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CASE REPORT
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Rhabdomyomatous mesenchymal
hamartoma: a case report

Hamartoma mesenquimal rabdomiomatoso: um relato de caso

Fernanda Alves Luiz Rodrigues'; Maria Auxiliadora de Paula Carneiro Cysneiros®; Rubson Rodrigues Jinior®; Denis Masashi Sugita'

ABSTRACT

The rhabdomyomatous mesenchymal hamartoma (RMH) is a rare type of hamartoma, composed of randomly arranged striated muscle
fibers in dermis and subcutaneous tissue, associated with normal mesenchymal elements. Our objective is to report a case of this rare

entity that occurred in the nasal dorsum of a 4-year-old child.
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INTRODUCTION

Originally described in 1986 by Hendrick e/ al. as striated
muscle hamartoma, the rhabdomyomatous mesenchymal
hamartoma (RMH) of the skin is a rare congenital tumor that
affects predominantly the face and neck of newborns, with rare
cases reported in the literature? 1%,

The RMH occurs as a single or multiple lesions, generally
polypoid, typically located in the midline™, and is characterized
by the presence of mesenchymal elements (adipose, connective,
vascular, and nervous tissues) and striated muscles, randomly
arranged in dermis and subcutaneous tissues™ > 12,

CASE REPORT

A 4-year-old male child presented with a hardened well-
delimited congenital solid tumoration in nasal dorsum. His mother
reported slow growth in recent years, and denied fistulization or
nasal obstruction.

The computed tomography (CT) scan revealed a solid oval-
shaped nodule enhanced after contrast, superficially located in the

nasal dorsum, in the right paramedian position, causing discrete
adjacent bone erosion, and measuring approximately 1 cm in
diameter, with a nonspecific appearance (Figure 1).

Excision of the lesion was carried out, and followed by good
scarring.

The patient has so far presented no symptoms and signs of
recurrence.

No contrast

Axial sections

Contrast

FIGURE 1 — Post contrast CT'image reveals an enhanced lesion in nasal dorsum

CT: computed tomography.
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Anatomopathological study

Two irregularly-shaped brownish-gray fibroelastic tissue
fragments were examined, with the largest measuring 0.8 cm in
its longer diameter.

By microscopy, a hamartomatous lesion composed of dense
collagen bundles was observed, with randomly intermingled
striated skeletal muscle fibers. Also, proliferated vessels, small foci
of mature adipose tissue and a single lobule of adnexal gland
(Figures 2 and 3) were identified. At the periphery of the lesion,
there was well-structured mature cartilaginous tissue without

atypia.
Immunohistochemistry (IHC) was positive for desmin
(Figure 4) and HHF-35 (Figure 5) in the striated muscle fibers.

The previously described histomorphological and IHC findings
are compatible with the picture of RMH.

FIGURE 2 — HEE stain, skeletal striated muscle fibers, intermingled with adipocytes
HGEE: hematoxylin and eosin.

FIGURE % — HGE stain, striations of skeletal muscle fibers are precisely observed
HEE: hematoxylin and eosin.
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FIGURE 4 — [HC shows positivity for desmin in the skelelal muscle fibers

[HC: immunohistochemical.

FIGURE % — IHC study shows positivity for HHF35 in the skeletal muscle fibers

[HC: immunohistochemical.

DISCUSSION

Hamartomas are malformations composed of tissue elements
normally found at the lesion site, yet arranged in a disorganized
manner®>12 1),

RMHs are hamartomatous lesions more commonly reported
in head and neck®® "1 with rare cases in perineal regions 9.

Lesions typically occur in children and are usually present
since birth®. They generally present as a small solitary dome-
shaped papule, or a polypoid pedunculated lesion, ranging in
size from few millimeters to 1-2 cm®. There are reports about
this entity in adults, but it is not known whether the lesions were
present since birth®,

The etiology is unknown, however, RMH is believed to
result from an abnormality in the migration of mesodermal
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tissue during embryogenesis or from genetic defects® ! 1% 19,
as it is associated with other congenital defects like the
amniotic band syndrome, Delleman syndrome, and Goldenhar
syndrome?,

Almost all the lesions occur in males, with rare cases being
described in females®2.

Microscopically these lesions are constituted by striated
muscle fibers randomly distributed, intermingled with mature
adipose tissue, collagen bands, blood vessels, and elastic
fibers" 19, Adnexal structures interwoven with the muscle bundles
are reported. However, it has been questioned if the presence of
these structures is an incidental finding, as adnexal glands may
normally be present in the reticular dermis®.

THC in RMH shows positivity for actin, desmin, and myoglobin
in the skeletal muscle fibers.

Differential diagnoses include superficial lipomatous nevus,
fibrous hamartoma of infancy, neuromuscular choristoma
(benign Triton tumor), rhabdomyoma and cutaneous embryonal
rthabdomyosarcoma. The superficial lipomatous nevus shows
mature adipose tissue in dermis, but lacks elements of skeletal
muscle. The fibrous hamartoma of infancy contains a mixture

of mature adipose tissue, collagen bands, but also lacks the fibers
of skeletal muscle®. The neuromuscular choristoma (benign
Triton tumor) is a subcutaneous lesion composed of skeletal
muscle fibers and neural tissue™. The rhabdomyoma contains
variable amounts of myxoid and fibrous tissue, with mesenchymal
undifferentiated cells and fetal striated muscle® ', Lastly, the
cutaneous embryonal rhabdomyosarcoma represents a rare and
much less differentiated entity®2”,

Surgery is the treatment of choice in these cases, with complete
lesion resection. So far, recurrences have not been reported after
surgical resection of these nodules® %192,

CONCLUSION

We report a case of RMH in a 4-yearold child, whose
clinical, radiological, macroscopical, histopathological and
immunohistochemical findings are compatible with those
described in this rare entity.

Although RMHs are rare and benign lesions, their association
with other congenital anomalies and embryological errors must
always be evaluated in patients with this diagnosis.

RESUMO

0 hamartoma mesenquimal rabdomiomatoso (HMR) representa um raro tipo de hamartoma composto por fibras musculares
estriadas dispostas aleatoriamente em derme e tecido subcutaneo, associadas a elementos mesenquimais normais. 0 10sso objetivo
é relatar um caso desta rara entidade que ocorreu no dorso nasal de uma crianga de 4 anos.

Unitermos: hamartoma; mesenquimal; rabdomiomatoso; muisculo estriado; pele.
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