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Abstract

Mucosal melanoma is a rare subtype of melanoma distinct from the cutaneous type in its clinical and biological aspects,
requiring different therapeutical management. Anorectal melanomas represent less than |% of anorectal cancers and 0.3%
of malignant melanomas, and they are by far the most studied type. Proctologic examination, colonoscopy, and biopsy can
establish a correct diagnosis. Imaging techniques, especially MRI can show some characteristic features, but it is essentially
performed for extension assessment. We report the case of a 63-year-old man who consulted for rectal bleeding. The
proctological examination found a brownish ulcerative-vegetating tumor of 3 cm in diameter located 3 cm from the anal rim.
The endoscopic examination revealed a predominance of ulcerative budding lesions and the biopsy specimen confirmed a
rectal melanoma. The extension assessment, based on a computed tomography scan and MRI did not show locoregional or
distant metastases. Radiotherapy and abdominoperineal resection with pelvic node dissection was the treatment of choice

with good evolution.
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Introduction

Anorectal malignant melanoma (ARMM) is a rare and highly
malignant tumor representing less than 1% of all anorectal
cancers and 0.3% of malignant melanomas,' with less than
5years survival of 20% patients.”

Two-thirds of ARMM cases are misdiagnosed most often
as hemorrhoids, or polyps.

Primitive mucosal melanoma is a rare disease that carries
a wide spectrum of variable histological and genetic profiles
leading to confusion with other malignant rectal lesions such
as lymphoma, anorectal carcinomas, or sarcoma, especially
in its amelanotic form.?

Pathogenesis and genetics of ARMM is poorly under-
stood, which makes it difficult to make proper diagnosis and
set a standardized management guideline.

Case report

We report the case of 63-year-old man, with no medical his-
tory, who consulted for tenesmus and pain preceding evacu-
ations, in association with rectal bleeding.

Clinical examination finds nodes-free superficial gangli-
onic areas without any cutaneous or extra digestive suspi-
cious lesion.

The proctological examination found a brownish ulcera-
tive-vegetating tumor of 3 cm in diameter located 3 cm from
the anal rim, involving anal sphincters.

The endoscopic examination revealed a predominance of
ulcerative budding lesions.

Histopathological examination revealed pleomorphic
lesions with intra- and extracellular melanin pigment sug-
gestive of malignant melanoma. The immunohistochemical
study was not performed due to the lack of laboratory rea-
gent in our hospital.

'Central Radiology Department, IBN SINA University Hospital V, Rabat,
Morocco

2Histopathology Department, IBN SINA University Hospital V, Rabat,
Morocco

Corresponding Author:

Ibtissam Elouali, Central Radiology Department, IBN SINA University
Hospital V, Lalla Asmaa Avenue, Salé, Rabat | 1010, Morocco.

Email: Ibtissam.elouali94@gmail.com

@ @@ Creative Commons Non Commercial CC BY-NC: This article is distributed under the terms of the Creative Commons Attribution-
NonCommercial 4.0 License (https://creativecommons.org/licenses/by-nc/4.0/) which permits non-commercial use, reproduction and
distribution of the work without further permission provided the original work is attributed as specified on the SAGE and Open Access pages

(https://us.sagepub.com/en-us/nam/open-access-at-sage).


https://uk.sagepub.com/en-gb/journals-permissions
https://journals.sagepub.com/home/sco
mailto:Ibtissam.elouali94@gmail.com

SAGE Open Medical Case Reports

Figure |. A contrast-enhanced computed tomography (CT) scan in a 63-year-old man with protruding anal lesion diagnosed with
melanoma of the rectum shows on coronal (a) axial (b) and sagittal (c) images a heterogeneous, irregular endophytic rectal tumor

without extension into peri rectal fat (red arrow).

Abdominal computed tomography (CT) scans showed an
obliterating polypoidal intraluminal mass in the rectum
extending to the anal sphincters, respecting mesorectal fat.
There was a mesorectal lymphadenopathy but no distant
metastasis (Figure 1).

MRI of pelvis was performed, for better local and regional
tumor extension assessment, and showed heterogeneous
intraluminal rectal mass, T1 hyperintense, intermediate sig-
nal in T2W, restrictive in diffusion sequences, strongly
enhancing after GADOLINIUM administration, extending
to anal sphincters, respecting the mesorectum but spreading
to a mesorectal node (Figure 2). These findings are conclu-
sive of a stage 2 anorectal melanoma and T2N1MO.

Since Breslow thickness was less than 3 mm, the surgical
team opted for abdomino-perineal resection, for a better
local control of the disease, pelvic lymph nodes dissection
was also done and inguinal nodes were left since there was
no clinical infiltration. As well, neo adjuvant pelvic radio-
therapy is proposed for antalgic purposes.

Extemporaneous anatomopathological study of the meso-
rectal lymph node showed an infiltrated lymph node paren-
chyma by a melanoma (Figure 3).

This was confirmed later by histological examination of
the excised anorectal tumor (Figure 4).

The evolution was unremarkable with no local recurrence
or metastases after a 3 months follow-up.

Discussion

Rectal localization is rare, representing 0.3% of all melano-
mas and 16.5% of mucosal melanomas.

The disease is more common in the elderly with a peak
between the 6th and the 7th decade. There is a slightly high
prevalence in female and a predominance in Caucasian race.*

As for the pathogenesis of anorectal melanomas, studies
postulated some theories that are still limited and vague.>’

Melanocytes are normally found in the anal squamous
zone, sometimes in the anal transitional zone linked to the
presence of melanocytes in the epithelial lining of the

Figure 2. MRI of the pelvis of the same patient demonstrates an
intermediate signal lobulated rectal mass on sagittal T2w images
(a) (red arrow), T hyperintense (b), restrictive in diffusion
sequences (c), and strongly enhancing in post-enhanced and
subtracted images (e, f). This mass extends to anal sphincters but
respects the peri-rectal fat. Mesorectal lymphadenopathy is also
found (f) (white arrow).

dentate line which extends proximally to the rectum.® These
potential cells migrate, infiltrate the rectal mucosa and
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Figure 3. Extemporaneous anatomopathological study of

the mesorectal lymph node showed an infiltrated lymph node
parenchyma by a melanoma of cordal and massive architecture,
composed of epitheloid or spindle-shaped cells of large size
endowed with oval nuclei with nucleolated heterogeneous
chromatin.

Figure 4. Squamous (anal) type mucosa. In the lamina propria,
with tumoral proliferation of fusiform cells arranged in bundles
and epitheloid cells arranged in thecae.

undergo neoplastic transformation probably related to oxida-
tive stress in these regions and/or to immunosuppression.
However, other valid theories have been postulated, describ-
ing that gastro-intestinal melanoma may derive from
Schwannian neuroblastic cells of the autonomic intestinal
innervation system or from the cells of the amine-precursor
uptake and decarboxylation system.’

Also, a higher female incidence in anorectal melanoma is
potentially due to estrogens involvement in the pathogenesis
of melanoma as they increase the number of melanocytes
and modify their melanin content.'

Melanocytes are melanin-producing somatic cells with an
antioxidant activity.'!

Melanocytes in mucosal membranes contribute to the
regional immune response. Also, they are involved in
immune response modulation, they increase the barrier func-
tion, constitute an antagonism of pathogens, and produce
substances. '?

The low incidence of mucosal melanoma constrains the
investigations on their biological and genomic aspects. '3

Anogenital melanomas are characterized by a highly rear-
ranged genomes with numerous focused amplifications
despite a low mitotic rate.'* However, these mutations are
responsible of a heterogeneous profile of melanomas in their
pathology, describing four histologic types of anorectal mel-
anomas: the epithelioid, the spindle-cell, the lymphoma-like,
and the pleomorphic anorectal melanomas.””'7 Studying
these mutations will allow the development of specific tar-
geted therapy for better response.'®

The overall survival by primary site of mucosal mela-
noma showed a better rate for patients with an overlapping
lesion of the rectum and anal canal (50%), when compared to
large bowel, gall bladder, esophagus, and the pancreas."’

The main reasons of the delayed diagnosis are the late and
nonspecific symptoms of patients with anorectal melanomas
when the tumor size exceed 4 cm.

Generally, when the neoplasm involves this site, changes
in bowel transit, bowel obstruction, rectal bleeding, anal
pain, and/or rectal tenesmus are the most common manifes-
tations, and they are mostly associated with a prolapsing
mass through the anus.!?

Proctological examination finds irregular polypoid
lesions, mostly ulcerated, sometimes showing black or
brown spots.?’ the bloody amelanotic presentation of these
lesions is more frequent, often covered with mucinous/
fibrinous material.?! In this case, other differential diagnosis
should be considered, especially non-Hodgkin lymphoma,
adenocarcinoma, and sarcoma.

Colonoscopy with subsequent biopsy and pathological
examination combined with immunohistochemical staining
allows an accurate diagnosis.

Colonoscopy detects lesions and characterizes their mor-
phology, superficial appearance and presence of melanin
pigmentation, margins, colorations, origins, surface, and
invasion of dentate line characteristics.??

Then biopsy is performed for histological and immuno-
chemistry studies to determine cell type, degree of melanin
pigmentation, and mitotic index.

These tumors are characterized by a high pleomorphism
in the nucleus, epithelioid spindle-shaped, and often they
enclose melanin granules.’

Immunohistochemical diagnosis shows a positive protein
S-100, HMB-45, Melanin A, and Mart-1 antibodies.

Some reports describe a positive carcinoembryonic anti-
gen, CD30 and CD68 and a negative AE1/AE3, CD 17 and
desmin.?
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The proliferation of atypical junctional melanocytes and
atypical melanocytic cells in the basal layer in the superficial
epithelium can also be considered as a histological
criterion.!!

Multiples imaging modalities are used in anorectal mela-
nomas for primary tumor diagnosis, evaluation and staging
including ultrasonography (US), endoscopic ultrasound
(EUS), magnetic resonance imaging (MRI), and Positron
emission tomography (PET).>

US’s role is to characterize hepatic masses by differentiat-
ing between solid and cystic lesions.

Whereas EUS examination is good evaluation to size of
the lesion, depth, and degrees of infiltration within and
beyond the rectal wall. EUS shows heterogenous hypoechoic
masses originating in the mucosa, with or without submu-
cosal infiltration.?®

On the other hand, CT scan can exhibit distant metastasis,
particularly in the lungs and the liver, PET/CT is recom-
mended in staging and response assessment of metastatic
melanoma owing to the great FDG (18-Fluoro-deoxyglucose)
avidity of the malignant melanocytes.?

MRI’s key role is preoperative staging in anorectal mela-
noma patients.

Regardless of the site of the tumor, approximately 10%—
30% of anorectal melanomas show a high intensity on T1
and a low intensity on T2-weighted sequences, because of
the paramagnetic characteristic of its melanotic component
which shortens the T1 relaxation time and increase the T2
relaxation time on MRI.?’

However, in amelanotic type melanoma, these features
may be absent, making it difficult to differentiate from other
anorectal tumors on the basis of signal intensity alone. Also,
in some cases it may show as a hyperintense mass on
T1-weighted images, with a hyperintense component on
T2-weighted images, due to hemorrhage or necrosis. These
lesions are restrictive in diffusion, and highly enhancing
after gadolinium administration.?’

The diagnosis of anorectal melanoma as a primitive tumor
can be established with complete or reasonable certainty on
the basis of the following elements: No history of cutaneous
or extra cutaneous melanoma, no history of removed cutane-
ous lesion without histological examination, the presence of
atypical melanocytes along the basal epithelium in a histo-
logical sample, only at the anorectal site.’

Rectal melanoma spreads rapidly into inguinal lymph
nodes, mesenteric lymph nodes, hypogastric lymph nodes,
para-aortic lymph nodes, then into liver and lung. It shows a
high incidence rate for locoregional lymph node metastases
and distant metastases were found at the time of diagnosis in
26%-38% of patients.?%?°

Melanomas can be characterized by different staging sys-
tems depending on the primary site of disease. Anorectal
melanoma is staged on a clinical basis following system
originally introduced by Ballantyne for the head and neck™:

e Stage I: clinically localized disease

e Stage II: local disease with involvement of regional
lymph nodes

e Stage III: distant metastatic disease.

The TNM (tumor-node-metastasis) staging system is also
used to help better communication with the surgeon, thus, a
better surgical management.

There is no valid guideline for management strategies on
melanoma because of the lack of randomized trials due to the
low incidence of the disease.

So far, surgery is considered the cornerstone of treatment
for localized diseases following abdominoperineal resection
(APR) or wide local excision (WLE) techniques.>!

APR, is a highly morbid operation used for a long period
of time. Several studies describe melanoma as a systemic
disease at the time of diagnosis, which means that no surgery
regardless of how aggressive can make the prognosis better.
Consequently, this technique has been replaced by WLE to
minimize the morbidity of surgery with chances of quicker
recovery and little impact on bowel function.3?33

Dissection of lymph nodes may be necessary in stage 2 or
for occult infiltration identified with sentinel lymph node
techniques.

Surgery for anorectal lesions revealed better outcomes
with 33.6% 5-year survival rate, according to studies.'”

WLE is the procedure of choices for many surgeons, fol-
lowed by adjuvant radiotherapy, which leads to similar local
result, with less perioperative morbidity as the radical
surgery.>*

For the locally advanced or metastatic disease, palliative
surgery with partial resection with or without diverting
colostomy is performed.

Radiotherapy, chemo-immunotherapy, and targeted ther-
apy do not provide any certain results. Ongoing investiga-
tions will allow better understanding of genetic aberrations
in anorectal melanoma, which will provide new effective
targeted therapies (and immunotherapies).*

The prognosis remains poor, with a 5-year overall sur-
vival of 25%.%¢

Conclusion

Primary anorectal melanoma is a rare disease, most often
presents as an ulcerative-vegetating blackish tumor, charac-
teristic of melanoma. Imaging can show some characteristic
features but its major role is the extension assessment.

Surgery is the treatment of choice in early stages, and
radiotherapy can be used as adjuvant treatment to locally
control the disease. Immunotherapy can also be significantly
helpful due to the presence of a higher percentage of muta-
tions in ¢-KIT in mucosal melanomas.

They present a poor prognosis compared to cutaneous
melanomas because of the delayed diagnosis due to its
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inaccessibility to physical examination and the early onset of
metastases.
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