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Case 23-2006: A 36-Year-Old Man with Numbness in the Right Hand and Hypertension
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Figure 2. Pedigree of the Patient. MEN-2A MEN_ZBloO 50 MEN.2B
The patient had two siblings who were alive and well. i
His father had a history of hypertension. His mother 10 20
had multiple bilateral renal cysts. One maternal uncle MEN-2A
was alive and well. Another maternal uncle had died at MEN-2A
50 years of age from metastatic lung cancer; this uncle
- - " 10 30
reportedly also had a “tumor in the eye” detected at
the age of 50 years. Pheo denotes pheochromocytoma.
Circles denote female relatives, squares male relatives,
the diamond an unknown number of relatives, and MEN
symbols with a slash deceased family members.
Table 2. Genetic Testing for Pheochromocytoma.
Percentage of Patients
Presenting with No Family Gene or Genes Usual Test for Detection
Disease Incidence History of the Disease Responsible of Germ-Line Mutation
Multiple endocrine neoplasia type 2A 20 RET Sequencing of exons 10, 11, 13
Multiple endocrine neoplasia type 2B 50 RET Sequencing of exons 14, 15, 16
Meurofibromatosis type 1 1:3500 30 NF1 Protein truncation test
Familial paraganglioma 1:30,000 5 SDHB.D DMA sequencing; Southemn blot analysis
von Hippel-Lindau disease 1:35,000 5 VHL DMA sequencing; Southem blot analysis
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