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Introduction The aim of this report was the application of the toolkit for quality 
assessment developed during the 1st year of activity of WP3.   

 
Methodology: The toolkit was submitted for the evaluation of three international 

registries on rare endocrine conditions (R1. ERCUSYN on Cushing disease; R2. MCT8 
deficiency; R3. I-DSD & I-CAH on Disorders of Sex Differentiation and Congenital Adrenal 
Hyperplasia) and the Italian Registry on Rare Diseases (R4). 

 
Results: The R1 and R3 are active since January 2008 and include information on 1700 

or 3500 subjects, respectively; whereas the R2 is active since September 2018, including 
information on 21 patients with MCT8 mutations; this information is missing for R4. The 
aims of these registries are variable: Research, but also to provide information useful public 
health, clinical trials and/or pharmaco-vigilance for registries R2-4. Questions on area 1 
(Governance) were found relevant and clear by R2-4, but unclear for R1.  

 
 
Area 1 

(Governance) 
clarity relevance  

Registry 1 Unclear (do not understand what you are 
asking 

Irrelevant (do not understand) 

Registry 2 clear Relevant (All relevant items, but it 
should be differentiated between 
just started and well-established 
registries in terms of demands) 

Registry 3 Q17 - not clear about policy on long-term 
sustainability, Q19 - typo 

relevant 

Registry 4 clear relevant 
 
Area 2  
(Data 

Sources) 

clarity relevance  

Registry 1 unclear relevant 
Registry 2 clear relevant 
Registry 3 clear relevant 
Registry 4 clear relevant 



 
 
Area 3 
(CRF) 

clarity relevance  

Registry 1 unclear  
Registry 2 D31 unclear (I do not understand the 

question; we do have explanations attached 
to most questions (for clarification) 
 

 

Registry 3 clear relevant 
Registry 4 clear relevant 

 
Area 4 

(Infrastructure
) 

clarity relevance  

Registry 1 Unclear (These are technical data I've 
answered to the best of my knowledge but 
should be addressed to the company which 
performs this, located in Berlin) 

Not much relevant  

Registry 2 Clear (This was not filled in by IT person; 
there is no possibility to save this form, 
hence I needed to proceed immediately; 
questions are answered to best of my 
knowledge) 

Not much relevant 

Registry 3 Clear  
45 – (Existence of a procedure in place in 
case of data breach) 
Registry does not hold personally 
identifiable data, there should more options 
and some free text for explanation, at an 
institutional level 

relevant 

Registry 4 Not much clear relevant 
 

Area 5 
(FAIR 

principles) 

clarity 

Registry 1 Not clear 
Registry 2  
Registry 3  
Registry 4  

 The relevance was not implemented for the 4 registries. The item was added after data collection. 
 
Area 6 
(Data 

quality) 

clarity relevance  

Registry 1 clear relevant 
Registry 2 clear Not much relevant 
Registry 3 clear relevant 
Registry 4 clear relevant 

 



 
 

Area 7 
(Quality 

information) 

clarity relevance  

Registry 1 clear Not much relevant 
Registry 2 clear relevant 
Registry 3 clear relevant 
Registry 4 clear relevant 

 
 
Area 8 e 9 

(Documentation 
and Training) 

clarity relevance  

Registry 1  irrelevant 
Registry 2 clear Irrelevant (Not relevant for 

patients/parents who need to fill in 
information 

Registry 3 not much clear 
the question “regular training 
for the operational registry 
team” not clear 

relevant 

Registry 4 clear 
 

Not much relevant 

 
 

Area 10  
(Level of patient 

involvement) 

clarity relevance  

Registry 1 clear irrelevant 
Registry 2 clear relevant 
Registry 3 clear; Some questions could 

be clearer 
There is repetition with questions in 
other sections 

Registry 4 clear relevant 
 
 

General comments related to the survey 
Registry 1 Many questions are either not directed to the clinicians involved (my case) 

Registry 2 important to make a difference between just started and well-established 
patient registries; although all questions are valid, it is not do-able to check 
them all before getting a registry launched; importantly, all successful 
registries have started small and steadily improved; by putting to much 
constraint on beforehand, new initiatives can be stopped 

Registry 3 There wasn't a clarity and relevance question in IT and FAIR sections. There 
is repetition.   Some responses could have more options such as a liker scale 
rather than just yes or no 

Registry 4 The survey is well done and the vast majority of items are relevant. 
 



 
 

Conclusion The toolkit appeared sufficiently clear at the initial evaluation of 3 International 
and 1 National registries. Most of the questions were considered relevant. The toolkit 
appears useful but may be improved in some sections. 
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