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Q : Picture of cerebellar cyst vs picture of capillary hemangioma

· What syndrome is associated with this lesion?

· Tell me about it?

· What are the most likely causes of death?

· How would you manage the patient?

A : 

· Von Hippel-Lindau Syndrome

· multiorgan disorder 

· retinal capillary hemangiomas

· CNS hemangioblastomas

· various solid and cystic visceral hamartomas and hamartias, and malignant neoplasms, which include 

· renal cell carcinomas 

· pheochromocytomas

· autosomal-dominant inheritance pattern

· risk of early death, usually on the basis of their intracranial hemangiomatous lesion or renal cell carcinoma.

· median age at detection 20-25 years. 

· Capillary hemangiomas of the retina usually are the earliest detected manifestation of VHLS (50% bilateral), whereas CNS hemangioblastomas typically appear slightly later, and renal cell carcinomas do not emerge until later in life. 

· The cumulative probability of developing retinal capillary hemangiomas and CNS hemangioblastomas in a patient who has VHLS is >80%, and the probability of developing renal cell carcinoma is >60%.

· chromosome 3p25-26

· solid and cystic cerebellar hemangioblastomas occur in about 40% of affected individuals by the age of 30 years and in about 70% by age 60 years. Similar vascular lesions also occur in the medulla and spinal cord in 10-15% of patients.

· RCC 5% by age 30, increases to >40% by age 60 years. 

· bilateral in approximately 75% of cases. 

· This tumor can metastasize, so it must be recognized early and treated aggressively if a fatal outcome is to be avoided. 

· pheochromocytoma, islet cell carcinoma of the pancreas, and cyst-adenomas of the pancreas and epididymis. 

· multifocal cysts in the kidneys, pancreas, and ovaries. 

· Unlike NF and TS, VHLS does not have dermatologic lesions as part of the syndrome.
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· Treat identified angiomas if associated with leakage

· CT/MRI brain and spinal cord

· Fundus exam q6 months

· Annual exam peds/IM

· 24 hr urine catecholamines/metanephrines

· BP

· Plasma catecholamines if BP is up

· Abdominal CT

· Annual U/S kidneys, pancreas, liver

· Genetics consult

