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MAIN FACTORS INFLUENCING SCIENTIFIC
RESEARCH ON RARE DISEASES

'» Presence of registries and biobanks

biological samples and clinical information
sharing '

'» International collaboration: trans-national
. call '

- Dedicated funds

'+ Presence of Patient’s associations
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Eusopean Platform for Rare Discase Registries the ficld of Public Heath

News

Public Health Genomics Il
Nl 1930, 303
In Europe a disease is considered rare Qgé‘a son Blu, Rome

when it affects no more than
5 individuals among 10,000 persons

The Epirare Project

The interest of researchers in the establishment of disease registries, is shown by the ingreasing number of RD registers
in EU Member States a5 national or logal initiatives mainly located at universities [Orphanes, 2009), Applications for
funding RD networks, promating data sharing and collaboration amang researchers, are also submitted regulariy to the
European Commission.

The need for shared quality 03t collections for different health and heaithcare purposes and the awareness of
difficuities posed by their maintenance 15 witnessed by 2 number of recent documents (EFPOSI, 2009; Pharmaceutical
Farum Reports, 2008).

The recent adoption of the Council Recommendation on RDs, which recommends the development of registers and
databases for epidemiological purposes is expecied to resuit in a burst of initiatives for RD registration.

While a wide population Base 5 pe{nanv needed for cpldcmno!o;lcal and clinical research In RDs, the chulat on on
personal data protection creates importag 2 o

The meeting was hek on July, 11-12 2011 in Rome (Italy) -

Rom e Sanita - Viak Pegina Elkra, 209
first Epirare
meeting

11 = .].2 JU'V " , ; European Platform for Rare Discase Registries
2011 e ;

meeting site

1SS

M Home

. . . > Background i P
Copyright 2011 Epirare. All right reserved. Ko The Epirare project

i EPIRARE (European Platform for Rare Disease Registries) is a three-year project co
within the EU Program of Community Action in the field of Public Health.

EPIRARE started officially on April 15, 2011.

> Specific obiectives




International Workshi
RARE DISEASE ’

2 International Workshop
RARE DISEASE AND
ORPHAN DRUG REGISTRIES

7- 9 October, 2013

Istituto Superiore di Sanita
Rome (ltaly)

WWW.epirare.eu ————




International Summer School

RARE DISEASE AND
ORPHAN DRUG REGISTRIES

organized by
RE DISEASES

NATIONAL CENTRE FOR RAR
STITUTE OF HEALTH

ITALIAN NATIONAL IN
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Rome (Italy) -
4
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MAIN FACTORS INFLUENCING SCIENTIFIC
RESEARCH ON RARE DISEASES

Presence of registries and biobanks

biological samples and clinical information
sharing

'+ International collaboration: trans-national call
'» Dedicated funds
- Presence of Patient’s associations




The Council Recommendation on European

Action in the field of rare diseases
Adopted by the EU Council in 2009

Recommended Member States to adopt National Plans strategies
for rare diseases, before the end of 2013.

AREAS OF THE RECOMMENDATIONS

Area 1. Plans and strategies in the field of rare diseases
Area 2. Adequate definition and codification of rare diseases

»Area 3. Research on rare diseases
Area 4. Centers of expertise and European reference networks for rare
diseases
Area 5. Gathering the expertise on rare diseases at European level
Area 6. Empowerment of patient organizations

Area 7. Sustainability '

EUROPLAN




EUROPLAN

European Project for Rare Diseases National Plans Development /

Coordinated by the Italian National Centre for Rare Diseases
Italian National Institute of Health

2012-201

Home

-

THE PROJECT PARTNERS Events

EUROPLAN 2012-2015

provides technical and scientific
support to Countries

in order to develop and implement
National Plans and Strategies

for Rare Diseases

NaTionaL PLans

DocumenTs

OnGOING ACTIVITIES

MEMBERS AREA

EUROPLAN
WORKSHOP

. NN
INCEPTION WORKSHOP
ON NATIONAL PLANNING
FOR RARE DISEASES

EUROPLAN 2012-2015

a three-year project, embedded in the EUCERD
Joint Action as Work Package 4, itis coordinated
by the Italian National Institute of Health - |talian
National Centre for Rare Diseases.

Its main goal is to establish an international and
interactive network of stakeholders (mainly policy
makers) to speed up the elaboration and the
implementation of Diseases
Plans/Strategies, through scientific and technical
Workshops and the active

Rare National

assistance,

ConTacT

News

RARE DISEASE AND ORPHAN DRUG
REGISTRIES

International Workshop

8-9 October 2012

ISS - Rome, Italy

Website - Agenda

The Czech government adopted on
August 28/2012 in its Decree 633
The Czech National Plan for Rare
Diseases 2012-2014

[see the document]

It’s available the DRAFT (english
version) of the

Strat of The Netherlands in the
field of Rare Diseases

[see the document]

www.europlanproject.eu
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4 ﬁ] http://lwww.e-rare.eu/ |
E-Raré) | |
ERA-Net for Research Programmes on Rare Diseases

m ABOUT E-RARE JOINT CALLS FOR RESEARCHERS REPORTS AND PUBLICATIONS RELATED EU INITIATIVES EVENTS BECF?R"RET,'E"‘;{RE

o -~

LOOKING FOR Results of Joint
COLLABORATIONS " Transnational Call
' 2012

Joint Transnational
Call 2013
Preannouncement

.-")‘ EXTRANET

. oH Sy it v E-Rare Ethics
NEWSLETTER SUBSCRIPTION 3 Sttt et . " -~ \ e wen
B 4 Workshop

ERA-Net 1« Research Programmes h S U RV EYS

» Rare Diseases

| paﬂa‘f\; Related European Initiatives Reports & Publications For Researchers




“E-Rare”
European Research Area -
Network for Research
Programmes on Rare Diseases

.onsortium N4
17 Partners (public bodies, ministries and research ("
funding organizations) from 13 Countries 24
UNECS B;F PT:R =
ol b & & ¥ soron Objectives:
NE ¥ = : :
g - - =ww > to harmonise and develop synergies
!s!§ >~adi between national research programmes on rare
% ﬁ Ny /,f ne o diseases
@l & { » to develop common research policy on
A g )= rare diseases
kesteno My e, L » to implement transnational research

N ‘Jgsnﬁ)\j" e funding activities (Joint Calls)




E-RARE

international collaboration to share knowledge and information
L e B /7. 1\ ] ‘/( )
-(5; q} 3 iA-r: ]L { .(‘ 3 A...JJ;! |
= _a NG
= = b’ A TR




[ BIOMERICAL RESEARCH |

I vews

Rare-disease project
has global ambitions

Consortium aims for hundreds of new therapies by 2020,

BT ALIZOH KBEBOTT
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Nature 472, 17 (2011)
http://ec.europa.eu/research/health/medical-research/rare-diseases/irdirc en.html
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European Commission

Research & Innovation - Health

European Commission > Research > Health > Medical Research > Rare Diseases

International Rare Disease Research Consortium kil
(IRDIRC)
Home
_ Nominations to IRDIRC Scientific Committees are now open.
Proiects Click here to read more...

Calls for proposals Introduction

International Maximising scarce resources and coordinating research efforts are key elements for success in

the rare diseases field. Worldwide sharing of information, data and samples to boost research is
currently hampered by the absence of an exhaustive rare disease classification, standard terms
of reference and common ontologies, as well as harmonised regulatory requirements.

o0
Contact Corner

I' International Rare Disease Research Consortium I
[ (IRDIRC) :
: Ambitious goals I

» Maximising scarce resources and coordinating research efforts |
[ » Worldwide sharing of information, data and samples to boostl
: research I
} IRDIRC will team up researchers and funding agencies to achieve I
I two main objectives by the year 2020, namely to deliver 200 new [
I therapies for rare diseases and diagnostic tools for most rare=

| diseases.
----------------------J




A to Z | Sitemap | Search | About this site | Contact | Legal notice [English {en)

European Commission

Research & Innovation - Health

European Commission > Research > Health > Medical Research > Rare Diseases

International Rare Diseases Research Consortium L
(IRDIRC)

In the Spotlight

Watch the videos "In search of IRDIRC™ and First International Rare Diseases Research
Calls for proposals “IRDIRC, teaming up for research”. Consortium Conference, Dublin, Ireland, 16-
170442013,

International Cooperation

Intreduction
Committed members

Maximising scarce resources and coordinating research efforts are key elements for success in
Become a member - . - - - -
the rare diseases field. Worldwide sharing of information. data and samples to boost research is
currently hampered by the absence of an exhaustive rare disease classification, standard terms

of reference and commeon ontologies, as well as harmonised requlatory requirements.

How will it work?

Governance
The International Rare Diseases Research Consortium (IRDIRC) was launched in April 2011
Current state of play to foster international collaboration in rare diseases research. IRDIRC will team up researchers
and organisations investing in rare diseases research in order to achieve two main objectives,
Documents namely to deliver 200 new therapies for rare diseases and means to diagnose most rare

Conference 2013 diseases by the year 2020.

Contact Corner

For any questions or queries with regard to IRDIRC, please use the following e-mail address:
e-libra RTD-IRDIRC [af] ec.europa.eu




European Commission

Research & Innovation - Health

European Commission > Research

Home

Projects

Calls for proposals

International Cooperation
Committed members
Become a member
How will it work?
Governance
Current state of play

Documents

Contact Corner

e-library

= Health

= Medical Research > Rare Diseases

Committed members

The European Commission (EC) and the U5 Mational Institutes of Health (MIH) initiated the
discussions that led to the launch of IRDIRC. Since the launch, the interest to participate has
been growing rapidly. For a current list of committed members. please see the list below

Country

Australia

Canada

Canada

Italy

Italy

European
Union

France

France

France

Germany

the
Metherlands

Organisation

Western Australian Depariment of Health

Canadian Institutes for Health Research

Genome Canada

[talian MWational Institute of Health

Telethon Foundation

European Commission

French Association against Myopathies

French Mational Research Agency

Lysogens

Federal Ministry of Education and research

The Metherlands Organisation for Health Research and Development
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HEALTH.2012.2.4.4 RARE DISEASES

HEALTH.2012.2.1.1-1 (A-C) — OMICS FOR RARE DISEASES
HEALTH.2013.4.2-3: New methodologies for small clinical trials
HEALTH.2013.1.2-1. Development of imaging technologies for
therapeutic interventions in rare diseases

A-Z Index | Sitemnap | About this site | FAQ | What's New | Legal notice | Contact | Search English {(en) ¥
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RD-CONNECT

An integrated platform connecting databases, registries,
biobanks and clinical bioinformatics for rare disease
research

Proposal submitted under:
FP7 HEALTH.2012.2.1.1-1-C:

il "Databases, biobanks and clinical bio-informatics hub for rare diseases"
SEVE&‘YSGF'{!AA“E‘\EVORK

Coordinator: Hanns Lochmiiller

Global partner distribution

- ) Workpackage leaders

WP1: Coordination WP2: Patient registries WP3: Biobanks WP4: Bioinformatics

\

Hanns Lochmuller Domenica Taruscio Lucia Monaco Christophe Béroud
Newcastle and TREAT-NMD 1SS and EPIRARE Fondaz. Telethon & EuroBioBank INSERM Montpellier

WP5: Unified platform  WP6 Ethical/legal/social WP7: Impact and innovation

v ar;

Ivo Gut Mats Hansson Kate Bushby

http : / /WWW rd -connect.eu CNAGBarcelona Uppiala Nevcastle and EUCERD/ EJARD
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RARE-Bestpractices ~’1‘".'-' < {\\,,‘ S

,.;;E‘JT (9

Funded by the European Union within the Seventh Framework
Programme (FP7/2007-2013, CALL HEALTH.2012.2.4.4-3: Best
practice and knowledge sharing in the clinical management of rare
diseases” (Coordinated Action))

Starting date of the project is the 1st of January 2013.

The main goal of the project is the development of a networking platform

1) exploiting the collection, evaluation and dissemination of
existing best practices on rare diseases;

) developing an agreed methodology for the elaboration of
guidelines on rare diseases, with a view to ensuring scientific quality
and effective sustainable governance,;

lll) setting up educational activities targeted to stakeholders to share
expertise and knowledge and to contribute to the sustainability of the

networkini ilatform.



Course Director

Domenica Taruscio

Director

Italian National Centre for Rare Diseases
Italian National Institute of Health

Viale Regina Elena, 299

Rome (italy)

Tutors

Graziella Filippini - Fondazione Istituto Neurologico C. Besta
Milano, Italion Cochrane Centre

Robin Harbour - Healthcare Improvement Scotiand

Michele Hilton Boon - Healthcare Improvement Scotland
Jorg Meerpohl - institute of Medical Biometry and Medical
Informatics - University of Freiburg, German Cochrane Centre,
GRADE Working Group

Paola Laricchiuta, Cristina Morciano, Domenica Taruscio =
Italian National Centre for Rare Di: - Italian National
Institute of Health

Contact/Info
Paola Laricchiuta

Email: paola.laricchiuta @iss.it
Tel. 0039 06 49904421

Cristina Morciano
Email: cristina.morciano@iss.it
Tel. 0039 06 49904422

Venue

\.Q\Rl( Ry
Italian National Institute of Health o A )
Aula Marotta = 0
Viale Regina Elena, 299 ’// . A \\/
Rome (Italy) 5 O
Summer School
For more information visit the website Clinical practice guidelines
www.iss.it/cnmr on rare diseases

July 9-11, 2012

Italian Narional Institute of Health
Viale Regina Elena, 299

Rome (ltaly)

Organised by the
Italian National Centre for Rare Diseases
Italian National Institute of Health

CentroNazionaleMalattieRare

caCNMR

Next event: July 2013




Announcing a new journal

RARE DISEASES

AND ORPHAN DRUGS

An International Journal of Public Health
Coming in 2013

Editors in Chief

Domenica Taruscio

Mational Center for Rare Diseases
Istituto Superiore di Sanita
Rome, Italy

Holger Schiinemann

Department of Clinical Epidemiology & Biostatistics
McMaster University

Hamilton, Canada

RARE DISEASES AND ORPHAN DRUGS (RARE)

“-'w'i-t-*.rarei ourn al.ﬂrg



RARE DISEASES AND ORPHAN DRUGS (RARE)
Is a new international open access, online,
peer-reviewed journal published three times per year.

Selected example of topics covered by the journal are given
below:

 Health policies on rare diseases and orphan drugs
e Rare disease epidemiology and registries

e Clinical research and methodology

 Rare disease best practices

e Practice guidelines

o Comparative effectiveness research

¢ Socio-economical analysis

e Primary prevention, risk factors and screening
¢ Health promotion

e (Quality assurance (genetic testing, efc)

e | egal and ethical issues

e Narrative medicine

e Patients’ needs and health-related quality of life

Rare Diseases and Orphan Drugs is published by the
National Centre for Rare Diseases of the Istituto Superiore di
Sanita (ltaly), in the framework of the Project RARE-
Bestpractices.

www.rarejournal.org

- SEVENTH FRAMEWORK
PROGRAMME

RARE-Bestpractices project is funded by the European Commission’s 7" Framework Programme. Grant Agreement n.305690

www.rarejournal.org




MAIN FACTORS INFLUENCING SCIENTIFIC
RESEARCH ON RARE DISEASES

Presence of registries and biobanks

biological samples and clinical information
sharing

'» Presence of Patient’s associations
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(é EVRORDL>  The Voice of Rare Disease Patients in Europe

About rare About orphan Living with a Rare Disease Services to Get Involved Training News & Events
diseases drugs rare disease Policy Patients Resources

Home Languages EN|FR|DE|ES|IT|PT|RL

' !
100 days to Rare Disease Day!

EURORDIS is a non-governmental patient-
driven alliance of patient organisations

First Joint European and Morth representing 537 rare disease patient
American Declaration on organisations in 49 countries.
Registries ») Read our mission statement

ECRD 2012 Brussels Report

now available What are you looking for:

Rare Disease Day a

Rare Disease Day: The 2013 Campaign is S2Lehz el N5 RS

I survey on registries
launched! Social Networks

) () (i
-eatured Patient Organisation  Featured Events Members' Corner - - - -
b b
CDG: Two stories, one ard Annual World Orphan Next EURORDIS FACEBOOK
shared hope Drug Congress Europe, Membership Meeting



Search Site D contacrus BLIT{RTY

Alone we are rare. Together we are strong. ] s

£ NORD

‘ National Organization for Rare Disorders

For Patients & For Patient For Medical For Industry Rare Disease Advocacy About NORD News & Events

Families Organizations Professionals Information

WHAT IS NORD?

The National Organization for Rare

ANNOU NC'NG! Disorders is dedicated to helping the

nearly 30 million Americans with rare

NORD’s newly launch diseases, and the organizations that
> cea serve them, through programs of
Online Physnclan education, advocacy, research, and
1 patient services. More >
Guides for
Rare Diseases
| WANT TO:
Learn more @ Find a patient organization >

Get help with medication costs >

Build a patient organization >

B — T
Z{ LST Give in honor of someone >

Write my Congressman >

News and Events | News for Patients =~ News for Patient News for Medical News for =SS
1 Organizations Professionals Industry

The RARE DISEASE DATABASE

NPRD/DIA Conference i!‘ a Send Your Message to Search NORD's Database for reports on more
- Single Word: Collaboration o L Congress Today thar 1.200 disaases: Seasclh Nows
A Conference on Rare Diseases ) ‘:‘ Join NORD in urging members of
and Orphan Products drew Congree to find a better solution
! ] oggether nearly 500 patient than seguestration. More > LT 4 GET OUR LATEST E-NEWS




C@ D D Canadian Organization
for Rare Disorders

gt

-

s Patient Experts in Health Technology

A D V Q C A R E Conference

FONSUMER ADVOCARE NETWORE  Join other patient advocates who are
taking an active role in assuring that
Canadian patients have sustainable
access to optimal health technologies,
including drugs, diagnostics, combination
therapies and health services.

Home | ContactUs | Donate | Member Area

CORD is Canada's national network for
organizations representing all those with rare
disorders. CORD provides a strong common
voice to advocate for health policy and a
healthcare system that works for those with
rare disorders. » More info

Canadian Organization for Rare Disorders Welcomes
Announcement of Orphan Drug Framework

TORONTO, Oct. 3, 2012 - The Canadian Organization for Rare
Disorders, on behalf of the 2.8 million Canadians with rare
disorders, welcomes Health Minister Aglukkag's announcement
of the "first ever Canadian framework to increase access to
new treatments and information" and the launch of Orphanet-
Canada. » \iew press release

All |l see is Hope - One woman's Story of Overcoming the
Odds. CORD Board Member. Maureen Smith's struggle with
her own rare disorder and how medications have drasfically




Who we are What we do Membership Library Contact Us Donate

oY *
Qé EURORDI>  The Voice of Rare Disease Patients in Europe
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About rare About orphan Living with a Rare Disease Services to Get Involved Training News & Events

diseases drugs rare disease Policy Patients Resources

Home Languages EN|FR|DE|ES|IT|PT|RU

... NORD LI

National Organization for Rare Disorders EURORDIS is a non-governmental patient-

: . : driven alliance of patient organisations
Canadian Urganlzatlﬂn First Joint European and Morth
for Rare Disorders American Declaration on

representing 537 rare disease patient
Registries

organisations in 49 countries.
E U Ro RD I S ECRD 2012 Brussels Report

b Rare Diseases Europe now available

) Read our mission staterment

i

hat are you looking for:

a

Social Networks

EURORDIS-NORD-CORD release a Joint Filr praT IBE e
Declaration for Rare Disease Patient Registries sunvey on registries

.- LR e
Featured Patient Organisation  Featured Events Members' Corner - - - -
| | |
CDG: Two stories, one 3rd Annual World Orphan Next EURORDIS FACEBOOK
shared hope Drug Congress Europe, Membership Meeting
29-30 November, Geneva - FURORDIS - Eurnpean Rare
Liiana and MP were born 27 years . Sawve the date. The next EURORDIS Diseases Drgan'rsatinn on
apart. Their stories show us the EURORDIS member patient EURORDIS Membership Meeting Facebook
progress and development organisations are eligible for free will take place in Dubrovnik, May o Like
achieved in nearby 20 years. guest attendance. 30 to June 1st.

3,312 people ke EURORDIS - European Rare
Diseases Organisation.

-
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ICORD

International Conference on
Rare Diseases & Orphan Drugs

» Welcome to ICORD! Welcome to ICORD!
» Preamble International Conferences for E
» AImSs Rare Diseases and Orphan Drugs earc
» ICORD Position statement .
» Society & Membership . . . Stay updated!
s ICORD launches a Declaration for policy and action plans for rare S
» Board diseases — The “ICORD Yukiwariso Declaration” (PDF) -
» Conferences - Go to web page | Subszcribe [
» Secretariat + Full reports from the 7th ICORD meeting in Tokyo 4-6 February,
+« Bank Information 2012 are now available for download in English and Japanese [ oK |

- Go to web page

Events * Presentation slides from the 7th ICORD meeting in Tokyo
+ ICORD 2012 China 2012 are available on the website
- Go to web page

» Past Events

—— e Jr—
= _— I e
- - -~ ~
" - " " " " \
The 8th ICORD meeting will be held in Shanghai, China in 2013. /
~ -
— — — -_—

— — —— — —
Mission — e —— e ——— — T

The ICORD mission is to improve the welfare of patients with rare diseases and
their families world-wide through better knowledge, research, care, information,
education and awareness,

ICORD is an International Society for all individuals active in rare diseases and/or
orphan drugs, including health care, research, academic, industry, patient




Www.iss.it

About ISS
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Le malattie rare

Cosa sono le malattie rare?
Malattie che colpiscono 1 ogni 2000
abitanti

Malattie rare esentate in Italia
Elenco ordinato delle patologie e ricerca
on line

Ho una malattia rara? Cosa fare? Guida
all’esenzione

Dal sospetto di malattia ai centri di
diagnosi e cura

Il disabile e i suoi diritti

Una guida concreta per orientarsi tra
agevolazioni, detrazioni, sconti fiscali e
altre opportunita
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European Projectfor Rare Diseases National Plans Development
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37 partners in 16 countries in 3 continents
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EUROCAT Joint Action
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RARE DISEASES IN EUROPE

www.burqolrd.com
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- EUROPLAN -

European Project for Rare Diseases National Plans Development -

Coordinated by the Italian National Centre for Rare Diseases
Italian National Institute of Health

2012-201.

Home THE PROJECT PARTNERS Events

EUROPLAN 2012-2015

provides technical and scientific
support to Countries

in order to develop and implement
National Plans and Strategies

for Rare Diseases
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EUROPLAN
WORKSHOP

INCEPTION WORKSHOP

FOR RARE DISEASES

< WON NATIONAL PLANNING

ROME

10-11 September 2012

EUROPLAN 2012-2015

a three-year project, embedded in the EUCERD
Joint Action as Work Package 4, itis coordinated
by the Italian National Institute of Health - Italian
National Centre for Rare Diseases.

Its main goal is to establish an international and
interactive network of stakeholders (mainly policy
makers) to speed up the elaboration and the
implementation of Rare Diseases National
Plans/Strategies, through scientific and technical
assistance, Workshops and the active

participation of patients Groups (EURORDIS and

NMabrAanal Alhancracl frond mmarsl

ContacT

News

RARE DISEASE AND ORPHAN DRUG
REGISTRIES

International Workshop

8-9 October 2012

ISS - Rome, Italy

Website - Agenda

The Czech government adopted on
August 28/2012 in its Decree 633
The Czech National Plan for Rare
Diseases 2012-2014

[see the document]

It’s available the DRAFT (english
version) of the

Strat of The Netherlands in the
field of Rare Diseases

[see the document]

www.europlanproject.eu
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Domenica Taruscio

Director

National Centre Rare Diseases
Istituto Superiore di Sanita

YOUR ATTENTION Rome (ltaly)

domenica.taruscio@iss.it
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