents within the first year of life. Visual impairment,
failure to thrive, frequent infections and secondary bone marrow
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involvement are the common presentations. The autosomal domi-
nant type presents in childhood or adolescence with fractures, mild
anaemia, bruising and cranial nerve palsies. Anaemia and hepa-
tosplenomegaly with typical radiological pictures usually clinch the
diagnosis [2]. Hepatosplenomegaly occurs due to extra-medullary
haematopoiesis, as there is an abnormally narrowed medullary
cavity. The characteristic radiological pictures are dense sclerotic
bones, a bone within a bone appearance and a rugger jersey spine.
A bone biopsy is not usually required unless the initial diagnosis
is unclear or if the child’s clinical progress varies significantly from
the established phenotype. In such cases, a biopsy may prove
beneficial [2]. Our case presented with anaemia, hepatosplenom-
egaly and fever, which could have been due to bone marrow fail-
ure, which is one of the most common presentations. Autosomal
recessive osteopetrosis is a progressive disease and the survival
at the age of 6 years is around 60% [3]. The therapeutic options
are limited. Increased bone resorption, haematopoiesis and an
improved leucocyte function were seen in the small number of
patients who were studied with the use of recombinant interferon
gamma-1b (1.5 pg/kg, three times per week) [4]. Bone marrow
transplantation is the only treatment that can offer cure to these
patients. 79% disease free survival has been observed in the HLA
matched identical sibling donor transplantation as compared to the
HLA mismatched related donor transplantation [5]. The indications
for urgent bone marrow transplantation are sepsis and severe dis-
ease with an intact vision. Sepsis and bone marrow failure are the
most common causes of death in osteopetrosis.

CONCLUSION

We should consider this disease as a differential diagnosis when
we encounter hepatosplenomegaly and myelopthisic anaemia, al-
though it is a rare disease.
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