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- Collection of standardised clinical information on rare conditions: 
 - Understand pathogenesis 
 - Improve diagnostic yield 
 - Understand short-term and long-term outcome 
 - Assess quality of care 
 - Plan and perform clinical trials 
 
- Facilitate and assess collaboration through a network of centres 
 

- One of the core criteria for EU Centres of Expertise in Rare Diseases 
  (EUCERD) 
 

Why  



European Reference Networks 
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Access Roles For Registry 

I-DSD Users 
- Members of professional medical/scientific societies 
I-DSD Clinical Centre Leads  
- Responsible for data entry – governance and quality control 
- View, modify, delete all data 
- View core data on all cases – (future – fee) 
I-DSD Research Users  
- Approval by PMG after completion of application form 
- Steering committee involvement if overlap with another project 
- 6 months access – renewable on submission of progress report 
- (Future – fee per module access, project groups for modules) 
I-DSD Patient/Parent Participants 
- Access following registration of case 
- View own core data 
- Future –personalised sign-posting & patient involvement  



Users 
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Case Records 



I-DSD Registry Information Sheets 



Outputs Using The I-DSD Registry - 2014 

 - Cox K, Bryce J, Jiang J, Rodie M, Sinnott R, Alkhawari M, Arlt W, Audi L, Balsamo A, 
Bertelloni S, Cools M, Darendeliler F, Drop S, Ellaithi M, Guran T, Hiort O, Holterhus 

P-M, Hughes I, Krone N, Lisa L, Morel Y, Soder O, Wieacker P, Ahmed SF. Novel 
associations in disorders of sex development: findings from the I-DSD 
Registry. J Clin Endocrinol Metab. 2014. 
 
- Kolesinska Z, Ahmed SF, Niedziela M, Bryce J, Molinska-Glura M, Rodie M, Jiang J, 
Sinnott RO,  Hughes IA, Darendeliler F, Hiort O, van der Zwan Y, Cools M, Guran T, 
Holterhus P-M, Bertelloni S, Lisa L, Arlt W, Krone N, Ellaithi M, Balsamo A, Mazen I, 
Nordenstrom A, Lachlan K, Alkhawari M, Chatelain P, Weintrob N. Changes over 
time in sex assignment for disorders of sex development. Pediatrics. 2014 
 
- Ahmed SF, Bryce J, Hiort O. Clinical & research networks in DSD, in Differences 
& Disorders of Sex Development. Ed Hiort O & Ahmed SF, Karger 2014 
 
 
 



International DSD Symposium 2015 

 
Training workshop   
Invited Speakers – 24 
Oral communications – 32 
Poster communications - 48   
 
‘Active Participants’:Attendees – 50% 

Clinical I-DSD Registry User - £50 
Non-clinical user - £35 
Non-user - £70 
Concessions - £30 
Conference Dinner - £35 

Total Attendees – 220 (multiple disciplines) 
Argentina, Australia, Austria, Belgium, Brazil, 
Bulgaria, Canada, Cyprus, Denmark, Egypt, 
France, Germany, Indonesia, Israel, Italy, 
Kazakhstan, Norway, Poland, Romania, Russia, 
Sweden, Switzerland, Turkey, UK, USA,  

2011-Luebeck 

2013-Glasgow 

2015-Ghent 



International DSD Symposium 2015 

Best Long Oral Presentation  D Baetens, Belgium 
Identification and functional characterization of ESR2, a new disease 
gene for 46,XY DSD 
 
Best Short Oral Presentation   A Morris, Australia   
CAH in Melbourne: Surgical timing and complications, with outcomes 
including body image and genital sensation in a cohort study 
 
Best Poster Presentation  A Zainuddin, Indonesia 
Body mage and genitalia appearance concerns and virilization 
features of CAH female patients in Malaysia. 
 
Runner Up Poster Presentation   N de Neve-Enthoven, 
Netherlands    
Psychosocial well-being in Dutch adults with a DSD 



Outputs – ESPE 2015 

P-1-61      P-1-58      

P-2-307 P-2-312 



New Development - Patient Area 



New Development - Patient Area 



New Development - Bulk Upload Of Core Data 



New Development - Longitudinal CAH Module 



Steering Committee & Project Management Group 

- Steering Committee members serve for 3 yrs.  
- Any I-DSD user can apply 
- Meeting 1-2 per year 

- PMG meets every month 
- Close links to DSDnet, ESPE DSD WG, 
I-CAH 

Steering Committee 
Anna Nordenstrom 
(Chair) 

ESPE DSD WG Chair, 
Stockholm 

John Achermann London 

Olaf Hiort Luebeck 

Rodolfo Rey Buenos Aires 

Stephanie Bernstein Gottingen 

Carol Proctor Patient Group 

Miriam Muscarella Patient Group 

Alex Springer Vienna 

Anu Bashamboo Paris 

Richard Ross Sheffield 

Amy Wisniewski Oklahoma 



Thanks 

http://www.mrc.ac.uk/
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