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What is a registry

• A rare disease registry is a systematic and organized database that
collects detailed information on individuals affected by a specific rare 
disease or group of rare diseases. These registries are designed to 
collect clinical, genetic, epidemiological, and other related data for 
the purposes of research, clinical management, and decision support.

•Data collection

• Organizational structure: Registries can be managed by research
institutions, hospitals, healthcare organizations or government 
bodies. They can be national, regional or international, depending on 
the objective and scope of the data collection.

• Patient participation

• Role in research and development of treatments

• Clinical decision support

• Privacy and data security



Relevance of rare disease
registries

• Understanding incidence and prevalence

• Facilitate scientific research

• Improve diagnosis and management of the disease

• Support the development of drugs and therapies

• Optimize the allocation of healthcare resources

• Promote awareness and education

• Types of registers

• National registers vs. international.

• Patient registries vs. clinical data registers.

• Estimated number of registers in EU: approximately 700



What are rare disease
registries for 

Rare 
disease
registries
function as
organized
collections
of data 
about
individuals
with rare 
conditions. 
Here's an 
overview
of how
they
generally
operate:

Data Collection 

Patient Partecipations

Organization and management of data

Data Usage

Collaboration and sharing of data

Evaluation of efficacy



European Platform on Rare Disease Registration

KINDLY FOR THE EC https://eu-rd-platform.jrc.ec.europa.eu/eurocat/eurocat-network/jrc-eurocat-central-registry_en
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European Platform on Rare Disease Registration

ERDRI provides the infrastructure and tools 

to make registries' data 

F FINDABLE
A ACCESSIBLE
I INTEROPERABLE 
R REUSABLE

Makes RD patient data FAIR

KINDLY FOR THE EC https://eu-rd-platform.jrc.ec.europa.eu/eurocat/eurocat-network/jrc-eurocat-central-registry_en



EUROPEAN REFERENCE NETWORKS 

78 HCPs from 23 countries
101 HCPs from 27 countries with the 
inclusion of the new full Members in 
January 2022)

MetabERN
MEMBERS



M4: Treatment

M3: Patient 
perspective

M2: Clinical and
cognitive

phenotype

M1: Common data
elements

U-IMD and ERDRI 

M5: Biochemical
markers

M6: ERKReg
parameters

Central Metadata
Repository 

(ERDRI.mdr) 

European Directory 
of Registries
(ERDRI.DoR)

European Patient 
Identity Service 

(EUPID)

Common Data 
Elements (CDE)

ERDRI Tools U-IMD

Common Data 
Elements (CDE)



Modular design of the U-IMD registry

Module 1
Common data elements

• Set of CDE for RD registration (JRC)
• New nosology for 1,000+ IMDs according to IEMbase
• Mapped to Orphanet and OMIM

Module 2
Clinical and cognitive phenotype

• Human Phenotype Ontology (HPO)
• Results of standard IQ tests

Module 3
Patient perspective

• Pediatric Quality of Life Inventory (PedsQL)
• World Health Organization Quality of Life (WHOQOL)

Module 4
Treatment

• WHO ATC classification system as standardized vocabulary for 
pharmacotherapy

Module 5
Biochemical markers

• Selection of biochemical markers established by the IEMbase.
• Mapped to Human Metabolome Database (HMDB).

Module 6
ERKReg parameters

• Full panel of disease progression parameters of the ERK-REG.

Module 7
NEWBORN SCREENING 



Find us at: https://www.u-imd-registry.org



Benefit of patient registry

Better 
understanding
of  thediseas

Access to 
information and 
resources

Better diagnosis
and treatment

Partecipation to 
research

Psycological
and social 
support

Possibility to 
participate to 
clinical studies

Better disease
management



Research-based on registries

•Registry-based research and development for rare diseases
is a key pillar in advancing the understanding and improving
the management of these conditions. Here's how registries
can impact research and development:

•Patient identification for clinical trials

•Characterization of the natural history of the disease

•Validation of biomarkers and endpoints for clinical trials

•Evaluation of the effectiveness of treatments

•Identification of emerging trends and needs

•Support for the evaluation of orphan drugs and innovative 
therapies



Challenged related to 
rare disease registries

•The challenges associated with rare disease
registries can be varied and include several
aspects, including:

•Low prevalence and fragmentation

•Difficulty in data collection

•Data access problems

•Financial sustainability

•Differences in the definition and classification
of rare diseases

•Patient involvement

•Ethical and regulatory challenges



Patient involvement

•Patient involvement in rare disease
registries is crucial and can lead to 
numerous benefits. Here's how patients
are involved:

•Active participation

•Awareness and education

•Allow sharing of experiences

•Provide feedback and input

•Participation in governance

•Empowerment



Registry Impact on 
public health 

•Rare disease registries have a significant
impact on health policy in several ways:

•Information and awareness

•Orientation of health policies

•Support for drug research and development

•Promotion of collaboration and assistance
network

•Influence on the financing of health initiatives

•Monitoring the effectiveness of policies



Future of rare disease
registries

•The future of rare disease registries is promising and 
presents several interesting perspectives:

•Integration and interoperability

•Innovative technologies

•Patient involvement

•Focus on access and equity

•Collaborative initiatives

•Emphasis on ethics and privacy

•Long-term monitoring and results

•Valuable source of data for A.I. applications



Collaborations and 
partnerships 

•Collaborations and partnerships in rare 
disease registries play a crucial and 
beneficial role for several reasons:

•More complete and representative data 
collection

•Sharing best practices.

•Data harmonization

•Maximum use of resources

•Promotion of research and development of 
treatments

•Influence on health policies

•Stakeholder involvement



Take home messages

• Proper collection of data into ERN-based registries is crucial today to: 

• Describe natural histories of the diseases

• Identify patients to be enrolled in clinical trials and monitor the CT outcome

• Study safety and efficacy of innovative drugs

• Quantify patients unmet needs

• ERN-based Registries are an important tool integrated into the NHS since they represent: 

• A pretious source for  clinicians for the patient management   

• A pretious source of data to shorten the diagnostic gap by secondary data usage

• A pretious sorce for the knowledge generation and awareness of rare diseases

• A pretious source for the creation of health programmes aimed at a quick diagnosis, a more efficient management and a sustainable planning of orphan therapies

• Some problems still remains: 
• There are at the moment different legislation in MS ruling registries and data management  

• Privacy concept is not the same in all MS

• Interoperability  still remains a major obstacle 

• EHDS is expected to  help MS  in having a regulation for sharing data 

• A.I. is requiring a regulation for the secondary use of data, however, there is inequality in its use among MS

• The Joint Action JARDIN is expected to analyze the situation and suggest solutions to integrate ERNs into the NHS also for data 
management  



• THANKS FOR THE ATTENTION 


