Table E – 2. International neuromuscular epidemiologic studies: included conditions and sources of ascertainment used
	Study
	Country
	Age
	Conditions
	N cases
	Population
	Sources of ascertainment

	Merlini et al. 1992[1]
	Bologna province, Italy
	<20
	DMD, BMD, MD, FSHD, SMA I + II + III), “other neuromuscular diseases”
	77
	152,529
	· Records of the paediatric and neurology services of the city's hospitals
· Records of the school medical services

	Hughes et al. 1995[2]
	Northern Ireland
	All age
	Inherited NMD
	543
	1,573,282
	· Muscle clinic
· Medical Genetic Department
· Muscular Dystrophy Group
· General practitioners
· General paediatricians, neurologists
· Hospital Information System

	Chung et al. 2002[3]
	Hong Kong island
	<19
	All NMD
	332
	1.34 million
	· 2 Neuromuscular clinics

	Darin et al. 2000[4]
	Western Sweden
	<16
	All NMD
	227
	359 676
	· Registers at the paediatric clinics
· Registers at the child rehabilitation clinics
· Registers at the orthopaedic clinics
· Departments of pathology
· Departments of neurophysiology
· Registers at the department of clinical genetics
· Death register

	Fanin M. et al. 2005[5]
	Northeastern Italy
	All age
	LGMD2A
	39
	3.8 million
	· Neuromuscular Centre in Padova

	Chio et al. 2007[6]
	Piemonte and
Valle d’Aosta, Italy
	All age
	CIDP
	165
	4.33 million
	· Archives of all neurology departments in the area
· Regional Centralised Archive 

	Needham et al. 2008[7]
	Australia
	na
	IBM
	80
	na
	· 3 Neuromuscular clinics 

	Norwood et al. 2009[8]
	Northern England
	All age
	Genetic muscle disease
	1105
	2.99 million
	· Muscle clinics databases held either at the Institute of Human Genetics in Newcastle or at one of the outreach clinics throughout the northern region

	Mostacciuolo et al. 2009[9]
	Padova, Italy
	All age
	FSHD
	40
	871,190
	· Neuromuscular Centre

	Rajabally et al. 2009[10]
	Leicestershire  Rutland, UK
	>16
	CIDP
	51
	963,600
	· Departmental databases and records
· Referrals from neurologists 

	Carr et al. 2010[11]
	Northern Ireland
	All age
	MG
	342
	1.7 million
	· Neurology databases
· Immunology laboratories
· Pyridostigmine prescription list
· General practitioners
· Myasthenia Gravis Association
· Hospital coding source
· Ophthalmology

	Amburgey et al. 2011[12]
	Southeastern Michigan, USA
	<18
	Congenital myopathies
	62
	1.21 million
	· 3 Muscular Dystrophy Association clinics 

	Mathieu et al. 2012[13]
	Quebec, Canada
	All age
	MD1
	406
	300,000
	· Neuromuscular registry / computer database at the Neuromuscular clinic 

	Foley et al. 2012[14]
	Northern England
	All age
	CMT
	352
	2.99 million
	· Databases from neurogenetics clinics
· Database from molecular diagnostic service
· Database from clinical neurophysiology service

	Lucia et al. 2012[15]
	Spain
	All age
	McArdle disease
	239
	na
	· Referrals from neurologists / neurology departments of public hospitals and two private clinics located in 19 cities in Spain

	Horga et al. 2013[16]
	England
	All age
	Skeletal muscle channelopathies
	593
	53.01 million
	· National channelopathy service, Medical Research Council Centre for Neuromuscular Diseases

	Lefter et al. 2013 
(current study)
	Rep. of Ireland
	>18
	All NMD
	2641
	3.44 million
	· Neurology databases in all adult public & private hospitals
· Referrals from all neurologists, neurophysiologists 
· Referrals from general practitioners, county physicians, cardiologists & respiratory physicians
· Departments of Neurophysiology
· Departments of Neuropathology
· Hospital In-Patient Enquiry (HIPE) database
· Patient organisations, e.g. Muscular Dystrophy Ireland, GBS society


Abbreviations: DMD=Duchenne’s muscular dystrophy, BMD=Becker’s muscular dystrophy, MD=myotonic dystrophy, FSHD=facioscapulohumeral muscular dystrophy, SMA=spinal muscular atrophy, NMD=neuromuscular disease, LGMD=limb girdle muscular dystrophy, CIDP=chronic inflammatory demyelinating polyradiculoneuropathy, sIBM=sporadic inclusion body myositis, MG=myasthenia gravis, CMT=Charcot-Marie- Tooth disease, na=not available/published
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