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Background Primary malignant melanomas of the small bowel are rarely encountered in surgical practice. In contrast to 
the abundant information on secondary small bowel melanoma from cutaneous metastases, there is not much 
known about primary melanomas of the small bowel. Furthermore, differentiation between the two diseases can 
be difficult due to the similarities in clinical presentation. This case highlights the unique characteristics of this 
uncommon disease and offers suggestions to aid in early diagnosis in order to minimize patient morbidity and 
mortality.

Summary We report a case of a 22-year-old Hispanic male who presented with generalized abdominal pain, nausea, 
vomiting, and weight loss over the past two months. He denied any relevant past medical history and family 
history of cancer. Initial labs indicated anemia, leukocytosis, and thrombocytosis. Computed tomography 
(CT) of the abdomen and pelvis revealed a large mass in the small bowel. The patient underwent exploratory 
laparotomy with small bowel resection. Pathology revealed two masses with metastasis to mesenteric lymph 
nodes. Immunohistochemistry was positive for BRAF V600E, MART1, S100, SOX10, and vimentin, and 
weakly positive for CD117. The interpretation was most consistent with malignant melanoma with metastases 
to lymph nodes.

Conclusion Primary malignant melanoma of the small bowel is an uncommon neoplasm. We discuss possible etiologies 
of the disease, diagnostic modalities, and treatment. Furthermore, we report the findings of a literature review 
conducted on available case reports and cite criteria to aid diagnosis.
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Case Description
A 22-year-old Hispanic male with no significant past med-
ical history presented to the emergency department with 
generalized abdominal pain associated with nausea and 
emesis. The patient reported an unintentional weight loss 
of 17 pounds in the last two months. He denied symptoms 
of constipation, diarrhea, hematochezia, melena, changes 
in stool frequency or color, or any family history of cancer. 
His initial labs demonstrated a white blood cell count 
of 29.6 × 103/mcL, a red blood cell count of 3.97 × 
103/mcL, and a platelet count of 656 × 103/mcL.

The patient’s computed tomography (CT) scan of the 
abdomen and pelvis with contrast showed a large mass in 
the small bowel measuring 17 × 10 cm and thickened bow-
el wall (Figure 1). There was no evidence of bowel obstruc-
tion.

The patient underwent an exploratory laparotomy with 
small bowel resection. Upon entering the abdomen, a large 
mass was noted to be seen at the level of the jejunum. A 

small bowel resection involving 14.6 cm of the small bowel 
and surrounding mesentery was conducted. A function-
al end-to-end anastomosis was then performed with the 
remaining small bowel.

The pathology of the resected small bowel mass demon-
strated two exophytic masses. The larger mass measured 
12.5 × 10.5 × 9.1 cm, and the smaller mass measured 8.2 
× 5.5 × 4.5 cm. The smaller mass contained matted mes-
enteric lymph nodes involved by metastatic tumor. Neo-
plastic changes extending from the bowel lumen to the 
subserosa were noted on microscopic examination. Immu-
nohistochemistry was positive for S100, BRAF V600E, 
MART1, SOX10, and vimentin, and weakly positive 
for CD117. The interpretation was most consistent with 
malignant melanoma with matted lymph nodes involved 
in metastatic melanoma.

Postoperatively, the patient was transferred to the floor 
and had an uncomplicated hospital course. Return of 
bowel function occurred on postoperative day two, and 
the patient was discharged on postoperative day four. On 
outpatient follow-up, the patient denied abdominal pain, 
was tolerating his diet and was doing well overall. A phys-
ical exam performed at the outpatient clinic revealed no 
skin lesions. The patient also attended one outpatient visit 
to the oncologist. Unfortunately, the patient did not con-
tinue to attend follow-up visits to the oncologist. Multi-
ple attempts at reaching the patient were made with no 
response.

Discussion
Cutaneous melanoma remains one of the most common 
cancers in the United States.1 While the small bowel is the 
most commonly involved site in the gastrointestinal (GI) 
tract for cutaneous melanoma metastasis, the organ itself is 
not a common site of primary melanoma.2 Primary small 
bowel melanoma (SBM) accounts for only 2.3% of GI pri-
mary melanomas.3

Melanocytes are commonly located in the skin, eye, and 
mucous membranes of the head, neck, anus, and genito-
urinary tract.4 They are not commonly found in the small 
or large intestine, and the etiology of primary malignant 
SBM has only been theorized. One theory suggests that 
the Schwannian neuroblast cells involved in the develop-
ment of the autonomic innervations of the gut may be the 
origin of this disease.5 Another theory postulates that it 
may originate from melanoblastic neural crest cells as they 

Figure 1. Abdominal CT in Coronal View Demonstrating Large Mass in 
Small Bowel. Published with Permission
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pass through the omphalomesenteric canal to the distal ile-
um.6 A third theory attributes the origin of this disease to 
the neoplastic transformation of amine precursor uptake 
decarboxylase cells.7 However, some authors argue that 
primary SBMs are rarely primary but are all metastases 
from cutaneous melanomas that regress or are too small 
to be detected.8

Reviewing the literature, 25 case reports (including the 
current study) of primary malignant SBM were found.9‒31 
From these case reports, there was a predilection for male 
patients and increased morbidity in patients with lymph 
node involvement. This is in agreement with what was pre-
viously reported.3,19 Interestingly, intussusception, a rare 
condition in adults, was noted in eight cases. In metastat-
ic cutaneous melanoma, less than 20 cases of small bowel 
intussusception have been reported.32

Clinically, patients with malignant SBM present with 
nonspecific symptoms. Commonly reported symptoms 
include abdominal pain, occult or gross bleeding, fatigue, 
nausea, emesis, anemia, and weight loss. Patients can also 
present with small bowel obstruction, intussusception, or 
perforated bowel.33

It is important to note that cases excluded from the review 
included those that did not definitively term the malig-
nancy a “primary” malignant SBM. Of those excluded, a 
common term used to define the disease was “metastatic” 
malignant SBM from an unknown primary. The differen-
tiation and diagnosis of primary malignant SBM can be 
difficult due to disease rarity and presentation overlap with 
metastatic malignant melanoma. According to Sachs et 
al.,8 “two sets of criteria have been proposed for the diag-
nosis of primary intestinal melanoma”:

1. Blecker et al.: 34

i. No history of concurrent melanoma or atypical
melanocytic lesion of the skin
ii. Absence of extraintestinal organ involvement
iii. Presence of intramucosal melanocytic changes in
the overlying or adjacent intestinal epithelium

2. Sachs et al.: 

i. Biopsy-proven intestinal melanoma at a single site
ii. Absence of extraintestinal organ involvement
iii. Disease-free survival of at least 12 months after
diagnosis

In our patient, all three criteria were met according to 
the Blecker model, and two out of three criteria were met 
according to the Sachs model. The only criteria not met 
from the Sachs model was the third criteria, as the patient 
was lost to follow-up.

Diagnosis of primary SBM is through clinical examination 
with imaging. Typically, abdominal ultrasound is the first-
line technique due to its wide availability, easy accessibility, 
low costs, and noninvasive nature.35 Alternative methods 
of diagnosis include barium contrast studies, CT scans, 
enteroclysis, and whole-body positron emission tomogra-
phy imaging with fluorodeoxyglucose. Capsule endoscopy, 
a newer diagnostic technique, has been reported to have a 
better diagnostic yield for small bowel lesions than other 
diagnostic modalities.36 It may be most useful in assessing 
regions of the small intestine not well visualized with con-
ventional modalities.37 In addition, immunohistochemis-
try can help support a diagnosis. S-100 remains the most 
sensitive marker for melanocytic lesions, with a reported 
sensitivity of 97 to 100%.38 SOX10, HMB-45, MART-
1/Melan-A, tyrosinase, and MITF have been reported as 
markers with good specificity.38, 39

Wide surgical resection is the preferred treatment for pri-
mary SBM.37 Resection should be done after identifying 
a sufficient amount of free margin proximal and distal to 
the tumor. Additionally, part of the mesentery should be 
resected to assess the invasion of regional lymph nodes.37

Primary SBM has a poor prognosis with a median survival 
of 16 months.3 Surgical intervention has been found to 
improve median overall survival in patients with primary 
GI melanomas from 8 months to 19 months.3 When com-
pared to metastatic GI melanomas, primary GI melano-
mas tend to be diagnosed at a later stage, seem to be more 
aggressive and are associated with a poorer prognosis.33

Conclusion
Primary malignant SBM is a rare small bowel neoplasm. 
Patients often present with nonspecific symptoms such as 
abdominal pain, fatigue, and anemia. While the diagnosis 
may be difficult, two sets of criteria have been proposed to 
help distinguish between primary and metastatic SBM. In 
addition, imaging techniques may be useful in locating the 
mass. Treatment is mainly surgical resection of the lesion 
and surrounding mesentery. Due to the poor prognosis, 
early detection and surgical resection are important as they 
may reduce patient morbidity and mortality.
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Lessons Learned
The etiology behind primary SBM is not yet fully under-
stood. However, the aggressive nature of the disease por-
tends a poor prognosis. Surgical resection remains the 
mainstay of treatment, and prompt diagnosis has the 
potential to improve survival.
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