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History	
•  Started	around	2003	
•  From	“Quick	Study	Capture”	to	“RegistryNxT”	
•  Joined	the	following	LSD	registries	
–  Gaucher		Registry	in	2003	
–  Pompe	Registry	in	2004	
–  Fabry	Registry	in	2014	
– MPS1	Registry	in	2014	

	



Number	of	PaTents	
•  Gaucher	registry	–	9		
•  Pompe	registry	–	2	
•  Fabry	registry	-1		
•  MPS	1	registry	-1		
	Team	of	Doctors	
•  2	clinical	geneTcists/metabolic	specialists	and	1	geneTcs	
nurse	handle	our	registry	

• We	are	also	the	ones	directly	involved	in	the	diagnosis	and	
management	of	paTents	with	LSDs	in	our	country	







What	has	the	registry	done	for	us?		
•  Easily	accessible	
•  Easier	to	see	clinical	summaries	of	paTents	and	see	their	

progress	
– Monitoring	guidelines	
–  TherapeuTc	goals	

•  Helped	us	generate	local	publicaTons	
•  Use	of	resources	in	the	registry	
•  Contribute/compare	data	to/with	other	sites	



Challenges	encountered	
•  Minor	technical	difficulTes	

–  DefiniTons	of	data	sets	
–  Required	tests	in	the	monitoring	guidelines	not	locally	available/	too	costly	for	

paTents	

•  ImplicaTons	of	external	factors	to	accuracy	of	data:	
–  Enzymes	for	ERT	not	conTnuously	available		
–  Low	compliance	of	paTents	(socioeconomic	status,	geographical	distances	of	

residence	to	ERT	sites)	
–  LimitaTons	-	laboratory	invesTgaTons	

•  Regulatory	compliance		
–  Ethics	approval	
–  Re-consenTng		
–  More	stringent	checking	of	documents	by	CRAs	

•  Interface	of	registry	is	not-so	user-friendly	to	new	end-users		


