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Supplementary Table S1. Study survey instrument sent to neurologists affiliated with the World Federation of Neurology. 
The table also includes the number of respondents that answered and skipped.
	Question number
	Survey question
	Question response
	Respondents that answered
	Respondents that skipped

	1
	What is your email address?
	Open-ended
	64
	0

	2
	Data protection This survey is by invitation only. We will not share or make public information that can link you to individual responses presented in our final report. You can request a copy of WFN’s Data Protection and Privacy Policy Documents by emailing DPO@wfneurology.org. Do you agree to the above?
	· Yes
· No
	64
	0

	3
	Name: Last name, First Name.
	· Open-ended
	64
	0

	4
	In what country are you practicing?
	· Open-ended
	64
	0

	5
	What is the institution you are working for?
	· University Hospital
· Public Non-Academic Hospital
· Private Hospital
· Research Hospital
· I'm representative of a patient Advocacy Group
· Other (please specify, open-ended)
	64
	0

	6
	Which is your specialty?
	· Adult Neurologist
· Pediatric Neurologist
· Both
· Other (please specify, open-ended)
	64
	0

	7
	Do you think that patients with RNDs should receive an accurate diagnosis, effective care, and available therapy as timely as the patients with more common neurological conditions?
	· Yes
· No
· I do not know
	64
	0

	8
	Do you think that your Country is already well organized to provide adequate diagnosis and care for RNDs patients?
	· Yes
· No
· I do not know
	64
	0

	9
	If you have answered no to the previous question, please indicate the reason(s) (multiple choices allowed):
	· Excessive costs also for treatments
· No\few available effective treatments
· Little awareness in the neurological community
· Little interest in RNDs in the neurological community
· Few Centers with expertise
· Other (please specify)
	38
	26

	10
	If you have answered "other" in the previous question, please provide a brief comment:
	· Open-ended
	8
	56

	11
	Are there any centers mainly involved in the most frequent Pediatric RNDs, in your country?
	· Yes
· No
· I do not know
	64
	0

	12
	Which are the Pediatric RNDs followed in your Country?
	· Huntington Disease
· Other rare movement disorders
· Ataxias
· Hereditary Spastic Paraplegias
· Neuromuscular disorders
· Mitochondrial diseases
· Monogenic cerebral small vessels diseases
· Leukodystrophies
· Lysosomal storage diseases
· Aminoacidopathies
· Other (please specify)
	62
	2

	13
	Are there centers mainly involved in the most frequent Adulthood RNDs in your country?
	· Yes
· No
· I do not know
	64
	0

	14
	Which are the Adult RNDs followed in your Country?
	· Huntington Disease
· Other rare movement disorders
· Ataxias
· Familial Dementia
· Hereditary Spastic Paraplegias
· Neuromuscular disorders
· Mitochondrial diseases
· Monogenic cerebral small vessels diseases
· Leukodystrophies
· Lysosomal storage diseases
· Aminoacidopathies
· Other (please specify)
	63
	1

	15
	Are there any particular RNDs more frequent in your country?
	· Huntington Disease
· Rare movement disorders
· Ataxias
· Familial Dementia
· Hereditary Spastic Paraplegias
· Neuromuscular disorders
· Mitochondrial diseases
· Monogenic cerebral small vessels diseases
· Leukodystrophies
· Lysosomal storage diseases
· Aminoacidopathies
· I do not know
· Other (please specify)
	59
	5

	16
	Do you think that the majority of RNDs could be accurately diagnosed in your own Country?
	· Yes
· No
· I do not know
· Comment
	64
	0

	17
	If you have answered yes to the previous question, please list the RNDs diagnosed in your country
	· Huntington Disease
· Other rare movement disorders
· Ataxias
· Hereditary Spastic Paraplegias
· Neuromuscular disorders
· Mitochondrial diseases
· Monogenic cerebral small vessels diseases
· Leukodystrophies
· Lysosomal storage diseases
· Aminoacidopathies
· Other (please specify)
	45
	19

	18
	Do you need to send samples to another country to obtain a diagnosis of RND?
	· Yes
· Yes for some RND
· No
· I do not know
	64
	0

	19
	If you have answered "yes" to the previous question, please tick the boxes of the RNDs for which you need to send samples to centres outside your Country
	· Huntington Disease
· Other rare movement disorders
· Ataxias
· Hereditary Spastic Paraplegias
· Neuromuscular disorders
· Mitochondrial diseases
· Monogenic cerebral small vessels diseases
· Leukodystrophies
· Lysosomal storage diseases
· Aminoacidopathies
· Other
	38
	26

	20
	Does your Country have a Rare Disease Plan?
	· Yes
· No
· I do not know
	64
	0

	21
	Is there newborn screening for some RNDs present in your country?
	· Yes
· No
· I do not know
· Comment
	64
	0

	22
	If you have answered yes to the previous question, please tick the boxes of the RNDs for which you have newborn screening is available in your Country
	· Fabry disease
· Pompe Disease
· SMA
· Carnitine palmityl transferase deficiency type 1-2
· Phenylketonuria
· Other (please specify)
	48
	16

	23
	Is prenatal diagnosis available for the most common RNDs available in your Country?
	· Yes
· No
· I do not know
· Comment
	64
	0

	24
	Are you aware of the existence of patient organizations/associations for the most frequent RNDs in your country?
	· Yes
· No
· I do not know
	64
	0

	25
	If you have answered yes to the previous question, please tick the boxes of the RNDs for which you have patient organizations/associations in your Country
	· Ataxia
· Motor neuron disease
· Huntington Disease
· Muscular dystrophies
· Other (please specify)
	40
	24

	26
	Is there any Institutional/national society organizing regular courses on RNDs in your Country?
	· Yes, annually
· Yes, every two/three years
· Occasionally
· Never
· I don't know
	64
	0

	27
	Are the following diagnostics available in your country
	· Routine blood and urine examination
· Biochemical tests other than routine analyses for diagnosis of mitochondrial diseases
· Biochemical tests other than routine analyses for diagnosis of lysosomal diseases
· Biochemical tests other than routine analyses for diagnosis of lipid storage diseases
· Biochemical tests other than routine analyses for diagnosis of aminoacidopathies
· Neuroimaging: CT SCAN
· Neuroimaging: MRI
· Neuroimaging: MR Spectroscopy
· Neuroimaging: PET
· Neuroimaging: Ultrasound of the brain
· Neurophysiology: EEG
· Neurophysiology: EMG &
· Neurophysiology: EMG & NCS
· Neurophysiology: Evoked Potentials
· Molecular genetic tests: single gene(s)screening
· Molecular genetic tests: Targeted Panel
· Molecular genetic tests: NGS
· Molecular genetic tests: WES/WGS
· PCR fragment analysis or other techniques for repeat disorders
· Tissue biopsy: Muscle
· Tissue biopsy: Skin
· Tissue biopsy: Brain
	64
	0

	28
	Is gene therapy for RNDs available in your Country ?
	· Yes
· No
· I do not know
	64
	0

	29
	If you have answered yes to the previous question, please list the diseases for which gene therapy is available in your country
	· Open-ended
	30
	34

	30
	Is enzyme replacement therapy for RNDs available in your Country ?
	· Yes
· No
· I do not know
	64
	0

	31
	If you have answered yes to the previous question, please list the diseases for which enzyme replacement therapy is available in your country
	· Open-ended
	32
	32

	32
	Are specific drugs for RNDs available in your Country?
	· Yes
· No
· I do not know
	63
	1

	33
	Are the costs for the specific RNDs treatments covered by the National Health Service?
	· Yes, completely covered
· Yes, partially covered
· No
· I do not know
	64
	0

	34
	If specific drugs for RNDs are available in your Country, please check which ones:
	· Brineura (Neuronal Ceroid-Lipofuscinosis)
· Carbaglu (Amino Acid Metabolism, Inborn errors, Propionic Acidemia)
· Cerdelga (Gaucher disease)
· Vpriv (Gaucher disease)
· Chenodeoxycholic acid Leadiant (Xanthomatosis, Cerebrotendinous)
· Epidyolex (Lennox-Gastaut syndrome, Myoclonic epilepsy)
· Fintepla (Myoclonic epilepsy)
· Galafold (Fabry disease)
· Fabrazyme (Fabry disease)
· Replagal (Fabry disease)
· Spinraza (Spinal Muscular Atrophy)
· Zolgensma (Spinal Muscular Atrophy)
· Libmeldy (Metachromatic Leukodystrophy)
· Palynziq (Phenylketonuria)
· Tegsedi (Amyloidosis)
· Vyndaqel (Amyloidosis)
· Lumizyme (Pompe Disease)
· Ataluren (Duchenne Dystrophy)
· Amondys (Duchenne Dystrophy)
· Exondys (Duchenne Dystrophy)
· Vitlepso (Duchenne Dystrophy)
· Vyondis (Duchenne Dystrophy)
· Evrysdy (spinal muscular atrophy)
· Firdapse (Lambert Eaton syndrome)
· Onpattro (Amyloidosis)
· Radicava (ALS)
· Zavesca (Niemann Pick C)
· Other (please specify)
	44
	20
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Supplementary Table S2. Classification of practicing country region (Africa, Americas, Asia/Oceania, Europe) based on the definition “countrycode” in R-package. 

	Country
	Code
	Continent

	Albania
	ALB
	Europe

	Austria
	AUT
	Europe

	Bahrain
	BHR
	Asia/Oceania

	Belgium
	BEL
	Europe

	Brazil
	BRA
	Americas

	Burkina Faso
	BFA
	Africa

	China
	CHN
	Asia/Oceania

	Costa Rica
	CRI
	Americas

	Croatia
	HRV
	Europe

	Czechia
	CZE
	Europe

	Egypt
	EGY
	Africa

	Ethiopia
	ETH
	Africa

	Germany
	DEU
	Europe

	Greece
	GRC
	Europe

	Honduras
	HND
	Americas

	Hungary
	HUN
	Europe

	India
	IND
	Asia/Oceania

	Italy
	ITA
	Europe

	Madagascar
	MDG
	Africa

	Mexico
	MEX
	Americas

	Mongolia
	MNG
	Asia/Oceania

	Morocco
	MAR
	Africa

	New Zealand
	NZL
	Asia/Oceania

	Norway
	NOR
	Europe

	Portugal
	PRT
	Europe

	R North Macedonia
	MKD
	Europe

	Singapore
	SGP
	Asia/Oceania

	Spain
	ESP
	Europe

	Sweden
	SWE
	Europe

	Switzerland
	CHE
	Europe

	Syria
	SYR
	Asia/Oceania

	Taiwan
	TWN
	Asia/Oceania

	Tanzania
	TZA
	Africa

	The Netherlands
	NLD
	Europe

	Tunisia
	TUN
	Africa

	Turkey
	TUR
	Asia/Oceania

	Uganda
	UGA
	Africa

	United Kingdom
	GBR
	Europe

	Uruguay
	URY
	Americas

	Usa (Retired)
	USA
	Americas

	Zambia
	ZMB
	Africa




Supplementary Table S3. Availability of diagnostic methods for RNDs by region and income groups. 
Abbreviations: CT, computed tomography; EEG, electroencephalography; EMG, electromyography; MR, magnetic resonance; MRI, magnetic resonance imaging; NCS, nerve conduction studies; NGS, next generation sequencing; PET, positron emission tomography; WES, whole exosome sequencing; WGS, whole genome sequencing. 
1n (%); 2Fisher's exact test; 3Bonferroni correction for multiple testing.
	
	Regions
	Income Groups

	Response
	Overall
N=641
	Africa
N=101
	Americas
N=101
	Asia/Oceania
N=111
	Europe, N=331
	p-value2
	q-value3
	Higher-income
N=431
	Upper-middle income
N=71
	Lower-middle income
N=71
	Lower- income
N=71
	p-value2
	q-value3

	Are Routine blood and urine examination diagnostics available in your country?

	Only available and affordable for some
	1 (1.6%)
	1 (10%)
	0 (0%)
	0 (0%)
	0 (0%)
	0.3
	>0.9
	0 (0%)
	0 (0%)
	1 (14%)
	0 (0%)
	0.3
	>0.9

	Yes
	63 (98%)
	9 (90%)
	10 (100%)
	11 (100%)
	33 (100%)
	
	
	43 (100%)
	7 (100%)
	6 (86%)
	7 (100%)
	
	

	Are Biochemical tests other than routine analyses for diagnosis of mitochondrial diseases diagnostics available in your country?

	I don't know
	3 (4.7%)
	2 (20%)
	0 (0%)
	0 (0%)
	1 (3.0%)
	<0.001
	<0.001
	1 (2.3%)
	0 (0%)
	1 (14%)
	1 (14%)
	<0.001
	0.002

	No
	6 (9.4%)
	4 (40%)
	1 (10%)
	1 (9.1%)
	0 (0%)
	
	
	1 (2.3%)
	1 (14%)
	1 (14%)
	3 (43%)
	
	

	Only available and affordable for some
	10 (16%)
	2 (20%)
	1 (10%)
	5 (45%)
	2 (6.1%)
	
	
	3 (7.0%)
	3 (43%)
	3 (43%)
	1 (14%)
	
	

	Yes
	45 (70%)
	2 (20%)
	8 (80%)
	5 (45%)
	30 (91%)
	
	
	38 (88%)
	3 (43%)
	2 (29%)
	2 (29%)
	
	

	Are Biochemical tests other than routine analyses for diagnosis of lysosomal diseases diagnostics available in your country?

	I don't know
	4 (6.3%)
	1 (10%)
	0 (0%)
	0 (0%)
	3 (9.1%)
	<0.001
	0.002
	3 (7.0%)
	0 (0%)
	1 (14%)
	0 (0%)
	<0.001
	<0.001

	No
	9 (14%)
	5 (50%)
	1 (10%)
	3 (27%)
	0 (0%)
	
	
	1 (2.3%)
	1 (14%)
	2 (29%)
	5 (71%)
	
	

	Only available and affordable for some
	10 (16%)
	2 (20%)
	2 (20%)
	4 (36%)
	2 (6.1%)
	
	
	3 (7.0%)
	4 (57%)
	2 (29%)
	1 (14%)
	
	

	Yes
	41 (64%)
	2 (20%)
	7 (70%)
	4 (36%)
	28 (85%)
	
	
	36 (84%)
	2 (29%)
	2 (29%)
	1 (14%)
	
	

	Are Biochemical tests other than routine analyses for diagnosis of lipid storage diseases diagnostics available in your country?

	I don't know
	3 (4.7%)
	1 (10%)
	0 (0%)
	0 (0%)
	2 (6.1%)
	<0.001
	0.017
	2 (4.7%)
	0 (0%)
	1 (14%)
	0 (0%)
	<0.001
	0.003

	No
	7 (11%)
	4 (40%)
	1 (10%)
	2 (18%)
	0 (0%)
	
	
	1 (2.3%)
	1 (14%)
	2 (29%)
	3 (43%)
	
	

	Only available and affordable for some
	10 (16%)
	2 (20%)
	2 (20%)
	4 (36%)
	2 (6.1%)
	
	
	3 (7.0%)
	4 (57%)
	2 (29%)
	1 (14%)
	
	

	Yes
	44 (69%)
	3 (30%)
	7 (70%)
	5 (45%)
	29 (88%)
	
	
	37 (86%)
	2 (29%)
	2 (29%)
	3 (43%)
	
	

	Are Biochemical tests other than routine analyses for diagnosis of aminoacidopathies diagnostics available in your country?

	I don't know
	9 (14%)
	2 (20%)
	0 (0%)
	0 (0%)
	7 (21%)
	<0.001
	0.006
	7 (16%)
	0 (0%)
	1 (14%)
	1 (14%)
	<0.001
	0.008

	No
	7 (11%)
	5 (50%)
	0 (0%)
	2 (18%)
	0 (0%)
	
	
	1 (2.3%)
	0 (0%)
	2 (29%)
	4 (57%)
	
	

	Only available and affordable for some
	8 (13%)
	1 (10%)
	2 (22%)
	3 (27%)
	2 (6.1%)
	
	
	3 (7.0%)
	3 (50%)
	2 (29%)
	0 (0%)
	
	

	Yes
	39 (62%)
	2 (20%)
	7 (78%)
	6 (55%)
	24 (73%)
	
	
	32 (74%)
	3 (50%)
	2 (29%)
	2 (29%)
	
	

	No response / Unknown
	1
	0
	1
	0
	0
	
	
	0
	1
	0
	0
	
	

	Are Neuroimaging: CT SCAN diagnostics available in your country?

	Yes
	64 (100%)
	10 (100%)
	10 (100%)
	11 (100%)
	33 (100%)
	
	
	43 (100%)
	7 (100%)
	7 (100%)
	7 (100%)
	
	

	Are Neuroimaging: MRI diagnostics available in your country?

	Only available and affordable for some
	4 (6.3%)
	2 (20%)
	1 (10%)
	1 (9.1%)
	0 (0%)
	0.056
	>0.9
	1 (2.4%)
	0 (0%)
	3 (43%)
	0 (0%)
	0.017
	0.4

	Yes
	59 (94%)
	8 (80%)
	9 (90%)
	10 (91%)
	32 (100%)
	
	
	41 (98%)
	7 (100%)
	4 (57%)
	7 (100%)
	
	

	No response / Unknown
	1
	0
	0
	0
	1
	
	
	1
	0
	0
	0
	
	

	Are Neuroimaging: MR Spectroscopy diagnostics available in your country?

	I don't know
	1 (1.6%)
	0 (0%)
	0 (0%)
	0 (0%)
	1 (3.0%)
	<0.001
	<0.001
	1 (2.3%)
	0 (0%)
	0 (0%)
	0 (0%)
	<0.001
	<0.001

	No
	6 (9.4%)
	5 (50%)
	0 (0%)
	1 (9.1%)
	0 (0%)
	
	
	0 (0%)
	0 (0%)
	1 (14%)
	5 (71%)
	
	

	Only available and affordable for some
	9 (14%)
	3 (30%)
	1 (10%)
	4 (36%)
	1 (3.0%)
	
	
	3 (7.0%)
	1 (14%)
	4 (57%)
	1 (14%)
	
	

	Yes
	48 (75%)
	2 (20%)
	9 (90%)
	6 (55%)
	31 (94%)
	
	
	39 (91%)
	6 (86%)
	2 (29%)
	1 (14%)
	
	

	Are Neuroimaging: PET diagnostics available in your country?

	No
	10 (16%)
	6 (60%)
	2 (20%)
	2 (18%)
	0 (0%)
	<0.001
	<0.001
	0 (0%)
	1 (14%)
	2 (29%)
	7 (100%)
	<0.001
	<0.001

	Only available and affordable for some
	10 (16%)
	3 (30%)
	1 (10%)
	4 (36%)
	2 (6.1%)
	
	
	4 (9.3%)
	2 (29%)
	4 (57%)
	0 (0%)
	
	

	Yes
	44 (69%)
	1 (10%)
	7 (70%)
	5 (45%)
	31 (94%)
	
	
	39 (91%)
	4 (57%)
	1 (14%)
	0 (0%)
	
	

	Are Neuroimaging: Ultrasound of the brain diagnostics available in your country?

	I don't know
	1 (1.6%)
	1 (11%)
	0 (0%)
	0 (0%)
	0 (0%)
	<0.001
	0.005
	0 (0%)
	0 (0%)
	0 (0%)
	1 (14%)
	0.004
	0.090

	No
	9 (14%)
	3 (33%)
	2 (20%)
	4 (36%)
	0 (0%)
	
	
	3 (7.0%)
	1 (14%)
	3 (50%)
	2 (29%)
	
	

	Only available and affordable for some
	1 (1.6%)
	0 (0%)
	1 (10%)
	0 (0%)
	0 (0%)
	
	
	0 (0%)
	1 (14%)
	0 (0%)
	0 (0%)
	
	

	Yes
	52 (83%)
	5 (56%)
	7 (70%)
	7 (64%)
	33 (100%)
	
	
	40 (93%)
	5 (71%)
	3 (50%)
	4 (57%)
	
	

	No response / Unknown
	1
	1
	0
	0
	0
	
	
	0
	0
	1
	0
	
	

	Are Neurophysiology: EEG diagnostics available in your country?

	Only available and affordable for some
	1 (1.6%)
	0 (0%)
	0 (0%)
	1 (9.1%)
	0 (0%)
	0.5
	>0.9
	1 (2.3%)
	0 (0%)
	0 (0%)
	0 (0%)
	>0.9
	>0.9

	Yes
	63 (98%)
	10 (100%)
	10 (100%)
	10 (91%)
	33 (100%)
	
	
	42 (98%)
	7 (100%)
	7 (100%)
	7 (100%)
	
	

	Are Neurophysiology: EMG diagnostics available in your country?

	No
	1 (1.6%)
	1 (10%)
	0 (0%)
	0 (0%)
	0 (0%)
	0.034
	0.8
	0 (0%)
	0 (0%)
	0 (0%)
	1 (14%)
	0.2
	>0.9

	Only available and affordable for some
	2 (3.1%)
	0 (0%)
	0 (0%)
	2 (18%)
	0 (0%)
	
	
	1 (2.3%)
	0 (0%)
	1 (14%)
	0 (0%)
	
	

	Yes
	61 (95%)
	9 (90%)
	10 (100%)
	9 (82%)
	33 (100%)
	
	
	42 (98%)
	7 (100%)
	6 (86%)
	6 (86%)
	
	

	Are Neurophysiology: EMG & NCS diagnostics available in your country?

	No
	1 (1.6%)
	1 (10%)
	0 (0%)
	0 (0%)
	0 (0%)
	0.028
	0.7
	0 (0%)
	0 (0%)
	0 (0%)
	1 (14%)
	0.042
	>0.9

	Only available and affordable for some
	3 (4.8%)
	1 (10%)
	0 (0%)
	2 (20%)
	0 (0%)
	
	
	1 (2.3%)
	0 (0%)
	2 (29%)
	0 (0%)
	
	

	Yes
	59 (94%)
	8 (80%)
	10 (100%)
	8 (80%)
	33 (100%)
	
	
	42 (98%)
	6 (100%)
	5 (71%)
	6 (86%)
	
	

	No response / Unknown
	1
	0
	0
	1
	0
	
	
	0
	1
	0
	0
	
	

	Are Neurophysiology: Evoked Potentials diagnostics available in your country?

	No
	4 (6.3%)
	4 (40%)
	0 (0%)
	0 (0%)
	0 (0%)
	<0.001
	0.021
	0 (0%)
	0 (0%)
	0 (0%)
	4 (57%)
	<0.001
	0.001

	Only available and affordable for some
	1 (1.6%)
	0 (0%)
	0 (0%)
	0 (0%)
	1 (3.0%)
	
	
	0 (0%)
	1 (14%)
	0 (0%)
	0 (0%)
	
	

	Yes
	59 (92%)
	6 (60%)
	10 (100%)
	11 (100%)
	32 (97%)
	
	
	43 (100%)
	6 (86%)
	7 (100%)
	3 (43%)
	
	

	Are Molecular genetic tests: single gene(s) screening diagnostics available in your country?

	I don't know
	2 (3.2%)
	1 (11%)
	0 (0%)
	1 (9.1%)
	0 (0%)
	<0.001
	0.021
	1 (2.3%)
	0 (0%)
	0 (0%)
	1 (14%)
	<0.001
	<0.001

	No
	5 (7.9%)
	3 (33%)
	1 (10%)
	1 (9.1%)
	0 (0%)
	
	
	0 (0%)
	1 (14%)
	1 (17%)
	3 (43%)
	
	

	Only available and affordable for some
	9 (14%)
	2 (22%)
	2 (20%)
	3 (27%)
	2 (6.1%)
	
	
	3 (7.0%)
	3 (43%)
	3 (50%)
	0 (0%)
	
	

	Yes
	47 (75%)
	3 (33%)
	7 (70%)
	6 (55%)
	31 (94%)
	
	
	39 (91%)
	3 (43%)
	2 (33%)
	3 (43%)
	
	

	No response / Unknown
	1
	1
	0
	0
	0
	
	
	0
	0
	1
	0
	
	

	Are Molecular genetic tests: Targeted Panel diagnostics available in your country?

	I don't know
	2 (3.2%)
	0 (0%)
	0 (0%)
	2 (18%)
	0 (0%)
	<0.001
	<0.001
	2 (4.7%)
	0 (0%)
	0 (0%)
	0 (0%)
	<0.001
	<0.001

	No
	7 (11%)
	5 (56%)
	1 (10%)
	1 (9.1%)
	0 (0%)
	
	
	0 (0%)
	1 (14%)
	2 (33%)
	4 (57%)
	
	

	Only available and affordable for some
	9 (14%)
	2 (22%)
	2 (20%)
	3 (27%)
	2 (6.1%)
	
	
	3 (7.0%)
	3 (43%)
	2 (33%)
	1 (14%)
	
	

	Yes
	45 (71%)
	2 (22%)
	7 (70%)
	5 (45%)
	31 (94%)
	
	
	38 (88%)
	3 (43%)
	2 (33%)
	2 (29%)
	
	

	No response / Unknown
	1
	1
	0
	0
	0
	
	
	0
	0
	1
	0
	
	

	Are Molecular genetic tests: NGS diagnostics available in your country?

	I don't know
	5 (7.9%)
	1 (11%)
	1 (10%)
	2 (18%)
	1 (3.0%)
	<0.001
	<0.001
	3 (7.0%)
	1 (14%)
	0 (0%)
	1 (14%)
	<0.001
	<0.001

	No
	8 (13%)
	5 (56%)
	1 (10%)
	2 (18%)
	0 (0%)
	
	
	0 (0%)
	1 (14%)
	3 (50%)
	4 (57%)
	
	

	Only available and affordable for some
	8 (13%)
	1 (11%)
	1 (10%)
	4 (36%)
	2 (6.1%)
	
	
	4 (9.3%)
	2 (29%)
	2 (33%)
	0 (0%)
	
	

	Yes
	42 (67%)
	2 (22%)
	7 (70%)
	3 (27%)
	30 (91%)
	
	
	36 (84%)
	3 (43%)
	1 (17%)
	2 (29%)
	
	

	No response / Unknown
	1
	1
	0
	0
	0
	
	
	0
	0
	1
	0
	
	

	Are Molecular genetic tests: WES/WGS diagnostics available in your country?

	I don't know
	6 (9.5%)
	1 (11%)
	1 (10%)
	2 (18%)
	2 (6.1%)
	<0.001
	0.003
	4 (9.3%)
	1 (14%)
	0 (0%)
	1 (14%)
	<0.001
	<0.001

	No
	8 (13%)
	5 (56%)
	1 (10%)
	2 (18%)
	0 (0%)
	
	
	0 (0%)
	1 (14%)
	3 (50%)
	4 (57%)
	
	

	Only available and affordable for some
	9 (14%)
	1 (11%)
	1 (10%)
	4 (36%)
	3 (9.1%)
	
	
	5 (12%)
	2 (29%)
	2 (33%)
	0 (0%)
	
	

	Yes
	40 (63%)
	2 (22%)
	7 (70%)
	3 (27%)
	28 (85%)
	
	
	34 (79%)
	3 (43%)
	1 (17%)
	2 (29%)
	
	

	No response / Unknown
	1
	1
	0
	0
	0
	
	
	0
	0
	1
	0
	
	

	Are PCR fragment analysis or other techniques for repeat disorders diagnostics available in your country?

	I don't know
	6 (9.4%)
	2 (20%)
	0 (0%)
	2 (18%)
	2 (6.1%)
	<0.001
	0.002
	4 (9.3%)
	0 (0%)
	0 (0%)
	2 (29%)
	<0.001
	<0.001

	No
	8 (13%)
	5 (50%)
	1 (10%)
	2 (18%)
	0 (0%)
	
	
	0 (0%)
	1 (14%)
	3 (43%)
	4 (57%)
	
	

	Only available and affordable for some
	8 (13%)
	1 (10%)
	2 (20%)
	3 (27%)
	2 (6.1%)
	
	
	3 (7.0%)
	3 (43%)
	2 (29%)
	0 (0%)
	
	

	Yes
	42 (66%)
	2 (20%)
	7 (70%)
	4 (36%)
	29 (88%)
	
	
	36 (84%)
	3 (43%)
	2 (29%)
	1 (14%)
	
	

	Are Tissue biopsy: Muscle diagnostics available in your country?

	No
	4 (6.3%)
	0 (0%)
	3 (30%)
	1 (9.1%)
	0 (0%)
	0.005
	0.13
	1 (2.3%)
	1 (14%)
	2 (29%)
	0 (0%)
	0.2
	>0.9

	Only available and affordable for some
	1 (1.6%)
	0 (0%)
	0 (0%)
	1 (9.1%)
	0 (0%)
	
	
	1 (2.3%)
	0 (0%)
	0 (0%)
	0 (0%)
	
	

	Yes
	59 (92%)
	10 (100%)
	7 (70%)
	9 (82%)
	33 (100%)
	
	
	41 (95%)
	6 (86%)
	5 (71%)
	7 (100%)
	
	

	Are Tissue biopsy: Skin diagnostics available in your country?

	No
	3 (4.7%)
	1 (10%)
	1 (10%)
	1 (9.1%)
	0 (0%)
	0.038
	>0.9
	0 (0%)
	1 (14%)
	1 (14%)
	1 (14%)
	0.038
	>0.9

	Only available and affordable for some
	2 (3.1%)
	0 (0%)
	1 (10%)
	1 (9.1%)
	0 (0%)
	
	
	1 (2.3%)
	0 (0%)
	1 (14%)
	0 (0%)
	
	

	Yes
	59 (92%)
	9 (90%)
	8 (80%)
	9 (82%)
	33 (100%)
	
	
	42 (98%)
	6 (86%)
	5 (71%)
	6 (86%)
	
	

	Are Tissue biopsy: Brain diagnostics available in your country?

	No
	5 (7.8%)
	2 (20%)
	1 (10%)
	2 (18%)
	0 (0%)
	0.039
	>0.9
	0 (0%)
	1 (14%)
	1 (14%)
	3 (43%)
	0.001
	0.035

	Only available and affordable for some
	8 (13%)
	1 (10%)
	1 (10%)
	3 (27%)
	3 (9.1%)
	
	
	4 (9.3%)
	2 (29%)
	2 (29%)
	0 (0%)
	
	

	Yes
	51 (80%)
	7 (70%)
	8 (80%)
	6 (55%)
	30 (91%)
	
	
	39 (91%)
	4 (57%)
	4 (57%)
	4 (57%)
	
	



