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Gastrointestinal Stromal Tumors in a Patient with Neurofibromatosis Type 1

Kang Kook Lee, Han Byul Kim, Mi Hwa Heo, Jin Young Kim, Young Rok Do, Keon Uk Park, and Hong Suk Song

Department of Internal Medicine, Dongsan Medical Center, Keimyung University School of Medicine, Daegu, Korea

Neurofibromatosis type 1 (NF1) is a genetic disease characterized by neoplastic and non-neoplastic disorders involving tissues of
neuroectodermal and mesenchymal origin. NF1 is caused by mutations in the NF1 gene, which is found on chromosome 17q11.2.
Patients with NF1 are at increased risk of developing soft tissue sarcomas that arise within the stromal compartment of the
gastrointestinal tract, termed gastrointestinal stromal tumors (GISTs). GISTs associated with neurofibromatosis differ from
sporadic GISTs, particularly with respect to their lower response rate to imatinib. We recently experienced a case involving a
45-year-old man with NF1 who was admitted to the hospital with epigastric pain and vomiting. Abdominal computed tomography
revealed a duodenal GIST with pancreatic invasion. He had a base substitution mutation involving replacement of 2041 cytosine
with thymine. He was treated successfully with a surgical operation and adjuvant imatinib therapy. (Korean J Med 2013;85:535-539)
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Figure 1. Multiple small lesions are distributed throughout the
body.
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Figure 2. Abdominal computed tomography showed an inten-
sely enhancing mass in the second portion of the duodenum with
invasion to the pancreatic head.

Figure 3. Gross findings. The specimen comprised the duodenal
mass, which measured 3.5 x 2.8 x 2.5 cm. The cut surface was
yellowish-tan, firm, and solid with focal hemorrhagic changes.
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Figure 4. Microscopic and immunohistochemical findings of the tumor. (A) The tumor comprised spindle-shaped cells with mitoses
(H&E stain, x 200). (B) Overexpression of CD117 was evident within the tumor cells (CD117, x 200).
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Figure 5. Sequence analysis of the NF1 gene in the patient. The

results showed a substitution mutation involving replacement of
2041 cytosine with thymine (c.2041C > T; p.Arg681X).
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