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H&E, original magnification ×2 and ×20.
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A 3-year-old boy presented to the dermatology 
department for evaluation of an asymptomatic 
papule on the chin that had been present 
since birth. His medical history was otherwise 
unremarkable. Physical examination revealed a 
4×2-mm, flesh-colored, exophytic papule on the 
midline chin. An excisional biopsy was performed. 

THE BEST DIAGNOSIS IS:
a. fibrous hamartoma of infancy
b. neurofibroma
c. nevus lipomatosus superficialis
d. rhabdomyomatous mesenchymal hamartoma
e. rhabdomyosarcoma

Exophytic Papule on the Chin 
of a Child 
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Histopathologic examination of the excised tissue 
revealed haphazardly arranged bundles of mature 
striated muscle within the dermis and subcutane-

ous tissue admixed with adipose tissue, adnexal struc-
tures, blood vessels, and nerves. The presence of the 
lesion since birth, midline clinical presentation, and 
histologic findings were consistent with a diagnosis of 
rhabdomyomatous mesenchymal hamartoma (RMH). 

Also referred to as striated muscle hamartoma, RMH 
is a rare benign lesion thought to have embryonic origin 
due to its midline presentation.1 The etiology of RMH 
is unknown but is hypothesized to be due to abnormal 
migration or growth of embryonic mesenchymal tissue. 
Rhabdomyomatous mesenchymal hamartoma typically 
manifests in infancy or early childhood as a solitary mid-
line papule on the head or neck, although there have been 
rare reports of development in adulthood.2-4 Lesions often 
are polypoid or exophytic but may manifest as smooth 
papules or subcutaneous nodules.2 Although benign, 
RMH may be associated with other congenital abnormali-
ties and conditions, such as Delleman syndrome, which 
is caused by a sporadic genetic abnormality and results 
in defects of the eye, central nervous system, and skin.5 
Treatment for RMH is not needed, but surgical excision 
for cosmetic purposes can be performed with low risk for 
recurrence. Histologically, RMH demonstrates a normal 
epidermis overlying disorganized bundles of skeletal 
muscle accompanied by varying amounts of other mature 
dermal and subcutaneous tissues including nerves, blood 
vessels, adipose tissue, and other adnexal structures.2,6 
Myoglobin and desmin are positive within the skeletal 
muscle bundles.7 

Fibrous hamartoma of infancy (FHI) often manifests 
as a movable, ill-defined nodule within the subcutaneous 
tissue. While also occurring in young children—typically 
within the first 2 years of life—FHI primarily is found 
on the upper arms, back, and axillae, in contrast to FHI.8 
The classic histopathologic presentation of FHI consists 
of a triphasic morphology consisting of undifferentiated 
mesenchymal cells and dense fibroblastic/myofibroblastic 
tissue with mature adipose tissue woven throughout in 
islands (Figure 1).9 Skeletal muscle is not a component of 
this tumor. 

Neurofibromas also may manifest clinically as papules or 
nodules and arise from the peripheral nerve sheath. There 
are 3 major subtypes of neurofibromas—localized, diffuse, 
and plexiform—with the last being strongly associated 
with neurofibromatosis type 1.10 The plexiform type has a 
rare risk for malignant transformation. The typical histo-
pathologic finding of a localized cutaneous neurofibroma 
is a dermal proliferation of spindle cells with wavy nuclei 
within a variably myxoid stroma (Figure 2).11 Interspersed 

mast cells also can be seen. A plexiform neurofibroma 
typically involves multiple nerve fascicles and comprises 
multinodular or tortuous bundles of cytologically bland 
spindle cells. Compared to RMH, skeletal muscle is not a 
component of this tumor. 

Nevus lipomatosus superficialis is a benign hamartoma 
that can manifest as a pedunculated or exophytic papule. 
The lesions may be solitary or multiple and, unlike RMH, 
are most common on the buttocks, upper thighs, and 
trunk.12 The histopathologic features of nevus lipomatosus 
superficialis include clusters of mature adipose tissue in the 
superficial dermis admixed with collagen fibers and vari-
ably increased vasculature (Figure 3).13 Nevus lipomatosus 
superficialis does not contain skeletal muscle within the 
tumor  in comparison to RMH. 

THE DIAGNOSIS:

Rhabdomyomatous Mesenchymal Hamartoma

FIGURE 1. Fibrous hamartoma of infancy. Bundles of fibroblastic cells 
admixed with adipose tissue and primitive round cells can be observed 
(H&E, original magnification ×10).

FIGURE 2. Neurofibroma. Sections show a fairly circumscribed but 
unencapsulated dermal proliferation of bland spindle cells with  
wavy nuclei in a slightly myxoid stroma (H&E, original magnification ×4 
[inset: H&E, original magnification ×10]).

Copyright Cutis 2025. No part of this publication may be reproduced, stored, or transmitted without the prior written permission of the Publisher.

CUTIS
 D

o n
ot

 co
py

 



66   I  CUTIS® WWW.MDEDGE.COM/CUTIS

DERMATOPATHOLOGY DIAGNOSIS DISCUSSION

It is important to distinguish rhabdomyosarcoma 
(RMS) from RMH, as it is associated with increased 
mortality and morbidity. Rhabdomyosarcoma is the most 
common soft-tissue sarcoma in children and is derived 
from mesenchyme with variable degrees of skeletal 
muscle differentiation.14 Due to its mesenchymal ori-
gin, these tumors can manifest in a variety of places 
but most commonly on the head and neck and in the 
genital region.15 The most common subtype is embryo-
nal rhabdomyosarcoma. Histologically, embryonal RMS 

shows a moderately cellular tumor composed of sheets of 
spindle-shaped or round cells with scant or eosinophilic 
cytoplasm (Figure 4). The absence of genetic translocation 
in the paired box-forkhead box protein 01 (PAX-FOXO1) 
gene  helps distinguish it from solid alveolar RMS, the 
second most common and more aggressive subtype.12 
Positive immunohistochemical staining for desmin, myo-
blast determination protein 1 (MyoD1), and myogenin 
supports myogenic differentiation.14
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FIGURE 3. Nevus lipomatosus superficialis. Clusters of superficially 
situated mature adipose tissue can be observed in the dermis 
with admixed collagen and increased vasculature (H&E, original 
magnification ×4 [inset: H&E, original magnification ×10]).

FIGURE 4. Rhabdomyosarcoma (embryonal subtype). Note the sheets 
of spindle-shaped and round cells with scant or eosinophilic cytoplasm 
(H&E, original magnification ×20).
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