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UNMET NEEDS

 Problems listed by patients (EURORDIS)

 Lack of access to correct diagnosis

 Lack of information

 Lack of scientific knowledge

 Social consequences

 Lack of appropriate quality of care

 Inequities in treatment and care

 High cost of exsiting drugs and care





DIAGNOSIS PROCESS

Fabry disease: : average delay of 15 y after clinical presentation

EURORDIS survey : 25 %  of respondents (n=5980), 5 to 30 y from 
onset of symptoms and diagnosis confirmation, 40% reported an initial 
wrong diagnosis





THE FINANCIAL BURDEN



RARE  & MANY

 Rare

 1/1200 in the US

 1/2000 in the EU

 1/2500 in Japan

 Many

 7000 diseases

 8% of the population , 25 M in the US

 6-8% and 30 M in Europe
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RARE & MANY = COLLABORATION

Respond to patients’ expectations

Mobilisation of critical mass of expertise and resources

Avoid overlap

Deliver new cures and diagnoses

Bridging gaps

Collective intelligence

Gathering all stakeholders***



RESEARCH ISSUES
Rare diseases research: NEEDS 

FUNDING 
COOPERATION 

ACHIEVING OF 
CRITICAL MASS 

NATURAL 
HISTORY 

TRAINING 

THERAPY 

SUSTAINABILITY 

BIOBANKS 

REGISTRIES 

INVOLVEMENT 
OF PATIENTS 

TRANSLATION 

BIOMARKERS 



EU FUNDING

Research and 

I nnovat ion 

The EU: A m ajor player in funding 

collaborat ions for  rare diseases research 

Over tw o decades of 

investm ent  in the area 

7 th EU Research Fram ew ork 

Program m e ( 2 0 0 7 - 2 0 1 3 ) : 

• Over €  6 2 0  m illion invested in 

close to 1 2 0  collaborat ive 

projects 

• Plus m ore than 1 0 0  individual 

fe llow ships, grants and t ra ining 

netw orks  

4 7  projects  

€  6 4  m illion  

5 9  projects  

€  2 3 0  m illion  

~ 1 2 0  projects  

> €  6 2 0  m illion 



Research and 

I nnovat ion 

EU funded collaborat ive  

research in rare diseases 

• Europe wide studies of natural history and 
pathophysiology 

• In vitro/in vivo models 

• Registries & bio-banks  

• Identification of biomarkers  

• Clinical trials methodologies for small populations 

• -omics for rare diseases and linking data  

• Development of preventive, diagnostic and 
therapeutic interventions  

 

  



Research and 

I nnovat ion 

Exploratory 

W orkshop 

Reykjavik 

Launch 

W ashington 

Scient ific 

Com m it tees 

W orking  

Groups 

I RDiRC 

2 0 1 3  

Conference 

3 0 0 0  

diagnost ics 

5 0  new  applicat ions 

for m arket  

authorisat ion 

Support -

I RDiRC 

Scient ific 

Secretariat  

6 0 0 0  

diagnost ics 

2 0 0  new  applicat ions 

for m arket  

authorisat ion 

 2 0 1 0            2 0 1 1                   2 0 1 2              2 0 1 3                          2 0 1 5                          2 0 2 0  

WORLDWIDE                         COLLABORATION



E RARE 3: COLLABORATION INFRASTRUCTURESE-Rare achievements and future activities E- Rare- 3 : collaborat ions 

EUROPEAN RESEARCH I NFRASTRUCTURES: 

 

BIOBANKS, CLINICAL TRIALS, TRANSLATIONAL 

MEDICINE, MOLECULE SCREENING, MOUSE 

MODELS 

 

Facilitated access 

Exchange of best practices 

Models for sustainability 

Communication & training 

 

 





EU RD ACTIVITY
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Figure 13 : Status of orphan designation applications (January 2014)

142
 

 
 
The number of applications has increased steadily each year during the first decade of the Regulation with  201 
applications received in 2013. Eighty-five designated products had received marketing authorisation by the end 
of 2013

143
, of which oncology is by far the most common therapeutic area (40%). The average time span 

between designation and authorisation  for products authorised in 2013 was 4.8 years.  
 
 

 
 
 
Figure 14: Distribution of orphan designation positive opinions in 2013 by therapeutic area

144
 

 
In 2013 alone, the COMP adopted 136 positive opinions on orphan designations  with around 100 diseases 
covered by these designations. The European Commission  granted 136 orphan designations in 2013

145
.       

                                                           
142 Figures and data courtesy of the European Medicines Agency, January 2014. 
143 This figure includes withdrawals and extension of indications/variation. 
144 Courtesy of the European Medicines Agency, January 2014. 
145 Data provided by EMA : 
http://www.ema.europa.eu/docs/en_GB/document_library/Committee_meeting_report/2014/01/WC500159429.pdf   
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PATIENT TRAINING 



Web:

www.patientsacademy.eu

Twitter: @eupatients

as well as:



NATIONAL RD PLANS
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1. Political framework 
 
 
Since the 1990s at both European Union (EU) and Member State (MS) level political concepts and initiatives 
concerning rare diseases have emerged (Figure 1). Indeed, a number of countries led the way in the decade 
leading up to the first European legislative text concerning rare diseases, the Orphan Medicinal Product 
Regulation of 16 December 1999

12
, and the ensuing Commission Communication (2008) and Council 

Recommendation (2009). Sweden, for example established the first centres of expertise for rare diseases in 
1990 and a rare disease database and information centre in 1999; Denmark established an information centre 
in 1990 and then centres of expertise for rare diseases in 2001; in Italy, a decree on rare diseases came into 
force in 2001; and in France, Orphanet was established in 1997 with the support of the French Ministry of 
Health as the portal for information on rare diseases and orphan medicinal products, followed by the first 
national plan/strategy for rare diseases in Europe (2004). A number of other countries (Bulgaria, Greece, 
Portugal and Spain) elaborated a national plan/strategy for rare diseases at the very same time as EU policy in 
the field was defined through the Commission Communication and Council Recommendation. By the end of 
2013, it can be observed that policy at Member State level is gathering momentum in the wake of EU policy, in 
particular the elaboration of national plans or strategies for rare diseases, in response to the recommendation 
of  the  Council  to  “elaborate and adopt a plan or strategy as soon as possible, preferably by the end of 2013 at 
the latest, aimed at guiding and structuring relevant actions in the field of rare diseases within the framework 
of their health and social systems

13
”:  16   co

u

ntries  had  adopted  a  plan/strategy  by  the  en d  of  20 13.  
 

 
Figure 1: Emergence of concepts and initiatives surrounding rare diseases in Europe (December 2013)

14&15 

 

 

 

                                                           
12 http://ec.europa.eu/health/ph_threats/non_com/docs/rare_com_en.pdf  
13 http://eur-lex.europa.eu/LexUriServ/LexUriServ.do?uri=OJ:C:2009:151:0007:0010:EN:PDF  
14 ECRD – European Conference on Rare Diseases 
15 Graphic courtesy of the EUCERD Joint Action Scientific Secretariat. 



SOCIAL HEALTH

www.eucerd.eu 

EURORDIS Care Survey Programme 
(2002 - 2008) 

• Every year, 28% of the PLWRD needed the assistance of a 
social worker.  

• 92% of PLWRD consider that «informing patients about their 
rights and guiding them towards social services, schools, 
leisure activities or vocational guidance» is necessary 

• Social assistance services respond inadequately to the 
expectations and needs of PLWRD  

• On average, 16% of PLWRD (up to 24% for the low income 
group) were forced to move house because of their disease;  

 
EURORDIS Survey



FRANCE RD NATIONAL PLAN (1)

Among the major achievements of the 
1st Plan 

131 National centres of expertise were designated in University hospitals 
(2005-2007), then 500 centres of competence in regional hospitals 
organised in disease specific networks linked to the centres of expertise 
(2007-2008) 
Missions of the centres of expertise (« centres de référence » in French) : 

Improve diagnosis, organise pluridisciplinary care from birth to end of life 
Expertise and second opinion 
Research, epidemiological surveillance and clinical trials 
Production of National protocols for diagnosis and care, participation in 
European guidelines if possible 
Information and training of health and social professionals, patients and their 
family,  
Coordination with provision of primary care, medical and social care 

 

During the 1st Plan, two pilot networks in the field of social services were 
launched by centres of expertises in the regions of Pays de la Loire and 
Languedoc Roussillon, as well as a few other  initiatives in other regions, 
(in particular therapeutic education programmes).  
 

ECRD Berlin 9 May 2014  C. Nourissier



FRANCE RD NATIONAL PLAN (2)

C. Nourissier
ECRD Berlin 9 May 2014  

Social policies and services in the second Plan : 
 1. integration of social care in reference networks 

 

1. Creation of about 25 disease specific networks 
Composition : all stakeholders - centres of expertise, diagnosis 
and research laboratories, patient associations, social 
professionals, care networks - 
Aim : strengthen them, share ressources and tools, and cover 
all rare diseases and patients with unclear diagnosis in the long 
term : 
Missions: to reduce diagnostic delay for all diseases, including 
the very rare, improve legibility of the health care system for all, 
develop continuity of medical care, diagnostic and therapeutic 
innovation, basic, clinical and translational research and social 
care. 
call for proposals in 2013, 15 networks already identified. 
Governance and coordination shall be supported by the 
Ministry of Health in 2014. 

 
 



FRANCE RD NATIONAL PLAN (2) 

C. Nourissier

April 2014: Rare diseases  
reference networks in France 

AnDDI-Rare developmental anomalies and malformations 
CARDIOGEN transmitted heart diseases 
DEFI SCIENCE  (Challenge for Science) brain development diseases and 
intellectual disabilities 
FAI2R rare auto-immunes and auto-inflammatory diseases 
FILFOIE rare liver diseases 
FILNEMUS neuromuscular diseases 
FIMARAD rare dermatological diseases 
FIRENDO rare endocrine diseases 
G2M rare hereditary diseases of metabolic origin 
MARIH immuno-hématologic rare diseases 
MCGRE rare diseases of red cells and of erythropoïesis 
MUCO cystic fibrosis and CFTR anomalies 
ORKID rare kidney diseases 
RESPIFIL rare respiratory diseases 
SENSGENE rare sensory diseases 
SLA amyotrophic lateral sclerosis 
 



RARE & MANY = COLLABORATION

Respond to patients’ expectations

Mobilisation of critical mass of expertise and resources

Avoid overlap

Deliver new cures and diagnoses

Bridging gaps

Collective intelligence

Gathering all stakeholders***

PRIMARY CARE ACTORS ?



NEW LANDSCAPE OF PRIMARY CARE

Re-appraisal 

Role and Responsability

Rebuilding the ecosystem

Re-positionning

 Front Line

 Go-between actor



PRIMARY CARE

 Front line

Management of undifferentiated problems in unselected 
patients

Management of common problems in common patients

 And …extraordinary, complex cases in ordinary practice…

 “Narrative Medicine” Centered approach
 Story telling, anecdotes

 Diagnosis delivery, annoucement

 Decision making

 …in Real life…



PRIMARY CARE

12,7% patients with RD

The first to identify the problem in 89%

To establish the definitive diagnosis in 54%

To provide acute care for the problem in 56% and 
continuing care in 76%

…care for the patients through their final illnesses in 
17%...

…sought consultation from specialists for 85%

 W Philips, 2004



DIAGNOSIS PROCESS IN PRIMARY CARE

 I suspect something wrong….

And consult the literature: 12.3%

And consult experts to help me: 23.1%

And refer to experts to make the diagnosis: 64.6%



ASPECTS OF DIAGNOSIS

 Atypical presentation

 Non specific symptoms

 Co-morbidity +++

 Very rare conditions

 Life threatening

 Family burden

 “first time” features

 “something wrong”



Rare diseases research: NEEDS 

FUNDING 
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ACHIEVING OF 
CRITICAL MASS 

NATURAL 
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TRAINING 
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SUSTAINABILITY 
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PRIMARY CARE ISSUES

PC 

HCP

Child

Family



RD PRIMARY CARE ECOSYSTEM

PC 

HCP

Child

Refernce

Networks

Center of 

Expertise

POs

Family

Siblings

Social services

Respite solutions

Helplines

Research projects , CT, 

Registries



LESSONS LEARNED: NEW CHALLENGES

Patient social media, communities on line

Telemedicine, e patient, patient 2.0

Advanced Therapy, Gene therapy

Consequences of fast track drug development process

Personalised Medicine

Big data



PERSPECTIVES…
THE CHILDREN WORLD



MULTIMEDIA PATIENT SOCIAL NETWORKS….

What is Social Media ?
“…social media collaboration, 
interaction

and sharing –web 2.0 video… some 
popular tools are blogs, wikis, Twitter and 
…?”

http://hlwiki.slais.ubc.ca/index.php?title=Web_2.0
http://hlwiki.slais.ubc.ca/index.php/Blogs
http://hlwiki.slais.ubc.ca/index.php/Wikis
http://hlwiki.slais.ubc.ca/index.php/Twitter


New practices: information search 

Orphanet

Eucerd

Irdirc

Horizon 2020

EMA  PDCO, COMP

EudraCT

Eurordis

…

I have a RD X

With a mutation XYZ

Under a OD

- MA under control

-PMS

-RMP

- Registries (Drug and 

Disease)

-ATU

-Off label

- FB : shortage soon

- Care protocol

- Biomarker follow

- Reimbursement protocol

- Informed consent

- Data privacy

- Transborder directive

- Reference network





RD AN OPPORTUNITY FOR PRIMARY CARE

 Lessons learned from RD Community activism and activities

 How to manage complex situations 

 How to step in the future

 How to move from “disease centered” to “patient centered” care

 How to innovate (tools, practices, drug development and drug access, rpicing, 
HTA…)

 How to implement Quality of practice (COI)

HCP : Gardianship of 
Patient Centered Care

& Ethics of Care

Disease

Patient



CONCLUSION: A CALL TO ACTION

 An empowerment program

 Training: RD intensive course

 Research in primary care

 Becoming active stakeholders in CE, Refernce Networks

 Implementing information platform

 Taking part in registries, surveys

 Participating in calls for experts and calls for projects

 To advocate

 Added value of care

 For inclusion of “primary care” in research program (Horizon 2020)

 For new organisation of primary care integrating “case manager”


