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Agenda

• Rare Diseases - a systemic crisis

• Choosing to become a patient advocate

• Improving health services for NF patients in Austria



Rare diseases - a systemic crisis

- A disease is considered rare if it affects less than 1 in 2,000 citizens.

- Rare diseases affect about 5% of the worldwide population.

- Over 6,000 rare diseases have been identified to date.

- 80% of rare diseases are genetic.

450.000 people in Austria - 36 Million people in the EU

- Rare diseases are often complex and multi systemic diseases.

- Average time to diagnosis is 4-5 years.

- Only 5% of rare diseases have approved treatments available.



Rare diseases - a systemic crisis

- Medical expertise is rare.

- Research is limited.

- Knowledge is scarce.

- Care offerings are often inadequate.

Despite their great overall number, rare disease patients are the orphans of

health systems. They often lack adequate care and support.



Choosing to become a patient 

advocate

• Daughter diagnosed with NF1 at 7month

• Optic pathway gliomas detected at 2 years

• Systemic chemotherapy for 18 month

• Brain surgery at age 3 due to additional

gliomas



NF1 - the disease with the 1.000 faces

• Benign and malignant tumours (CNS and peripheral nerves)

• Bone manifestations (scoliosis, tibia dysplasia, osteoporosis,..)

• Neuro-psychological issues (ADHD, autism, learning difficulties,…)

• Cardio-vascular issues

• Epilepsy

• ……



What do you associate with self help 

groups/ patient organizations?

Starting a patient organization in order to contribute to a better future for 

people living with NF. 



• No specialized departments

• No active patientorganisation

• Difficult access to information

• No awareness campaigns

• No educational programs

• No Network

• No psychosocial support

• No clinical research in Austria

• No budget

Initial situation for NF patients in Austria



• Department for neuro-oncology (paediatric clinic AKH Vienna)

• Expert in genetic diagnostics (Prof. Wimmer Medical University Innsbruck)

• Basic scientist (Dr. Scheffzeck - Bio Center Innsbruck)



Identifying partners - realizing common goals

Medical University of Vienna - research, education and patient care

There is 100% alignment with the goals of our patient organization. By 

working together we can create a win-win situation.



Patient Care

NF Kinders vision - a dedicated center of expertise for NF patients

- Diagnosis and counseling

- Routine care (medical and psychosocial)

- State of the art therapies

After entering a contract with the Medical University of Vienna the NF Kinder

Center of expertise opened in 2018.



NF Kinder center of expertise

• Open for patient visits 2 days per week

• About 300 patients every year

• Regular NF board meetings - open to doctors in the whole country

• The NF Kinder center of expertise is member of the ERN GENTURIS



Austrian NF network

• Open network for health professionals

• Currently partners in 8 out of 9 Austrian states

• Harmonization and elevation of care standards - development of Austrian 

care plan for paediatric NF1 patients



Implementing the first NF1 specific rehabilitation service

• Collaboration of the NF Kinder center of expertise and the paediatric 

rehabilitation center Kokon Bad Erlach

• Developing an NF1 specific rehabilitation service

• Pilot in 2020, now several NF1 rehabilitation cycles every year



Education

Start of the Austrian scientific NF symposium in 2017

- Full day conference for health care professionals

- Granting educational credits (DFP)

- Leading national and international specialists as speakers

- Networking opportunities

- Discussing opportunities for collaborations

Educating young doctors and psychologists at the NF Kinder center of expertise



Research

Through providing initial funding for psychological research in 2016, the 

NF Kinder center of expertise has one of the largest longitudinal cohorts of 

paediatric NF1 patients in the world

Several publications happened since the start of the NF Kinder center of 

expertise

NF Kinder is involved in outcome research through the REiNS group

In January 2023 the basic research project „tackle NF1“ has been kicked 

off where NF Kinder, the Medical University and Boehringer Ingelheim are 

project partners.



Services outside the clinic

• Family counseling

• Family weekends

• Youth weeks

• Empowerment days for young adults

• Social competence training groups

• Patient conference

• Webinars



Take home messages:

Patient organizations should be viewed as an important part in our health 

care system.

They can help improve health services and make the patient journeys of 

their community more efficient.

They can help develop clinical guidelines, clinical networks, clinical trial 

protocols, help recruit patients for studies, organize scientific meetings 

etc.

Patient organizations are the gateway to the patient communities and can 

help other stakeholders to understand the patients perspectives and their 

needs.



Danke!
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