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WHY EUROPEAN REFERENCE NETWORKS FOR RARE AND COMPLEX DISEASES?

• Rareness of patients, but ~30 million patients 
in Europe

• Rareness of experts and care structures
• Rareness of knowledge
• Rareness of therapies

➔Collaboration on EU-level
➔National expertise centres form European 

networks
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24 ERNS HAVE BEEN ESTABLISHED IN 2017

• ERN Bond

• ERN Cranio

• Endo-ERN

• ERN EpiCARE

• ERKNet

• ERN-RND

• ERNICA

• ERN Lung

• ERN Skin 

• ERN EURACAN

• ERN EuroBloodNet

• ERN eUROGEN

• ERN Euro-NMD

• ERN Eye

• ERN Genturis

• ERN Guard-Heart

• ERN ITHACA

• MetabERN

• ERN PaedCan

• ERN Rare-Liver

• ERN ReCONNET

• ERN RITA

• ERN Transplant-Child

• VASCERN
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One aim:

Change the way how healthcare is 
delivered for patients with rare 
diseases
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ERN-RND –
EUROPEAN REFERENCE NETWORK FOR RARE NEUROLOGICAL DISEASES
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• 68 expert centres in 24 EU 
countries

• > 50.000 patients per year 
(adults and paediatric)

Diseases covered

• Ataxia and HSP

• HD and Choreas

• Dystonia, paroxysmal 
disorders and NBIA

• Leukoencephalopathies

• Atypical parkinsonian 
syndromes

• Frontotemporal dementia
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SETTING THE SCENE
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Reported issues:

• Lack of a multidisciplinary approach to patients with dystonia

• Not enough awareness about dystonia as a disease in primary care

• Difficulty in access to genetic testing or specialized care

Suggested measures to be taken:

• National registries of dystonia patients

• A rehabilitation program tailored to fit the needs of dystonia patients

• More educational programmes for general neurologists



Co-funded by the EU

PATIENT VIEW ON RND



PATIENT PARTICIPATION IS KEY IN ERN-RND
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What is a patient journey?
- Innovative info-graphical overview of patient needs in 

the different stages of the disease

- Connects professional expert recommendation and 

guidelines with patient needs

Why patient journeys?
- Working documents jointly developed and used by 

patients and clinicians → identify gaps in care and 

respective adaptation of care pathways to better meet 

the needs of patients → First step toward systematic 

patient engagement in the design of care pathways

- Useful resource for patients, families, non-specialist 

clinicians, and the general public to understand the 

care needs of people living with a rare neurological 

disease





Co-funded by the EU

CLINICAL AND GENETIC

DIAGNOSIS



DISEASE KNOWLEDGE 

• Diagnostic flowcharts

• Disease scales 

• Guidelines
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Endorsement

www.ern-rnd.eu



IMPROVED DIAGNOSIS THROUGH BETTER QUALITY OF NGS-BASED 
DIAGNOSTICS
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• Evidence-based process

• EMQN: iterative check for quality of NGS diagnosis

• Identify instruments that are used for NGS diagnosis 

• Collect expert opinion

• Guideline development

EMQN

Instruments

Experts



VIRTUAL CASE DISCUSSIONS – THE CLINICAL PATIENT MANAGEMENT SYSTEM - CPMS
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• Multidisciplinary online case discussions in a secure online environment

• Unsolved cases 

• Case management of complex cases

• Care pathway via expert centres



GUIDELINE DEVELOPMENT 
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Systematic Review and Expert Recommendations
„DBS as a therapeutic option in monogenic dystonia“



ERN-RND REGISTRY

• RND registry 
• In near future: All patients seen in ERN-RND 
• Minimal data set*
• Availability of patients
• Disease group specific
• Diagnosed vs. undiagnosed

• Collaboration with registry for DBS in paediatric 
Dystonia patients, hosted in Cologne, Germany
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Minimal data set

Pseudonym

Year of birth

Sex

Patient status

Date of death

First contact with specialized centre

Age at onset

Age at diagnosis

Orpha code

OMIM code

HPO code

Agreement

Consent for reuse of data

Biological sample

Classification of disability

*According to the "Set of common data elements for Rare Diseases 
Registration" aiming at increasing interoperability of RD registries. 

https://eu-rd-platform.jrc.ec.europa.eu/set-of-common-data-elements_en



WORKING GROUP PAEDIATRIC ISSUES
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• Paediatric expertise for rare neurological 
diseases

• Transition

• Paediatric scales: Which? When?           
Where? What?

Your contribution is highly 
appreciated,  please get in 
contact with us!

Supporting partner status 
for individual experts.
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PARAMEDIC TREATMENT



WORKING GROUP NEUROREHABILITATION
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• Neurorehab expertise for rare neurological 
diseases

• ICF… core-set development

• Endorsement of neurorehab guidelines

• Telerehabilitation

• Auditory walking signals as early signs for rare 
neurological diseases

Your contribution is highly 
appreciated,  please get in 
contact with us!

Supporting partner status 
for individual experts.
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DISEASE MANAGEMENT/ 
TREATMENT



… AGAIN…

• Disease knowledge – therapeutic algorithms

• Transition 

• CPMS case discussions

• Guideline development
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DYSTONIA CARE PATHWAY



DBS IN DYSTONIA AS HIGHLY SPECIALISED SERVICE
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„The knowledge 

travels, not the 

patient“



DBS IN DYSTONIA AS HIGHLY SPECIALISED SERVICE
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ERN-RND WHAT IS IN THERE FOR YOU?

• Free educational webinars on rare 
neurological and neuromuscular 
diseases

• Collaboration with Euro-NMD and 
European Academy of Neurology

• Topics:

www.ern-rnd.eu/education-training/webinars/



STAY INFORMED ABOUT OUR ACTIVITIES

• Newsletter

• Twitter 

• Facebook

• Linked In

• YouTube
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www.ern-rnd.eu/news/newsletters/



Many thanks!
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