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SUMMARY 
Anorectal mucosal melanoma (AMM) is a rare, aggressive malignancy. The symptoms of AMM mimic common 

benign conditions in the anus, such as haemorrhoids; hence diagnosis is often made late, a third of patients having 

metastasis at first presentation. Surgical resection remains the standard of treatment, and adjuvant therapy is varied, 

including immunotherapy, brachytherapy, and chemotherapy. The prognosis is poor, with a 5-year survival of 20%. 

A 65year old woman presented with a five-year history of symptoms suggestive of haemorrhoids and was diagnosed 

with a malignant anorectal mucosal melanoma after symptoms worsened and further investigation was performed. 

She underwent surgical resection and is currently receiving adjuvant therapy. The prognosis of AMM, the lack of 

consensus on the treatment regimen to date, and the need for a high index of suspicion for early diagnosis are dis-

cussed. 
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INTRODUCTION 
Anorectal mucosal melanoma (AMM) is a rare malig-

nancy. It accounts for 0.05% of all anorectal cancers.1 It 

is an aggressive neoplasm with a 5-year survival rate of 

10%-20%, has a higher prevalence in patients above the 

sixth decade of life, and has a male to female ratio of 

1:1.7.1–3 AMM commonly presents with bleeding per rec-

tum, pain, a feeling of a mass in the anus, associated te-

nesmus, and constipation. Diagnosis is incidental and of-

ten made late due to nonspecific symptoms which mimic 

other benign conditions such as haemorrhoids, polyps, or 

other benign anorectal pathology.4 Surgical resection re-

mains the standard for treatment of AMM, which could 

be a wide local excision (WLE) or an abdominal perineal 

resection (APR).3 We present a case of anorectal malig-

nant mucosal melanoma treated with abdominoperineal 

resection. 

 

CASE REPORT  
A sixty-five-year-old woman presented to the surgical 

department of the Korle Bu teaching hospital with bleed-

ing per rectum. She had a 5-year history of pruritus ani, 

two years of anal pain on defecation, relieved with sup-

pository analgesics, and bleeding on defecation. She was 

managed for haemorrhoids conservatively by a general 

practitioner. Four months before the presentation, her 

bowel habits changed from once/twice a day to six times 

a day, with associated tenesmus and faecal incontinence. 

She had a 7-month history of a protruding mass from the 

anus, which had increased in size and was manually re-

ducible, but with time had affected her ability to sit. She 

had a 15-year history of well-controlled hypertension and 

no other comorbidities. 

 

On physical examination, there was a prolapsed 6cm le-

sion which was palpated 1 cm from the anal verge, ex-

tending clockwise from 11 o’clock through to 3 o’clock 

with a 4cm extension cranially into the anorectal canal 

(Figure 1). A complete colonoscopy showed the anorec-

tal lesion and a single sessile polyp in the caecum. The 

anorectal lesion biopsy revealed a malignant mucosal 

melanoma and the caecal polyp, a tubulo-villous ade-

noma with no malignant cells.  
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Figure 1 Picture of the anorectal lesion. Anorectal lesion 

protruding from anus (urethral catheter in situ) 

 

Staging with magnetic resonance imaging of the pelvis 

and abdomen showed a heterogeneously enhancing pol-

ypoid tumour along the left anterolateral wall of the lower 

rectum and anal canal. This showed prominent T2 hy-

pointense and T1 hyperintense signals suggesting the 

presence of melanin or hemorrhage; it extended to the 

anal verge and spanned 66mm craniocaudally with lu-

minal compromise. There was no infiltration of the 

mesorectal fat or fascia with no extraluminal extension. 

Multiple prominent mesorectal lymph nodes measured ~ 

6.9mm on average; enlarged bilateral iliac chain and in-

guinal lymph nodes. There was a large dominant right-

sided lymph node seen, which measured approximately 

40mm in short-axis diameter. Other abdominal organs 

were unremarkable (Figure 2). A chest x-ray showed reg-

ular lung fields. 

 

 

With persistent pain and anaemia (haemoglobin of 

5.5g/dl), and no recommended neo-adjuvant therapy for 

this type of tumour, the decision was made to resect the 

tumour. She had an open abdominoperineal resection of 

the rectum with total mesorectal excision (and an end co-

lostomy) and cherry-picking of lymph nodes proximally 

along the central vasculature as far as was feasible, and 

lymphadenectomy for a large right inguinal lymph node 

(Figure 3). The iliac chain of lymph nodes was not dis-

sected. 

 

 

 
 

Figure 2 Magnetic resonance imaging (MRI) findings of 

anorectal mucosal melanoma of the patient. A-C; Axial 

T2 weighted; Axial T1 weighted; Sagittal T2 weighted; 

D-F Axial, coronal, and sagittal T1 weighted, fat-sup-

pressed with contrast images, demonstrates a heterogene-

ously enhancing polypoid anorectal mass (white arrows) 

which shows prominent T2 hypointense and T1 hyperin-

tense signal; it does not breach the rectal wall (yellow ar-

row). It extends to the anal verge (green arrow) with pos-

sible sphincteric muscle involvement and enlarged bilat-

eral inguinal lymph nodes (blue arrows).  

 

Her carcinoembryonic antigen (CEA) was 1.6 nano-

grams/millilitre (ng/ml) 

 

 
Figure 3 Pictures of the resected specimen. A: rectum 

and anus with a lesion in the anal canal. B: Shows the bed 

of black lymph nodes doted along the ventral vasculature 

extending proximally. C: Single right Inguinal lymph 

node (raptured during the dissection) specimen. 
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Computed tomography of the chest (two weeks post-op-

erative) showed a bilateral moderate pleural effusion 

with a central mediastinal lymph node concerning metas-

tasis. There were no lung nodules. A new well-defined 

subcentimeter hypodense lesion was also noted in the 

liver, raising concerns for metastasis (Figure 4). 

 

 
Figure 4 Contrast-enhanced axial computer tomography 

(CT) scan of the chest of the index patient. A: The medi-

astinal window shows moderate bilateral pleural effusion 

(left pleural effusion white arrow). B: No lung nodules 

are seen in the lung window. C: A small prominent pre-

tracheal lymph node ~ 6mm short axis dimension (ar-

rowed), (mediastinal window), and D: Axial projection 

shows a small, well-defined non-enhancing hypodense 

lesion in the liver measures 9.3mm (arrowed) 

 

Histopathology of the gross specimen confirmed a poorly 

differentiated mucosal malignant melanoma, with a tu-

mour invading the muscularis propria into the peri-colo-

rectal tissues but free distal and circumferential tumour 

margins. Thirty-nine of the 43 lymph nodes had scattered 

malignant cells. There was a perineural invasion. The tu-

mour was staged at pT3 N2b. Immunohistochemistry 

staining was diffusely positive for S-100, suggesting a 

melanin-rich malignant melanoma. She had an unevent-

ful recovery and was discharged on the seventh day after 

surgery. Further testing for possible immunotherapy-

based adjuvant therapy was negative for programmed 

death-ligand 1 (PD-L1) protein, the PD-L1 expression 

being <1%. She was started on Temozolomide 

150mg/m2, Days 1-5, in a 28-day cycle.The patient will 

have a scheduled follow-up to assess for new progression   

metastatic lesions, local recurrence, and overall survival. 

 

Ethical approval and Patient consent for publication:  

Written and informed consent has been obtained from the 

patient to publish the case report and images in the jour-

nal 

 

DISCUSSION 
Mucosal melanomas arise from mucosal epithelial lining 

that contains melanocytes, commonly in the oral cavity, 

pharynx, vulvovaginal, anorectal, and urinary tract. Com-

pared to melanomas from cutaneous sites, mucosal mel-

anomas have a poor prognosis.5, 6 Mucosal melanomas 

frequently present mutations in the cell surface receptor 

tyrosine kinase activation (c-KIT), compared to cutane-

ous melanomas, which are associated with high BRAF 

mutations, rare in AMM.7 

 

Symptoms of AMM are nonspecific, as in common ano-

rectal disorders such as haemorrhoids, polyps, or other 

benign anorectal pathology, and may be the main reason 

for delays in diagnosis. When tumours become more ex-

tensive, they may cause an anal mass with pain, consti-

pation, and bleeding, and further investigations make an 

incidental diagnosis. The index patient had a five-year 

history of symptoms suggestive of haemorrhoids and was 

managed for it over the last two years and was only re-

ferred for further investigations when symptoms wors-

ened. 

 

Histology and immunohistochemistry are used to con-

firm the diagnosis of AMM, and head, thorax, abdomen, 

and pelvis CT scan help in the pathology staging. A com-

plete colonoscopy picks up synchronous lesions, and in 

the index patient, a colonoscopy showed a benign adeno-

matous polyp in the caecum. 

 

Up to a third of patients already have metastasis at the 

time of diagnosis due to the aggressive nature of the le-

sion and the late detection.8 The patient had a tumour in-

vading the muscularis propria into the peri-colorectal tis-

sues with perineural invasion. She grossly had a tumour 

in the inguinal lymph nodes and a pre-tracheal lymph 

node per CT scan. AMM with perineural invasion is as-

sociated with recurrence.9, 10 This patient has a high risk 

of tumour recurrence as histology showed perineural in-

vasion. 

 

There are no clear guidelines for treating AMM, and out-

comes for treatment have not changed over the years. 

Surgery has been reported to be the most effective treat-

ment for anorectal melanoma.11 Surgical options include 

a wide local excision (WLE) or abdominoperineal resec-

tion (APR) of the rectum. Some studies have shown im-

proved overall survival for patients following APR com-

pared with WLE. However, in other studies, the radical-

ity of an APR has not demonstrated improved survival 

compared to WLE.12, 13 Wide local excision minimizes 

the morbidity associated with surgery but is not consid-

ered if there appears to be sphincter involvement. In this 
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report, an APR was performed due to the anal mass im-

pairing patient’s sitting and faecal incontinence, suggest-

ing anal sphincter involvement.  

 

In this patient, cherry-picking of lymph nodes as far 

proximally as was feasible was done without increasing 

intra-operative morbidity. An extensive lymph node dis-

section of the central vasculature may have increased 

morbidity. The iliac chain of lymph nodes was not dis-

sected since it may have increased intra-operative mor-

bidity. The role of extensive lymphadenectomy is still 

unclear for AMM, and there is no optimal primary nodal 

management strategy. Studies have indicated that pa-

tients with or without lymph node metastasis in the 

mesorectum had a similar prognosis for local or distant 

disease recurrence and survival.9 

 

Malignant melanoma appears as a cytoplasmic brown to 

black coloured pigment on histopathology, and atypical 

epidermoid cells are seen adjacent to the focus of the ma-

lignant tumour. In the absence of these features, the diag-

nosis of melanoma depends on immunohistochemis-

try.  Melanoma can resemble different tumours, includ-

ing carcinomas, neuroendocrine tumours, sarcomas, lym-

phomas, and germ cell tumours. Immunohistochemical 

staining for melanocytic markers of differentiation is of-

ten employed in diagnosing melanoma. Melanoma cells 

are positive for S-100, Human Melanoma Black-45 

(HMB-45), vimentin, melanoma antigen (Melan-A), ty-

rosinase, and microphthalmia transcription factor 

(MITF).14, 15  Melan-A, HMB-45, and tyrosinase show di-

minishing sensitivity with advancing-stage disease and 

cannot distinguish malignant from non-malignant mela-

nocytic lesions. S-100 has much greater sensitivity in 

desmoplastic malignant melanoma.15 Immunohistochem-

istry in the index patient was strongly positive for S-100. 

 

Non-surgical treatment is varied and includes radiother-

apy, chemotherapy, and targeted therapies used alone or 

in various combinations. Immunotherapy with alfa inter-

feron, brachytherapy with 117-Caesium, and chemother-

apy with dacarbazine, vincristine, nimustine hydrochlo-

ride, and targeted drugs such as ipilimumab are recent ad-

vances in the treatment of AMM.16, 17 The average sur-

vival has not exceeded 15-20 months, with no improve-

ment with adjuvant chemoradiation or immunotherapy 

currently used for cutaneous melanomas.18 Significant 

differences at the molecular level exist between cutane-

ous and anorectal melanomas, evident in the expression 

of BRAF gene mutation and the variations in molecular 

pathogenesis and consequent therapeutic implications.18  

 

 

Despite the inconclusive evidence of the role of immuno-

therapy, PD-L1 testing was done to commence immuno-

therapy for the index patient, but a <1% expression indi-

cated she was not going to benefit from immunotherapy. 

Another option in her line of management, testing for 

BRAF V 600 mutation, is not available in Ghana and is 

very expensive for most patients. The recommended tar-

geted therapy regimens, such as Dabrafenib and Tramet-

inib, are unavailable for patients with these mutations. 

Therefore, the decision to manage palliatively with Te-

mozolomide, a suggested cytotoxic regimen for meta-

static malignant melanoma recommended by the Na-

tional Comprehensive Cancer Network and available in 

Ghana. 

 

The role of radiotherapy in treating AMM is unclear and 

is used more effectively in the palliative setting. No con-

sensus currently exists on adequate systemic therapy for 

anorectal melanoma. Ongoing research will clarify the 

role of immunotherapy in the neoadjuvant and adjuvant 

settings in the management of anorectal melanoma. The 

patient is having adjuvant therapy, and the prognosis of 

her condition is monitored. 

  

CONCLUSION 
AMM is rare, with a poor prognosis. Guidelines for the 

treatment of AMM are unclear, especially in the aspect 

of neoadjuvant or adjuvant therapies. Surgical resection 

with free margins manages the local disease, and other 

systemic therapies, including immunotherapy, may im-

prove prognosis.  
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