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tumor syndrome associated with medullary thyroid carcinoma (MTC), pheochromocytoma, and hyperparathyroidism. MEN2B is caused by a pathogenic germline mutation in the RET-associated gene menin, which is also mutated in familial MTC. We have identified a new case of MEN2B in a 47-year-old man with a
family history of MTC. The patient presented with a right middle pharyngotomy mass, hypertension, primary hyperparathyroidism, and biochemical evidence of an MTC. Multiple BRAF V600E mutations of the MTC were found. A novel germline de novo sequence change was identified in the MEN2B gene. No mutation
was detected in the pheochromocytoma or parathyroid tissue or in a panel of 10 different tumor-suppressor genes. We conclude that MEN2B can occur as a de novo germline mutation.
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