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It is with great pleasure that we welcome you on behalf of the organisers, 
EURORDIS-Rare Diseases Europe and co-organisers Orphanet and DIA at 
the 9th edition of ECRD in Vienna. 

The ECRD meeting is a special moment for the rare disease community as it 
fosters collaboration between stakeholders from various backgrounds with 
a unique interest in advancing diagnosis, treatment and care for patients 
living with a rare disease. 

The very first ECRD was held in Copenhagen 15 years ago, in 2001, and 
gathered more than 300 attendees. This ground breaking initiative had 
such a positive impact that there has been an ECRD held in different EU 
countries every 2 years since then. The rare disease community, including 
all rare disease patient organizations and their partners, can be proud of 
its many achievements over the last 20 years. The landscape has changed 
drastically during this time and has gone from near ignorance of rare 
diseases to its recognition as a public health priority in Europe.  Outputs 
from past meetings have informed national and local policy initiatives.  This 
amazing community has also managed during all these years to keep a spirit 
of collaboration across very different diseases, countries and stakeholders 
in Europe and elsewhere, inspiring many to follow this path.  

The future holds many opportunities to accelerate the momentum we 
have built over the last decades; advancements in science and medicine, 
transformative treatments in the pipeline, game-changing digital 
technologies, innovation in the organisation of health and social care and 
increased empowerment of patients all hold promises for a more inclusive, 
holistic approach to leave no one behind. 

 

At ECRD 2018 we will look to the future and facilitate effective policy 
discussions and collaborative strategies to make these promising 
opportunities a reality. The sessions have been organized in six themes 
reflecting the 360° collaborative approach needed to improve the lives of 
rare disease patients and families, which, we believe, each attendee will 
find relevant. 

We hope you will enjoy contributing to the different discussions that will 
set out next steps to shape better research, services and policies that will 
improve patients’ access to the best possible medicines, healthcare and 
social care. More than in any other field, the expertise on rare diseases is 
scarce and ambitious cross-border initiatives like the European Reference 
Networks (ERN) and IRDiRC are great ways to respond to today’s changing 
environment. 

We invite you to take a glance at the full programme and make the most 
of this meeting by listening to the inspiring visions developed during the 
plenary sessions, getting lost amongst the high quality posters that will be 
on display and participating in the debate during the different sessions. 

Our thanks go also to our host city for 2018, Vienna, which is a wonderful 
city in which you’ll find ample opportunities to relax and network in an 
atmosphere steeped in history. 

We sincerely hope you enjoy this year’s meeting,

Sincerely,

ECRD 2018 Programme Committee Co-Chairs

 The European Conference on Rare Diseases & Orphan Products is the unique forum across all rare diseases, across all European 
countries, bringing together all stakeholders - patients’ representatives, academics, health care professionals, researchers, 
healthcare industry, payers, regulators and policy makers.

 It is a biennial event, providing the state-of-the-art of the rare disease environment, monitoring and benchmarking initiatives. 
It covers research, development of new treatments, health care, social care, information, public health and support at 
European, national and regional levels.

 It is synergistic with national and regional conferences, enhancing efforts of all stakeholders. There is no competition with 
them, but efforts are complementary, fully respecting initiatives of all.
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Thursday, 10 May 2018

09:30	-	 16:00	 ePAG representatives meeting

09:30	-	 13:00	 RDI General Assembly (members only)

14:00 	-	 16:00	 RDI Annual meeting (open to members and non-members of RDI)

16:30	 -	 18:30	 EURORDIS General Assembly (members only)

19:00	 -	 21:00	 Patient Groups Welcome Reception

Friday, 11 May 2018

09:00	-	 09:45	 Opening Session

09:45	-	 10:15	 Coffee Break

10:15	 -	 12:30	 Plenary Session

12:30	 -	 13:30	 Lunch

13:00	 -	 14:00	 Shire symposium: Transforming lives for 
those living with rare diseases in Austria

13:00	 -	 14:00	 Poster Session

13:00	 -	 13:30	 Moderated Poster Walk: Theme TBC,  
Lucia Monaco, Téléthon Italia

13:30	 -	 14:00	 Moderated Poster Walk: ERNs,  
Matt Bolz-Johnson, EURORDIS-Rare 
Diseases Europe

14:00	 -	 15:30	 Choose from 6 parallel sessions

15.30	 -	 16.30	 Coffee break and poster session

15:30	 -	 16:00	 Moderated Poster Walk: Rare Disease 
Patient Groups Innovations, Danijela Szili, 
Rett Syndrome Europe

16:00	 -	 16:30	 Moderated Poster Walk: ERNs,  
Matt Bolz-Johnson, EURORDIS-Rare 
Diseases Europe

16:30	 -	 18.00	 Choose from 6 parallel sessions 

18:00	 -	 19:00	 Reception (for all participants)

Saturday, 12 May 2018

09:00	-	 10:30	 Choose from 6 parallel sessions 

10:30	 -	 11:00	 Coffee Break and Poster Session 

 11:00	 -	 12:30	 Choose from 6 parallel sessions 

12:30	 -	 13:30	 Lunch

13:30	 -	 14:30	 “Soap box” Plenary Session featuring  
	Flora Giorgio, European Commission

14:30	 -	 16:00	 Choose from 6 parallel sessions 

16:15	 -	 17:00	 Closing Plenary Session

17.00	 -	 17.30	 Farewell coffee break

GENERAL INFORMATION

Information on Interpretation & Language for 
each Session

Pre-conference satellite meetings

All pre-conference workshops will be conducted in English only.

Opening & Plenary Sessions

The Opening & Plenary Session, taking place on the morning of Friday, 
11 May will be simultaneously interpreted from English into 2 languages: 
French and German.

Other Sessions
All other sessions will be conducted in English only.

Registration Opening Times

The registration desks are located on the ground floor of the conference 
venue. A separate Speakers registration desk will be set-up and open 
during the following times:

Thursday, 10 May		  12.00 – 18.00
Friday, 11 May		  08.00 – 18.00
Saturday, 12 May		  08.30 – 14.00

On-site Speaker Room (Speaker Preview)

The Speakers Room is located on the ground floor of the conference venue 
opposite the registration desks, in the Media Lounge. On-site welcome 
staff will direct you.

With co-funding from

 AFM-Téléthon 

 Health Programme of the European Union

In partnership with

 Austrian Government

 EFPIA (European Federation of Pharmaceutical Industries  
    and Associations) 

 ESHG  (European Society of Human Genetics)

 EUCOPE (The European Confederation  
    of Pharmaceutical Entrepreneurs) 

     EuropaBio (European Association of Bioindustries)

 NIH/NCATS (National Institutes of Health USA) 

 Pro Rare Austria

 FDA (Food and Drug Administration – OOPD – Office 
    of Orphan Products Development)

 HOPE (The European Hospital and Healthcare Federation)

Associate Partners

 BlackSwan Foundation  

 Childhood Cancer International  

 CORD (Canadian Organisation for Rare Disorders)  

 CORD (Chinese Organisation for Rare Disorders)  

 EAHP (European Association of Hospital Pharmacists)  

 ECPC (European Cancer Patient Coalition)  

 EORTC (European Organisation for Research 
   and Treatment of Cancer)  

 EPF (European Patients’ Forum)  

 E-Rare  

 GÖG (Gesundheit Österreich)  

 IFSW (International Federation of Social Workers)  

 IRDiRC (International Rare Diseases Research Consortium)   

 ISPOR (International Society for  
   Pharmacoeconomics and Outcomes Research)  

 Medical University of Innsbruck  

 NORD (National Organisation for Rare Disorders)  

 PHARMIG (Association of the Austrian  
    Pharmaceutical Industry)  

 Rare Diseases International  

 Russian Patients’ Union  

 Social Platform   

 SWAN Europe  

 ZSI (Zentrum für Soziale Innovation)  

Continuing Education

The Commission for Professional Development (CPD) of 
the Swiss Association of Pharmaceutical Professionals 
(SwAPP) and the Swiss Society of Pharmaceutical 
Medicine (SGPM) has approved this conference. 
The conference will be honoured with 14 credits for 
pharmaceutical medicine. 

DIA is an authorised training organisation accredited 
under the number 11 99 53383 75 to the Préfet of Ile-
de-France.

CREDITS, SUPPORTS AND LEGAL INFORMATION
We wish to thank the following institutions for their active collaboration

CONFERENCE ORGANISER
The 9th European Conference on Rare Diseases and Orphan Products is organised by EURORDIS-Rare Diseases Europe

CO-ORGANISED BY
DIA and Orphanet

PROGRAMME OVERVIEW ACKNOWLEDGMENTS AND CREDITS  
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Conference Venue

Messe Wien Exhibition  
& Congress Center
Messeplatz 1
1021 Wien
 Tel. +43 1 727 20-0
 Fax. +43 1 727 20-2359
www.messecongress.at

Conference Organiser

EURORDIS - Rare Diseases 
Europe
Plateforme Maladies Rares
96 rue Didot
75014 Paris, France
Tel. +33 1 56 53 52 10
Email:  
secretariat@rare-diseases.eu

Co-Organisers

DIA - EMEA
Kuechengasse 16
4051 Basel, Switzerland
Tel. +41 61 225 51 51
Fax. +41 61 225 51 52
Email: EMEA@diaglobal.org

 

Orphanet
Plateforme Maladies Rares 
96, rue Didot
75014 Paris, France
Tel. +33 1 56 53 81 37
contact.orphanet@inserm.fr

NETWORKING EVENTS

PROGRAMME AT A GLANCECONTACTS

#ECRDVienna

Thursday 10 May 2018

09:30 - 16:00 ePAG representatives meeting

09:30-13:00 RDI General Assembly (members only)

14:00-16:00 RDI Annual meeting (open to members and non-members of RDI)

16:30-18:30 EURORDIS General Assembly (members only)

19:00-21:00 Patient Groups Welcome Reception

Friday 11 May 2018

09:00-09:45 Opening Session

09:45-10:15 Coffee Break

10:15-12:30 Plenary Session

12:30-13:30 Lunch

13:00-14:00 Poster Sessions & Shire Satellite symposium

Themes
1/ Structuring the Research 

and Diagnostic Landscape

2/ Breakthrough medicines 

on the horizon
3/ The Digital Patient

4/ Quality of Life: Making 

what matters, matter

5/ Economical Perspectives 

in Rare Diseases

6/ Global Rare Equity: 

Are we there yet?

14:00-15:30

Session 0101
Transformations in 

diagnostics: how research 
and European Reference 

Networks are re-shaping the 
diagnosis landscape

Session 0201
Breakthrough products and 

priority medicines

Session 0301
Everything is technically 

possible

Session 0401
Quality of life - what really 

matters to patients & how to 
measure it

Session 0501
Economic impact of rare 

diseases on patients, families 
and society

Session 0601
How can we leverage global 
policies and global agencies 

to explicitly support rare 
diseases recognising 

diversity and ensuring 
equity?

15:30-16:30 Poster Sessions

16:30-18:00

 Session 0102
Research: from an idea to 

the real world

 Session 0202 
Current EU cooperation 
on Health Technology 

Assessment: EUnetHTA

Session 0302
Societal, legal and ethical 

framework

Session 0402
How can quality of life 
contribute to decision 

making?

Session 0502
Economic dynamics of 

therapy development for 
rare diseases

Session 0602
What global opportunities 

do we unlock when all 
people living with a rare 
disease have access to a 
timely accurate diagnosis 

and optimised care?

18:00-19:00 Reception (for all participants)

Saturday, 12 May 2018

Themes
1/ Structuring the Research 

and Diagnostic Landscape

2/ Breakthrough medicines 

on the horizon
3/ The Digital Patient

4/ Quality of Life: Making 

what matters, matter

5/ Economical Perspectives 

in Rare Diseases

6/ Global Rare Equity: 

Are we there yet?

09:00-10:30

Session 0103
Innovative funding 

partnerships: challenges and 
opportunities

Session 0203
The Future of Health 

Technology Assessment 
Cooperation

Session 0303
EC Digital Single Market 

Strategy

Session 0403
Disability: unveiling the 

invisible double-burden of 
rare diseases

Session 0503
A paradigm shift in value 

frameworks for access 

Session 0603
IRDiRC next horizon 2027: 
Research from vision to the 

real world

10:30-11:00 Coffee Break & Poster Sessions

11:00-12:30

Session 0104
Patient involvement: Is it 

enough to be an ‘expert by 
experience?'

Session 0204
Orphan medicinal products 

in the pipeline: what 
can we see coming and 

disappearing?

Session 0304
European Reference 

Networks as a future model 
of healthcare 

Session 0404
Integrated care: bringing 
together health & social 

care, two sides of the same 
patient 

Session 0504 
Enhancing patient access 

to care: new approaches to 
pricing and funding

Session 0604
Building the Rare Disease 

knowledge and information 
eco-system through better 

connections

12:30-13:30 Lunch

13:30-14:30 “Soap box” Plenary Session featuring Flora Giorgio, Head of Sector Health Technology Assessment, DG SANTE B4, European Commission.

14:30-16:00

Session 0105
Genome editing debate: Are 
we heading towards a world 

without rare diseases?

Session 0205
Preparing the contribution 

of patients in regulatory 
/ Health Technology 

Assessment procedures

Session 0305
Patients and the digital 

revolution

Session 0405
From best practices to 

next practices: building a 
collaborative vision

Session 0505
A look into the future - how 

to ensure sustainability 
access to rare diseases care 

in 2030?

Session 0605
What are our key enablers 
to bring a vision for equity 

and optimised care globally 
to people living with a rare 

disease locally?

16:15-17:00 Closing Plenary Session

17:00-17:30 Farewell Coffee

FAREWELL COFFEE
Saturday 12 May 2018 | 17:00 – 17:30
Strauss Foyer, Ground Floor

All registered participants are invited to attend this informal farewell 
coffee break taking place from 17.00 to 17.30 in the Strauss Foyer.
This will be the occasion to say goodbye to fellow participants before 
leaving Vienna or enjoying an extended stay in the city.

NETWORKING RECEPTION & 
POSTER AWARD PRESENTATION
Friday 11 May 2018 | 18:00 – 19:00
Strauss Foyer, Ground Floor

All registered participants are invited to attend this informal networking 
reception and poster awards presentation taking place from 18.00 to 
19.00 in the Strauss Foyer at the ECRD 2018 conference venue. Austrian 
Folklore music by Die Tanzgeiger is generously provided by ProRare 
Austria.

PATIENT GROUPS 
WELCOME RECEPTION 
Thursday, 10 May 2018 | 19:00-21:00 | First Floor
Messe Wien Congress Center

A welcome reception will be held for registered patients and patients’ 
advocates on Thursday, 10 May 2018 from 19.00 to 21.00 in the 1st Floor 
Foyer. Drinks and snacks will be served.
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OPENING SESSION AGENDA
Friday, 11 May 2018 - 09:00 – 09:45

PLENARY SESSION AGENDA
Friday, 11 May 2018 - 10:15 – 12:30

CLOSING PLENARY SESSION AGENDA
Saturday, 12 May 2018 - 16:15 – 17:00

WELCOME ADDRESS AND 
OPENING REMARKS

09.00 – 09.20

•	 Terkel Andersen, President, EURORDIS-Rare Diseases Europe
•	 Magdalena Daccord, Associate Director, Head Of Operations EMEA - DIA
•	 Ana Rath, Director, Orphanet
•	 Rainer Riedl, President, Pro Rare Austria

KEYNOTE ADDRESSES
09.20 – 09.45

•	 Beate Hartinger-Klein, Austrian Federal Minister of Health and Women’s 
Affairs 

•	 Video message: Vytenis Andriukaitis, European Commissioner for Health 
and Food Safety

•	 Martin Seychell, Deputy Director-General, Directorate-General for Health 
and Food Safety, European Commission

COFFEE BREAK  

09.45 – 10.15

WELCOME & 
INTRODUCTION

10:15 – 10:30

Justina Januševičienė, Executive for the development of health care 
technologies and innovations, Lithuanian University of Health Sciences 
and immediate past Director of the Healthcare resources and innovation 
management department, Ministry of Health, Lithuania

KEYNOTE SPEAKER
10:30 – 10:45

Dr Rüdiger Krech, Director, Universal Health Coverage and Health Systems 
Office of the Assistant Director-General, World Health Organization

PATIENT TESTIMONY
10:45 – 10:55

Maria Weigl, living with MPS IVA, Morbus Morquio

VIDEO PRESENTATION
10:55 – 11:00

Daniela Bas, Director, Division for Social Policy and Development Department 
of Economic and Social Affairs, United Nations

RARE DISEASE PATIENTS’ 
NEEDS AND GOALS

11:00 – 11:30

Lene Jensen, Chief Executive Officer, Rare Diseases Denmark 

RARE DISEASE POLICY 
PRIORITIES FOR 

THE FUTURE
PANEL DISCUSSION

11:30 – 12:30

Moderator: Yann Le Cam, Chief Executive Officer and Co-Founder, EURORDIS-
Rare Diseases Europe

Panellists:

•	 Holm Graessner, Coordinator Solve-RD and ERN-RND
•	 Lene Jensen, Rare Diseases Denmark
•	 Dr Rüdiger Krech, Director, Universal Health Coverage and Health Systems 

Office of the Assistant Director-General, World Health Organization
•	 Nathalie Moll, Director General, EFPIA
•	 Martin Seychell, Deputy Director-General, Directorate-General for Health 

and Food Safety, European Commission
•	 Dr. Christa Wirthumer-Hoche, Head of Austrian Medicines and Medical 

Devices Agency   

TAKE HOME REMARKS
16:15 – 17:00

Moderator: Vinciane Pirard, Co-Chair, EFPIA-EuropaBio Joint Task Force on 
orphan drugs and rare diseases ; Public Affairs, Sanofi-Genzyme, Belgium

•	 Theme 1:  Lauren Roberts, Director of Support, Genetic Alliance UK, National 
Coordinator, Swan UK, UK

•	 Theme 2: Violeta Stoyanova-Beninska, Committee for Orphan Medical 
Products (COMP) Member, Chair of National Scientific and Regulatory 
Advice, Netherlands

•	 Theme 3: Julian Isla, Data and Artificial Intelligence Resource Manager, 
Microsoft and Dravet Syndrome European Federation (DSEF), Spain 

•	 Theme 4: Ursula Holtgrewe, Head of Work & Equal Opportunities, Zentrum 
für Soziale Innovation, Austria

•	 Theme 5: Michael Schlander, Professor of Health Economics, University of 
Heidelberg, Germany 

•	 Theme 6: Durhane Wong-Rieger, President & Chief Executive Officer, 
Canadian Organization for Rare Disorders, Chair of Rare Diseases 
International, Founder of the Asia Pacific RD Alliance (APARDO), Canada

The Opening and Plenary Sessions 
will be simultaneously interpreted 
from English into 2 languages: 

French	
German



9th ECRD | 10-12 May 2018 | #ECRDVienna 119th ECRD | 10-12 May 2018 | #ECRDVienna10

THEME 1
STRUCTURING THE RESEARCH 
& DIAGNOSIS LANDSCAPE

THEME 
DESCRIPTION

In the last few years, the research 
and diagnosis landscape has 
changed significantly in the field 
of rare diseases. Integration of 
new technologies in healthcare, 
and increased connection 
between research and care has 
opened up new possibilities for 
faster diagnosis and treatment. 
Acknowledging the patient as 
a key actor in their own health 
and putting them at the centre 
is strongly contributing to these 
tangible benefits. Encouraged by 
collaborative achievements of rare 
diseases stakeholders, the IRDiRC 
has published new, more ambitious 
goals and Europe is at the point 
of launching an integrative joint 
programming rare diseases 
initiative. But are we close to a 
fully collaborative and effective 

ecosystem that can provide all rare 
disease patients a diagnosis within 
a year?

The “STRUCTURING THE 
RESEARCH AND DIAGNOSTIC 
LANDSCAPE” theme will explore 
how we can exploit current 
achievements in genomics, how to 
prepare for new developments on 
the horizon and how to ensure no 
patients are left behind.

Starting by exploring how recent 
advances in research have 
transformed diagnostic pathways, 
we will also examine the potential 
challenges associated with 
new technology enabling self-
diagnosis and consider how we 
support those patients for who, 
despite these all innovations, 
their condition is likely to remain 
undiagnosed.

Assuming cooperation between 
patients, clinicians, researchers 
and sponsors to be the bedrock 

upon which successful research 
occurs, the next sessions will 
investigate what is required to 
aid this collaboration. Sessions 
two and three will explore 
recent, innovative schemes of 
co-design and funding, how to 
carry out research that profits all 
stakeholders and provide examples 
of how to attract investment. In 
session four we will challenge the 
idea of whether it is enough for 
a patient to simply be ‘an expert 
by experience’ and consider what 
skills and experience is required 
for them to truly be respected, 
equal partners.

In the closing session we expect 
lively debate as we invite ethicists, 
researchers and patients to 
scrutinize the impact of recent 
developments in gene editing – 
are we heading towards a world 
without rare diseases?

THEME LEADERS: 

Daria Julkowska, Scientific Coordinator,  
E-Rare, France

Lauren Roberts, Director of Support, Genetic 
Alliance UK, National Coordinator, Swan UK, UK

EURORDIS SUPPORT:

Virginie Bros-Facer, Scientific Director, 
EURORDIS-Rare Diseases Europe

ADDITIONAL SUPPORT:
Mathieu Boudes, Public/Private Partnership 
Coordinator, European Patients’ Forum (EPF)

Transformational diagnostic pathways: conversation between families and 
clinicians/researchers:
•	 A family diagnosed with an ultra-rare disease 

Isabelle Bros, Solhand, France 
Olaf Riess, Member of ERN-RND, Medical Director and Head of 
the Department of Medical Genetics, University of Tübingen, Germany

•	 A family with no diagnosis 
Louise James, SWAN UK, UK 
Alessandra Renieri, Professor, Department of Medical Biotechnologies, 
University of Siena, Italy

SWAN EUROPE: Keeping patients at the heart of diagnostic advancements
Lauren Roberts, Director of Support, Genetic Alliance UK, National 
Coordinator, Swan UK, UK

Interview with Centogene
Peter Bauer, Chief Scientific Officer, Centogene, Germany
Olaf Riess, Member of ERN-RND, Medical Director and Head of the Department 
of Medical Genetics, University of Tübingen, Germany
Virginie Bros-Facer, Scientific Director, EURORDIS-Rare Diseases Europe

SESSION 0102
Friday 11 May 2018 | 16:30–18:00

RESEARCH: FROM AN IDEA 
TO THE REAL WORLD

How can patient groups encourage research on their condition? How can 
researchers ensure that any research undertaken is exploitable and can be 
translated beyond the lab to the ‘real world’?  

Session Chair: Diego Ardigo, Chair Therapies Scientific Committee of IRDiRC; 
Project Lead, Chiesi, Italy

Overview of the major bottlenecks in translating research
Diego Ardigo, Chair Therapies Scientific Committee of IRDiRC; Project Lead, 
Chiesi, Italy

How do you get research done on your conditions?
Daniel Lewi, Co-founder and Chief Executive, CATS Foundation, UK

How to develop and adapt a co-design model for rare disease research?
Alison Metcalfe, Associate Dean for Research and Professor of Health Care 
Research, Kings College London, UK

How to make exploitable research?
Lucia Monaco, Chief Scientific Officer, Fondazione Telethon, Italy 

Crack It challenges from the industry perspective
Jon Timmis, Chief Executive Officer and Co-founder,  SimOnics, UK

SESSION 0103
Saturday 12 May 2018 | 09:00-10:30

INNOVATIVE FUNDING 
PARTNERSHIPS: 

CHALLENGES AND 
OPPORTUNITIES

Can non-profits sucessfully advance research into specific areas? Are 
megafunds the answers to the challange of funding rare disease reasearch? 
Join us to answer these questions as we also explore the challenges and 
opportunities of innovative funding partnerships, how non-profuts can work 
together and what researchers want from patient groups. 

Session Chair: Daria Julkowska, Scientific Coordinator, E-Rare, France

Innovative funding partnerships: challenges and opportunities
Daria Julkowska, Scientific Coordinator, E-Rare, France

Case studies:

Patient associations joining forces to fund rare disease research
Sean Kelly, Chief Executive, Action for A-T, UK

How can a non-profit advance research into a specific rare disease? 
Majid Jafar, Co-founder, Loulou Foundation, UK

Research perspective
Heather Etchevers, Research Scientist, Inserm, France

MegaFund
Dimitrios Athanasiou, Head of Parents Project, Muscular Dystrophy 
Association Hellas, Greece 

Panel Discussion

SESSION 0101
Friday 11 May 2018 | 14:00-15:30

TRANSFORMATIONS 
IN DIAGNOSTICS: HOW 

RESEARCH AND EUROPEAN 
REFERENCE NETWORKS 

ARE RE-SHAPING THE 
DIAGNOSIS LANDSCAPE

Are we about to enter a world where all rare diseases will be diagnosed 
within a year? How are recent scientific breakthroughs impacting on 
diagnostic pathways and what trends can we expect in the near future?  Join 
us as we explore what these trends will offer to patients and their families 
and how we can ensure they are kept at the centre of the debate. 

Session Chair: Olaf Riess, Member of ERN-RND, Medical Director and Head of 
the Department of Medical Genetics, University of Tübingen, Germany

Introduction state of the art in diagnostics and presentation of future trends 
in scientific breakthrough
Olaf Riess, Member of ERN-RND, Medical Director and Head of the Department 
of Medical Genetics, University of Tübingen, Germany
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SESSION 0104
Saturday 12 May 2018 | 11:00-12:30 

PATIENT INVOLVEMENT: 
IS IT ENOUGH TO BE AN 

‘EXPERT BY EXPERIENCE’?

Join us as we explore what it takes to make an ‘expert’ patient an equal 
partner. Hear how and why patients can be trained in research skills, 
how patient organisations can best support their members to engage 
meaningfully in research and share your views to help us build a cloud of 
words defining just what an expert patient is! 

Session Chair: Orion Buske, Chief Executive Officer, Gene42 Inc, Canada

Developing tools to empower patient experts
Orion Buske, Chief Executive Officer, Gene42 Inc, Canada

Why and how patients can be trained in research/science to become 
stronger partners?
Virginie Bros-Facer, Scientific Director, EURORDIS-Rare Diseases Europe

How can patient organisations best support the patient expert for a 
meaningful engagement?
Mathieu Boudes, Public/Private Partnership Coordinator, European Patients’ 
Forum (EPF)

Interview: What does it mean for you to be a patient expert?
Chris Sotirelis, Patient advocate and volunteer, EURORDIS-Rare Diseases 
Europe, former patient representative, UK Thalassameia Society (UKTS), UK
Mathieu Boudes, Public/Private Partnership Coordinator, European Patients’ 
Forum (EPF)

SESSION 0105
Saturday 12 May 2018 | 14:30-16:00

GENOME EDITING DEBATE: 
ARE WE HEADING 

TOWARDS A WORLD 
WITHOUT RARE DISEASES?

Are you worried advancements in genomics mean we are heading towards 
a world without rare diseases? Or do you think advancements should be 
celebrated? Join us for lively debate as we explore the ethics of genome 
editing. 

Debate Session 

Moderator: Vivienne Parry, Head of Engagement, Genomics England, UK

Chair of position 1: 
Heidi Howard, Senior Researcher, Uppsala University, Sweden

Chair of position 2: 
Simon Woods, Policy, Ethics & Life Sciences Deputy-Director, Newcastle 
University, UK

THEME 2
BREAKTHROUGH MEDICINES ON THE 
HORIZON: REGULATORS, HEALTH 
TECHNOLOGY ASSESSORS (HTA) AND 
PATIENTS WORKING TOGETHER 

THEME 
DESCRIPTION

Over the past two years, 
regulators and health technology 
assessors have engaged in an 
unprecedented exchange of 
information: an agreement to 
create a one-stop-shop for parallel 
European Medicines Agency/ 
health technology assessor’s 
scientific advice and the sharing 
of early reports from regulators 
during the evaluation phase of 
pharmaceuticals so that health 
technology assessors can start 

before marketing authorisation. 
The European Medicines Agency 
and health technology assessors 
work together to scan the horizon 
and to see which medicines 
are likely to fit their respective 
procedures. This is preparing for 
future European cooperation on 
health technology assessors, as a 
permanent scientific secretariat to 
host European health technology 
assessor’s activities is needed.

Theme 2 will cover important 
initiatives such as Priority 
Medicines at the European 
Medicines Agency (PRIME); the 

current cooperation on health 
technology assessors (EUnetHTA 
joint action 3) – the European 
Medicines Agency -EUnetHTA 
three-year work plan which was 
announced in November 2017; 
plans for the future of health 
technology assessors, and will 
describe where we are in the 
development of orphan medicinal 
products in 2018.

Lastly, it will explain the new roles of 
patients and their representatives 
when working with regulators, 
health technology assessors and/
or industry.

THEME LEADERS: 

Wim Goettsch, Special Advisor HTA for the Dutch 
National Health Care Organisation, Netherlands

Jordi Linares Garcia, Head of Scientific and Regulatory 
Management, EMA

Violeta Stoyanova-Beninska, COMP Member, Chair of 
National Scientific and Regulatory Advice, Netherlands

François Houÿez, Treatment Information 
and Access Director, Health Policy Advisor, 
EURORDIS-Rare Diseases Europe

EURORDIS SUPPORT: 

Matteo Scarabelli, Patient Engagement Manager 
– HTA, EURORDIS-Rare Diseases Europe 

SESSION 0201
Friday 11 May 2018 | 14:00-15:30

BREAKTHROUGH 
PRODUCTS / PRIORITY 

MEDICINES –SYNERGIES 
BETWEEN REGULATORS 

AND HEALTH TECHNOLOGY 
ASSESSORS

For rare diseases more than for others the concept of priority medicines is a 
relevant tool to stimulate development and timely registration of innovative 
breakthrough medicines. An overview of the experience from the COMP and 
the PRIME and HTA dialogue will set the scene to conclude how to move 
forward. 

Session Chair: Russell Wheeler, Patient Advocate at Leber’s Hereditary Optic 
Neuropathy Society, UK

PRIME: where are we in May 2018: products, diseases, interactions with 
Health and Technology Assessment bodies and submission of MA for 
products benefiting from PRIME
Zahra Hanaizi, Scientific Officer, PRIME coordinator, European Medicines 
Agency

Can PRIME attract innovation towards unmet needs / disruptive medicines?
Steven Hall, Pfizer Global Research & Development, UK

Experience of the Committee for Orphan Medicinal Products 
Violeta Stoyanova-Beninska, Senior clinical assessor Agency Medicines 
Evaluation Board, Member COMP and Expert CNS WP at European Medicines 
Agency, Netherlands
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SESSION 0202
Friday 11 May 2018 | 16:30–18:00

CURRENT EU 
COOPERATION ON 

HEATH TECHNOLOGY 
ASSESSORS: EUnetHTA

What has changed since the existence of the current cooperation on health 
technology assessors (EUnetHTA)? What to expect from the EMA/EUnetHTA 
three-year work plan, announced in November 2017?  

Session Chair: Dimitrios Anathasiou, Board Member of United Parents 
Projects Muscular Dystrophy; Duchenne Muscular Dystrophy (DMD) Patient 
Advocate; EMA Patient Expert in DMD, Greece

Early Dialogues 2.0: Early Dialogue Working Party and what’s new in Early 
Dialogues 
François Meyer, Advisor to the President, International Affairs, Haute Autorité 
de Sante (HAS), France

Joint Health Technology Assessors for pharmaceuticals 
Speaker to be named

Preparing the contribution of patients in regulatory / Health Technology 
Assessors procedures                                                          
Matteo Scarabelli, Patient Engagement Manager – HTA, EURORDIS-Rare 
Diseases Europe, France 

Analysis of HTA and reimbursement procedures in EUnetHTA partner 
countries
Peter O’Neill, Scientific Adviser, National Institute for Health and Care 
Excellence (NICE), UK

SESSION 0203
Saturday 12 May 2018 | 09:00-10:30

PREPARING THE 
CONTRIBUTION OF 

PATIENTS IN REGULATORY 
/ HEATH TECHNOLOGY 

ASSESSOR PROCEDURES

Patients are increasingly present and involved in the EMA regulatory 
process. But are they ready to contribute to the HTA assessments? How can 
they be prepared to step in? 

Session Chair: to be named

The Community Advisory Boards (CAB) Programme
Rob Camp, Patient Engagement Senior Manager – CABs, EURORDIS-Rare 
Diseases Europe

Patients invited to the oral explanations for the marketing authorisation 
opinion: report
Nathalie Bere, Patient Engagement, European Medicines Agency

First EMA public hearing, EMA Network of Young People
Nathalie Bere, Patient Engagement, European Medicines Agency

Possibility to submit topics for joint HTA (EUnetHTA/ medical devices) 
Sabine Ettinger, Researcher & Scientific Project Manager at Ludwig Boltzmann 
Institute for Health Technology Assessment, Austria 

SESSION 0204
Saturday 12 May 2018 | 11:00-12:30

OMPS (ORPHAN 
MEDICINE PRODUCTS) 

IN THE PIPE: WHAT CAN 
WE SEE COMING? 

If you wonder why there is a big difference between the number of orphan 
designated products and orphan medicinal products on the market, you 
might find some answers after attending this session. 

Session Chair: to be named

Characteristics of the 1800+ designated products
Violeta Stoyanova-Beninska, Senior clinical assessor Agency Medicines 
Evaluation Board, Member COMP and Expert CNS WP at European Medicines 
Agency, Netherlands 

Abandoned OMPs
Viviana Giannuzzi, Senior Researcher, Gianni Benzi Pharamacological 
Research Foundation, Italy

Drug repurposing
Diego Ardigo, Chair Therapies Scientific Committee of IRDiRC; Project Lead, 
Chiesi 

Horizon scanning at EMA
Kristina Larsson, Head of Orphan Drugs, European Medicines Agency

SESSION 0205
Saturday 12 May 2018 | 14:30-16:00

THE FUTURE OF HEALTH 
TECHNOLOGY ASSESSOR 

COOPERATION

What is the future of HTA cooperation in Europe? The Commission will 
present the Regulation Proposal at the session starting at 13:30 with all 
conference participants, for 20-30 minutes

Session Chair: Cees Smit, Patient Advocate, Patients Network for Medical 
Research and Health, EGAN, Netherlands and François Houÿez, Treatment 
Information and Access Director, Health Policy Advisor, EURORDIS-Rare 
Diseases Europe

European Commission Legislative Proposal 
Flora Giorgio, Head of Sector Health Technology Assessment, DG SANTE B4, 
European Commission

What patients can expect
François Houÿez, Treatment Information and Access Director, Health Policy 
Advisor, EURORDIS-Rare Diseases Europe 

What decision makers can expect 
Speaker to be named 

What industry can expect
Ansgar Hebborn, Head of Global Market Access Policy, Roche Pharmaceuticals, 
Switzerland 

What an HTA agency can expect
Mirjana Huic, Croatian Agency for Quality and Accreditation in Health Care 
and Social Welfare and Head of Department for Development, Research and 
HTA, Croatia
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THEME 3
THE DIGITAL PATIENT

THEME 
DESCRIPTION

While other industries are fully 
immersed in the digital era, the 
health industry is struggling 
to undergo a real digital 
transformation. The foundations 
of health science date back 
centuries and the transition to 
the digital world is complex. The 
obstacles to create digital assets 
and relationships in the field of 
health range from unbalanced 
physician-patient relationships 

to clinical institutions focused on 
transactions and non-continuous 
care. Patients with rare diseases are 
suffering from this situation even 
more than other chronic patients: 
the complexity of their conditions, 
the low number of patients and the 
scarcity of effective treatments are 
big problems but also are great 
opportunities for a new medicine 
based on the P4 pillars (predictive, 
preventive, personalised and 
participatory). We will explore how 
technology can help patients with 
rare diseases, how the regulatory 
world is evolving, the initiatives 

in Europe to embrace this digital 
transformation and real examples 
from patient organisations 
already starting this journey. New 
technology will create fabulous 
opportunities but also new risks, 
as information will be more 
accessible to hackers and medical 
systems will be more exposed to 
cyberattacks. Information and 
awareness are elements crucial to 
understand in order to mitigate 
the risks while we are evolving into 
a new era of medicine.

THEME LEADERS: 

Julian Isla, Data and Artificial Intelligence Resource 
Manager, Microsoft and Dravet Syndrome European 
Federation (DSEF), Spain 

Justina Januševičienė, Executive for the development 
of health care technologies and innovations, Lithuanian 
University of Health Sciences, Lithuania & Former 
Director, Healthcare resources and innovation 
management department, Ministry of Health, Lithuania

EURORDIS SUPPORT: 

Elisa Ferrer, Patient Engagement Senior 
Manager, EURORDIS-Rare Diseases Europe

Virginie Hivert, Therapeutic Development 
Director, EURORDIS-Rare Diseases Europe 

SESSION 0301
Friday 11 May 2018 | 14:00-15:30

EVERYTHING IS 
TECHNICALLY POSSIBLE

Digital technologies are revolutionizing society and offering innovative 
solutions to improve patients’ lives and to advance medical research at an 
unprecedented pace. In this session, we will explore what technology can 
offer to patients and what challenges lay ahead.

Session Chair: Elena Bonfiglioli, Director of Health Industry Business, 
Microsoft

Technology panel discussion:
•	 What can technology offer & what are the challenges?
•	 Looking to the future
•	 New solutions applicable to patients’ daily life 
•	 Disruptive technology – Block chain in health care
•	 Technology bringing value to society

Panellists: 
•	 Ivo Ramos, Atos Health Sector, Research and Innovation, France
•	 Vytautas Kašėta, Blockchain consulting services, Lithuania
•	David Martin Lindstrom, Head of Device & Data Security at ElevenPaths, 

Telefónica, Spain

SESSION 0302
Friday 11 May 2018 | 16:30–18:00

SOCIETAL, LEGAL AND 
ETHICAL FRAMEWORK

Are patients willing to share their health data for the sake of advancing 
research and accelerating diagnosis? Is it safe? Who owns the data? We 
will explore the answers to these questions with legal experts, cyber 
security specialists and patient advocates.

Session Chair: Petra Wilson, Director at Health Connect Partners, UK

Role Play: Overview on the General Data Protection Regulation
Petra Wilson, Director at Health Connect Partners, UK
Šarūnas Narbutas, President of the the Lithuanian Cancer Patient Coalition 
(POLA), Lithuania

Panel Discussion: The real life of data

Introductory presentation
Marc Hanauer, Chief Technology Officer, Orphanet, France 

Panellists: 
•	 Marius Pareščius, Chief Executive Officer, International Security Cluster, 

Lithuania
•	 Sandra Courbier, Rare Barometer Senior Manager, EURORDIS-Rare Diseases 

Europe
•	 Orion Buske, Chief Executive Officer, Gene42 Inc., Canada

SESSION 0303
Saturday 12 May 2018 | 09:00-10:30

DIGITAL STRATEGY 
IN EUROPE – BREAKING 
DOWN THE BARRIERS

Digital technologies are transforming cross-border health care and 
offering new hope to patients living with rare diseases. This session will 
show how EU policies are supporting the implementation of digital health 
solutions and the use of health data for research and innovation.

Session Chair: Justina Januševičienė, Executive for the development of 
health care technologies and innovations, Lithuanian University of Health 
Sciences, Lithuania

Panel Discussion: 
•	 Challenge the European Commission from the European Reference Networks 

and healthcare professionals point of view – Feedback on their discussions 
on how to interact with industry and on the European Reference Networks 
roadmap in between

•	 European Joint Programme
•	 Digital Health Society
•	 Exchanges of national experiences – data sharing between countries 
•	 Future policy-shaping

Panellists: 
•	 Tapani Piha, Head of Unit, Cross-border healthcare and e-Health, DG SANTE
•	 Brian O’Connor, European Connected Health Alliance, UK
•	 Henrique Martins, Chief Executive Officer, Shared Services of the Ministry 

of Health, Portugal 
•	 Zoi Kolitisi, eHealth strategist, eGov senior policy advisor, affiliated member 

of the Information Security Laboratory of the Aristotelian University of 
Thessaloniki, Greece
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SESSION 0304
Saturday 12 May 2018 | 11:00-12:30 

EUROPEAN REFERENCE 
NETWORKS AS A FUTURE 
MODEL OF HEALTHCARE

The European Reference Networks (ERNs) are transforming diagnosis 
and care for patients living with a rare disease. We will explore how 
online consultations and patient data sharing is currently happening in 
the ERN framework and how the digital infrastructure is supporting this 
transformation. 

Session Co-Chairs:
Victoria Hedley, RD-ACTION Thematic Coordinator, John Walton Muscular 
Dystrophy Research Centre, UK
Ana Rath, Director, Orphanet, France

How virtual health care is happening in the ERN framework
•	 Rima Nabbout, European Reference Network on Rare Epilepsies (EpiCARE), 

Hôpital Necker-Enfants Malades, France 
•	 Sofia Douzgou, European Reference Network on Rare Congenital 

Malformations and Rare Intellectual Disability (ITHACA), Manchester Centre 
for Genomic Medicine, University of Manchester, United Kingdom

Results of RD-Action WP5 on Steering, maintaining and promoting the 
adoption of OrphaCodes across member states
Stefanie Weber, Director Deutsches Institut für Medizinische Dokumentation 
und Information, Germany

Interoperability (national vs European)
•	 Elisa Salamanca, Operations Director, French national database on rare 

diseases, France
•	 Ana Rath, Director, Orphanet, France

Debate on CPMS system: theory vs real life
Moderator: Victoria Hedley, RD-ACTION Thematic Coordinator for Rare 
Diseases at Newcastle University Institute of Genetic Medicine, UK

Panellists: 
•	 Tapani Piha, Head of Unit, Cross-Border Healthcare & eHealth, DG Sante, 

Luxembourg
•	 Marie Claude Boiteux, President and Co-Founder of Cutis Laxa Internationale, 

ERN Skin, France
•	 Russel Wheeler, Rare eye diseases ERN patient representative, Leber’s 

Hereditary Optic Neuropathy Society UK
•	 Rima Nabbout, European Reference Network on Rare Epilepsies (EpiCARE), 

Hôpital Necker-Enfants Malades, France 
•	 Sofia Douzgou, European Reference Network on Rare Congenital 

Malformations and Rare Intellectual Disability (ITHACA), Manchester Centre 
for Genomic Medicine, University of Manchester, United Kingdom

SESSION 0305
Saturday 12 May 2018 | 14:30-16:00 

PATIENTS AND THE 
DIGITAL REVOLUTION

Digital revolution is happening and patients are taking the lead. This 
session will focus on how patient-led technological solutions are helping 
diagnosis, treatment and care and paving the way for patient-centric 
medicines development.

Conversational interfaces to identify patient-relevant outcome measures 
(PROMs): development of a Duchenne muscular dystrophy data platform
Elizabeth Vroom, Duchenne Parent Project, The Netherlands

Deep learning project for symptoms identification
Julian Isla, Foundation 29, Spain

Development of a mobile app in the context of the ERN on multisystemic 
vascular diseases (VASCERN)
Claudia Crocione, Managing Director, Hereditary hemorrhagic teleangiectasia, 
Italy

Case studies of remote patient monitoring: use of wearables
Elin Haf Davies, Founder of Aparito, UK

EMA qualification process of new methodologies for medicines development
Kristina Larsson, Head of Office for Orphan Medicines, European Medicines 
Agency (EMA)

THEME 4
QUALITY OF LIFE: MAKING  
WHAT MATTERS, MATTER

THEME 
DESCRIPTION

Rare diseases pose serious health, 
social and everyday challenges, 
which are often highly debilitating, 
and significantly affect the 
autonomy and the fundamental 
human rights of people living with 
a rare disease and their carers. 
However, people living with rare 
diseases and their carers should 
be recognised and esteemed as 
persons, not as diagnoses. They 
should have the possibility of 
living a life with fulfilling personal 
relationships, of being able to 
contribute meaningfully to the 
lives of others and to society. 

Freedom to decide on their own 
lives, autonomy, security and 
dignity are important factors of 
what we call “quality of life”.

All rare disease stakeholders are 
working to improve the quality of 
life of all rare people. Nevertheless, 
health and social systems as 
well as the different spheres 
of access to care, treatment 
and support to inclusion and 
participation in society do not 
always successfully address their 
complex needs in ways that create 
actual improvements. How can 
we continue to build win-win 
collaborative strategies to advance 
this mission?

This theme revisits the concept 

of quality of life and explores the 
ways in which it can contribute to 
decision-making and to shaping 
the provision of treatments and 
care. Discussions will also unveil 
the invisible burden of rare 
diseases and explore case studies 
of innovative services that bridge 
the existing gaps to effectively 
and sustainably achieve integrated 
care.

Lastly, the theme will venture into 
thinking about what care may 
look like in 30 years and how 
all stakeholders can prepare to 
develop the next best practices, 
building on the advances and 
challenges of tomorrow rather 
than those of today. 

THEME LEADERS: 

Ursula Holtgrewe, Head of Work & Equal Opportunities, 
Zentrum für Soziale Innovation, Austria 

Lene Jensen, Chief Executive Officer, Rare Diseases 
Denmark, Denmark

EURORDIS SUPPORT:

Raquel Castro, Social Policy Senior Manager, 
EURORDIS-Rare Diseases Europe

SESSION 0401
Friday 11 May 2018 | 14:00-15:30

QUALITY OF LIFE – 
WHAT REALLY MATTERS 

TO PATIENTS & HOW 
TO MEASURE IT

A lot is said and researched on Quality of Life - but what does Quality of 
Life really mean for patients and carers? What really matters? How can we 
set meaningful and measurable Quality of Life indicators?

Session Chair: Avril Daly, Vice-President, Board of Directors, EURORDIS-Rare 
Diseases Europe, Chief Executive Officer, Retina International, Ireland

Quality of life, what matters to people living with a rare disease and their 
carers?
Avril Daly, Vice-President, Board of Directors, EURORDIS-Rare Diseases 
Europe, Chief Executive Officer, Retina International, Ireland

Overview of traditional quality of life assessment methodologies
Jakob Bjørner, Chief Science Officer, Optum Patients Insights, Denmark 

The role of European Reference Networks in developing Quality of Life 
indicators
Sofia Douzgou, European Reference Network for Rare Congenital 
Malformations and Intellectual Disability (ITHACA), Central Manchester 
University Hospitals, NHS Foundation Trust, United Kingdom

Debate Session: What really matters?
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SESSION 0402
Friday 11 May 2018 | 16:30–18:00

HOW CAN QUALITY OF 
LIFE CONTRIBUTE TO 
DECISION MAKING?

How can Quality of Life systematically inform decision making on the 
provision and reimbursement of treatments, health care and social 
services? How can we bridge the gaps between what counts for decision 
making and what really matters to patients and carers?

Session Chair: Anna Bucsics, Project Advisor, MoCA (Mechanism of 
coordinated Access to Orphan Medicinal Products) Austria

Debate Session: 
•	 Pauline Evers, Dutch Federation of Cancer Patient Organisations, Patient 

Representative at Committee for Orphan Medicinal Products (COMP), 
European Medicines Agency’s (EMA), Netherlands 

•	 Virginie Hivert, Therapeutic Development Director, EURORDIS; Vice-Chair 
of Therapies Scientific Committee, International Rare Diseases Research 
Consortium (IRDiRC)

•	 Karl-Johan Myrén, Head of Patient Access at Wilson Therapeutics, Sweden
•	 Ri De Ridder, Director-General of Healthcare, National Institute for Health 

and Disability Insurance (RIZIV-INAMI), Belgium

SESSION 0403
Saturday 12 May 2018 | 09:00-10:30

DISABILITY: UNVEILING THE 
INVISIBLE DOUBLE-BURDEN 

OF RARE DISEASES

Rare diseases = disability? How disabling are rare diseases? How can 
rare diseases be visible on the disability agenda? How can the disability 
generated by the time and care burden of rare diseases be taken into 
account?

Session Chair: Lene Jensen, Chief Executive Officer, Rare Diseases Denmark, 
Denmark

Patients and carers perspectives: results of European-wide survey on the 
social impact of rare diseases
Raquel Castro, Social Policy Senior Manager, EURORDIS-Rare Diseases 
Europe, France

Key findings of the Orphanet Disability project
Ana Rath, Director, Orphanet, France

Debate Session: How to integrate rare diseases into the disability agenda? 
How to consider the time and care burden aspects?

Panellists:
•	 Gunta Anca, General Secretary, European Disability Forum, Belgium 
•	 Ana Lucia Arellano, First Vice-Chair of International Disability Alliance, 

and President of the Latin American Network of Non-Governmental 
Organizations of Persons with Disabilities and their Families, Ecuador

SESSION 0404
Saturday 12 May 2018 | 11:00-12:30 

INTEGRATED CARE: 
BRINGING TOGETHER 

HEALTH & SOCIAL 
CARE, TWO SIDES OF 

THE SAME PATIENT

People living with a rare disease have full lives and multidisciplinary 
needs. Multidisciplinary and integrated health and social care is key for 
their Quality of Life. But, for patients and carers, finding one’s way in 
through the care systems takes skills, coordination and maybe a bit of 
luck. How can integrated care for rare diseases become a reality across 
Europe? How can European Reference Networks support the bridging of 
health and social care?

Session Chair: Ester Sarquella Casellas, Connected Health and Care Business 
Development Director for Southern Europe, Tunstall Healthcare, United 
Kingdom

Case Studies - Bridging the gap between health and social care for rare 
diseases:

Case management at NoRo Centre in Romania (INNOVCare project)
Dorica Dan, President, Romanian Prader Willi Association, Romania

Experience of Centre of Expertise
Anja Diem, Manager of outpatient clinic, EB-Haus, Austria

Patient testimonial of successful experience
Beata Ferencz, Mother of a child with Williams Syndrome, Project Manager, 
Rare Diseases Sweden, Sweden

Debate Session: Innovative practices to achieve integrated care; key success 
factors and main hurdles

SESSION 0405
Saturday 12 May 2018 | 14:30-16:00

FROM BEST PRACTICES TO 
NEXT PRACTICES: BUILDING 
A COLLABORATIVE VISION

The first sessions focused on the challenges and best practices of today. 
How about tomorrow? What will care look like 30 years from today? What 
are the game changers for the future and how should we start getting 
prepared? What will be the future solutions on future problems 360°?

Session Chair: Peter O’Donnell, Brussels Correspondent, APM Health Europe, 
Belgium 

Key messages from all sessions 
Ursula Holtgrewe, Head of Work & Equal Opportunities, Zentrum für Soziale 
Innovation, Austria

Game changers of the future

Vision from young patient advocates 
•	 Synne Lerhol, Secretary General, The Norwegian Association for Youth with 

Disabilities, Norway
•	 Courtney Coleman, Patient Involvement and Engagement, European Lung 

Foundation (ePAG), United Kingdom

Closing Speech
Anders Olauson, Agrenska, Honorary President, European Patients’ Forum, 
Chair at RareResourceNet, Sweden
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THEME 5
ECONOMICAL PERSPECTIVES 
IN RARE DISEASES 

THEME 
DESCRIPTION

The theme will aim to look at 
economical aspects in rare 
diseases from different stakeholder 
perspectives, evaluate existing 
collaborative approaches and 
discuss options to further develop 
an environment conducive to 
innovation and to faster access to 
patients care and cure.

The sessions in this theme will 

explore our ambitions to refine a 
shared understanding on how to 
improve access to rare disease 
therapies and how to ensure a 
sustainable orphan drug business 
model for all stakeholders involved. 

We will share findings on 
economic and financial impact 
of rare diseases on healthcare 
systems and societies, including 
testimonials/case studies from 
patients. 

The theme will look both into the 
impact of the current policies on 

access to rare disease therapies as 
well as into innovative concepts 
and collaborative approaches 
which are being experimented 
throughout Europe both in view of 
value recognition, rewarding and 
funding. 

A look into the future will complete 
the theme to explore consensual 
ideas on what is needed to 
further develop the rare diseases 
ecosystem and how to ensure 
sustainable access to rare disease 
care in 2030.

THEME LEADERS: 

Ruediger Gatermann, Director, Healthcare Policy 
and External Affairs Europe, CSL Behring, Germany 

Michael Schlander, Professor of Health Economics, 
University of Heidelberg, Germany 

EURORDIS SUPPORT:

Simone Boselli, Public Affairs Director, 
EURORDIS-Rare Diseases Europe  

SESSION 0501
Friday 11 May 2018 | 14:00-15:30

ECONOMIC IMPACT 
OF RARE DISEASES 

ON PATIENTS, FAMILIES 
AND SOCIETY

The session aims to examine the patient burden in rare diseases from 
different angles. We will address the health, psycho-social and economic 
impact of rare diseases on patients, caregivers and the wider health care 
system. Results from recent cost of illness studies will be presented as well 
as experience from the perspective of clinicians and patients. The inclusion 
of the societal dimension is essential to measure the impact across all 
meaningful parameters.  A better understanding of the full burden of a 
disease would help to assess the real value of a therapy and to implement a 
holistic policy approach to address persistent gaps in care and cure.  

Session Chair: Sandra Nestler-Parr, Managing Director, Rare Access, UK

Speakers:

•	 Jamie O’Hara, University of Chester, UK
•	 Mondher Toumi, Aix-Marseille University, France
•	 Mariangela Pellegrini, ERN BloodNet Programme Manager, France
•	 Lise Murphy, EURORDIS-Rare Diseases Europe

SESSION 0502
Friday 11 May 2018 | 16:30-18:00

DYNAMICS OF THERAPY 
DEVELOPMENT FOR 

RARE DISEASES

Developing a new rare disease therapy is a fascinating yet complex and 
costly challenge. This session will deep dive into the dynamics of R&D for rare 
diseases therapies, underline the specificities of business models focusing 
on rare diseases, the role of incentives in the rare disease ecosystem. 

Session Chair: Emmanuel Chantelot, Executive Director, Head of Government 
Relations and Policy Europe, Celgene, Belgium 

Speakers
•	 Tim Wilsdon, Vice President Charles River Associate, UK
•	 Chris Sotirelis, EURORDIS-Rare Diseases Europe
•	Maurizio Scarpa, MetabERN coordinator, Germany
•	Anant Murthy, Vie President, Market Access & Pricing, Alnylam 

Pharmaceuticals, Switzerland

SESSION 0503
Saturday 12 May 2018 | 9:00-10:30

A PARADIGM SHIFT 
IN VALUE FRAMEWORKS 

FOR ACCESS

The session will focus on the reasons why the conventional health economic 
paradigm often fails to capture the full social value of interventions for 
rare and very diseases. Elements of an extended or alternative evaluation 
paradigm will be discussed. Presentations will build on new empirical 
research, providing evidence for the will of citizens to share scarce health 
care resources and for the implications of changing the cost perspective 
– from incremental cost per case (and length and quality of life gained 
per case) to incremental cost per member of a National Health Scheme 
(“NHS”, or mandatory health insurance plan) caused by adding a health 
care programme to the “basket” offered by a national health service.   

Session Chair: Prof Michael Schlander, Professor of Health Economics, 
University of Heidelberg, Germany

Speakers:
•	 Prof Jeff Richardson, Monash University, Melbourne, Australia
•	 Prof Michael Schlander, DKFZ & University of Heidelberg, Germany
•	 Sheela Upadhyaya, NICE HST Programme, UK

SESSION 0504
Saturday 12 May 2018 | 11:00-12:30

NEW APPROACHES 
TO PRICING AND FUNDING 

AND IMPLICATIONS 
FOR ACCESS

People with rare diseases across Europe still experience difficulties and 
inequalities in access to adequate therapies for their conditions. This 
session will explore new approaches to funding and innovative payment 
models, including collaborative approaches, payment based on outcomes, 
how to deal with uncertainties and other types of cooperation mechanisms 
at European level.

Session Chair: Anna Bucsics, Project Advisor, MoCA (Mechanism of 
coordinated Access to Orphan Medicinal Products) Austria

Speakers:
•	 Diane Kleinermans, Advisor to the Ministry of Health, Belgium
•	 Alexander Natz, Secretary General, EUCOPE
•	 Allen King, Pipeline Lead – Rare Disease Patient Health and Impact (PHI), 

Pfizer, USA
•	 Brian O’Mahony, President, European Haemophilia Consortium (EHC), 

Ireland

SESSION 0505
Saturday 12 May 2018 | 14:30-16:00

A LOOK INTO THE 
FUTURE – HOW TO 

ENSURE SUSTAINABILITY 
ACCESS TO RARE 

DISEASES CARE IN 2030

This final session will wrap up the Theme 5 with a look to the future. If 
science continues to deliver and progress at this pace, what will need to be 
in place by 2030 to ensure that people with rare diseases have access to 
the treatment they need? How will healthcare providers be able to provide 
them? What should the R&D framework look like?

Session Chair: Avril Daly, Vice-President, Board of Directors, EURORDIS-Rare 
Diseases Europe, Chief Exectutive Officer, Retina International, Ireland

Speakers:
•	 Miriam Dalmas, Health Ministry, Malta, ERN Board of Member States 

representative, Malta
•	 Martin de Graff, ZIN, Netherlands
•	 Agnès Jaulent, EspeRare, Translational Project Leader, Switzerland
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THEME 
DESCRIPTION

It’s time to commit to global equity 
for rare diseases.   When rare 
diseases are neglected anywhere, 
people living with a rare disease 
are harmed everywhere.  

People with rare diseases are 
connected globally by their genes 

and their challenges; they should 
also be connected by their hope 
and opportunities.  Our vision is a 
world where all people living with 
rare diseases receive equitable 
treatment and support and all 
advances in rare diseases benefit 
all those affected, regardless of 
where they live.

This theme is set up as five inter-
related workshop sessions that 

explore how to achieve global 
equity for rare diseases from 
top-down and from bottom-up 
levels, from policy and research to 
products and practical solutions.  

Each session will be facilitated by 
an animateur with several “thought 
leaders” who will set the stage for 
total audience participation.

THEME 6
GLOBAL RARE EQUITY:  
ARE WE THERE YET?

THEME 
DESCRIPTION

It’s time to commit to global equity 
for rare diseases.   When rare 
diseases are neglected anywhere, 
people living with a rare disease 
are harmed everywhere.  

People with rare diseases are 
connected globally by their genes 

and their challenges; they should 
also be connected by their hope 
and opportunities.  Our vision is a 
world where all people living with 
rare diseases receive equitable 
treatment and support and all 
advances in rare diseases benefit 
all those affected, regardless of 
where they live.

This theme is set up as five inter-
related workshop sessions that 

explore how to achieve global 
equity for rare diseases from 
top-down and from bottom-up 
levels, from policy and research to 
products and practical solutions.  

Each session will be facilitated by 
an animateur with several “thought 
leaders” who will set the stage for 
total audience participation.

THEME LEADERS: 

Professor Hugh Dawkins, Director, Office of Population 
Health Genomics, Health Department of Western 
Australia, Australia 

Durhane Wong-Rieger, President & Chief Executive 
Officer, Canadian Organization for Rare Disorders, Chair 
of Rare Diseases International, Founder of the Asia 
Pacific RD Alliance (APARDO), Canada

EURORDIS SUPPORT: 

Paloma Tejada, Director, Rare Diseases 
International, EURORDIS-Rare Diseases Europe

Clara Hervas, Public Affairs Junior Manager, 
EURORDIS-Rare Diseases Europe

SESSION 0602
Friday 11 May 2018 | 16:30-18:00

WHAT GLOBAL 
OPPORTUNITIES DO 

WE UNLOCK WHEN ALL 
PEOPLE LIVING WITH 

A RARE DISEASE HAVE 
ACCESS TO A TIMELY 

ACCURATE DIAGNOSIS 
AND OPTIMISED CARE ?

What global opportunities do we unlock when all people living with a rare 
disease have access to timely accurate diagnosis and optimised care?  This 
panel will explore some of the advances and innovations in rare disease 
diagnosis and care and, importantly, the impact for patients, families; 
transformation for health systems; and more broadly the innovation for all 
sectors of society. 

Moderator: Mark Krueger, President, MK&A, USA

Overview presentation
Moeen Alsyed, Global Commission on Ending Diagnostic Odyssey, Saudi 
Arabia

Panel Discussion
•	Moeen Alsyed, Global Commission on Ending Diagnostic Odyssey, Saudi 

Arabia
•	Ross Selby, Head of Global Patient Access, Takeda Oncology, UK
•	 Olivia Romero-Lux, World Federation of Hemophilia, Canada
•	Laura Arbour, Department of Medical Genetics, University of British 

Columbia, Canada

SESSION 0603
Saturday 12 May 2018 | 9:00-10:30

IRDIRC NEXT HORIZON 
2027: RESEARCH 

FROM VISION TO THE 
REAL WORLD

What to do when you exceed your targets ahead of your deadline?  Post 
more audacious targets with more ambitious timelines and push for real 
world action!  Join bold actors of the International Rare Disease Research 
Consortium as they promote IRDiRC’s 2027 targets and challenge you to 
become a part of the planning and activity to get there.

Moderator: Paul Lasko, Scientific Director of the Institute of Genetics, Canadian 
Institutes of Health Research - Institute of Genetics (CIHR-IG), Canada

Overview presentation
Christopher Austin, Director of NIH/NCATS, USA

Panel Discussion
•	 Makoto Suematsu, President, Agency for Medicial Research and 

Development (AMED), Japan
•	 Kym Boycott, Senior Scientist, Children’s Hospital of Eastern Ontario 

Research Institute; Care4Rare, Canada
•	Sonja van Weely, E-Rare, Netherlands
•	Prof. Getnet Tadele, Addis Ababa University, Ethipoia

SESSION 0604
Saturday 12 May 2018 | 11:00-12:30

BUILDING THE RARE 
DISEASE KNOWLEDGE 

AND INFORMATION 
ECO-SYSTEM THROUGH 
BETTER CONNECTIONS

How are we building the rare disease knowledge and information eco-
system; what components, such as different knowledge (data) platforms and 
resources (information) banks could be aligned to this vision through better  
connections (fibre optic vs copper wire)?  What are innovative, emerging 
and revolutionary technologies converging for real time connectivity?  
How have multi-stakeholder networks and collaborations been effective in 
redefining the new rare disease knowledge and information eco-system?

Moderator: Professor Hugh Dawkins, Director, Office of Population Health 
Genomics, Health Department of Western Australia, Australia

Overview presentation
Speaker to be named 

Panel Discussion
•	 Christina Waters, Chief Executive Officer and Founder, Rare Science, United 

States
•	 Dr Mike Brudno, Scientific Director, SickKids, Associate Professor, 

Department of Computer Science, University of Toronto, Canada 
•	Olivier Menzel, Chairman, BLACKSWAN Foundation, Switzerland
•	Arndt Rolfs, Chief Executive Officer, Centogene

SESSION 0601
Friday 11 May 2018 | 14:00-15:30

HOW CAN WE LEVERAGE 
GLOBAL POLICIES AND 
GLOBAL AGENCIES TO 
EXPLICITLY SUPPORT 

RARE DISEASES? 
(RECOGNISING DIVERSITY 
AND ENSURING EQUITY)

How can we leverage global policies and agency frameworks to explicitly 
support rare diseases recognising diversity and ensuring equity?  In this 
session, key individuals drawn from influential global entities, inside and 
outside of the rare diseases space, will set the stage for a vibrant discussion 
on how to translate this from a challenge into a timely opportunity to 
transform policy, and informed by engaging the entire audience.

Moderator: Jeff Sturchio, President & Chief Executive Officer, Rabin Martin, 
USA

Overview presentation
Yann Le Cam, Chief Executive Officer and Co-Founder, EURORDIS-Rare 
Diseases Europe 

Panel Discussion
•	 Angela Chaves Restrepo, Chief Executive Officer, Federación Colombiana 

de Enfermedades Raras, Colombia
•	 Rüdiger Krech, Director of the Department of Ethics and Social Determinants 

of Health, World Health Organisation (WHO)
•	 Emmanuel Akpakwu, Project Lead, Value in Healthcare, Global Health and 

Healthcare Industries 
•	 Matthew Harold, International Public Affairs, Rare Diseases, Pfizer, UK
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THEME 1: STRUCTURING THE RESEARCH 
& DIAGNOSIS LANDSCAPE

P 2 | Alkaptonuria: a far much complex disease than thought so far
Silvia Sestini, Lia Millucci, Giulia Bernardini, Daniela Braconi, Marco Bardelli, Barbara 
Marzocchi, Ottavia Spiga, Maurizio Orlandini, Bruno Frediani and Annalisa Santucci
P 4 | Developing the roadmap for collaboration between patients and 
researchers about genome ELSI on clinical research and policy
Shun EMOTO, Go YOSHIZAWA, Kei KANO, Kunihiro NISHIMURA, and Yukiko 
NISHIMURA
P 5 | An  integrated  interactive  ecosystem  for alkaptonuria: a tool for 
physicians and researchers
Silvia Sestini, Vittoria Cicaloni, Andrea Zatkova, Lia Millucci, Giulia Bernardini, Andrea 
Bernini, Neri Niccolai, Alfonso Trezza, Daniela Braconi, Ottavia Spiga, Annalisa 
Santucci.
P 8 | BH4-response prediction in PKU patients in Georgia	
D. Agladze, P. Gundorova, I. Kuznetsova, L. Margvelashvili, E. Kldiashvili, A. 
Polyakov,   O. Kvlividze
P 9 | Diagnosis of genetic diseases in developing countries: is it possible to 
work by the guidelines? DYT1 dystonia in a Romanian patient. Case study
Blaga Ioana Cristina, Popp Radu Anghel, Miclea Diana Laura, Farcas Marius Florin, 
Catana Andreea, Mager Monica Alina, Puiu Maria
P 11 | RD-Connect: an integrated infrastructure for data sharing and analysis 
in rare disease research	
S. Beltran, D. Piscia, S. Laurie, J. Protasio, A. Cañada, J.M. Fernández, R. Kaliyaperumal, 
S. Lair, P. Sernadela, M. Girdea, R. Thompson, H. Lochmüller, D. Badowska, V. Straub, 
M. Roos, P.A.C. ‘t Hoen, A. Valencia, L. Monaco, CM. Wang, D. Taruscio, S. Gainotti, 
Y. Kodra, C. Carta, P. Torreri, D. Salgado, C. Béroud, I. Gut and the RD-Connect 
Consortium
P 13 | Undiagnosed: Genetic conditions and the impact of genome sequencing
Emily Muir, Farhana Ali, Nick Meade, Lauren Roberts
P 14 | Progress in Rare Diseases Research 2010–2017: An IRDiRC Perspective
Jagut M, Jonker AH, Lau LPL, Cutillo CM, Rath A, Dawkins HJS, Austin CP on behalf 
of IRDiRC

P 15 | PROFILE:  Immunoprofile-directed stratification of patients with the 
autoimmune disorder thrombotic thrombocytopenia purpura
Nuno Graça, Johana Hrdinova, Nick Geukens, Wim Maes and Karen Vanhoorelbeke
P 17 | Initiative for the harmonization of the quality assessment for analyses 
performed by the Belgian Centers for Human Genetics in the context of Rare 
Diseases
Beaudry J-B, Van Casteren V, Van Aelst F, Van Campenhout C, Van De Walle P, 
Lantoine J, Vandevelde  NM
P 18 | OKIDS Activities Q3-2013 to Q4-2017
Prof.Dr. Ruth Ladenstein
P 19 | Developing Integrated Care in the Context of Rare Chromosomal 
Conditions: 22q11 Deletion Syndrome - A parent/clinician action research 
collaboration	
Lawlor A, Kerin L, Orr D, Leahy R, Crotty F, Kelleher S, Duggan L, Altman E, O Dwyer 
A, Molloy E, Theopold C, Cotter C, Ward A,  Lynch SA, Mc Nicholas F
P 20 | Recommendations For Improving Quality Of Rare Diease Registries
Yllka Kodra, Jérôme Weinbach, Alessio Co, Manuel Posada-de-la Paz S, Lydie 
Lemonnier, David van Enckevort, Marco Roos, Annika Jacobsen, Ronald 
Cornet, Virginie Bros-Facer, S. Faisal Ahmed, Marieke Van Meel, Daniel Renault, 
Rainald von Gizycki, Veronica  Popa, S. Michele Santoro, Paul Landais, Paola 
Torreri, Claudio  Carta, Deborah  Mascalzoni, Sabina Gainott, Estrella Lopez, 
Fabrizio  Bianchi, Heimo  Müller, Robert  Reis,  Anna  Ambrosini,  Yaffa  R.Rubinstein, 
Hanns Lochmüller and Domenica Taruscio
P 23 | International course on rare disease registries and FAIRification of data 
at the source
Yllka Kodra
P 25 | Depression and anxiety in patients with pulmonary hypertension: 
Looking beyond disease status
Aldo Aguirre-Camacho
P 27 | Training and empowering patients on scientific research: the example 
of Fondazione Telethon
Alessia Daturi, Anna Ambrosini
P 28 | Target 5000 – Gateway to Vision for Irish Retinal Degeneration Patients
Laura Brady, Matthew Carrigan, Adrian Dockery, Conor Malone, Kirk Stephenson, 
Emma Duignan, Tahira Saad, Guiliana Silvestri, David Keegan, Paul Kenna, G Jane 
Farrar
P 29 |  ‘Like trying to read a map in the dark’: undiagnosed genetic conditions, 
service use and further research
Amy Simpson, Hannah Vincent, Emily Hunter, Lauren Roberts, Amy Hunter, Christine 
Bishop and Larissa Kerecuk
P 31 | 100,000 Genomes Project at Birmingham Children’s Hospital:  a start of 
genomics in re-shaping the landscape for rare disease diagnosis.
T. Harris (PKD  Charity Chief Executive); M. Kokocinska, L. Kerecuk, D. Milford, S. 
Hulton, C. O’Brien, M. Muorah, S. Stephens, S. Parkes (Birmingham Women’s & 
Children’s NHS Foundation Trust); M. Dillon (UK Renal Registry), L. Charles, C. Cotter 
(NIHR WM CRN)
P 32 | CELPHEDIA, a French Research Infrastructure, a reference center for 
animal research on rare diseases
P. Schmitt, I. Anegon, T. Brochier, J.P. Concordet, C. Frémont, C. Giovannangeli, S. 
Guerder, C. Heligon, T. Jagla, J.S. Joly, R. Lacoste, J. Marvel, B. Malissen, G. Masson, 
O. Neyrolles, S. Reibel, F. Sohm, F. Wanert, Y. Hérault
P 34 | The AKU Society & DevelopAkure: A patient-centric clinical trial	
Ciarán Scott   & Reece Edmends 
P 36 | THE ONCE (Spanish National Organization of the Blind) GENETIC 
TESTING AND COUNSELLING PROGRAM FOR PATIENTS WITH EYE RARE 
DISEASES. AN 11 YEARS SURVEY
Elvira Martin, Fiona Blanco-Kelly, Elvira Rodriguez-Pinilla, Saoud Swafiri, Ana 
Arteche, Marta Corton, Inmaculada Martin-Merida, Almudena Ávila, Carmen Ayuso
P 37 | Solve-RD - Solving the Unsolved Rare Diseases
Holm Graessner, Birte Zurek, Olaf Riess
P 317 | Disease Registry & Biobank, Patient Association and Biopharmaceutical 
Company: a successful work in concert for Multiple Osteochondromas disease
Marina Mordenti, Donna Grogan, Manila Boarini , Fei Shih, Luisa Testa, Manuela 
Locatelli, Elena Pedrini, Maria Gnoli, Morena Tremosini, Maria Roncaccia, Sara Casati, 
Rod Gossen, Luca Sangiorgi.

POSTERS
SESSION 0605

Saturday 12 May 2018 | 14:30-16:00

WHAT ARE OUR KEY 
ENABLERS TO BRING 
A VISION FOR EQUITY 
AND OPTIMISED CARE 
GLOBALLY TO PEOPLE 
LIVING WITH A RARE 
DISEASE LOCALLY?

How can we create a powerful shared vision for equity and optimised care 
globally to assure all persons living with a rare disease have access to the 
best care possible in their local environment? How can we take advantage 
of learning from impactful programmes and initiatives in different locales 
to collectively address the challenge of global equity in diagnosis, care, 
treatment and support?

Moderator: Durhane Wong-Rieger, President & Chief Executive Officer, 
Canadian Organization for Rare Disorders, Chair of Rare Diseases International, 
Founder of the Asia Pacific RD Alliance (APARDO), Canada

Overview presentation
Matt Bolz-Johnson, ERN & Healthcare Advisor, EURORDIS-Rare Diseases 
Europe

Panel Discussion
•	 Ritu Jain, President, DEBRA Singapore and Member of the Executive 

Committee of DEBRA International Singapore
•	 Shikha Mittoo, Assistant Professor, Department of Medicine, Mount Sinai 

Hospital, Canada
•	 Clarisa Marchetti, Scientific Committee Member, Federación Argentina de 

Enfermedades Poco Frecuentes, General Coordinator of the Course Integral 
Management in Rare Diseases, Universidad Isalud, Argentina

•	Professor Hugh Dawkins, Director, Office of Population Health Genomics, 
Health Department of Western Australia, Australia 

•	Ramaiah Muthyala, Indian Organization for Rare Diseases

POSTER SESSIONS AND MODERATED 
POSTER WALKS

FRIDAY
13:00	 -	 14:00	 Poster Session

13:00	 -	 13:30	 Moderated Poster Walk: Theme TBC, Lucia 
Monaco, Telethon Italia

13:30	 -	 14:00	 Moderated Poster Walk: ERNs, Matt Bolz-
Johnson, EURORDIS-Rare Diseases Europe

15.30	 -	 16.30	 Poster Session

15:30	 -	 16:00	 Moderated Poster Walk: Rare Disease Patient 
Groups Innovations, Danijela Szili, Rett 
Syndrome Europe

16:00	 -	 16:30	 Moderated Poster Walk: ERNs, Matt Bolz-
Johnson, EURORDIS-Rare Diseases Europe

SATURDAY 

10:30	 -	 11:00	 Poster Session

12.30	 -	 13.30	 Poster Session
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P 115 | Empowering young women with the rare genetic disorder 22q11.2 
Deletion Syndrome to share their lived experience and mental health support 
needs.
Kerin, L., McNicholas, F., and Lawlor, A.
P 116 | Social Economic Costs, Quality of Life and Disability in Patients with 
Cri du Chat in Italy
Yllka Kodra, Marianna Cavazza, Marta de Santis, Andrea Guala, Maria-Elena Liverani, 
Maura Masini,  Domenica Taruscio
P 117 | Caregiver Burden Due To Pulmonary Exacerbations (PEX) In Cystic 
Fibrosis (CF): A Survey Of Caregivers Of Paediatric Patients With CF In The 
UK, Ireland and Germany
Teja Thorat, Ellison Suthoff, Jochen G. Mainz, Des W. Cox, Moshe Fridman, Maya 
Desai
P 119 | The burden of Wilson disease: results from a French patient 
questionnaire
Aurelia Poujois MD, PhD; Emeline Ruano; France Woimant, MD
P 120 | Psychological counselling and social services as dual pillars of an 
integrated case management approach for people living with a rare disease	
Ries, G. Al-Hindy-Crohin, S. Magar, A. Bredimus, S. Feider-Rohen
P 122 | The effect of haemophilia on activities of daily living; PROBE cohort
Declan Noone 
P 124 | How patient’s preference and interest are taken into account for the 
OD designation and OD maintenance in EU?
Elsa Sirou and Séverine Troubat
P 125 | (Ask and you will receive (Matthew 7:7) The experience of A.B.C. 
Associazione Bambini Cri du chat.C. (Associazione Bambini Cri du chat) 
Italy	
Maria Elena Liverani, Maura Masini, Andrea Guala,  Kodra Yllka, Marta De 
Santis, Marianna Spunton
P 126 | International Guidelines for Management of Communication in Rett 
Syndrome
Gillian S Townend, Theresa E Bartolotta, Anna Urbanowicz, Helena Wandin, Leopold 
MG Curfs
P 127 | Quality of Life of Norwegian Adults With Primary Antibody Deficiencies
Knut Midttun M.D., Ingrid Wiig M.Sc., Kristin Billaud Feragen PhD., all from The 
Centre for Rare Disorders, Oslo University Hospital, Norway
P 128 | Impact of a Rare Disease on the Broader Family Unit: A Novel Survey 
Assessing Factors Impacting Siblings of Children with Severe Childhood 
Epilepsy
Laurie D. Bailey, Arnold R. Gammaitoni, Bradley S. Galer, Lauren Schwartz, Carla 
Schad
P 129 | Evaluating the Impact of Peer Support and Connection on the Quality 
of Life of Patients with Familial Chylomicronemia Syndrome
Valerie Salvatore, Alan Gilstrap, Andrew Hsieh, Andrea R Gwosdow, Michael 
Stevenson, David Davidson
P 130 | Impact of Hereditary Transthyretin-Mediated Amyloidosis on Daily 
Living and Work Productivity: Baseline Results from APOLLO
Hollis Lin, Hartmut Schmidt, Sonalee Agarwal, Madeline Merkel, Jared Gollob, Ariel 
Berger, Surbhi Shah, Hankyul Kim, Teresa Coelho, Ole B. Suhr, David Adams
P 131 | Impact of Hereditary Transthyretin-Mediated Amyloidosis on Use of 
Health Care Services: An Analysis of the APOLLO Study
Madeline Merkel, John Berk, Hollis Lin, Sonalee Agarwal, Jared Gollob, Ariel Berger, 
Surbhi Shah, Hankyul Kim, Teresa Coelho, Ole B. Suhr, David Adams
P 132 | Mental health and rare diseases: Mixed methods study and policy 
recommendations	
Rosa Spencer-Tansley, Dr Amy Hunter
P 133 | Examining the high diseases burden and impact on quality of life in 
familial chylomicronemia syndrome
Michael Davidson, Andrew Hsieh, Karren R Williams, Zahid Ahmad, Jeanine Roeters 
van Lennep, Michael Stevenson
P 135 | Deriving quality of life issues in primary sclerosing cholangitis (PSC): 
a strategy for systematic reviewing and identifying potentially relevant issues
Marcus E, Thorburn D, Stone P, Vivat B
P 136 | Developing The First Children’s Rare Disease Centre and Service
Kerecuk L, McKerracher G, Tuberville-Greenley J, Adamson T, Broad M, Kokocinska 
M, Parkes S, Kainth J, Ash P,  Bull C, McCathie L, Smith M, Boazman M.

P 137 | Impact of Acute Hepatic Porphyrias on Quality of Life and Work Loss: 
An Analysis of the EXPLORE Natural History Study
Laurent Gouya, Manisha Balwani, D Montgomery Bissell, David C Rees, Ulrich Stölzel, 
John D Phillips, Raili Kauppinen, Janneke G Langendonk, Robert J Desnick, Jean 
Charles Deybach, Herb L Bonkovsky, Charles Parker, Hetanshi Naik, Mike Badminton, 
Penny Stein, Elisabeth l Minder, Jerzy Windyga, Pavel Martasek, Maria Cappellini, 
Paolo Ventura, Eliane Sardh, Pauline Harper, Sverre Sandberg, Aasne Aarsand, Felix 
Alegre, Aneta Ivanova, Neila Talbi, Amy Chan, William Querbes, Craig Penz, Madeline 
Merkel, Sonalee Agarwal, Amy Simon, Karl E Anderson
P 138 | Thinking about the big picture.  Genetic counselling for susceptibility 
loci for neurodevelopmental disorders – A case study
Elizabeth Alexander and Sofia Douzgou
P 139 | ENSERio: Study on the situation of Sociosanitary Needs of people 
with Rare Diseases in Spain. 2016-2017
Alba Ancochea and Aitor Aparicio’
P 142 | Impact of Severe Rare Childhood Epilepsy on Siblings: Interim 
Findings from the Sibling Voices Survey	
Laurie D. Bailey, Arnold R. Gammaitoni, Bradley S. Galer, Lauren Schwartz, Carla 
Schad
P 143 | Model of Quality of Life in Rare Diseases	
Carrión Tudela, Juan; Ruiz Carabias, Miguel Ángel, Sánchez Sánchez, Isabel M, Bañón 
Hernández, Encarna, Álvarez-Rodríguez, Desch, X.Guadalupe5
P 144 | Home Care and Palliative Care in rare diseases
Carrión Tudela, Juan; Ruiz Carabias, Miguel Ángel, Sánchez Sánchez, Isabel M., 
Segura Gallardo, Natalia, Álvarez-Rodríguez, Desch, X.Guadalupe

THEME 5: ECONOMICAL PERSPECTIVES 
IN RARE DISEASES

P 146 | Healthcare Utilization and Costs in Commercially Insured Patients 
With AL Amyloidosis
Tiffany P. Quock, Jessie Tingjian Yan, Eunice Chang, Spencer D. Guthrie, Michael S. 
Broder
P 154 | Genomic medicine for the rare diseases patients – a Romanian 
experience	
Puiu  Maria,  Nicoleta  Andreescu,  Simona  Farcas,  Cristian  Zimbru, Adela Chirita-
Emandi
P 157 | Are Patient Perceptions in Rare Diseases Consistent With Quantitative 
Indicators of Reimbursement and Healthcare Expenditure in the EU5?
Georgina Allen, Aimée Hall, Kate Hanman, Ruth Le Fevre, Annabel Griffiths
P 162 | Patient Public Involvement Engagement – A Comprehensive 
Approach to Health Economics and Outcome Research Evidence Collection 
and Analysis	
Alison Rose, Jamie O’Hara, Dr. Alan Finnegan

THEME 6: GLOBAL RARE EQUITY:  
ARE WE THERE YET?

P 163 | Inequity on Neurofibromatosis type 2 as knowledge and awareness: 
the paradigmatic Italian situation
Stefania Mostaccioli Founder and Chair Lega
P 165 | Moving Towards New Rare Disease Research Goals: IRDiRC Elaborates 
its Roadmap for 2018
Jonker AH, Jagut M, Cutillo CM, Lau LPL, Rath A, Dawkins HJS, Austin CP on behalf 
of IRDiRC
P 166 | Levers & barriers for orphan drug business development: a systematic 
literature review
Dr. O. Belousova,  Prof. dr. A.J. Groen,   A.M. Ouendag, MSc
P 167 | Thalassemia, worldwide
Soroya Beacher, Elmas Citak, Sachith Mettananda, Sanath P Lamabadusuriya, Petra 
Poulissen, Tessa Risch, Marinus Vermeulen
P 171 | The Swedish National Center for Rett Syndrome & related disorders 
– support and information to patients, families, care assistants and other 
professionals.
Monika Dolik-Michno, MD; Helena Wandin
P 172 | EB-CLINET – An International Contact Point for Health Care 
Professionals working with Epidermolysis Bullosa (EB)
G. Pohla-Gubo, I. Bregulla, J. Rebhan, R. Riedl

POSTERS

P 76 | Healthbank - Your global people-owned health data transaction 
platform
Dr. Daniela Gunz, Rolf Eleveld, Karsten Stampa, Reto Schegg
P 79 | EUROlinkCAT - a Horizon2020 study 2017-2021
I Barisic, JK Morris, M Loane, E.Garne, J Rankin, J Densem, A Latos-Bielenska, A J 
Neville, A Pierini, M Sinclair, H de Walle
P 81 | 3D CT digital reconstruction and analysis of Gorlin and Goltz syndrome
P. Hlinakova, T. Dostalova, M. Hubacek, M. Macek
P 82 | Rare diseases in orofacial area – intraoral and facial scanner growth 
monitoring
Tatjana Dostalova, Petra Hlinakova,   Simona Halamova, Veronika Moslerova, Milan 
Macek
P 84 | Rare diseases and oral health-related quality of life: a report from 
Germany’s first consultation hour for rare diseases with oral manifestations	
Marcel Hanisch, Maximilian Timme, Susanne Jung, Johannes Kleinheinz

THEME 4: QUALITY OF LIFE: 
MAKING WHAT MATTERS, MATTER

P 14 | Helpline Seltene Krankheiten – improving patient care in rare diseases
Saskia R. Karg, Sabrina Strebel, Damaris Hubacher, Giatgen Spinas, Matthias R. 
Baumgartner
P 87 | Quality of Life: making what matters, matter	
Laura Gentile, Marilisa Belcastro, Valeria Canu, Renza Barbon Galluppi, Romano 
Astolfo, Tommasina Iorno
P 88 | Conduct the QOL survey using J-RARE - NANBYO Patients’ Data 
Platform led by patients
Yukiko Nishimura, Shun Emoto, Kunihiro Nishimura, Masatoshi Iwaski, Go Yoshizawa  
and Soichi Ogishima, NPO Asrid
P 89 | Health status according to the IFC in people with short stature due to 
skeletal dysplasia
Sinikka Hiekkala, Minna Muñoz, Antti Teittinen, Heidi Anttila, Susanna Tallqvist, 
Sanna Leppäjoki, Outi Mäki
P 91 | A mixed methods study of the journey to diagnosis among patients 
with AL amyloidosis
Michelle K. White, Tiffany Quock, Kristen L. McCausland,Spencer D. Guthrie, Martha 
S. Bayliss
P 92 | Good Off-Label Use Practice (GOLUP)
Dooms M,  Goodwin Guy, Van der Zanden T, De Wildt S
P 95 | Quality of life in children with rare oro facial diseases: a mixed-method 
multicentric study
Lisa Friedlander, Marie Cécile Manière, Olivier Azziz, Arnaud Picard, Muriel De la 
Dure Molla, Brigitte Alliot Licht, Marie Paule Vazquez, Corinne Alberti
P 96 | Work productivity and impairment among patients with light chain 
amyloidosis
Tiffany P. Quock, Kristen L. McCausland, Miyo Yokota, Martha S. Bayliss, Spencer D. 
Guthrie, Michelle K. White
P 97 | The Integration of Family System Based Research Programmes in 
Genetic Rare Diseases	
Dr Suja Somanadhan: Assistant Professor of Children‘s Nursing, UCD, Dublin, Ireland, 
Prof Thilo Kroll: Professor of Health Systems Management, UCD, Dublin, Ireland, Prof 
Philip Larkin: Professor of Clinical Nursing (Palliative Care), UCD, Dublin, Ireland
P 104 | Patient experience and quality of life in ANCA-associated vasculitis - 
themes and gaps
Rutherford, Plotz and Liu
P 106 | The Involvement of Primary Care in Ireland in the management of 
Rare Disease
Ms Jacqueline Turner1, Mr. Niall Byrne1, Ms Rita Marron1, Ms Grace O’Sullivan2, Ms 
Debby Lambert1, Ms Maureen Mason1, Dr. Sallyann Lynch1, Prof Eileen Treacy1,2, Ms 
Jacqueline Turner1, Mr. Niall Byrne1, Ms Rita Marron1, Ms Grace O’Sullivan2, Ms Debby 
Lambert1, Ms Maureen Mason1, Dr. Sallyann Lynch1, Prof Eileen Treacy1,2
P 107 | Marfan Syndrome and Counselling: A New Perspective
C. Donzelli, A. Infante, M.C. Recchia, F. Bertoldo, C. Pisano, S. Ferri, A. Gianlorenzi, S. 
Loppi, A. Sili, A. Magrini, G. Ruvolo
P 108 | Survey on Finnish HAE patients’ experiences of quality of life	
Risto Heikkinen
P 113 | Examining low-threshold support and guidance in rare genetic 
diseases	
Rantanen Elina, Parisaari Ulla
P 114 | Study of needs of people with Lipodystrophy and their relatives in 
Ibero-America
Juan Carrion tudela, Jose Jerez Ruiz

THEME 2: BREAKTHROUGH MEDICINES 
ON THE HORIZON: REGULATORS, HEALTH 
TECHNOLOGY ASSESSORS (HTA) AND 
PATIENTS WORKING TOGETHER

P 41 | VISION-DMD: Clinical development of an innovative designer drug for 
the rare disease Duchenne Muscular Dystrophy (DMD)
C. Olsen, P.R. Clemens, J. Damsker, L. Conklin, A. Smith, A. L. Morgenroth, J. McCall,  
M. Guglieri, R. Head, D. Athanasiou, E. Vroom, L. Morgenroth, J. Haberlova, J. 
Demotes-Mainard, R. Crow, S. Klager, A. Arrieta, W. Jusko, B. Schwartz, L. Mengle-
Gaw, M. Jaros, P. Shale, E.P. Hoffman.
P 42 | An international collaboration to develop a new repurposed therapy 
for metaphyseal chondrodysplasia type Schmid (MCDS)
DR RICK THOMPSON, DR MICHAEL WRIGHT, DR MARTA BERTOLI, & PROF MICHAEL 
BRIGGS 
P 43 | The CF Europe CAB
Hilde De Keyser
P 44 | The European Cystic Fibrosis Patient Registry (ECFSPR): platform for 
pharmacovigilance	
van Rens J, McKone EF.
P 47 | Anti-neutrophil cytoplasmic antibody associated vasculitis (AAV)   - 
understanding epidemiology and service organisation in new product 
development
Rutherford, Plotz and Chaussy
P 48 | Phosphorodiamidate Morpholino Oligomers for Treatment of Duchenne 
Muscular Dystrophy
Ulrike Schara, Diane Frank, Sebahattin Cirak
P 49 | Repurposing propranolol for the treatment of von Hippel-Lindau 
syndrome
Beatriz González-Rodríguez*, Virginia Albiñana, AM Cuesta, Karina Villar-Gómez de 
las Heras, Luisa María Botella, Rosa María Jiménez-Escribano
P 52 | Expensive and Poorly Sustainable Drugs: Strategies to Manage The 
Costs
Volta M, Rozzi E, Campagna A
P 318 | Real World Experience of PIM and PRIME Applications	
Dr Graeme Deuchar, Alison Whitehorn, Gerry McGettigan

THEME 3: THE DIGITAL PATIENT

P 62 | A digitalized  flow chart for identification of rare autoinflammatory 
diseases in childhood
M.Gattorno,  R.Caorsi, S.Federici, V.Zanotti
P 64 | Matching Clinical Trials with Patients: Global Patient Search and 
Identification using De-identified EHRs
Tigran Arzumanov, Andreas Walter, Barış Erdoğan, and Luis Magalhaes
P 65 | PID Genius: A Mobile Application by Patients for Patients. Personal 
Assistant for Patients with a Primary Immunodeficiency
Martine Pergent, Leire Solis, Johan Prevot, Saara Kiema
P 67 | Using real cross-institutional clinical Data to identify Rare Diseases in 
practice
H Storf, J Schaaf, D Kadioglu, M von Wagner, M Boeker, C Haverkamp, H Binder, C 
Schade-Brittinger, HU Prokosch, T Wagner
P 69 | Norway aiming for AI and chatbots
Ståle Tvete Vollan
P 70 | Supporting adolescents struggling with appearance-altering 
conditions: Feasibility and acceptability of online psychosocial intervention 
(Ung Face IT)
Kristin Billaud Feragen, Kristine Becke, Janken Baalsrud, Heidi Williamson
P 73 | Empowering Patients to Make Informed Decisions: FIRECREST 
eConsent
Alan Brett, Pavel Lebesle, Christina Maher, Alan Nagle and Dr. Caroline Forkin
P 74 | MAMEM
ATHANASIOU DIMITRIOS
P 75 | Wearable Technologies Feasibility As An Outcome Measure In Niemann 
Pick-C
A Donald; H Cizer; M Evans; P Gissen; T Mathieson; A Papandreou; E.H Davies
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P 230 | An integrated ‘one-stop’ multi-disciplinary (MDT) clinic for children 
and young people with Tuberous Sclerosis Complex (TSC)
Raja M, Philip S, Agrawal S, English M, McKerracher G, Rhodehouse K, Tuberville-
Greenley J, Hussain J, Hunter EJ, Kerecuk L
P 232 | Social Work in Rare Diseases. Theoretical and Practical Focus
Juan Carrión and Estrella Mayoral
P 233 | Co-creation of patient materials for adrenal insufficiency to address 
patients’ treatment concerns
Helen Lycett, Eva Raebel, Tom Kenny, Matthew Johnson
P 235 | Mapping patients perceptions to differentiated thyroid cancer to 
improve treatment outcomes
Chloe Tuck, Helen Lycett, Eva Raebel, Matt Johnson and Tom Kenny
P 236 | Raising rare disease awareness with regulators: lessons from a Patient 
Focused Drug Development Initiative pilot and applications for Europe
Sarah Richard, Isabelle Lousada, Eric Low
P 239 | CDG & Allies - Professionals and Patient Associations International 
Network
Rita Francisco, Dorinda Marques da Silva, Carlota Pascoal, Sandra Brasil, Paula 
Videira, Vanessa dos Reis Ferreira
P 240 | Navigating the transition to adult healthcare for rare diseases
Malin Grände, Beata Ferencz, Stephanie Juran
P 316 | DMD HUB: Expanding clinical trial capacity for Duchenne Muscular 
Dystrophy in the UK
Emma Heslop, Michela Guglieri, Cathy Turner, Becky Crow, Emily Crossley, Alexandra 
Johnson, Mariacristina Scoto, Francesco Muntoni and Volker Straub

THEME 9: OPEN TOPIC

P 242 | Progressive infantile (cardio)encephalomyopathy with peripheral 
neuropathy and respiratory insufficiency identified as SCO2 deficiency.
M. Zlamy, S. Scholl-Bürgi, B. Hetzer, T. Karall, I. Odri Komazec, H. Zellner, H. Prokisch, 
M. Baumann, J.A. Mayr, S.B. Wortmann, D. Karall
P 245 | When the wrong pill can kill – The acute porphyrias
Jasmin Barman-Aksözen, PhD; Eva Schupp; Cornelia Dechant, MD; Francesca 
Granata, PhD; Saskia Karg, PhD, Rocco Falchetto, PhD
P 246 | Venture Philanthropy for Orphan Drug Development
Ritchie Head; Christina Olsen; Dimitrios Athanasiou, Eric Hoffman
P 249 | Pitt-Hopkins syndrome
Sue Routledge, Melissa Stewart
P 251 | Gene therapy for ADA-SCID patients: StrimvelisTMas a successful 
model for the development of accessible advanced therapies for ultra rare 
diseases
Lucia Monaco, Michela Gabaldo, Francesca Ferrua, Maria Pia Cicalese, Caterina 
Lucano and Alessandro Aiuti
P 252 | RareDx: A national training event to raise awareness of rare diseases 
in primary care
Srinivasa Rambhatla, Alexander Moffat, Priyesh Chauhan, Aniket Sonsale, Sharon 
Parkes, Maria Kokocinska, Larissa Kerecuk, Tarekegn Geberhiwot
P 255 | Comparing the NICE HST programme with assessment by the HAS 
and the G-BA
Georgia Hollier-Hann, James Wordsworth, Stephen Ralston, David Cork 
Name of person presenting the poster on-site: Stephen Ralston
P 256 | Assessing Criteria for NICE recommendation with the HST Programme
Caroline Upton, James Wordsworth, David Cork, Alistair Curry, Georgia Hollier-Hann, 
Stephen Ralston
P 259 | Survey on rare disease patients’ experiences of participation and 
possibilities of influencing in social and health care service structures
Airos M., Franck K., Heikkinen R., Kiikala-Siuko M., Saari K. and Vataja P.
P 260 | Assessing the role of Material and Technology among the families of 
children and young people with Metabolic Rare Diseases
Dr Suja Somanadhan: Assistant Professor of Children‘s Nursing, UCD, Dublin, Ireland, 
Prof Philip Larkin: Professor of Clinical Nursing (Palliative Care), UCD, Dublin, Ireland
P 262 | Establishing the Norwegian Registry on Rare Disorders
Linn Grimsdatter Bjørnstad, Stein Are Aksnes
P 263 | Rare diseases magazine - information platform for all stakeholders in 
rare diseases in Russia
Irina Miasnikova, Vera Volshakova, Neli Pogosyan, Elena Zavialova, Ekaterina 
Zakharova  
P 265 | Effects of a newly established lipid apheresis for a young homozygous 
familial hypercholesterolemia population at the Department of Pediatrics 
and Adolescent Medicine in Vienna
N.-K. Walleczek, K. Arbeiter, P. R. Espina, T. Hörtenhuber, A. Kreissl, S. Greber-Platzer

P 267 | Patients’ Rights In Greek Reality
Dimitra Delga, Christina Kilia
P 268 | A survey on rare disease patient organizations in Italy
Nutini  Michele, Mingarelli  Rita, Ciampa  Serena, Radio Francesca  Clementina, 
Dallapiccola Bruno
P 269 | Rare Academy in Norway - «Sjelden.no»
Kari Hagen, Lene S Gloslie, Elisabeth F Bækken, Rasmus S Dinessen, Bjørn-Magne 
Stuestø
P 272 | The burden of disease of ß-thalassemia in Germany – Current results 
from a claims database analysis
Kathrin Borchert, Kim-Sarah Krinke, Clark Paramore, Ulrike Sager, Michaela C Haeger, 
Wolfgang Greiner, Sebastian Braun
P 273 | Sharing Physiotherapy Knowledge About Rare Diseases – The 
Strategy of National Neuromuscular Centre, Norway
Ane Fadnes, Irene Lund
P 275 | 3 Years se-atlas – Mapping of Health Care Providers and Support 
Groups for People with Rare Diseases
Johanna Schaefer, Niels Tegtbauer, Thomas OF Wagner, Holger Storf
P 276 | Efficacy of an orphan drug: The patient perspective
Cornelia Dechant, MD; Francesca Granata, PhD; Jasmin Barman-Aksözen, PhD
P 277 | Things Left Unsaid - Important topics not discussed during systemic 
sclerosis consultations: impact on patients and caregivers
CP Denton, B Laird, L Moros, JL Luna Flores
P 279 | The extended newborn’s screening has finally become a compulsory 
national public service in Italy: none of them will be left behind anymore
Manuela Vaccarotto, Giuliana Valerio
P 280 | Challenges in physician-patient communication limit patient 
understanding and support in SSc-ILD
CP Denton, B Laird, L Moros, JL Luna Flores
P 281 | Autism spectrum disorder in patients with rare diseases
Bobinec A, Ivankov AM, Kero M, Sansović I, Barišić I
P 285 | The UN Sustainable Development Goal 4 - How can Ågrenska and the 
Rare Disease Community cooperate and try to contribute?
AnnCatrin Röjvik, Gunilla Jaeger, Ågrenska
P 286 | Easy access to reliable information about rare diseases
The Swedish Information Centre for Rare Diseases
P 289 | European Registry of Lipodystrophy based on the OSSE-Framework
J Schaaf, H Storf, D Kadioglu, J von Schnurbein, G Cecarini, M Vantyghem, C Vatier, 
G Nagel,D Araujo-Vilar, M Wabitsch
P 290 | Rare Diseases Registry in Basque Country: first steps
Oregi Lizarralde, Luis M. and Echevarria  González-de-Garibay, Luis J
P 291 | Cooperation in the Field of Rare Diseases: A Social Science Perspective
Fanny Duysens
P 292 | Rare Diseases Foundation of Iran
Marjan Hemmati
P 296 | Overview of Rare Renal Diseases at a UK Paediatric Renal Centre 
through the National Registry of Rare Kidney Diseases (RaDaR)
S. Parkes,  M. Kokocinska, L. Kerecuk, D. Milford, S. Hulton, M. Muorah, C. O’Brien, 
S. Stephens, (Birmingham Women’s and Children’s Hospital); M. Dillon (UK Renal 
Registry); L. Charles, C. Cotter (NIHR WM CRN)
P 299 | National Plan of Action for People with Rare Diseases. Further 
developments
Dr. Miriam Schlangen, Katharina Heuing, M.Sc.
P 301 | Lessons learned from IDeAl - 33 recommendations from the IDeAl-Net 
about design and analysis of small population clinical trials
Ralf-Dieter Hilgers, PhD, Malgorzata Bogdan, Carl-Fredrik Burman, Holger Dette, 
Mats Karlsson, Franz König, Christoph Male,   France Mentré,   Geert Molenberghs, 
Stephen Senn
P 303 | Severe scoliosis treatment in patient with Type III Osteogenesis 
Imperfecta - Case Report
Andreia Mercier Nunes; João Lameiras Campagnolo; Mafalda Baptista; Jorge Mineiro
P 304 | „Mitochondrial DNA mutation m.3243A>G“ - a phenotypic chameleon 
independent of age and gender
Katharina Niedermayr (MD), Gerhard Pölzl (MD), Sabine Scholl-Bürgi (MD), Christine 
Fauth (MD), Edda Haberlandt (MD), Ursula Albrecht (MD), Wolfgang Sperl (MD), 
Johannes A. Mayr (PhD), Daniela Karall (MD)
P 306 | ROMSE-a database for rare diseases with orofacial and craniofacial 
manifestations
Hanisch L., Hanisch M., Timme M., Benz K , Danesh G.,Jackowski J.

P 204 | ERN-RND. The European Reference Network for Rare Neurological 
Diseases
Holm Graessner, Carola Reinhard, Ludger Schöls
P 314 | ERN-BOND Surveys on Diagnosis of Osteogenesis Imperfecta: the 
healthcare professional and patients experience
Matias de la Calle, Marina Mordenti, Manila Boarini, Maria Gnoli, Luca Sangiorgi 

THEME 8: RARE DISEASE PATIENT 
GROUPS INNOVATIONS

P 205 | The innovative video conferencing and video consultation systemfor 
rare disease patients. Rare professionals for the rare community
Renza Barbon Galluppi, Romano Astolfo, Enrico Capiozzo, Serena Bartezzati, 
Tommasina Iorno
P 206 | Historically first web portal for personal assistance in the Slovak 
Republic
Tatiana Foltanova, Andrea Madunova, Alena Hradnanska
P 207 | Multilevel supportive networks for rare diseases
Dorica Dan, Zsuzsa Almasi, Florina Breban, Maria Acaralitei, Alexandra Dan
P 208 | UNIAMO GOLDIN Impresa Sociale & UNIAMO FIMR onlus
Circelli Maria, D’Angela Daniela, Di Fiore Antonio , Iorno Tommasina
P 209 | The Global Alagille Alliance (GALA) Study: Advancing Research, 
Changing Lives	
Cindy D. Luxhoj, Executive Director, Alagille Syndrome Alliance Shannon M. 
Vandriel, Clinical Research Manager, Division of Pediatric Gastroenterology, 
Hepatology and Nutrition, The Hospital for Sick Children, Toronto, Ontario, Canada 
Dr. Binita M. Kamath, Principle Investigator, Division of Pediatric Gastroenterology, 
Hepatology and Nutrition, The Hospital for Sick Children, Toronto, Ontario, Canada
P 211 | An analysis of the impact and barriers to patient engagement from the 
perspective of patient associations and pharma companies
Merlin Williams
P 214 | “Les petits MecP2” and STOP orphan, an innovative model toward the 
discovery of new treatment for MECP2 duplication syndrome
Laurent de Climmer, Loïc Belloy, Simon Debaecker, Camille Moreau, Dries Dobbelaere, 
Isabelle Jacques, Benoît Deprez, Terence Beghyn
P 215 | Role of Specialized Centre and Teamwork in the Diagnosis of Marfan 
Syndrome and Prevention of Acute Aortic Dissection
F. Bertoldo, C. Pisano, C. Donzelli, G. Laganà, L. Baghernajad Salehi, F.C. Sangiuolo, P. 
Bollero, F. De Maio, R. Mancino, A. De Stefano, P. Cozza, G. Ruvolo, G. Novelli
P 218 | Gaucher Best Practice - Sharing experience of the daily life with 
Gaucher disease
Irena Žnidar, Thomas Biegler, Davor Duboka, Gil Faran, Jasenka Wagne
P 219 | Physical performance of children with Prader-Willi Syndrome 
following a 10-week sports therapeutic intervention.
Marie Herzig, Steffen Krüger, Frauke Laghusemann, Thomas Hilberg
P 220 | The IOPD Information Pack Support for families with children with 
Infantile Onset Pompe Disease
Vivienne Beckett; Jane Lewthwaite; Sindisiwe Mnkandla
P 222 | „Leaving the nest” programme to support the more independent life 
of youth living with rare disease.
Zsuzsanna Bojtor Pogány, Krisztina Scholtz, Anita Pataki, Anna Pogány, Beáta Boncz
P 223 | Rare Disease Information Centre and Help Line Created by Patient 
Organisations
Gábor Pogány, Eszter Fogarassy, Zsuzsanna Bojtor
P 224 | A Proven Patient Public Involvement Engagement Methodology – 
Delivering Equity in Design, Planning and Co-Producing Healthcare	
Alison Rose, Jamie O’Hara, Dr. Alan Finnegan
P 225 | Patient Engagement Guide for improved patient-company interactions
Britt van de Ven, Wieteke Wouters, Philipp von Gallwitz, Laura Harzheim
P 226 | Patients experiences are essential for improving the quality of health 
care
Marinda Hammann, Marije Effing-Boele, Hanka Dekker
P 227 | Drivers and obstacles of integrated care in different national contexts
Barbara Glinsner, Irina Vana, Ursula Holtgrewe
P 228 |  generate rare storm among the public by social media
Tsang Kin Ping, Terry Lai Ka Wai ,Iris Chan Wai Sze
P 229 | Autosomal Recessive Polycystic Kidney Disease (ARPKD) RaDaR 
Registry and Rare Diseases Group
T. Harris (PKD   Charity Chief Executive); M. Kokocinska, L. Kerecuk, D. Milford, S. 
Hulton, C. O’Brien, M. Muorah, S. Stephens, S. Parkes (Birmingham Women’s & 
Children’s NHS Foundation Trust); M. Dillon (UK Renal Registry), L. Charles, C. Cotter 
(NIHR WM CRN)

P 173 | Narrative medicine and health technologies: opportunity or risk for 
rare disease health systems equity and sustainability?
Amalia Egle Gentile, Cristina Cenci, Sandro Spinsanti, Maria Cecilia Cercato and 
Domenica Tarusio
P 174 | Light from Dark
Guðmundur Björgvin Gylfason, Guðrún Helga Harðardóttir, Graham Miller
P 175 | Equity and Health System Sustainability for Rare Diseases
Ferrelli Rita Maria, De Santis Marta, Gentile Amalia Egle, Taruscio Domenica.
P 176 | Review of 11 national policies for rare diseases in the context of key 
patient needs
Durhane Wong-Rieger, Sharon Terry, Safiyya Dharssi, Matthew Harold, Kyra Rosow

THEME 7: EUROPEAN REFERENCE NETWORKS

P 177 | ERN-EYE first year, set the scene for e-Health within the network: a 
common ontology for all Rare Eye Diseases and first achievements of the 
year
D. Leroux, all the ERN-EYE Coordinating Committee members and H. Dollfus
P 181 | EURACAN : European Reference Network on Rare Adult Solid Cancers
M. Rogasik, P.A. Casali, M.Seckl, J.Gietema, M Caplin, L. Wyrwicz, E. Baudin, L. 
Licitra, N Girard, D.Schadendorf, M.J. Van den Bent, P. Hohenberger, K. Oliver, 
I. Manneh Vangramberen, A Weinman, S. Lejeune, B. Hassan, D. de Valeriola, 
J. Lovey, A.P. Dei Tos, A. Araujo, J. Martin Broto, H.Falconer, M.Kasler, K. 
Kopeckova, A. Tamasauskas, I. Vergote, J.Y. Blay
P 183 | European Reference Network on Rare Immunodefiency, 
AuToinflammatory and Autoimmune Diseases (ERN RITA)
Andrew Cant, Lydia Tropper
P 185 | ERN-TRANSPLANTCHILD, a European strategy to attend “the 
secondary rare disease” induced by Paediatric Transplantation
Hernández F,  Velázquez C, Gómez N, Frauca E, Torres, JM, López-Granados E, Pérez-
Martinez A, Ojeda J, Borobia A, Carcas A, Muñoz JM, Cobas J, Jara P
P 188 | Endo-ERN
Johan de Graaf, Diana Vitali, Alberto M. Pereira, Olaf Hiort, on behalf of the Endo-
ERN Steering Committee
P 190 | VASCERN, ERN on rare vascular diseases
M Hurard, J DeBacker, M Vikkula, C Shovlin, L Robert, R Damstra, A Pini, L Schultze 
Kool, R Alderweireldt, P Federici, G Jondeau
P 191 | Participation of EU-13 countries in European Reference Networks
Birutė Tumienė, Elena Jurevičienė, Milan Macek, Rumen Stefanov, Victoria Hedley, 
RD-Action Joint Action
P 192 | How has RD-ACTION supported the conceptualisation and 
implementation of ERNs?
Hannah Murray, Matt Bolz-Johnson, Valentina Bottarelli, Victoria Hedley
P 195 | The Italian National Rare Disease Registry: epidemiology of rare 
diseases in Italy and European Reference Networks
Taruscio D, Torreri P, Rocchetti A, Ferrari G, Vittozzi L, Salerno P, Kodra Y and the 
Rare Disease Regional Registries Working Group
P 196 | ERN-EuroBloodNet: The European Reference Network in Rare 
Hematological Diseases. 1st year of implementation
Pierre Fenaux, Béatrice Gulbis, Maria del Mar Mañú Pereira, Victoria Gutiérrez Valle, 
Mariangela Pellegrini
P 197 | The RD-Connect Registry & Biobank Finder : the online directory of 
existing rare disease registries and biobanks
Torreri P, Gainotti S, Carta C, Kodra Y, Wang CM, Monaco L, Reihs R , Mueller H and 
Taruscio D
P 198 | European Reference Network for rare Neuromuscular Diseases: EURO-
NMD, progress so far.
Rebecca Leary, Michael Hails, Joanna Das, Kate Bushby, Teresinha Evangelista on 
behalf of the ERN EURO-NMD
P 200 | Epidemiology of the Lipodystrophies in Spain. The Experience of a 
Reference Unit
Antía Fernández-Pombo, Cristina Guillín-Amarelle, Sofía Sánchez-Iglesias, Naca 
Pérez de Tudela, Juan Carrión, David Araújo-Vilar
P 201 | Efficiency of a multidisciplinary approach to Osteogenesis Imperfecta
B. Aubry-Rozier, C.Richard, S. Unger, D.Hans, B. Campos-Xavier, P. Schneider, C. 
Essoki, C. Paquier, J. Pasche, L. Bonafé, A. Bregou
P 202 | ERN GENTURIS - European Reference Network on Genetic Tumour 
Risk Syndromes
Nicoline Hoogerbrugge
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EXHIBITING ORGANISATIONS

VISION-DMD | SPACE 1

VISION-DMD is a US-EU collaborative Horizon 2020 project 
building on patient driven and academic-led research.  The aim is 
to bring an innovative affordable therapy to clinic that delivers a 
significant improvement on current therapeutic approaches and 
standard of care for all Duchenne Muscular Dystrophy patients. The 
project also advances innovate biomarkers and MRI techniques for 
assessing DMD.

RD-CONNECT | SPACE 2

RD-Connect is an EU-funded global platform that facilitates 
research on rare diseases by connecting databases, patient 
registries, biobanks and clinical bioinformatics data into a central 
resource and analysis tool for researchers and clinicians worldwide.

EUROPEAN REFERENCE 
NETWORKS | SPACE 3

The ERN exhibition space will showcase some of the activities 
developed by the European Reference Networks (ERNs) that deal 
with rare and low prevalence complex medical conditions. Visitors 
will be able to get a better understanding of what these Networks 
have achieved so far and what are some of the projects underway.

ORPHANET-INSERM, FRANCE | SPACE 4

Orphanet (www.orpha.net) is a unique resource, gathering and generating 
knowledge on rare diseases so as to improve the diagnosis, care and 
treatment of patients with rare diseases. Orphanet maintains the Orphanet 
rare disease nomenclature (ORPHA number) and provides access to data via  
www.orphadata.org. Orphanet is coordinated by INSERM US14.

RD-ACTION | SPACE 5

RD-ACTION (‘Data and Policies for Rare Diseases’) is the European Joint 
Action for Rare Diseases, and can be viewed as a successor to both the 
EUCERD and the Orphanet Joint Actions. Uniting 34 beneficiaries and over 
30 collaborating partners from 40 countries, RD-ACTION elaborates and 
implements policies pertaining to rare diseases across Europe. 

OPENAPP | SPACE 6

OpenApp is one of the leading health informatic companies focussed on 
delivering professional services for disease registries. We develop tailored 
patient-centric solutions primarily focused on patient, clinical and research 
organisations. We also have extensive experience in health data analytics 
including geospatial analysis. 
Our platforms make a real difference for patients, clinical care, research 
and health managers. Our clients include DG Sante with the Clinical Patient 
Management System, the European Cystic Fibrosis Foundation, CATs 
Foundation, Alpha 1 and some of the leading pharmaceuticals developing 
drugs for rare diseases.
Come and talk to us about patient registries, portals and how we help with 
observational/Phase IV drug trials.

CENTOGENE I SPACE 7

CENTOGENE is dedicated to the highest quality genetic and biochemical 
diagnostic testing. Our molecular understanding of rare diseases allows 
for a personalized and focused therapy and improved control of rare and 
congenital diseases. As one of the world’s leading companies in molecular 
diagnostics of rare hereditary diseases, we support clinicians with expert 
genetic counseling services. We deliver solutions for rare disease diagnostics 
on a laboratory scale. High quality reporting is our key essential for building 
a partnership of trust.

PFIZER | SPACE 8

Pfizer Rare Disease is committed to transforming the lives of the rare disease 
community through life-changing innovations, trusted partnerships, and 
relentless passion. For thirty years, Pfizer Rare Disease has been a part of the 
journey with the rare disease community. We partner with patients, advocacy 
groups, health care professionals, scientists, and payers from discovery 
to delivery of medicines, relentlessly committed to providing access to 
medicines and sponsoring support programs in more than 80 countries.
With the backing of Pfizer’s R&D, manufacturing, medical expertise, and 
educational resources, Pfizer Rare Disease has an established global footprint. 
We have a dedicated research unit with more than 70 passionate scientists 
working together to identify potential treatments for patients. We have a 
portfolio of multiple medicines within a number of disease areas, including 
hematology, neuroscience, and inherited metabolic disorders. To date, Pfizer 
Rare Disease has treated 76,000 people with its medications globally.
We have been here, we are here, and we will be here for the rare disease 
community. We believe it’s time to seize the moment; and we are here to 
listen, to learn, and make a difference.

EURORDIS-RARE DISEASES 
EUROPE | SPACE 9 & 10

EURORDIS-Rare Diseases Europe is a non-governmental patient-driven 
alliance of patient organisations representing  798 rare disease patient 
organisations in 69 countries. EURORDIS represents the voice of an estimated 
30 million people living with a rare disease in Europe. Please come to stand 9 
& 10 to meet members of the EURORDIS team and find out more about key 
initiatives including Rare Diseases International, Rare Disease Day and the 
Rare Barometer survey initiative. 

RARE BAROMETER | SPACE 11

At the heart of the EURORDIS Rare Barometer Programme is the idea that 
the advocacy work of EURORDIS and its members should continue to be 
increasingly based on patient perspectives. 
Rare Barometer consists of surveys aiming to collect qualitative & quantitative 
data on the experience and expectations of rare disease patients and their 
families to facilitate and streamline the inclusion of patient perspectives into 
EURORDIS advocacy work.
As part of the Rare Barometer Programme, Rare Barometer Voices, an online 
panel of more than 7000 people living with a rare disease who are willing to 
participate in EURORDIS’ surveys, is the tool used to carry out quantitative 
surveys.
The results of Rare Barometer studies and surveys are communicated to:
Patient organisations, so that they can use them to raise awareness among 
policy makers and the general public
European and International-level policy makers and other influential figures 
so that they are made aware of actions that need to be taken for the rare 
disease community in Europe and internationally
The general public including health care providers, to raise awareness about 
rare diseases.
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SUPPORTING PARTNERS

We would like to thank our supporters for their financial contributions in the 
context of this important event for the rare disease community

DIA | SPACE 12

DIA is a global  association that mobilizes life science professionals from 
across all areas of expertise to engage with patients, peers, and thought 
leaders in a neutral environment on the issues of today and the possibilities 
for tomorrow. 

NORD | SPACE 13

The National Organization for Rare Disorders (NORD) is leading the fight 
to improve the lives of rare disease patients and families in the United 
States. NORD, along with its members, is dedicated to the identification, 
treatment, and cure of rare disorders.  We do this by supporting patients 
and organizations, accelerating research, providing education, disseminating 
information, and driving public policy.
Learn more by visiting www.rarediseases.org

PPTA EUROPE | SPACE 14

The Plasma Protein Therapeutics Association (PPTA) represents the private 
sector manufacturers of plasma-derived and recombinant analog therapies 
and the collectors of source plasma used for fractionation. These therapies 
are used by small patient populations worldwide to treat a variety of rare 
diseases and serious medical conditions.

NEM.IO FOUNDATION | SPACE 15

NEM’s blockchain technology delivers a world-class platform for management 
of almost any kind of asset: supply chain, notarizations, claims, records, etc. 
Whether you’re building the next mobile app or bringing blockchain into 
your business infrastructure, NEM gives you a platform to deploy the best of 
blockchain technology for your business.

SAREPTA THERAPEUTICS | SPACE 16

Sarepta Therapeutics is a commercial-stage biopharmaceutical company 
focused on the discovery and development of precision genetic medicines 
to treat rare neuromuscular diseases. The Company is primarily focused 
on rapidly advancing the development of its potentially disease-modifying 
Duchenne muscular dystrophy (DMD) drug candidates and is proud to 
support the ECRD 2018. For more information about Sarepta, please visit  
http://www.sarepta.com

OPEN HEALTH | SPACE 17

OPEN Health is a family of specialist healthcare communications and market 
access businesses with extensive experience and expertise in rare disease. In 
a complex world of evidence-based medicine and market access challenges 
we remove the boundaries between data and analytics, scientific expertise, 
creativity and digital know-how to provide bespoke solutions that meet the 
challenges of rare disease.

BMORE | SPACE 18

Our global work with Ablynx, Kyowa Kirin, Shire and Ultragenyx has taught 
us that the life of a rare disease patient can often be full of complex messages 
and confusion. 
It can be very difficult for a patient and their families to identify and 
diagnose their condition with HCPs and then find the most effective course 
of treatment for a ‘normal way of life’
Both Pharma companies and digital solutions can sometimes over complicate 
things in terms of terminology and techie phrases.
Bmore group has 4 divisions: Bmore educated, Bmore creative, Bmore 
digital, Bmore connected.
What do we do? We simplify complexity. 
We use knowledge, understanding of science, global healthcare, creativity 
and innovation to deliver multi-channel campaigns for better health for life, 
from trial to treatment.
bmore.agency - www.bmore.co.uk

EXHIBITING COMPANIES
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Tel. +33(1) 56 53 52 10
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ORPHANET
Plateforme Maladies Rares 
96, rue Didot
75014 Paris, France
Tel. +33 1 56 53 81 37
contact.orphanet@inserm.fr

DIA EMEA 
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4051 Basel
Switzerland
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