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All clinicians are aware of NF2-related
schwannomatosis and challenges in genetic testing
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Diagnosis

Hard to diagnose
conform latest criteria

Diagnosis is based on MRI

Diagnostic criteria for clinicians
are up-to-date
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Treatment

NF2-related schwannomatosis centers
with multidisciplinary teams
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Clear clinical pathway
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Follow-up and surveillance

Follow-up

Equal surveillance and quality of life
for all NF2-related schwannomatosis patients
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Disease 1** symptoms

Symptoms appear at any age, from birth.
Mostly in children, teenagers and young adults.
100% penetrance.

- Hearing loss and/or tinnitus

- Balance problems

- Vision problems

- Neurological signs or symptoms

- Specific skin nodules (plaques)

Benigne growth
variable symptoms
Severity of symptoms is dependent on type, location and
volume:
- Vestibular schwannoma: hearing loss
- Brain meningioma close to optic pathways: vision problems
- Nerve tumours

Challenge Awareness among clinicians

genetic testing on neoplastic tissue

The genetic diagnosis, on the NF2 gene, is prognostic and
vital for pre-symptomatic diagnosis.

Genetic testing on tumour tissue is recommended (blood
samples do not necessarily give a result).

NF2-related schwannomatosis is one of the 500 most frequent
rare diseases but it is under diagnosed and wrongly considered
a mild disease. Tumours do not show metastasis but the effect
on the brain and spine is highly disabling and can even be lethal.

All clinicians are aware of NF2-related
schwannomatosis and challenges in
genetic testing

When the result of a DNA blood test is negative, tumour tissue
is used for genetic testing.

Clinicians are aware that NF2-related schwannomatosis is
not Neurofibromatosis type 1.
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