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ABSTRACT

Background: The neuromuscular hamartoma (syn. neuromuscular choristoma, benign triton tumour) is a
rare developmental lesion composed of mature elements of striated muscle and nerve. Most earlier reports
either do not list adipose tissue as a component or do not comment on its presence or absence in the
lesion. To the best of our knowledge, till date, only thirty-nine cases of neuromuscular hamartoma have
been reported in English literature. Some of these have involved large nerves; others report cutaneous
lesions or cranial nerve involvement. A majority have been described in infants and young children and
nearly all patients had associated neurological dysfunction.

Case Report: We present a rare case of a neuromuscular hamartoma with an additional adipose tissue
component arising from a branch of the sciatic nerve, in a thirty-four year old male patient with no
neurological deficit.

Conclusion: Although neuromuscular hamartomas in adults are very rare, they should be considered in
the differential diagnosis of soft tissue tumours of the lower leg, irrespective of the presence or absence of
neurological symptoms.

Keywords: Neuromuscular hamartoma, benign Triton tumour, peripheral nerve tumour

INTRODUCTION

The neuromuscular hamartoma (also
referred to as the neuromuscular choristoma
or benign triton tumour) is a rare
developmental lesion composed of mature
elements of striated muscle and nerve. 2 A
review of literature shows that almost all
earlier reports either do not list adipose
tissue as a component or do not comment on
the presence or absence of adipose tissue in
this lesion. ! To the best of our knowledge,
till date, only thirty-nine cases of
neuromuscular hamartoma have been

reported in English literature. ) Some of
these have involved large nerves, others
report cutaneous lesions or cranial nerve
involvement. ! A majority of the cases have
been described in infants and young
children, 2> and nearly all patients had
some neurological dysfunction. B9 we
present a rare case of a neuromuscular
hamartoma with an additional adipose tissue
component arising from a branch of the
sciatic nerve, in a thirty-four year old male
patient with no neurological deficit.
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CASE REPORT

A thirty-four year old male patient
presented with a swelling over the lateral
aspect of the left lower leg above the lateral
malleolus. A vague history of fall from a
tree, fourteen years previously was given,
after which, according to the patient, the
swelling developed. There was no complaint
of pain, restriction of movement,
paraesthesia or any other symptom
associated with the swelling. The patient had
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no significant past/ medical/ family/
personal history.

On local examination, a 10 x 8 x 5 cm,
single, non-tender, soft to firm, mobile
swelling, unattached to overlying skin was
noted.

Ultrasonography (USG) with colour Doppler
study of the swelling revealed an iso to
mixed echoic, deeply situated, moderately
vascular mass suggestive of a haemangio-
lipoma.

Fig. 1: USG with colour Doppler study of lesion over left ankle

A magnetic resonance imaging (MRI) study of the left ankle revealed an ill-defined
lobulated lesion with sharp, irregular margins and mixed signal intensity with a few contrast
enhancing areas, extending from the junction of the lower 1/3rd and upper 2/3rd of the tibia to
the level of the ankle. The lateral margins of the lesion were pushing below the subcutaneous
plane, medially extending into the inter-muscular plane and between the tibia and fibula. No
cortical irregularity, marrow oedema, obvious infiltration, muscle or vessel abnormality was
visualised. A provisional diagnosis of a liposarcoma (fibromyxoid type) was given.
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Fig. 2: MRI — Left ankle joint - Lateral and Sagittal views
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Other routine investigations of the patient were unremarkable. The tumour was excised
and sent for histopathological examination.
On gross examination, the tumour was composed of multiple, firm, grey-white, nodular masses,
the largest of which measured 3.8 x 3 x 2 cm. On cut section, individual nodules were grey-white
and subdivided by collagenous connective tissue into smaller nodules.
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Fig. 3: Gross Specimen Fig.4: Photomicrograph showing mature skeletal muscle flbres
admixed with nervous and adipose tissue elements (100x, H&E
stain). [Inset - A single skeletal muscle fibre in the midst of nervous
and adipose tissue. (400x, H&E stain)].

Microscopy revealed a tumour composed of short bundles of mature nerve fibres
admixed with adipose tissue along with well-developed striated muscle fibres. No cytologic
atypia or mitoses were present. Dense fibrous investment of the nodules and fascicles was seen
and the vascular pattern was unremarkable. These microscopic findings were diagnostic of
neuromuscular hamartoma.

On immunohistochemical staining, the skeletal muscle fibres and nerve tissue were
strongly positive for myoglobin and S-100 respectively. Adipose tissue was also stained
positively by S--100, to a lesser intensity than the nerves.

F|g 5: Photomlcrograph showmg skeletal muscle flbres stamlng Fig. 6: Photomlcrograph showmg nervous and adlpose tissue
strongly positive for myoglobin (100x). [Inset - (400x)]. staining positive for S-100 protein (100x). [Inset - (400x)].
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DISCUSSION

Hamartomas are defined as benign
tumour-like nodules composed of an
overgrowth of disorganised mature cells and
tissues, often  with one  element
predominating.

The neuromuscular hamartoma is a
rare peripheral nerve lesion in which mature
skeletal muscle fibres lie within the nerve
and its fascicles. ? It is synonymous with
benign "triton" tumour and neuromuscular
choristoma. ™2 It usually occurs in infants
and young children. ™2

The  first reported case of
neuromuscular hamartoma, published in
1895, involved the sciatic nerve. ) In earlier
case reports, neuromuscular hamartomas
were generally associated with a large
peripheral nerve, such as the brachial plexus
(25%) 7 or sciatic nerve (15%). [
Cranial nerve involvement, including that of
the trigeminal, ¥ facial, occulomotor,
cochlear, occipital and optic nerves, was
subsequently reported in 18 cases (45%). !
Cutaneous lesions have been reported in
four cases. !

This case is unique in that the patient
was an adult when he reportedly developed
the tumour in association with a branch of
the sciatic nerve.

Histologically, the tumour consists
of mature skeletal muscle fibres sharing the
same perimyseal sheath with both small
g}yelinated and non-myelinated nerve fibres.

A review of literature shows that
almost all earlier reports either do not list
adipose tissue as a component of the
neuromuscular hamartoma or do not
comment on the presence or absence of
adipose tissue in this lesion. &

A variety of lesions including
neuromesenchymal hamartoma,
ectomesenchymal hamartoma and
rhabdomyomatous hamartoma can be

included in the differential diagnosis of this
tumour. [12,13,14]

Salaz et al in 1990, described a
stricturous lesion in the small bowel
composed of smooth muscle bundles,
peripheral nerve tracts, vessels, ganglia and
adipose  tissue, and proposed that
neuromuscular  hamartomas  with  an
additional mesenchymal (eg. adipose) tissue
component be called as neuromesenchymal
hamartomas.

Later, Apostolides et al reported a
previously undescribed hamartoma of the
VIlith nerve, consisting of adipose tissue,
myelinated nerve,  well-differentiated
smooth and skeletal muscle, and rare
ganglion cells, which they labelled
"ectomesenchymal” hamartoma. *! Also
described is the  rhabdomyomatous
mesenchymal hamartoma, a rare congenital
lesion of the dermis and soft tissues
consisting of a disordered collection of
adipose tissue, skeletal muscle, adnexal
elements and nerve bundles. **!

The tumour we report has a unique
histological combination of skeletal muscle
fibres in close association with neural tissue
and abundant adipose tissue. Its site of
origin and lack of smooth muscle fibres and
prominent vasculature serve to differentiate
it from the neuromesenchymal hamartoma.
(21 The lack of smooth muscle and ganglion
cells also separates it histologically from the
ectomesenchymal hamartoma, **! while the
late presentation along with absence of
adnexal structures distinguishes it from the
rhabdomyomatous mesenchymal
hamartoma. 4!

We have, therefore, classified this
tumour under the broad category of
neuromuscular hamartomas. Histogenesis of
these tumours is unclear. It is theorised that
they may be derived from neuroectodermal
or limb mesenchymal tissue proliferation in
a peripheral nerve or incorporation of
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mesenchymal tissue into nerve sheaths
during embryogenesis. ©”!

In literature, affected patients
typically presented with a long-standing
sensorimotor  nerve deficit, including
numbness and paralysis of the involved
extremity. ®% Cutaneous lesions are not
associated with neurological deficit. 1%

This case is also unique in that the
patient had no associated neurological
symptoms at presentation. Often, total
excision of neuromuscular hamartoma is not
possible because of its close association with
a major nerve. Therefore, only partial
excision or biopsy can be performed in
many cases. ! Even an incomplete excision
has resulted in symptomatic relief and
tumour regression. Treatment should be
conservative and aimed at preserving nerve
integrity. %

CONCLUSION

We present this case of the rare
entity of a neuromuscular hamartoma with
an additional adipose tissue component,
arising in association with a branch of the
sciatic nerve in an adult patient with no
neurodeficit.

Although neuromuscular
hamartomas in adults are very rare they
should be considered in the differential
diagnosis of soft tissue tumours of the lower
leg, irrespective of the presence or absence
of neurological symptoms.
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