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Case report
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ABSTRACT

We report the case of a 13-year-old girl with a diagnosis of extra-abdominal desmoid fibro-
matosis, a neoplasm of benign origin but uncommon in the soft tissues. This study aims to ex-
pose the rarity of the tumor and its challenging therapeutic approach due to its high frequent
local recurrence rates. For the treatment, Mohs micrographic surgery was performed in two
stages to obtain a free margin.
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RESUMO

Apresenta-se caso de paciente do género feminino, 13 anos, com diagnéstico de fibromatose desmoide ex-
tra-abdominal, neoplasia dos tecidos moles, de origem benigna, porém incomum. Nosso objetivo é expor este
relato pela raridade do tumor bem como por sua desafiadora abordagem terapéutica e pelas altas taxas de
recidiva local frequentes nesses tumores. Para o tratamento, realizou-se cirurgia microgrdfica de Mohs em duas
fases para obtengdo de margens livres.

Palavras-chave: Cirurgia de Mohs; Fibromatose Agressiva; Neoplasias

INTRODUCTION

Extra-abdominal desmoid fibromatosis is a rare, benign
neoplasm, originating in fibroblastic cells and growing in a vari-
able pattern. It can occur in almost any part of the body. Despite
not presenting malignant behavior, such as metastases, the des-
moid tumor has a high capacity for growth and local invasion.
With few cases described in the literature, its surgical treatment
is practically a consensus."** The Mohs micrographic surgery
(MMS) approach considerably reduces the chances of frequent
recurrence of these tumors, estimated at approximately 11% to
64%, depending on the treatment used.* We report a pediatric
patient’s case, with this neoplasm located on the lower lip, sub-
mitted to excision by micrographic surgery and followed for
two years, without recurrence.

Surg Cosmet Dermatol. Rio de Janeiro v.12 (S1); out-dez. 2020 p.114-17.



Extra-abdominal desmoid fibromatosis: the importance of Mohs micrographic surgery in a rare and recurrent tumor 115

CASE REPORT

A 13-year-old girl presented a history of a lesion on the
lower lip beginning seven months ago, with slow and progressive
growth. She denied any symptoms or previous trauma at the site.
The patient had a personal history of juvenile idiopathic arthritis
(JIA), and she was using methotrexate, folic acid, and etanercept.
The dermatological examination showed an erythematous-vi-
olaceous tumor, with a nipple-like surface and a well-defined
fibroelastic consistency of approximately 2.5 ¢cm on the lower
lip, on the left. An excisional biopsy was performed, revealing
fibromyxoid fusocellular mesenchymal proliferation, with an as-
sociated inflammatory cell component, on anatomopathological
examination. The immunohistochemical panel showed diftfuse
and intense positivity of beta-catenin and vimentin and negative
ALK-1.These findings pointed to the diagnosis of extra-abdom-
inal desmoid fibromatosis.®

We opted for the excision of the lesion by Mohs mi-
crographic surgery, revealing compromised margins in the first
stage of the procedure and free margins after the surgical defect’s
enlargement. The patient was followed every three months in
the first year and every six months in the second, with no clinical
sign of recurrence of the lesion.

DISCUSSION

The desmoid tumor or desmoid fibromatosis consists of
fibroblastic proliferation, originating in the soft tissues, with be-
nign behavior. McFarlane first described it in 1832, and Muller
coined the term desmoid five years later, based on the myofi-
broblastic cells that constitute these tumors. It has an estimated
frequency of 3% of all soft tissue tumors. It most commonly
affects individuals between 15 and 60 years old, being rare in
the pediatric age group and after the fourth decade, with a slight
preference for women. Its most frequent form of presentation is

intra-abdominal, accounting for about 70% of cases.®”®

FIGURE®: Nodosidade eritémato-violacea, de superficie mamilonada e
consisténcia fibroelastica

FIGURE 3: Defeito cirdrgico apds excisdo com controle de margens
operatdrias. Realizada sutura com aproximacao primaria das bordas
aproximagao primaria

The vast majority of cases, around 90%, are sporadic.
Somatic mutations of the beta-catenin protein, which makes
up the CTNNBI1 gene, may boost this tumor’s development.’
In addition to the genetic characteristics, other endocrine and
physical factors, such as trauma, play an essential role in the dis-
ease’s etiology.

In its rare, extra-abdominal form, its appearance in the
extremities’ soft tissues is more frequently observed, with half
of the cases originating in the limbs, 43% in the chest, and only
7% in the head and neck region. However, any anatomical area
is subject to its appearance. "2 Our report stands out for its
atypical presentation, both by the age group and by its very un-
usual location.

These tumors are characterized by presenting different
degrees of aggressiveness with unpredictable biological behavior.
Their natural history ranges from indolent and self-limited le-
sions to infiltrative lesions and with rapid local proliferation. The
symptomatology depends on the presentation site and adjacent
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structures. The majority is asymptomatic; however, due to its sig-
nificant regional growth, it can compress or compromise other
structures, organs, or the functionality of the affected region.'>!
The diagnosis is made by anatomopathological examina-
tion that shows bundles of spindle cells, elongated, in the middle
of stromal collagen, with variable vascularization. The cells are
usually small, with clear cytoplasm and pale nuclei, showing no
atypia or mitoses. Immunohistochemistry is positive for muscle
cell markers, such as vimentin, desmin, and smooth muscle actin.
In electron microscopy, spindles cells look like myofibroblasts.
The most common cases, intra-abdominal, usually re-
quire imaging methods to complement the diagnosis.’
According to most authors, the ideal treatment has not
yet been established, although surgery is the first therapeutic op-
tion. The main challenge is the fact that, despite being histolog-
ically benign, they have high recurrence rates. Most of the cases
described in the literature consist of intra-abdominal tumors
where conservative treatment can be considered. However, there
are few publications of lesions outside the abdominal cavity and
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FIGURE 4:

Paciente avaliada apds
1ano do procedimento
com bom resultado
funcional

in pediatric patients. Nevertheless, when conventional deciding
for local resection, it must contain a wide margin to avoid the
risk of incomplete excision.® Other therapeutic options include
chemotherapy, hormone therapy, and radiation therapy.

In the case reported, the surgical approach, especially the
treatment with MMS, was strictly necessary, considering the pa-
tient’s age, the unfavorable anatomical location in a prime area,
and the relevant percentage of these tumors’ recurrence. Two
surgical stages were necessary to obtain the free margins.

CONCLUSION

Health professionals must remember the desmoid tumor
as a differential diagnosis of soft tissue tumors, and anatomo-
pathological examination is essential for its diagnostic confirma-
tion. The effectiveness of MMS is already widespread and should
be indicated for the removal of tumors with potential for recur-
rence and in risk areas where tissue preservation is essential, as
in our case. This approach was fundamental in healing, ensuring
margin control and excellent aesthetic and functional results for
the patient. @
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