


Session 1
Welcome & Opening



Welcome

Suzanne Dickson
President, European Brain Council

Elena Moro
President, European Academy 

of Neurology



Welcome Objectives:

• Refer to Rare Disease Day 2024 that introduced the

concept of a Rare Brain Disease Ecosystem; based

on positive feedback, decision was taken to

proceed with the concept and crystallize the idea

in a programmatic paper that during the 20

February 2025 will be discussed;

• Host discussions on RBDs such as Myasthenia

Gravis, Rare Epilepsies, Neurofibromatosis type 1,

stroke and rare cerebrovascular diseases drawing

on insights from ongoing research and clinical

practice;

• Discuss the consultation paper on Towards a

Rare Brain Disease Ecosystem & Knowledge Hub.



Welcome Agenda



Welcome

• Our ambition for Rare Disease

• Why do we need a Rare Brain Disease Ecosystem?
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Telling the Story

Sarah Moon Howe
Filmmaker

“Waiting for Zorro”, the story of a child with a rare brain 
disease and related severe disabilities
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Sarah Moon Howe
Filmmaker

Contact: sarah@sarahmoonhowe.com

“Waiting for Zorro”, the story of a child with a rare brain
disease and related severe disabilities



Policy Commitment to Tackling Rare Disease

Enrique Terol,
Health Counsellor, 

Permanent 
Representation of Spain 

to the EU

Valentina Bottarelli,
Public Affairs 

Director & Head of 
European Advocacy, 

EURORDIS

Marzena Nelken,
Director, Polish 

National Forum for 
the Treatment of Rare 

Diseases ORPHAN

Alexandra Heumber Perry, 
Chief Executive Officer, 

Rare Disease International 
(RDI)



Policy and Action on Rare Diseases: The Patients Angle

Scale of the Challenge
30 million people in Europe
300 million globally

National, European, and Global 

Plans
• Operational
• Funded
• Clear, measurable objectives

Collaboration Involvement of:
• Institutions / Policymakers
• Experts
• Healthcare managers
• Patients

Performance Indicators
• Measurable targets
• Progress tracking
• Accountability

Coordinated Governance
• Regional, national, European, 

global alignment
• Cross-border cooperation
• Sustained political 

commitment

Reflection Questions:
➢ How do we drive ambitious and realistic policy 

commitments?
➢ How do we ensure effective implementation of strategies?

Towards a Rare Brain Disease Ecosystem 
Rare Disease Day 2025 Theme 
“More Than You Can Imagine” 

✓ Alexandra Heumber Perry, Rare Diseases International 
✓ Valentina Bottarelli,  EURORDIS 
✓ Marzena Nelken, Alliance RD Poland 
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Coffee Break



Session 2
Unmet Needs and Optimising 

Patient Care Pathways for Rare 
Brain Diseases in Europe



The Patient Perspective

Lutgarde Allard,
President, European 

Myasthenia Gravis 
Association (EuMGA)

Vera Lipkovskaya,
Public Policy and Project 

Manager, Neurofibromatosis 
(NF) Patients United

Vinciane Quoidbach,
Research Project Manager, 

European Brain Council

Unmet Needs and Optimising Patient Care 
Pathways for Rare Brain Disease in Europe 



Unmet Needs and Optimising Patient Care Pathways 

Main Topics for 
Discussion:

• Common

Challenges across

Rare Brain Diseases
• Key Unmet Needs

in Patient Care

• The Importance of

Optimizing Care

Pathways (Use of
the RarERN Path

Methodology and

PROMs)

• Solutions and

Recommendations

Qual Life Res. 2021 Mar 2;30(12):3343–3357. doi: 10.1007/s11136-021-02766-9

Panel Contributions:
- Insights from patient organizations, healthcare providers and

industry representatives

- Sharing experiences and recommendations to optimize

patient care pathways



Rethinking Myasthenia Gravis Launch

Focus Areas

The Socio-Economic 
Burden of 

Myasthenia Gravis

Challenges & Gaps in 
Current Care Pathway 
of Myasthenia Gravis

Policy 
Recommendations 

to Improve the 
Management of 

Myasthenia Gravis



The Patient Perspective

Lutgarde Allard,
President, European 

Myasthenia Gravis 
Association (EuMGA)

Vera Lipkovskaya,
Public Policy and Project 

Manager, Neurofibromatosis 
(NF) Patients United

Vinciane Quoidbach,
Research Project Manager, 

European Brain Council

Unmet Needs and Optimising Patient Care 
Pathways for Rare Brain Disease in Europe 



An Auto-immune Neuro-Muscular rare disease
Pathway of an MG-patient :

Misdiagnosis or a delayed diagnosis (due to lack of knowledge or 
misunderstanding the patient, especially female patients)

Difficulties with access to : 
-Information (not available or not given by the specialist)
-Care (long waiting times to have an appoitment with a specialist)



-Treatments/ therapies (especially innovative treatments)
-Lack of psychological support (not foreseen in the guidelines for 
treatment)

No recognition (due to the invisible nature of the disease)

What does the MG-community need? 

-Inclusive care (better guidelines and easier access to the 
innovative treatments)

-Cross-border care  (especially for patients in countries with a 
lower standard of care)

-Equal standard of care in all countries of Europe

Addressing patient unmet needs along the care pathway











The Patient Care Pathway Methodology: 
the Organizational and Economic Perspective

Marialuisa Zedde,
Neurologist, Local 
Health Authority of 
Reggio Emilia, Italy

Giuseppe Turchetti,
Health Economist, 
Scuola Superiore 

Sant’Anna, Pisa, Italy

Vinciane Quoidbach,
Research Project Manager, 

European Brain Council

Unmet Needs and Optimising Patient Care 
Pathways for Rare Brain Disease in Europe 



The Patient Care Pathway methodology: the organizational and 

economic perspective

Eur J Neurol. 2021 Feb;28(2):717-725; Eur Stroke J. 2023 Sep;8(3):618-628; Eur Stroke J. 2018 Dec;3(4):309-336

- Stroke is the second leading cause of death, the third leading cause of disability-
adjusted life-years worldwide, and a major cause of dementia

- Stroke is a time-dependent disease and in the chain of care every second count (time
is brain)

Stroke care pathway Stroke Unit
A specialized ward 
designated for acute 
stroke patients with 
continuous monitoring 
of vital parameters 
with a multidisciplinary 
team approach 
including specialist 
nursing staff. 

Treatment NNT

Stroke Unit         16

IVT                      5-9

EVT                      3



Common unmet needs

•Early diagnosis and regular monitoring 

are crucial to prevent complications

•Multidisciplinary specialized 

management
•Periodic assessment

•Management of associated symptoms is 

critical and need personalized

treatment.

•Adequate patient education is vital for 
timely recognizing signs of 

complications. 

•Emotional and Psychological Support is 

essential to help patients cope with the 

stress and uncertainty associated with 
the disease. 

•Systematic recognition of the disease 

by healthcare systems

The Patient Care Pathway methodology: the 

organizational and economic perspective

- Several rare cerebrovascular diseases

- Genetic and sporadic diseases

- Small vessels vs large-medium vessel

involvement

- Some diseases are covered by an ERN
(moyamoya, CADASIL)

- Several phenocopies

- Underdiagnosed diseases have the same

unmet need as rare diseases (e.g.

Fibromuscular Dysplasia)

- Acute stroke is a common manifestation for both
frequent and rare cerebrovascular diseases

- Acute care pathway should be managed taking
into account the special features of patients with
rare vascular diseases (e.g. Moyamoya, CADASIL,
Ehlers Danlos, Pseudoxanthoma elasticum, etc.



The Patient Care Pathway Methodology: 
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Neurologist, Local 
Health Authority of 
Reggio Emilia, Italy

Giuseppe Turchetti,
Health Economist, 
Scuola Superiore 

Sant’Anna, Pisa, Italy

Vinciane Quoidbach,
Research Project Manager, 

European Brain Council

Unmet Needs and Optimising Patient Care 
Pathways for Rare Brain Disease in Europe 



g.turchetti@santannapisa.it

Patient’s Care Pathway
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The Clinical Perspective

Lorenzo Maggi,
Neurologist, Italy: The 

case of MG (ERN-NMD)

Alexis Arzimanoglou,
Neurologist, Spain: The 
case of Rare Epilepsies 

(ERN EpiCARE)

Vinciane Quoidbach,
Research Project Manager, 

European Brain Council

Unmet Needs and Optimising Patient Care 
Pathways for Rare Brain Disease in Europe 



Industry Perspective on Myasthenia Gravis

Walter Atzori,
Global Patient Advocacy 
Strategic Lead, Alexion

Anna Kole,
Global Patient Engagement 

Lead MG, UCB

Vinciane Quoidbach,
Research Project Manager, 

European Brain Council

Unmet Needs and Optimising Patient Care 
Pathways for Rare Brain Disease in Europe 



Session 3
Towards a Rare Brain Disease 
Ecosystem & Knowledge Hub: 

Open Discussion



Towards a Rare Brain Disease Ecosystem 
& Knowledge Hub: Open Discussion

A Multistakeholder Perspective

Julian Grosskreutz,
ALS Coalition

Frédéric Destrebecq,
Executive Director, 

European Brain Council



Towards a Rare Brain Disease Ecosystem 
& Knowledge Hub: Open Discussion

Panel Discussion

Kailash Bhatia,
President-Elect, 

European Academy 
of Neurology (EAN)

Astri Arnesen,
President, European 

Federation of 
Neurological 

Associations (EFNA)

Sameer Zuberi, 
Past President, European 

Paediatric Neurology 
Society (EPNS)

Frédéric Destrebecq,
Executive Director, 

European Brain Council



Towards a Rare Brain Disease Ecosystem 
& Knowledge Hub: Open Discussion

Panel Discussion



The Rare Brain disease Ecosystem and 
Knowledge Hub - Objectives
Build a scientifically based, transparent and independent Rare Brain Disease Ecosystem

and Knowledge Hub that:

• Brings together, connects the

community that share a

common interest in delivering

effective, equitable and

sustainable solutions to

facilitate the prevention,

diagnosis, treatment and

management of RBDs,

especially in areas where there

is an unmet public health need.

• Promotes research projects and 

dissemination of study results 

led by EBC with its members 

and partners as well as any 

study on rare brain disease led 

by all the stakeholders in the 

field (patient associations, 

European Reference Networks, 

scientific societies, industry, 

etc).

• Prioritizes brain health:

bridging science to society

and informing policy through

the set-up of a knowledge hub

using a shared platform.



The Rare Brain disease Ecosystem and 
Knowledge Hub - Objectives
The Rare Brain Disease Ecosystem, more specifically, aim will be:

• to translate to scientific results and issues in a more understandable and readable way; 

• To discuss current and potential challenges and opportunities (transfer of innovation, 
organizational and technological, regulatory, economic sustainability, equity of access,…) 
that, if unblocked, would be game-changers in the development of healthcare solutions; 

• To articulate research areas towards these opportunities that could be addressed in EBC’s 
Ecosystem as a cross-sectoral public-private partnership;

• To maximize policy impact of EBC’s and any other stakeholders’ projects in the Rare Brain 
Disease Ecosystem.



Proposed timeline: 

 

 

EBC will invite you to contribute to define and build
the Ecosystem & Knowledge Hub further.



Towards a Rare Brain Disease Ecosystem 
& Knowledge Hub: Open Discussion

Q&A

Kailash Bhatia,
President-Elect, 

European Academy of 
Neurology (EAN)

Astri Arnesen,
President, European 

Federation of Neurological 
Associations (EFNA)

Sameer Zuberi, 
Past President, 

European Paediatric
Neurology Society (EPNS)

Frédéric Destrebecq,
Executive Director, 

European Brain Council



Wrap Up & Closing Remarks

Suzanne Dickson
President, European Brain Council



Networking Lunch
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