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Background: Anorectal mucosal melanoma is a rare tumor with a poor
prognosis. Timely diagnosis and treatment are essential for improving patient
survival. Currently, there is no standardized treatment approach for this disease.
This case report emphasizes the effectiveness of combining surgery with
targeted therapy for advanced KIT-mutated anorectal mucosal melanoma, as
well as the potential adverse effects during targeted therapy.
Case report: We report a 66-year-old female diagnosed with primary anorectal
mucosal melanoma with liver metastasis. She underwent a transanal local
excision to remove the primary anorectal mucosal melanoma and ultrasound-
guided radiofrequency ablation for the liver metastasis. After surgery, she
received targeted therapy with imatinib due to the presence of c-Kit
mutations. The results showed the expected clinical ef� cacy. Unfortunately,
the patient later developed portal vein thrombosis and liver dysfunction during
the imatinib therapy, necessitating the discontinuation of targeted therapy.
Conclusions: The combination of transanal local excision of the primary lesion
and radiofrequency ablation of liver metastases, complemented by imatinib-
targeted therapy, represents a feasible therapeutic strategy for advanced KIT-
mutated anorectal mucosal melanoma. This strategy may prolong patient
survival; however, potential adverse events require careful monitoring.
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Introduction

Anorectal mucosal melanoma (AMM) is a rare and aggressive malignancy,
representing only 0.4–1.6% of all melanomas (1). Despite its rarity, the incidence of
AMM has risen in recent decades and is higher in women than in men (2, 3). The clinical
manifestations of AMM are typically nonspeci�c, complicating the diagnostic process (4,
5). Consequently, AMM is frequently diagnosed at an advanced stage, often with local-
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regional or distant metastases (2). Effective treatment options for
advanced AMM are currently limited, largely due to insuf�cient
data on prognostic factors and survival outcomes (5, 6). This case
report, combined with a literature review, aims to provide a
reference for the diagnosis, management, and prognosis of
advanced KIT-mutated AMM.
Case presentation

A 66-year-old woman with a complaint of intermittent
anorectal bleeding and pain for 1 month. During this period, she
underwent a colonoscopy at a local hospital, which revealed the
presence of a rectal tumor. Due to limited medical conditions in
local hospitals, surgical treatment was not performed. Subsequently,
she presented to our hospital. The patient has no history of harmful
habits or signi�cant past medical conditions, and there is no
relevant family history of genetic disorders. Physical examination
revealed a non-tender mass measuring 4 × 3 centimeters in the
anorectal region, located approximately 4 cm from the anal margin.
Colonoscopy showed a rectal lesion of about 4 cm × 3 cm × 3 cm,
located within 5cm of the anal verge, with visual erosion and
hemorrhage (Figure 1A). Biopsy was taken for the �nal diagnosis.
Rectal magnetic resonance imaging (MRI) showed a soft tissue mass
protruding from the rectal wall, with no local lymph node
enlargement (Figure 1B). Enhanced computed tomography (CT)
of the chest and abdomen detected an occupying lesion protruding
from the rectal wall into the intestinal lumen, as well as a circular
low-density shadow in the 4/8 liver segment along with mild
enhancement. No lymph node enlargement was found in the
local area. (Figure 1C). Hematological examinations, in review
including blood count, biochemical tests, carcinoembryonic
antigen, and alpha-fetoprotein levels, were within normal ranges,
except that CA 199 was 29.70U/ml. Histological biopsy �ndings
(HE staining) showed that the tumor was composed of spindle-
shaped and oval-shaped cells, exhibiting signi�cant cellular atypia
and nuclear division. Immunohistochemical staining revealed
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positive results for HMB 45. Expression of S-100 was negative.
The expression level of Ki67 was 40%. Based on the
histopathological cell morphology, immunohistochemistry, and
imaging examination, the patient was preliminarily diagnosed
with a primary AMM with liver metastasis. After obtaining
written informed consent. The patient underwent transanal local
resection for primary AMM and ultrasound-guided radiofrequency
ablation for liver metastases. Postoperative contrast-enhanced
ultrasound demonstrated complete inactivation of the liver
metastases (Figures 2A, B). The postoperative pathological
examination results (HE staining) revealed negative margins, and
the tumor cells exhibited spindle-shaped, oval-shaped, and
pleomorphic types (Figures 3A, B). The immunohistochemical
analysis showed positive staining for SOX100, S-100, HMB-45,
Mela A, PRAME, p16, and ki-67 (+70%) (Figures 3C-I). Genetic
testing identi�ed a mutation in exon 17 of the KIT gene (D820Y),
while both the BRAF and NRAS genes were found to be wild-type.
The patient recovered well and was discharged on the sixth day after
surgery. Three weeks post-surgery, whole-body bone imaging and
enhanced CT scans of the chest and abdomen were performed. The
results showed that the patient experienced no complications
related to the surgery and no signs of tumor recurrence. Blood
cell counts and biochemical tests were normal, with the CA 19–9
level at 31.30 U/ml. Subsequently, targeted therapy with imatinib
was initiated at a dosage of 400 mg per day. CT scans of the chest,
abdomen, and pelvis were performed every two months. However,
after 14 weeks of imatinib treatment, the patient experienced
intermittent abdominal pain. The blood routine test was normal.
Biochemical tests revealed elevated levels of bilirubin, ALT, and
AST, with the AST level exceeding 3-fold the upper limit of the
normal reference value. The D-dimer level was measured at 4.04 µg/
mL. Tumor markers: CA199 was 210.00U/ml, CA125 was 72.80U/
ml. A CT scan revealed a portal vein thrombosis, along with new
metastases in the liver and lungs (Figures 2C, D). No new lesions
were found in the anorectal area. An ultrasound of both lower limb
blood vessels showed no abnormalities. The patient discontinued
imatinib and started receiving anticoagulant and hepatoprotective
FIGURE 1

(A) Preoperative colonoscopy image. (B) Magnetic resonance imaging evaluation before surgery. (C) Enhanced CT showed liver metastases (red
arrows indicate lesions).
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