European Journal of Internal Medicine 94 (2021) 97–98

Contents lists available at ScienceDirect

European Journal of Internal Medicine
journal homepage: www.elsevier.com/locate/ejim

Internal Medicine Flashcard
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1. Question
A 48-year old female presented with intermittent epigastric pain for
2 months accompanied with belching, nausea, vomiting and occasion
ally melena. She had endometrial polypectomy and thyroidectomy in
2018. A resection of nodules in the right lung was performed in 2019. In
addition, she had a history of breast cyst. The patient had no clear family
history of any cancerous disease.
The physical examination showed multiple verrucous protuberances
on the tongue and both hands (Figs. 1 and 2). The patient had abdominal
muscle tension, periumbilical tenderness without rebound pain. Phys
ical examinations of other parts were negative. Laboratory examinations
showed mild decrease in white blood cells, thyroglobulin of 0.32ng/ml,
and calcium concentration of 2.90mmol/L. The T-SPOT, rheumatic se
ries, ANCA, female tumor series, humoral immunity series, fecal, and
HIV were either normal or negative.
The gastroscopy found multiple polyps. Then a single-balloon
enteroscopy (SBE) was performed, which showed multiple polypoid
lesions in the lower ileum (Fig. 3). Pathologic diagoses of these polyps
were all inflammatory polyps.
Based on these findings, what is your diagnose?
2. Answer to images: the Cowden syndrome
Based on the history of endometrial polyps, thyroid and pulmonary
nodules, multiple verrucous protuberances on tongue and hands, as well
as endoscopic manifestations, Cowden Syndrome(CS) was considered.
Therefore, genetic testing was performed and showed a mutation in the

phosphatase and tensin homologue (PTEN) gene (c.1003C>T).
CS was firstly described in 1963 as a rare autosomal dominant
inherited disease characterized by increased risks for benign and ma
lignant neoplastic lesions in multiple organs especially breast, thyroid,
and genitourinary system[1]. Gastrointestinal (GI) polyposis is a com
mon manifestation that can occur throughout the GI tract. There are
growing evidences that patients with CS bear increased risks of gastro
intestinal cancer. Therefore, regular screening of gastrointestinal tumors
is necessary for patients with confirmed or suspected CS.
Germline mutations in the PTEN tumor suppressor gene are found in
80% of patients with CS. According to American College of Gastroen
terology Clinical Guideline[2], once a pathogenic mutation is found in
patients with CS or related diseases, other family members should un
dergo mutation specific tests to determine if the disease exists for
appropriate surveillance. At present, there is no effective treatment for
CS. Due to the high incidence of tumors in CS patients, the treatment
mainly involves regular tumor monitoring of specific organs such as
thyroid, breast, uterus, and surgical treatment of existing tumors.
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