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Deciphering the Myths of

VHL DISEASE

(von Hippel-Lindau disease)

VHL disease increases the risk of
tumors and cysts in 5 MAJOR SITES '

" Central nervous
system (CNS)

Ear
(Inner ear)

The prevalence is estimated to be between

1in 31,000 to 1 in 91,000

individuals in Hong Kong'

This leafletis provided by Merck Sharp & Dohme (Asia) Ltd and Rare Disease Hong Kong
for educational purposes. The above information is solely for reference only, please
consult your doctor for details.

1)

What is VHL disease?

VHL disease is an autosomal-dominant
disease characterized by an increased
risk of tumors and cysts in certain
organs caused by mutations in the VHL
gene on chromosome 3'

Genetic mutation

DD

e Tumors in 5 main sites: Eye, central
nervous system, ear, pancreas and
kidney'*

» Age of onset: 26 yo (mean), 97% of
patients have symptoms by 65 yo'

e Pattern of inheritance:

G (D

Diagnosing VHL disease
Identification of a heterozygous germline %‘g
!

VHL pathogenic variant on molecular
genetic testing establishes the diagnosis of
VHL disease’

An individual may be considered to have
VHL disease if they meet » 1 of the following
criteria'Z

Either a
pathogenic VHL
mutation or a
first-degree
relative with
VHL disease

>2 manifestations
of VHLdisease

>1 of whichis a
hemangioblastoma

>1 manifestation
of VHL disease

Central nervous system
hemangioblastoma'?

Headaches, ataxia,
nystagmus, back,arm and
leg pain, andnumbness

| Retinal hemangioblastoma'?

Retinal detachment,
and blindness

*In general, the formation of tumors in a single organ does not mean
that you have VHL disease
tIf one parent has VHL disease

| Endolymphatic sac tumors'?

Hearing loss, tinnitus,
and vertigo

Renal cell carcinoma,
Pheochromocytoma,
paraganglioma '?

lower back pain, hematuria,
hypertension, postoperative
adrenal insufficiency

Pancreatic neuroendocrine
tumors'?

Pancreatitis, organ

dysfunction, malabsorption,
gut symptoms, and jaundice

Treatment of VHL disease

E Surgical removal is the cornerstone in

the treatment of most vHL tumours.

Choice of treatment may vary with
different clinical manifestations: patients
Supportive care

with small retinal hemangioblastoma
can be treated with laser
photocoagulation, some pancreatic
neuroendocrine tumors patients can be
treated with chemotherapy?®

Consult your
doctor for suitable
treatment options
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