Supplementary Table 1 – Results and methodological strategies of the included investigation (Part I). 
	Reference
(fieldwork)
	Country (Region)
	Included diagnosis
	Population
	N
	Patients’ ascertainment methods
	Inclusion of patients
	Classification, clinical and genetic diagnosis of patients

	Sridharan, 1985
(1982-84)
	Libya (Benghazi province)
	HCA
HSP
	519,000
	25
	Survey of the regional policlinics, university hospital and a centre for handicapped from 1982 to 1984. 
Families investigation.
	Assessed by team neurologists.
Inclusion criteria not defined.
Isolated patients included.

	Classification by team neurologists using Harding’s criteria.
Systematic clinical investigation.
No genetic testing.
Prevalent patients classification not reported.
 

	Brignolio, 1986
(1982)
	Italy
(Turin province)
	HCA
HSP
	2,327,996
	142
	Discharge records of regional and adjacent hospitals from 1976 to 1982.
Electromyography laboratory records.
Long stay nursing homes records.
Patients associations.
Families investigation.

	Assessed by team neurologists. 
Defined inclusion criteria.
Isolated patients included 

	Classification by team neurologists using Harding’s criteria.
Systematic clinical investigation.
No genetic testing.
No unclassified patients.

	Polo, 1991
(1986)
	Spain
(Cantabria region)
	HCA
HSP (pure)
	510,000
	103
	Hospital case series from 1974 to 1986. 
Families investigation.
	Assessed by team neurologists. 
Inclusion criteria not defined. 
Complex HSP patients excluded. 
Isolated patients included.

	Classification by team neurologists using Harding’s criteria. 
Systematic clinical investigation and follow-up.
No genetic testing.
HSP patients not classified.


	Filla, 1992
(1989)
	Italy
(Molise region)
	HCA
HSP
	335,211
	25
	Call-letter-call survey of GPs, neurologists, paediatricians, internists and other specialists. 
Hospital and rehabilitation centres records from 1979 to 1991.
Families investigation.

	Assessed by team neurologists. 
Defined inclusion criteria. 
Isolated patients included.

	Classification by team neurologists using Harding’s criteria.
No genetic testing.
Systematic clinical investigation.
HSP patients not classified.

	Hirayama, 1994
(1988-89)
	Japan
(national)
	HCA
HSP
	123,000,000
	1,540a
	Survey of Neurology, Neurosurgery, Psychiatry and Internal Medicine departments in hospitals with >200 beds.
	Assessed by referring neurologist.
Defined inclusion criteria. 
Isolated patients included.

	Classification based on referral information using clinical and pathological criteria.
No systematic clinical investigation.
No genetic testing.
HSP patients not classified.


	Leone, 1995
(1991)
	Italy
(Valle d'Aosta region)
	HCA
HSP
	115,270
	17
	Patients referred from 1981 to 1991 to: 
- Neurology and other hospital departments.
- Local health units. 
- EEG, EMG and CT-scan services
- Centres for the handicapped.
Families’ investigation.

	Assessed by team neurologists. 
Defined inclusion criteria. 
Isolated patients included.

	Classification by team neurologists using Harding’s criteria.
Systematic clinical investigation.
No genetic testing.
HSP patients not classified.

	Jardim, 2001
(2001)
	Brazil
(Rio Grande do Sul state)
	AD-HCA
	10,000,000
	199
	Records from one genetic outpatient clinic.
Families investigation.
	Assessed by team neurologists. 
Defined inclusion criteria. 
Isolated patients included.

	Classification by team neurologists using clinical and genetic criteria.
No systematic clinical investigation.
Systematic testing: SCA(1,2,3,6,7,8) and DRPLA genes.
All patients classified.


	McMonagle, 2002
(1995-2000)
	Ireland
(Northern Ireland and Irish Republic)
	AD-HSP (pure)
	5,436,000
	69
	Survey of neurologists and clinical geneticists. Hospital and care-provider records.
Families investigation.
	Assessed by team neurologists.
Defined inclusion criteria. 
Complex cases excluded. 
Isolated patients excluded. 

	Classification by team neurologists using clinical and genetic criteria.
No systematic clinical investigation.
Systematic testing: SPG4 gene.
All patients classified.


	Van de Warrenburg, 2002 (2000)
	Netherlands (national)
	AD-HCA
	15,863,950
	391
	Records from genetic centres.
	Inclusion by genetic testing results. 
Clinical inclusion criteria not defined nor assessed.

	Classification based on genetic testing results.
No systematic clinical investigation.
Systematic testing: SCA(1,2,3,6,7) genes. 
All patients classified.



HCA – hereditary cerebellar ataxia; HSP – hereditary spastic paraplegia; Iso. – isolated patients; AD – autosomal dominant; AR – autosomal recessive. 
a Values not reported by the authors but estimated from the data in the paper 

Supplementary Table 1 – Results and methodological strategies of the included investigation (Part II)
	Reference
(fieldwork)
	Country (Region)
	Included diagnosis
	Population
	N
	Patients’ ascertainment methods
	Inclusion of patients
	Classification, clinical and genetic diagnosis of patients

	Zhao, 2002
(1997-2001)
	Singapore (national)
	AD-HCA
	3,500,000
	58
	Records from one genetic centre.
	Inclusion by genetic testing results. 
Clinical inclusion criteria where not defined nor assessed.

	Classification based on genetic testing results.
No systematic clinical investigation.
Systematic testing: SCA(1,2,3,6,7,8,10,12) and DRPLA genes. 
All patients classified.


	Zortea, 2004
(2002)
	Italy
(Padua Province)
	HCA
	845,203
	79
	Patients referred to regional neurology and paediatrics departments and rehabilitation centres.
	Assessed by team neurologists. 
Defined inclusion criteria. 
Isolated patients included.

	Classification by team neurologists using clinical and genetic criteria.
No systematic clinical investigation.
Systematic testing: SCA(1,2,3,6,7,8,12,17) and FRDA genes.
57% of patients not classified.


	Muzaimi, 2004
(1999-2001)
	UK
(South east Wales)
	HCA (onset>18)
	570,000
	76
	GPs survey.
Personal notifications from neurologists. 
Records from GPs, neurology departments and regional health authority.

	Assessed by team neurologists. 
Defined inclusion criteria.
Isolated patients classified as sporadic.

	Patients classified as hereditary or sporadic.
54% of hereditary patients not classified as dominant or recessive.
No systematic clinical investigation.
No systematic genetic testing. 


	Infante, 2005
(2000)
	Spain
(Cantabria region)
	AD-HCA
	527,000
	8
	Referrals to one regional hospital.
Families investigation.
	Assessed by team neurologists.
Defined inclusion criteria.
Isolated patients excluded.

	Classification by team neurologists.
Systematic testing: SCA(1,2,3,6,7, 8,12,17) and DRPLA genes.
All patients classified.

	Braschinsky, 2009 (2005)
	Estonia
(national)
	HSP
	1,340,000a
	59
	GPs’ and neurologists’ survey.
Neurology department records.
Families investigation.
	Assessed by team neurologists.
Defined inclusion criteria.
Isolated patients included.

	Systematic testing for SPG4 gene.
All patients classified.

	Shibata-Hamaguchi, 2009
(2006)
	Japan
(Hokuriku district)
	HCA
	3,110,000a
	132
	Mail survey to neurology, psychiatry and internal medicine departments.
	Assessed by referring neurologist.
Defined inclusion criteria.
Isolated patients excluded.

	Many of the excluded patients not classified.
Included patients classified. 
Genetic testing performed, but strategy not reported. 

	Tsuji, 2008
(2001-2002)
	Japan
(national)
	HCA
HSP
	126,900,000b
	7,866a
	National registry.
	Based on registry data.
Defined inclusion criteria, but 50% of the prevalent patients not assessed. 
Isolated patients excluded.

	Many of the excluded patients not classified.
Included patients classified.
Genetic testing performed, but not systematically.

	Boukhris, 2009
(1990-2007)
	Tunisia
(Sfax district)
	HSP
	869,700
	88
	Records from one hospital.
	Assessed by team neurologists.
Defined inclusion criteria.
Isolated patients included.

	Patients classified by neurologists.
Systematic testing: SPG(4,5,7,11,15,21,30,32) and ARSACS genes.
No unclassified patients. 

	Erichsen, 2009
(2002-2008)
	Norway (southeast)
	HCA
HSP
	2,633,893
	365
	Survey of neurologists and paediatricians. 
Hospital and genetic centres databases. 
Patients’ association.
Families investigation.

	Assessed by team neurologists.
Defined inclusion criteria.
HSP isolated patients included.

	Patients classified by neurologists.
Systematic testing:  SCA(1,2,3,6,7,8) FRDA, DRPLA, fragile X, POLG, SPG4, AOA(1,2) and A-T genes.
No unclassified patients.

	Anheim, 2010
(2002-2008)
	France
(Alsace region)
	AR-HCA
	1,800,000
	95
	Referrals to neurology and paediatrics departments of two regional hospitals.
	Assessed by team neurologists.
Defined inclusion criteria.
Isolated patients included.

	Patients classified by neurologists.
Systematic testing:  FRDA, AOA(1,2) AVED, A-T, MRE11, ARSACS, ARCA2, MSS and ChAc genes.
No unclassified patients

	Farghaly, 2010
(2005-2009)
	Egypt
(Al-Kharga district)
	HCA
	62,583
	7
	Door-to-door survey of all population.
	Assessed by team neurologists.
Defined inclusion criteria.
Isolates strategy not defined.

	Patients not classified.
No genetic testing.

	Joo, 2012
(2008)
	Korea
(national)
	HCA
	48,606,000
	2,402
	Database of the national Health Insurance Review and Assessment Service
	Based on database data.
Inclusion criteria not defined.
Isolates strategy not defined.

	Genetic and clinical investigation of the patients not described. 
Patients not classified.

	Coutinho, 2013
(1994-2004)
	Portugal
(national)
	HCA
HSP
	10,322,000
	1,336
	Survey of GPs, neurologists and geneticists. Hospital records.
Families investigation.
	Inclusion assessed by team neurologists.
Defined inclusion criteria.
Isolated patients included.

	Patients classified by neurologists.
[bookmark: _GoBack]Systematic testing: SCA(1,2,3,6,7,8,10,12,14,17), DRPLA, FRDA, AOA(1,2), A-T, AVED and SPG(3A,4,11,15,31) genes.
No unclassified patients.


HCA – hereditary cerebellar ataxia; HSP – hereditary spastic paraplegia; Iso. – isolated patients; AD – autosomal dominant; AR – autosomal recessive. 
a Values not reported by the authors but estimated from the data in the paper
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