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Three Types of Cancer in a Patient with Neurofibromatosis Type I:
Gastrointestinal Stromal Tumor, Breast and Ampulla of Vater Cancer

Hyoeun Kim, Jae Yong Cho, Changhyeok Hwang, Seoyeon Yang, Youjin Chun, Sungmin Choi, and Sungeun Choi

Department of Internal Medicine, Gangnam Severance Hospital, Yonsei University College of Medicine, Seoul, Korea

Neurofibromatosis type 1 (NF-1) is an autosomal dominant disorder with a prevalence of approximately 1 in 3,500 live births.
NF-1 predisposes to various benign and malignant neoplasms. Neurological malignancies are most frequent, but the risks of
non-nervous system tumors, such as of the esophagus, stomach, colon, liver, biliary tract, pancreas, lung, melanoma, thyroid gland,
female breast and ovaries, are also increased. Malignant tumors are the most common cause of death in patients with NF-1. Cases
with double primary tumors have been reported, but cases involving three or more primary cancers are rarely reported. Therefore,
we present the case of a NF-1 patient diagnosed with gastrointestinal stromal tumor, breast cancer and ampulla of Vater cancer.
(Korean J Med 2016;90:154-158)
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Figure 1. Multiple neurofibromas and café au lait spots dis-
tributed throughout the body.
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Figure 2. (A) Gross findings. The specimen composed of seg-
mental resection of the duodenum. The mass is 2.5 cm in size
and involves the mucosa to serosa. (B) Microscopic and im-
munohistochemical findings of the GIST. The tumor composed
of spindle-shaped cells including three cells in mitotic phase/50
high-power fields (H&E stain, x100). (C) The tumor cells showed
immunoreactivity for C-kit (inset, C-kit, x100). GIST, gastro-

intestinal stromal tumor.
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Figure 3. (A) Liver MRI (T1 image) shows the ~0.7 cm periampullary mass (arrow). (B) PET-CT
shows the mild hypermetabolic lesion in the distal common bile duct, suggesting ampulla of Vater
cancer (arrow). MRI, magnetic resonance imaging; PET-CT, positron emission tomography-computed

tomography.

Figure 4. Microscopic findings of the right breast, indicating the

presence of ductal carcinoma in situ (H&E, x100).
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Figure 5. MlCI‘OSCOplC ﬁndmgs of the ampulla of Vater cancer.
(A) Poorly differentiated adenocarcinoma (H&E, %200). (B)
Tumor cells showed immunoreactivity for CEA (inset, CEA,
x200). CEA, carcinoembryonic antigen.
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