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Von Hippel-Lindau disease is an autosomal dominant disorder characterized by
hemangioblastomas of the central nervous system and retina, and other cystic
and neoplastic lesions in various organs1-3, Since the disease generally does not
present with symptoms prior to the age of twenty, it is rarely seen by
pediatricians. In atypical cases, if the syndrome is not suspected, the diagnosis of
multiple system involvement may be delayed. We would therefore like to report
an adolescent case with an intracranial mass in order to emphasize the following
points: -
i). The disease is occasionally seen in adolescents.

ii) When an angiomatous tumor of the posterior fossa is found, this syndrome
should be considered and other possible components of the disease should be
searched for.

iii) A detailed family history is very important in evaluating all cases.

Case Report

A 13-year-old girl was admitted to our hospital in December 1979 with complaints
of severe headaches of six months duration which did not respond to analgesics.
She had been vomiting for five days. A complete physical examination on
admission revealed the following pathologic findings: the head was tilted to the
right, the uvula was also deviated to the right and there was bilateral severe
papilledema. With the tentative diagnosis of an intracranial mass, a brachial
arteriography, contrast ventriculography and brain scintigraphy were performed
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Discussion

After von Hippel described patients with retinal angioblastomas in 1904, Lindau
demonstrated the occurrence of cerebellar hemangioblastomas in these patients
and the eponym “Von Hippel-Lindau disease” was established. The cardinal
features of this disease are angiomas of the retina and hemangioblastomas of the
cerebellum3, The disease generally manifests itself in early adulthood but, like our
patient, may occasionally present itself in adolescence?.

Cerebellar hemangioblastomas which are the most significant lesions of the
disease are the most frequent cause of initial symptoms and death. They are
usually cystic and are found in more than one-third of the patientsS. Symptoms
generally occur in early adulthood. All symptomatic posterior fossa hemangioblas-
tomas should be excised surgically6. Our patient also had a cystic hemangioblas-
toma of the cerebellum but presented with symptoms earlier than usual.

Retinal angiomatosis is present in over half of those affectedd. The angiomas may
be multiple in the same or both eyes’. They typically appear as a greatly dilated
artery/vein pair which lead to a peripheral reddish nodule. Fundus fluorescein
angiography may reveal the lesion before the onset of the ophthalmoscopically
visible alterations8. Retinal angiomas have a tendency to progress®. When left
-untreated, they frequently lead to exudation, retinal detachment, glaucoma and
blindness. The treatment of retinal lesions is by photocoagulation, and occasio-
nally by cryosurgery or diathermy6.10, In our case, the retinal angioma was
detected before the onset .of complications, but only after a cerebellar
hemangioblastoma was established which led to a detailed fundus examination
and fluorescein angiography.

Other less frequent manifestations of the disease are hemangioblastomas of the
cerebrum, medulla and spinal cord; cysts of the pancreas, kidney and epididymis;
pheochromocytoma, and hypernephromas. :

A detailed family history is very important as an autosomal dominant mode of
inheritance has been reported regarding this disease®9. A family history is
especially important in diagnosing cases without extensive involvement. It was
not possible to obtain a detailed family history from our patient since she was an
adopted child.

A case has recently been reported where the ANA titer was high, thus simulating
connective tissue disease4. When the hemangioblastoma was removed, the titer
returned to normal. Therefore, it is suggested that the ANA titer may be useful as
a tumor marker. It is also emphasized that the mistaken diagnoses that were
arrived at could have been avoided by a detailed family history.









