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Registries are important tools foresearch and public healtr
why?

A Natural history of the disease

A Epidemiological research

A Clinical research (patient recruitment for clinical trials)
A Diseasesurveillance

A Treatment evaluation (efficacy)

A Treatment monitoring (safety)

A Genotypephenotype correlation

A Social planning

A Healthcare Services planning
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A patient registry isin organized system
that uses observational study methods

to collect uniform data (clinical and other)
to evaluate specified outcomes
for a population defined

by a particular disease, condition, or
exposure,

and that serves one or more predetermined
scientific, clinical, or policy purposes.
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Specific objectives of rare disease registries
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To connect patients, families, and clinicians.

To describe and study the natural history, evolution, risk, and
outcomes of specific diseases.

To support research on genetic, molecular, and physiological basis c
rare diseases.

To establish a patient base for evaluating drugs, medical devices, an
orphan products.

To determine clinical effectiveness or cestectiveness of health care
products and services

To measure or monitor safety and harm, and/or to measure quality of

care.
Richard Esliklich & Nancy A Dreyef014
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EURORDIS-NORD-CORD Joint Declaration of
10 Key Principles for

Rare Disease Patient Registries



1. Patient Registries should be recognised as a[glnbal priﬂrity]in the field of Rare Diseases.

2. Rare Disease Patient Registries should encompass theEuidest geographic scope pnssible]

3. Rare Disease Patient Registries should be centred nn[a disease or group of diseases]
rather than a therapeutic intervention.

4. I:Intemperability and harmonization| between Rare Disease Patient Registries should be
consistently pursued.

5. [A minimum set of Common Data Elements|should be consistently used in all Rare Disease
Patient Registries.

6. Rare Disease Patient Registries data should beEinked with corresponding biobank dala.

7. Rare Disease Patient Registries should include data directly reported by patients along
with data reported by healthcare professionals

8. Public-Private Partnerships should be encouraged to ensure sustainability of Rare Disease
Patient Registries.

9. Patients should be equally involved with other stakeholders in the governance of Rare
Disease Patient Registries.

10. Rare Disease Patient Registries should serve as key instruments for building and
empowering patient communities.




= What is the EU doing? —rE e = e

Helping to pool scarce resources that are currently fragmented across individual EU countries.
Joint action helps patients and professionals share expertise and information across borders.
Specific measures include:

improving recognition and visibility of rare diseases

ensuring that rare diseases are adequately coded and traceable in all health information
systems

supporting national plans for rare diseases in EU member countries
strengthening European-level cooperation and coordination

creating European reference networks linking centres of expertise and professionals in
different countries to share knowledge and identify where patients should go when expertise
is unavailable in their home country

encouraging more research into rare diseases

evaluating current screening population practices

suppnrting[rare diseases registries ]and providing a European Platform for rare diseases
registration.

https://ec.europa.eu/health/rare_diseases/policy_en

NationalCentrefor Rare Diseaseslstituto Superiore di Sanit&Rpme Italy) WWW.isEnmr



Official Journal of the European Union

AREAS OF THE COUNCIL RECOMMENDATIC

COUNCIL RECOMMENDATION
7. SUSTAINABILITY

of 8 June 2009
6. EMPOWERMENT OF PATIENT ORGANISATIONS e do iction 3 the Bald of vive dhiiisai
5. GATHERING THE EXPERTISE ON RARE DISEASES AT EUROPEAN (2009/C 151/02)

4. CENTRES OF EXPERTISE AND EUROPEAN REFERENCE NETWORKS FOR RARE DISEASES

3. RESEARCH ON RARE DISEASES

2. ADEQUATE DEFINITION, CODIFICATI@N AND INVENFORYING

1. PLANS AND STRATEGIES IN THE FIELD OF RARE DISEASES
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Supporting rare diseases registries and providing a European Platform
for rare diseases registration

The EU has recommended that Member States should Consider supporting at all appropriate levels, including the Community level, on the
one hand, specific disease information networks and, on the other hand, for epidemiological purposes, registries and databases, whilst
being aware of an independent governance. (Council Recommendation on an action in the field of rare diseases (2009/C 151/02 j < === |

Fatient registries and databases constitute key instruments to develop clinical research in the field of rare diseases, to improve patient care
and healthcare planning. They are the only way to pool data in order to achieve a sufiicient sample size for epidemiological andfor clinical
research. They are vital to assess the feasibility of elinical trials, to facilitate the planning of appropriate clinical trials and to support the
enrolment of patients as well as for the post-marketing surveillance of orphan medicinal products. The creation of a registry can be a
powerful tool to create and structure networks of expers, whether they being Eurcpean Reference Metworks of Centres of Expertise or
national expert networks for RD. In either case, the experts and centres of expertise involved are a primary source of data for registries.

The strategical objective of the European Commission is the creation of 2 European Platform on Rare Diseases Registration providing
common services and tools for the existing (and future) rare diseases registries in the European Union.

A complete list of the existing 600 rare diseases registers in Europe can be found in the Orphanet Report - Disease Reqgistries in Europe -
January 2013 JA). Mo uniform, accepted standards govern the collection, organization, or availability of these data, and often more than one
registry exists for the same rare disease. At the same time, one astimate is that registries exist for only 20% of rare diseases.

Mational registries on rare diseases
Spanish Rare Diseases Registries Research Network-Spain RDR
Registro Nazionale Malalttie Rare — ltaly
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Building the Platform:
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