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Abstract

Hereditary multiple exostoses is a rare autosomal dominant skeletal disorder with multiple cartilage capped
benign exostoses occurring at metaphysis of long bones. A 13 years old male presented with multiple
nodular lesions in body especially along long bones and was diagnosed as a case of hereditary multiple
exostoses (HME) based on clinical picture and x-ray findings and was managed symptomatically. Depending
upon the site, number and size of the osteochondromas it can produce variety of clinical features. Having
HME increases the risk for developing carcinoma later in life with development of chondrosarcoma more
frequently than osteosarcoma. Patient with HME requires special care. While smaller lesions are left
untreated and managed symptotically, larger and symptomatic ones may require surgical excision.
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Introduction

Hereditary multiple exostoses (HME), also
known as hereditary multiple osteochondromas
(HMOQ) is a rare autosomal dominant skeletal
disorder characterized by multiple cartilage-
capped benign exostoses that typically occur in
metaphysis of long bones. It occurs inlin
50,000.1 It is more frequently found in males.? It
can lead to varieties of health problems
including  skeletal  deformities,  growth
disparities and neurovascular impingement.
Malignant  transformation into  either
chondrosarcomas or osteosarcomas occurs in
about 2%, and can be life threatening.® Most of
these exostoses ceases to grow when the
nearest epiphyseal centre fuses i.e. until
adolescence. Here, we report a case of 13 years
old male child with multiple hereditary
exostoses with visible deformities because of its
rarity and difficulty in management.

Case history

A 13 years male child referred from district
hospital to emergency room for fever and cough
for 7 days and pain abdomen for 4 days. He was
diagnosed with scrub typhus and treated
accordingly. He had multiple bony swelling on
bilateral upper and lower limb, present since

last 7 years, and slowly growing in size, Figure 1.
The swellings were non-tender, bony hard,
irregular, fixed to underlying bone, largest on
left distal thigh of around 6x4 cm?in size. Skin
overlying the swelling was normal, distal
neurovascular status was intact. Orthopaedic
consultation was done. After a series of x-rays of
limbs, and laboratory investigation a diagnosis
of multiple osteochondroma was made.

His serum calcium (7.8), uric acid (2.8), ALP (98)
were normal, while LDH (586) was raised.

Radiographs of bilateral knee joint showed the
classic findings of HME, including broadening of
metaphysis (more in distal femur) and
pathognomonic features of osteochondroma
with multiple lesions composing of cortical and
medullary bone protruding from underlying
bone mainly in metaphyseal region, Figure 2
and 3. The cartilage cap was not mineralised
and not seen. Most of the lesions were sessile
and away from the joint. Mild smooth
periosteal reaction was seen in tibia. There is no
bony destruction.

Patient was managed for scrub typhus, without
surgical interventions for swellings. He was
discharge with advice for regular follow-up.

Figure 1. Clinical photograph of right foot showing swelling in first and 2nd toe; Figure 2. Radiograph of
bilateral knee showing bony outgrowth from femur, tibia and fibula. Similar radiological changes were seen
in other x-rays; Figure3. Radiograph of chest showing bony outgrowth in left humerus
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Discussion

A 13 years old male presented in our OPD for
fever, cough and abdominal pain was
incidentally diagnosed with HME. While the
patient remained asymptomatic apart from
visible deformity, complication could develop at
any time. HME is a genetically diverse illness
linked to abnormalities in at least three distinct
genes known as EXT genes. It's believed that at
least two of these genes have tumour-
suppressing properties. These mutations may
impede healthy cartilage growth, leading to the
development of osteochondromas.* It's an
autosomal dominant transmission. While an
unaffected female may spread the illness in a
family with HME, an unaffected male does not.
These mutations may impede healthy cartilage
growth, leading to the development of
osteochondromas.* It's an autosomal dominant
transmission. While an unaffected female may
spread the illness in a family with HME, an
unaffected male does not. Children in families
where one parent has HME are nearly 50%
more likely to develop the condition. Both sexes
are affected almost equally, with males
suffering the most.> Limitation of our case
report includes lack of follow-up.

Conclusion

A 13-year-old boy was incidentally diagnosed
with Hereditary Multiple Exostoses (HME) who
presented in emergency department with other
illness. He had multiple sessile
osteochondromas mainly in metaphyseal
regions, fixed to bone, with no cartilage cap
mineralization or bony destruction. He had an
elevated LDH. The child was managed
symptomatically and discharged with advice for
regular follow-up.
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