Supplementary Table 1. Distribution of the study sample according to proband’s status, gender and D4Z4 allele size.
	
	
	Carrier of 1-3 D4Z4 allele
	
	Carrier of 4-6 D4Z4 allele
	
	Carrier of 7-8 D4Z4 allele
	
	

	
	
	N of subjects
	%
	
	N of subjects
	%
	
	N of subjects
	%
	
	Total

	Probands
	
	26
	16.0
	
	55
	33.7
	
	82
	50.3
	
	163

	Males
	
	15
	17.4
	
	32
	37.2
	
	39
	45.4
	
	86

	Females
	
	11
	14.3
	
	23
	29.9
	
	43
	55.8
	
	77

	
	
	
	
	
	
	
	
	
	
	
	

	Relatives
	
	42
	11.4
	
	133
	36.2
	
	192
	52.3
	
	367

	Males
	
	14
	9.2
	
	56
	36.8
	
	82
	54.0
	
	152

	Females
	
	28
	13.0
	
	77
	35.8
	
	110
	51.2
	
	215


Supplementary Table 2. Distribution of the study sample according D4Z4 allele size and age at time of examination, among 367 relatives.
	
	
	Age (years)
	
	

	
	
	18-30
	
	31-55
	
	56-70
	
	71+
	
	

	D4Z4 units
	
	N of subjects
	%
	
	N of subjects
	%
	
	N of subjects
	%
	
	N of subjects
	%
	
	Total

	1-3
	
	8
	19.4
	
	23
	54.7
	
	9
	21.4
	
	2
	4.7
	
	42

	4-6
	
	31
	23.3
	
	65
	48.9
	
	29
	21.8
	
	8
	6.0
	
	133

	7-8
	
	42
	21.9
	
	85
	44.3
	
	39
	20.3
	
	26
	13.5
	
	192


Supplementary Table 3 Clinical onset of motor impairment in 151 probands and 216 affected relatives (no available data for 12 probands and 33 relatives).
	
	
	Probands
	
	Relatives

	Onset of muscle impairment
	
	N of subjects (%)
	 
	N of subjects (%)

	Facial 
	
	12 (7.9%)
	
	41 (19.0%)

	Scapular girdle
	
	97 (64.2%)
	
	131 (60.6%)

	Lower limb
	
	42 (27.8%)
	
	36 (16.7%)

	Upper limb
	
	--
	
	2 (0.9%)

	Abdominal
	
	--
	
	6 (2.8%)


Supplementary Table 4. Distribution of relatives according to the degree of kinship. 
	Degree of kinship
	N of subjects
	%

	First
	280
	76.3

	Second
	58
	15.8

	Third
	17
	4.6

	Fourth
	9
	2.5

	Fifth
	3
	0.8


