
Extracutaneous mastocytoma is a rare benign tumor composed of mature mast cells and is located in tissues other than the skin. We 
report the case of a 61-year-old male who was diagnosed with extracutaneous mastocytoma via colonoscopic polypectomy and biopsy. 
To our knowledge, this was the first case of a solitary extracutaneous mastocytoma of the colon. We reported this case and reviewed the 
literature. 
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INTRODUCTION 

The World Health Organization (WHO) classification1 defines 
mastocytosis as a condition characterized by differentiated mast 
cells in one or more organs. It is classified into several types, 
according to its characteristics. Among these, extracutaneous 
mastocytoma is a rare subtype. It can invade any tissue and 
presents as a solitary benign tumor located in organs aside from 
the skin. There have been no reports on systemic mastocytosis. 
The authors examined the case of an extracutaneous mastocy-
toma in the colon in a male who visited for a medical checkup. 
A literature review was also conducted since this was the first 
reported case worldwide. 

CASE REPORT 

A 61-year-old man visited the hospital for a medical checkup. 
Colonoscopy revealed a 1-cm mass with a white gyral pattern 
and a slightly swollen transverse colon. He was later moved 
to the Wonkwang Digestive Diseases Center for mucosal re-
section after injection of epinephrine and saline mixed fluid 
(Fig. 1). The biopsy findings showed mature and normally 
differentiated mast cells only (Figs. 2, 3). He did not complain 
of digestive symptoms or other specific symptoms. Blood tests, 
further history taking, physical examination, plain radiography 
of the chest and abdomen, peripheral blood smear, and serum 
tryptase were conducted to confirm whether it was a single 
disease entity or associated with a systemic disease during the 
classification of mastocytosis. There were no unusual physical 
examination findings, such as skin lesions, hepatomegaly, and 
splenomegaly. The blood tests, peripheral blood smear, and 
imaging tests were unremarkable. The serum tryptase levels 
were within the normal range at 5.3 μg/L. The patient’s medical 
history included hypertension and diabetes, and was otherwise 
unremarkable. In conclusion, the patient had no other find-
ings other than the lesion, consisting of mature mast cells in 
the transverse colon. Therefore, the patient did not undergo 
further bone marrow biopsy or molecular testing following 
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Fig. 1. Serial images of colonoscopic polypectomy. (A) Colonoscopic image showing slightly elevated whitish gyral pattern mass. (B, C) Endo-
scopic resection was attempted and en bloc resection was performed. (D) Complete resection was achieved without any residual tissue.

Fig. 2. Histologic features of the endoscopically resected specimen. (A) Diffuse infiltration of monotonous small round cells (hematoxylin and 
eosin, ×100). (B) Positive staining for c-kit (immunohistochemistry, ×100). (C) Positive staining for leukocyte common antigen (immunohis-
tochemistry, ×100). (D) Positive staining for CD68 (immunohistochemistry, ×100).
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the diagnostic algorithm of the NCCN guidelines2 for systemic 
mastocytosis. He was diagnosed with extracutaneous mastocy-
toma of the colon. After that, he was recommended a follow-up 
colonoscopy, but he did not revisit.  

DISCUSSION 

The prevalence of overt mastocytosis is approximately 10 per 
100,000 people.3 Among patients, 80% have skin lesions. Cu-
taneous mastocytoma occurs in approximately 10% to 15% 
of cutaneous mastocytosis cases in children, and it is rare in 
adults, with 10 to 20 reported cases.4-6 In contrast, extracutane-
ous mastocytoma is rare, with only a few cases. Symptomatic 
therapy is the main treatment for cutaneous mastocytoma in 
children. In most cases, eliminating or avoiding the trigger as a 
preventive measure is sufficient and antihistamines may be tak-
en to relieve symptoms.5 In adults, antihistamines or corticoste-
roids have been administered to relieve symptoms, but in most 
cases, the lesions were excised.6 The prognosis of cutaneous 
mastocytoma is excellent in children, and it disappears spon-
taneously or significantly improves before puberty.5 However, 
due to the few adult cases, the clinical course in this population 
remains unclear. In some symptomatic cases of extracutaneous 
mastocytoma, surgical resection of the lesions either relieved 
symptoms or resulted in a cure. There was no recurrence during 
the follow-up. In this case, the patient was asymptomatic, and 
the extracutaneous mastocytoma was incidentally detected 
during a medical examination. Only a few cases of extracutane-
ous mastocytoma have been reported, so treatment guidelines 
have not been established. Following surgical removal, regular 

follow-up is recommended to monitor the disappearance of 
symptoms. 

The WHO classification defines mast cell disease as a disease 
characterized by excessive mast cell proliferation in one or more 
organs. It has several types, depending on its characteristics  
(Table 1).1 Among these, a diagnosis of extracutaneous masto-
cytoma is made when there is no basis for systemic masto-
cytosis during mastocytosis classification, and the normally 
differentiated mast cells form solitary benign lesions in organs 
other than the skin. Microscopically, mastocytosis exhibits 
focal accumulation of mast cells with typical histological and 
cytomorphological properties. In many cases, multifocal dense 
and sharply demarcated infiltrates of mast cells are observed in 
histological lesions.7 In extracutaneous focal mast cell tumors 
without systemic involvement, mastocytoma can be distin-

Fig. 3. Histologic images taken at high-power field. (A) Diffuse infiltration of monotonous small round cells (hematoxylin and eosin, ×400). (B) 
Cytoplasmic staining with membrane accentuation for c-kit (immunohistochemistry, ×400).
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Table 1. Classification of mastocytosis
Disease entities Subtype
Cutaneous mastocytosis •  Urticaria pigmentosa/maculopapulous 

cutaneous mastocytosis
• Diffuse cutaneous mastocytosis
• Mastocytoma of skin

SM • Indolent SM
• Smouldering SM
•  SM with an associated hematologic  

non-mast cell-lineage disease
• Aggressive SM
• Mast cell leukemia

Mast cell sarcoma
Modified from Valent et al. Blood 2017;129:1420–1427.1

SM, systemic mastocytosis.
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are summarized in Table 3.9-14 Seven cases of extracutaneous 
mastocytoma, including those encountered by the authors, 
were identified. This included four cases in the lungs, two in the 
skull, and one in the colon. In this case, the tissue tests conduct-
ed after removing the lesions were diagnosed as mastocytosis. 
The subsequent basic tests had unremarkable findings and ex-
cluded systemic diseases. Thus, the patient was diagnosed and 
his progress was monitored. Mastocytosis can either be benign 
or malignant, according to its classification. When evaluating 
lesions in asymptomatic mastocytosis patients, basic tests, such 
as further history taking, physical examination, and blood test-
ing can be performed to rule out systemic diseases. The results 
of these tests will dictate whether additional examinations, such 
as a bone marrow biopsy or molecular genetic testing, are need-
ed. 
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Table 2. Endoscopic features reported in patients with systemic mastocytosis with gastrointestinal symptoms
Esophagus Stomach and duodenum Small intestine Colon and rectum
Esophagitis Peptic ulcer Thickened jejunal folds with edema Nodular lesions
Stricture Thickened folds Dilated small bowel Urticarial lesion in the rectum
Varices Nodular mucosal lesions Associated sprue-like mucosal changes Multiple polypoid lesions

Urticarial lesions Diffuse intestinal telangiectasis
Modified from Jensen. Hematol Oncol Clin North Am 2000;14:579-623.8

Table 3. Reported cases of extracutaneous mastocytoma
Investigator (year) Age (yr) Sex Site Therapy
Sherwin et al.9 (1965) 51 Female Lung Resection
Charrette et al.10 (1966) 68 Female Lung Resection
Kudo et al.11 (1988) 53 Male Lung Resection
Castells12 (2006) 13 Male Skull Resection
Khan et al.13 (2011) 30 Female Skull Resection
Ayadi et al.14 (2015) 51 Female Lung Resection
Present case (2019) 61 Male Colon Resection

guished from mast cell sarcoma based on the histological find-
ings. Although the two types of tumors are unifocal tumors, 
mast cell sarcoma exhibits an aggressively destructive (sarco-
ma-like) growth pattern. Mastocytoma mast cells exhibit low-
grade cytology, while mast cell sarcoma is composed of highly 
atypical (poorly differentiated) mast cells.7 This patient was 
diagnosed with mastocytosis through biopsy after endoscopic 
mucosal resection of the lesions found in the large intestine. 
Since there were no abnormal findings, he was diagnosed with 
extracutaneous mastocytoma without further bone marrow bi-
opsy or molecular examination following the NCCN guidelines. 

The newly diagnosed large intestine’s extracutaneous masto-
cytoma and the frequently detected tubular adenoma are 
different in terms of the following endoscopic findings. On 
endoscopy, a tubular adenoma is characterized by a predomi-
nantly smooth surface in smaller tumors and a rough, lobular 
appearance in larger tumors. In this case, a cerebral gyrus-like 
surface was observed. However, the swollen lesion did not have 
a neck and did not exhibit a destructive pattern. It had a bright-
er (whitish) color than the surrounding colonic mucosa. It was 
also distinguished from systemic mastocytosis, which invades 
the entire gastrointestinal tract and presents with various en-
doscopic findings such as inflammation, ulcers, hyperplasia of 
mucous folds, polyps, and dilation of vessels (Table 2).8 

Extracutaneous mastocytoma is a rare condition; previously 
reported cases, including those experienced by the authors, 
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