Table S3 Relative frequency of Sanfilippo Type A within larger disease groups
	First author, year
	Country
	Study design
	Study period
	Representative of whole country?
	Enzyme or mutational diagnosis?
	Reference population
	Size of reference population
	Sanfilippo type A

	
	
	
	
	
	
	
	
	Number of patients
	Relative frequency


	Church, 2013 [1]

	Turkey
	Retrospective
	2009–2011
	No
	Yes
	Patients with a clinical suspicion of a LSD 

	530
	34
	44.7% of all MPS III


	Coelho, 1997 [2] 

	Brazil
	Retrospective
	1982
–1995
	No 
	Yes
	Patients with a clinical suspicion of an IEM 

	9,901 

	8 

	19% of all MPS III 


	Delgadillo, 2013 [3] 

	Spain
	Retrospective
	1971
–2010
	Yes
	Yes
	Patients with MPS III
	55 

	34
	62% of all MPS III

	Héron, 2011 [4]
	France
	Retrospective, Prospective
	1990
–2006
	Yes
	Yes
	General population (number of live births per year)
	NA
	87
	68% of all MPS III

	Héron, 2011 [4]
	Great Britain
	Retrospective, Prospective
	1990–2006
	Yes
	Yes
	General population (number of live births per year)
	NA
	89
	71% of all MPS III 


	Héron, 2011 [4]
	Greece
	Retrospective, Prospective
	1990–2006
	Yes
	Yes
	General population (number of live births per year)
	NA
	0
	0% of all MPS III

	Emre, 2002 [5] 

	Turkey
	Retrospective
	1982
–2002
	No
	Yes
	Patients with a clinical suspicion of MPS
	42 

	5 

	14.71% of all MPS

	Nelson, 1990 [6]

	
Great Britain (Northern Ireland)
	Retrospective
	1958–1985
	No
	Yes
	Cardiovascular patients with MPS
	22
	3
	13.6% of all MPS

	Ozand, 1992 [7]
	Saudi Arabia
	Retrospective
	No data
	Yes
	Yes
	Patients with a clinical suspicion of an IEM (children <12 years)
	910 

	2 (of 55 MPS patients) 

	3.6% of all MPS

	Sewell, 1988 [8]
	Germany
	Retrospective
	1977–1987
	No
	Yes
	Undefined (Urine samples)
	5,255
	61
	38.4% of all MPS

	Kadali, 2014 [9]
	India
	Retrospective
	2007–2012
	Yes
	Yes
	Patients with a clinical suspicion of a LSD
	1,558
	9
	1.9% of all LSD

	Krasnopolskaya, 1997 [10]
	Former Soviet Union
	Retrospective
	No data
	Yes
	Yes
	Patients with a LSD
	445
	35
	7.9% of all LSD, 12.1% of all MPS

	Michelakakis, 1995 [11]
	Greece
	Retrospective
	1982–1995
	No 
	Yes
	Patients with a clinical suspicion of a LSD
	2,745
	3
	3.2% of all LSD

	Kagalwala, 1988 [12]
	India
	Retrospective
	No data
	No 
	No
	Patients with a clinical suspicion of an IEM
	4,604
	2
	4.2% of all IEM


IEM inborn error of metabolism, LSD lysosomal storage disease, MPS, mucopolysaccharidosis, MPS III, mucopolysaccharidosis type III (Sanfilippo Syndrome), NA, not available










Table S4 Relative frequency of Sanfilippo Type B within larger disease groups
	First author, year
	Country
	Study design
	Study period
	Representative of whole country?
	Enzyme or mutational diagnosis?
	Reference population
	Size of reference population
	Sanfilippo type B

	
	
	
	
	
	
	
	
	Number of patients
	Relative frequency


	Church, 2013 [1]

	Turkey
	Retrospective
	2009–2011
	No
	Yes
	Patients with a clinical suspicion of a LSD 

	530
	31
	40.8% of all MPS III

	Coelho, 1997 [2] 

	Brazil
	Retrospective
	1982
–1995
	No 
	Yes
	Patients with a clinical suspicion of an IEM 

	9,901 

	19
	45.2% of all MPS III

	Delgadillo, 2013 [3] 

	Spain
	Retrospective
	1971
–2010
	Yes
	Yes
	Patients with MPS III
	55 

	11
	20% of all MPS III

	Héron, 2011 [4]
	France
	Retrospective, Prospective
	1990
–2006
	Yes
	Yes
	General population (number of live births per year)
	NA
	18
	14% of all MPS III

	Emre, 2002 [5] 

	Turkey
	Retrospective
	1982
–2002
	No
	Yes
	Patients with a clinical suspicion of MPS
	42 

	8
	23.5% of all MPS

	Krasnopolskaya, 1997 [10]
	Former Soviet Union
	Retrospective
	No data
	Yes
	Yes
	Patients with a LSD
	445
	13 (out of 290 MPS)
	4.5% of all MPS

	Nelson, 1990 [6]

	Northern Ireland
	Retrospective
	1958–1985
	Yes
	Yes
	Cardiovascular patients with MPS
	22
	1
	4.6% of all MPS

	Ozand, 1992 [7]
	Saudi Arabia
	Retrospective
	No data
	Yes
	Yes
	Patients with a clinical suspicion of an IEM (children <12 years)
	910 

	6 (of 55 MPS patients) 

	10.9% of all MPS

	Sewell, 1988 [8]
	Germany
	Retrospective
	1977–1987
	No
	Yes
	Undefined (Urine samples)
	5,255
	20
	12.6% of all MPS

	Kadali, 2014 [9]
	India
	Retrospective
	2007–2012
	Yes
	Yes
	Patients with a clinical suspicion of a LSD
	1,558
	8
	1.7% of all LSD

	Michelakakis, 1995 [11]
	Greece
	Retrospective
	1982–1995
	No 
	Yes
	Patients with a clinical suspicion of a LSD
	2,745
	16
	17% of all LSD

	Kagalwala, 1988 [12]
	India
	Retrospective
	No data
	No 
	No
	Patients with a clinical suspicion of an IEM
	4,604
	1
	2.1% of all IEM


IEM inborn error of metabolism, LSD lysosomal storage disease, MPS, mucopolysaccharidosis, MPS III, mucopolysaccharidosis type III (Sanfilippo Syndrome), NA, not available









Table S5 Relative frequency of Sanfilippo Type C within larger disease groups
	First author, year
	Country
	Study design
	Study period
	Representative of whole country?
	Enzyme or mutational diagnosis?
	Reference population
	Size of reference population
	Sanfilippo type C

	
	
	
	
	
	
	
	
	Number of patients
	Relative frequency


	Church, 2013 [1]

	Turkey
	Retrospective
	2009–2011
	No
	Yes
	Patients with a clinical suspicion of a LSD 

	530
	11
	14.5% of all MPS III

	Héron, 2011 [4]
	France
	Retrospective, Prospective
	1990
–2006
	Yes
	Yes
	General population (number of live births per year)
	NA
	17
	13.3% of all MPS III

	Emre, 2002 [5] 

	Turkey
	Retrospective
	1982
–2002
	No
	Yes
	Patients with a clinical suspicion of MPS
	42 

	1 
	2.9% of all MPS

	Sewell, 1988 [8]
	Germany
	Retrospective
	1977–1987
	No
	Yes
	Undefined (Urine samples)
	5,255
	5
	3.1% of all MPS

	Kadali, 2014 [9]
	India
	Retrospective
	2007–2012
	Yes
	Yes
	Patients with a clinical suspicion of a LSD
	1,558
	6
	1.2% of all LSD


IEM inborn error of metabolism, LSD lysosomal storage disease, MPS, mucopolysaccharidosis, MPS III, mucopolysaccharidosis type III (Sanfilippo Syndrome), NA, not available
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