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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 

SESSION 0101 

Friday 11 May 2018 I 14:00-15:30 

TRANSFORMATIONS 

IN DIAGNOSTICS: HOW 

RESEARCH AND EUROPEAN 

REFERENCE NETWORKS 

ARE RE-SHAPING THE 

DIAGNOSIS LANDSCAPE 

• 9th ECRD I 10-12 May 2018 I #ECRDVienna 

Coordinator, European Patients' Forum (EPF) 

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? 

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 TO bingen, 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 TObingen, Germany 















SESSION 0302 

Friday 11 May 2018 I 16:30-18:00 

SOCIETAL, LEGAL AND 

ETHICAL FRAMEWORK 

SESSION 0303 

Saturday 12 May 2018 I 09:00-10:30 

DIGITAL STRATEGY 

IN EUROPE - BREAKING 

DOWN THE BARRIERS 

• Marius Parescius, Chief Executive Officer, International Security Cluster,
Lithuania

• Sandra Courbier, Rare Barometer Senior Manager, EURO RD IS-Rare Diseases
Europe

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

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 Januseviciene, 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

9th ECRD I 10-12 May 2018 I #ECRDVienna • 






















