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- Collection of standardised clinical information on rare conditions:
- Understand pathogenesis & natural history
- Improve diagnostic yield
- Understand short-term and long-term outcome
- Assess quality of care
- Improve the case for service development

- To support research – epidemiology, genetic, molecular

- Establish a platform for evaluating drugs & devices

- To connect patients, families, clinicians and scientists 

Why Develop A Rare Disease Registry
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Why Develop A Rare Disease Registry

• Unsustainable
• Poor quality
• Devaluation
• Disaffection with stakeholders



- The range of registries

- Sustainability is key

- Quality

- The Registry Ecosystem

Plan



Overview Of Registry Projects

Scottish Audit of Genital 
Anomalies

SDSD MCN Clin Audit 
System

Scottish Audit of Atypical Genitalia

ESPE DSD Euro-DSD I-DSD

I-CAH

I-TS

EuRRECa (e-REC & Core Registry)

SGAN / SDSD Register

EuRR-Bone

Scottish Linked Genital Anomaly 
Database

NHS Scotland Linked Datasets

2025

GloBE-Reg

2010 20202015

I-
HH

Chief Scientist 
Office Of Scotland

Chief Scientist 
Office Of Scotland

Chief Scientist 
Office Of Scotland

  
  
  

  
  

    
  
  

  
  

  

  
  
  

  
  

  

  
  
  

  
  

  

SDMregistries

EuRRE
B

20052000

Cambridge DSD Database BSPED GH Audit



Different Types Of Registries
Type Of 
Registry

Example Pro Cons

Data Linkage - SGA Linked database
- NHS Scotland 
databases

- Data collected ‘automatically’ with no participant burden
- Epidemiology and public health utility
- Independent of health care providers
- Generates hypotheses
- Outcomes that may matter most for public health

- Outcomes limited to available datasets
- Requires rigorous  infrastructure and governance
- Expense in setting up
- Limited experience of longitudinal studies
- Rare conditions – limited value unless coverage very wide

Surveillance 
Systems

- SAAG
- EuRRECa e-REC
- BPSU

- Information obtained from health care providers
- Targeted information with low participant burden
- Can provide epidemiological data
- Non-personally identifiable data
- No need for informed consent
- Data can be used by networks to capture activity
- Agile and versatile

- Limited information
- Requires combining to a secondary survey 
- Secondary surveys can include personally identifiable 

data
- Reporter bias
- Cross-verification of returns to check reporting bias
- Grey area between service provision and research

National 
Clinical Audit 
Systems

- SDSD
- SPEG

- NHS systems so do not require opt-in consent
- Can support networks esp for benchmarking

- Data entry, data access and re-use
- Process for change
- One size fits all; region not large enough for rare 

conditions

Natural History 
Registries

- I-DSD/I-CAH/I-TS
- EuRRECa

- Focus on natural history of specific conditions
- Support networks (local, regional or international)
- Research utility
- Patient and Clinician focused
- Suited for outcome-based research for rare conditions
- Can be used for benchmarking 

- Initial set up
- Long-term sustainability
- May suffer from selection bias
- Temporal and geographical confounders

Study 
Registries

- GloBE-Reg - Focus on specific interventions
- Clear aim from the start, eg PAS
- Clear awareness of strengths and weaknesses
- Clear design with limited dataset
- Likelihood of achieving outcome

- Limited scope
- Requires quality assurance protocols esp if PAS
- Managing expectations of stakeholders



Natural History vs A Study Registry



Conflict of Interest

Lack of Transparency & 
Data Access

Data Integrity and 
Reliability

Patient Privacy Concerns

Regulatory and Ethical 
Issues

Public Trust and 
Credibility

Marketing disguised as 
research

Cost

Specificity & 

And Then There Are Several Shades Of Registries

Pharma-Led
Lack of Expertise

Bias and Advocacy 
Influence

Inconsistent Data 
Collection

Conflicts with Healthcare 
Providers, Researchers, 
Other Groups

Data Governance & 
Access

Limited Independence

Scientific Rigour

Limited Scalability and 
Interoperability

Patient-Led Professional/Academic
Data Access

Data Quality

Confidentiality & Ethical 
Concerns

Conflict of Interest

Regulatory & Legal 
barriers

Mismatch in research 
priorities

Sustainability

Data Access -
cumbersome

Privacy & Ethical issues

Data Standardization & 
Quality

Granularity and 
specificity of outcomes, 
esp for rare conditions

Restrictions on 
commercial use

Public Distrust

Political sensitivity

Coverage – too wide

Public-Funding Led



The Proliferation, Awareness & Participation In Registries

• There are over 600 specific rare endocrine 
diagnoses

• Even for the small proportion of conditions 
covered by Endo-ERN

• There are several registries
• International
• National
• Local

• For 75% of conditions in Endo-ERN, an 
international registry already existed in 2016

• Awareness and participation in existing registries 
was suboptimal but the desire to have a registry 
was high



Sustaining Registries

Likelihood of Failure
• Evidence of activity
• Benefit to stakeholders and wider community

Clear Vision & Purpose At Start, eg
• Care Quality Improvement
• Research



• Data quality & 
integrity

• Data standardization

• Data Security & Privacy
• Infrastructure
• Development & 

Maintenance

• Long-term Funding 
• Business model & economies of 

scale
• Independence from a single 

source

• Governance
• Ethics overview
• Legal support

• Stakeholder involvement
• Data sharing & re-using
• Training & education

• Evidence of activity
• Benefit to stakeholders and wider community

Clear Vision & Purpose At Start, eg
• Care Quality improvement
• Research

Sustaining Registries

Likelihood of Failure



Sustaining Registries = Quality Of Registries

• Data quality & 
integrity

• Data standardization

• Data Security & Privacy
• Infrastructure
• Development & 
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• Long-term Funding 
• Business model & economies of 

scale
• Independence from a single 

source

• Governance
• Ethics overview
• Legal support

• Stakeholder involvement
• Data sharing & re-using
• Training & education

• Evidence of activity
• Benefit to stakeholders and wider community

Clear Vision & Purpose At Start, eg
• Care Quality improvement
• Research



Assessing The Quality Of A Registry



Level Of Consensus On Quality Criteria 
Governance Data Quality

IT Infrastructure



Evidence Of Complying With Quality Criteria 
Governance Data Quality

IT Infrastructure



Data Quality In The Eyes of GDPR

Article 5(1)(d) of the GDPR states that personal data shall be:

"accurate and, where necessary, kept up to date; every reasonable step 
must be taken to ensure that personal data that are inaccurate, having regard 
to the purposes for which they are processed, are erased or rectified without 
delay.”

In practice, this means that organizations that collect and process personal data 
under GDPR are required to ensure that the data they hold is accurate, relevant, 
and current. 

- Data minimisation
- Quality assurance
- Data Protection Impact Assessment
- Privacy notices (for all subjects, ie participants, users)
- Data sharing – EU ‘adequacy’ vs ‘non-adequacy’



The Minimum Dataset

Describes a methodology 
that has been developed 
to define a minimum 
dataset that is important 
and easy to collect.



The Registries ‘Ecosystem’

Data Quality

Stakeholder Involvement

Management & Support
I-DSD/I-CAH/I-TS Steering Committee

Anna Nordenstrom, Stockholm

Data Access
Jeremy Tomlinson, Oxford

Learning & Training
Sabine Hannema, Amsterdam

Care Quality Improvement
Justin Davies, Southampton

Project Support (Glasgow)
Administrative - Jillian Bryce, Minglu Chen, Martin McMillan

Data & Clinical Scientist - Malika Alimussina, Salma Ali, Sanhita Koley, Angela Lucas-Herald, Xanthippi
Tserotopoulou

UofG Services – Admin, Human Resources, IT Services, Legal & Contracts, 
External Contractors

Research
Awards

Bern, 2022

Stockholm, 2024

Postgraduate 
Courses

Care Quality



SDMregistries - Opportunities
https://sdmregistries.org/ 



Stakeholder Priorities & Current Research

Ahmed et al, Nat Rev Dis Primers 2025

Survey of patients, parents, healthcare professionals and researchers

- Match research to areas of 
priority

- Researchers need to continue 
engaging with patients and 
health care providers

- Provide incentives for data 
access in high priority, low 
activity fields



Summary
• Rare disease registries come in all shapes and sizes

• Need to reduce the number of rare disease registries while increasing their 
versatility

• For long-term outcomes, sustainability is key, and this can be achieved 
through:-

• Low-cost platforms with wide applicability 
• Transparent governance structure with a strong emphasis on data governance
• Understanding the needs of a diverse range of stakeholders
• An ‘ecosystem’ with visible outputs that are relevant to its stakeholders
• Reducing reliance on a single funder or organisation
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