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SPOT DIAGNOSIS (IMAGE GALLERY)

A six years old male child born of nonconsanguinous marriage presented 
with multiple swellings over the body, pain and short stature. There was no 

history of similar complaints in other family members. On examination his general condition and vitals were 
stable. His height was less than 3rd percentile. There were multiple swellings over proximal and distal end 
of long bones. His systemic examination was normal. X-rays are depicted above.

What is the diagnosis? 
Radiological examination revealed multiple osteochondromas around the knee at the pelvis and humerus 

suggestive of multiple exostoses. Hereditary multiple exostoses {HME} is a rare medical condition in which 
multiple bony spurs or lumps develop on the bones of a child. HME is estimated to occur in 1 in 50000 people 
{1}. HME is an autosomal dominant hereditary disorder. Approximately 10 to 20 percent of individuals with 
HME have the condition as a result of spontaneous mutation and are thus the first person in their family 
to be affected {2}. HME begins to manifest in childhood and currently has no cure {3}. It is characterized 
by the growth of cartilage capped benign bone tumors around areas of active bone growth, particularly the 
metaphysis of long bones. Depending on location they can cause pain or numbness from nerve compression, 
vascular compromise, inequality of limb length {4,5}. HME has an increased risk of developing a rare form 
of bone cancer called chondrosarcoma as an adult {1,3}. Surgery, physiotherapy and pain management 
are currently the only option available. It is not uncommon for HME patients to undergo numerous surgical 
procedures throughout their lives to remove painful or deforming exostoses, correct limb length discrepancies 
or to improve range of motion. 
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Four year old boy, presented with painless, rapidly progressing protrusion 
of right eye ball since last 8 months. Later on, proptosis progressed and a 

mass appeared in between eyelids. This mass slowly enlarged in size and presented as fungating mass since 
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last 4 weeks with well defined margins and was firm on palpation. Patient at present had complete loss of 
vision. On examination right eye showed fungating mass measuring 12cm ×8 cm× 5.5 cm, with superficial 
necrosis. Left eye was apparently normal. No family member or relatives have been diagnosed to have eye 
tumors in the past. It was associated with ipsilateral cervical lymphadenopathy. Mild pallor was present. 
Systemic examination was normal. 

What is the diagnosis?
It is a Rhabdomyosarcoma of the orbit. Histopathology of the mass showed embryonal rhabdomyosarcoma. 

According to the Intergroup Rhabdomyosarcoma Study {IRS} the tumor was staged in stageI, groupIII. 
Patient underwent surgery for debulking of the tumor followed by radiation therapy. 

Rhabdomyosarcoma {RMS} is a rare tumor, with an annual incidence of 4.3 cases per million children. 
{1} The orbit is the primary site in approximately 10 percent of these tumors. {2,3} RMS is the most 
common malignant orbital tumor of childhood. RMS should be suspected whenever the clinical presentation 
of a rapidly progressive unilateral exophthalmos is observed in a child. Although the superior nasal quadrant 
of the orbit is the most common location of this tumor, it may also present as a palpable subconjunctival 
or eyelid nodule with edema of the lids and, or chemosis. Following the biopsy, the tumor should be staged 
according to the classification systems of the Intergroup Rhabdomyosarcoma Study {IRS} and American Joint 
Commission on Cancer manual. {4} CT and MR images are fundamental in the preoperative evaluation to 
determine location and size, but they are also important in evaluating residual or recurrent disease. RMS is 
best managed with combination treatment of chemotherapy, external-beam radiation therapy, and surgery. 
{5} Exenteration of the orbit is now confined to cases with recurrent disease. {6} 
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Spot Diagnosis

Eight toed polydactyly of foot is a rare congenital anomaly. It can occur as an isolated entity or as a syndromic 
presentation. This was a one year old child who presented with unilateral preaxial eight toed polydactyly of right foot. 
Accessory tarsal bones were present. Eight fully formed metatarsals were found articulating with eight completely 
formed phalangeal units. No associated syndactyly, macrodactyly, angulation or contracture was noted. No other 
congenital deformity in any other body part was found. The desired treatment in such a patient is excision of 
excess rays and reconstruction of ligaments and musculotendinous units and achieving skin coverage by residual 
skin or a free flap. 
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