Table S2. Clinical and dystrophin immunostaining data of patients with a previously reported small sequence variant.
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	Phenotype
	Age (y)
	Family history
	Ambulatory
	Age (y) 
at not ambulatory
	Dystrophin immunostaining
	Exon
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	BMD
	11.6 
	No
	Yes
	
	not done
	1
	c.31+5G>C
	
	Splice-site
	VUS
	[1]

	2
	BMD
	14.1 
	No
	Yes
	
	not done
	1
	c.31+6T>C
	
	Splice-site
	VUS
	[2]

	3
	IMD
	11.6 
	No
	Yes
	
	not done
	2
	c.70T>C
	p.(Trp24Arg)
	Missense
	LP
	[3]

	4
	DMD
	10.4 
	No
	Yes
	
	negative
	int2
	c.93+1G>A
	
	Splice-site
	P
	[4]

	5
	DMD
	7.0 
	No
	Yes
	
	negative
	3
	c.103C>T
	p.(Gln35*)
	Nonsense
	P
	[5]

	6
	DMD
	9.6 
	No
	Yes
	
	not done
	int3
	c.186+1G>A
	
	Splice-site
	P
	LOVD

	7
	BMD
	10.9 
	No
	Yes
	
	faint&patchy
	int3
	c.186+2T>C
	
	Splice-site
	P
	[6]

	8
	pending
	4.3 
	No
	Yes
	
	not done
	int3
	c.186+1G>A
	
	Splice-site
	P
	LOVD

	9
	BMD
	6.0 
	No
	Yes
	
	not done
	int3
	c.187-2A>G
	
	Splice-site
	P
	[7]

	10
	BMD
	7.2 
	No
	Yes
	
	faint&patchy
	int3
	c.187-2A>G
	
	Splice-site
	P
	[7]

	11
	BMD
	6.7 
	Yes
	Yes
	
	not done
	4
	c.196A>T
	p.(Lys66*)
	Nonsense
	P
	[8]

	12
	DMD
	8.9 
	No
	Yes
	
	not done
	4
	c.236dup
	p.(Ala80Glyfs*9)
	Frameshift
	LP
	LOVD

	13
	BMD
	13.1 
	Yes
	Yes
	
	faint&patchy
	4
	c.264_264+4delTGTAA
	
	Splice-site
	P
	[9]

	14
	DMD
	11.9 
	No
	No
	10.3
	not done
	int4
	c.265-1G>A
	
	Splice-site
	LP
	[10]

	15
	DMD
	11.4 
	No
	Yes
	
	negative
	int5
	c.358-1G>T
	
	Splice-site
	P
	[10]

	16
	DMD
	6.5 
	No
	Yes
	
	not done
	int5
	c.357+1G>A
	
	Splice-site
	P
	[11]

	17
	BMD
	10.1 
	No
	Yes
	
	faint&patchy
	6
	c.442A>C
	p.(Thr148Pro)
	Missense
	VUS
	[12]

	18
	DMD
	12.6 
	Unknown
	Yes
	
	not done
	6
	c.433C>T
	p.(Arg145*)
	Nonsense
	P
	[13]

	19
	DMD
	9.1 
	No
	Yes
	
	not done
	6
	c.433C>T
	p.(Arg145*)
	Nonsense
	P
	[13]

	20
	DMD
	11.3 
	Yes
	Yes
	
	not done
	6
	c.433C>T
	p.(Arg145*)
	Nonsense
	P
	[13]

	21
	DMD
	13.3 
	No
	No
	9.2
	not done
	6
	c.433C>T
	p.(Arg145*)
	Nonsense
	P
	[13]

	22
	IMD
	15.6 
	No
	Yes
	
	faint&patchy
	6
	c.473A>T
	p.(Asn158Ile)
	Missense
	LP
	[14]

	23
	DMD
	4.5 
	No
	Yes
	
	not done
	7
	c.565C>T
	p.(Gln189*)
	Nonsense
	P
	[15]

	24
	DMD
	16.8 
	Yes
	No
	12.7
	negative
	7
	c.583C>T
	p.(Arg195*)
	Nonsense
	P
	[16]

	25
	DMD
	14.7 
	No
	No
	9.1
	not done
	7
	c.583C>T
	p.(Arg195*)
	Nonsense
	P
	[16]

	26
	DMD
	6.0 
	No
	Yes
	
	not done
	7
	c.583C>T
	p.(Arg195*)
	Nonsense
	P
	[16]

	27
	DMD
	6.0 
	Yes
	Yes
	
	not done
	7
	c.583C>T
	p.(Arg195*)
	Nonsense
	P
	[16]

	28
	DMD
	10.5 
	No
	Yes
	
	negative
	int7
	c.649+5G>C
	
	Splice-site
	LP
	[17]

	29
	DMD
	4.9 
	No
	Yes
	
	negative
	int7
	c.649+2T>C
	
	Splice-site
	P
	[18]

	30
	DMD
	4.8 
	No
	Yes
	
	not done
	8
	c.673A>T
	p.(Lys225*)
	Nonsense
	P
	[19]

	31
	IMD
	10.4 
	Yes
	Yes
	
	faint&patchy
	8
	c.711A>G
	p.(Gln237Gln)
	Synonymous
	VUS
	LOVD

	32
	DMD
	15.2 
	No
	No
	11.6
	negative
	8
	c.724C>T
	p.(Gln242*)
	Nonsense
	P
	[20]

	33
	DMD
	8.9 
	No
	Yes
	
	not done
	8
	c.829C>T
	p.(Gln277*)
	Nonsense
	P
	[21]

	34
	DMD
	5.1 
	No
	Yes
	
	not done
	8
	c.829C>T
	p.(Gln277*)
	Nonsense
	P
	[21]

	35
	DMD
	9.8 
	No
	Yes
	
	negative
	8
	c.831+1G>C
	
	Splice-site
	P
	LOVD

	36
	pending
	2.1 
	Yes
	Yes
	
	not done
	9
	c.850C>T
	p.(Gln284*)
	Nonsense
	LP
	[22]

	37
	pending
	2.1 
	Yes
	Yes
	
	not done
	9
	c.850C>T
	p.(Gln284*)
	Nonsense
	LP
	[22]

	38
	IMD
	15.2 
	No
	Yes
	
	faint&patchy
	9
	c.883C>T
	p.(Arg295*)
	Nonsense
	LP
	[23]

	39
	DMD
	8.7 
	No
	Yes
	
	negative
	int9
	c.961-1G>A
	
	Splice-site
	P
	[18]

	40
	DMD
	15.6 
	No
	No
	11.8
	negative
	10
	c.1033C>T
	p.(Gln345*)
	Nonsense
	P
	[9]

	41
	DMD
	10.0 
	No
	Yes
	
	negative
	10
	c.1045G>T
	p.(Glu349*)
	Nonsense
	P
	LOVD

	42
	pending
	2.0 
	No
	Yes
	
	not done
	10
	c.1061G>A
	p.(Trp354*)
	Nonsense
	LP
	[24]

	43
	DMD
	9.4 
	No
	Yes
	
	not done
	10
	c.1099G>T
	p.(Glu367*)
	Nonsense
	P
	[25]

	44
	DMD
	5.9 
	Yes
	Yes
	
	not done
	10
	c.1132C>T
	p.(Gln378*)
	Nonsense
	P
	[6]

	45
	DMD
	8.8 
	Yes
	Yes
	
	negative
	10
	c.1149G>T
	p.(Glu1829Asp)
	Missense
	VUS
	[26]

	46
	DMD
	5.6 
	No
	Yes
	
	not done
	11
	c.1177C>T
	p.(Gln393*)
	Nonsense
	P
	[25]

	47
	DMD
	4.7 
	No
	Yes
	
	not done
	11
	c.1181del
	p.(Gly394Alafs*13)
	Frameshift
	P
	[27]

	48
	DMD
	4.4 
	No
	Yes
	
	not done
	int11
	c.1332-9A>G
	
	Splice-site
	VUS
	[28]

	49
	DMD
	13.0 
	Yes
	No
	8
	not done
	12
	c.1412del
	p.(Thr471Lysfs*16)
	Frameshift
	P
	[9]

	50
	DMD
	17.0 
	No
	No
	7.3
	negative
	13
	c.1594C>T
	p.(Gln532*)
	Nonsense
	P
	[15]

	51
	DMD
	4.3 
	No
	Yes
	
	not done
	13
	c.1510C>T
	p.(Gln504*)
	Nonsense
	P
	[10]

	52
	pending
	4.9 
	No
	Yes
	
	not done
	13
	c.1555G>T
	p.(Glu519*)
	Nonsense
	LP
	[29]

	53
	DMD
	14.8 
	No
	No
	9.5
	negative
	14
	c.1615C>T
	p.(Arg539*)
	Nonsense
	P
	[30]

	54
	DMD
	4.4 
	No
	Yes
	
	not done
	14
	c.1615C>T
	p.(Arg539*)
	Nonsense
	P
	[30]

	55
	DMD
	6.5 
	No
	Yes
	
	not done
	14
	c.1620G>A
	p.(Trp540*)
	Nonsense
	P
	[31]

	56
	DMD
	7.9 
	Yes
	Yes
	
	not done
	14
	c.1642G>T
	p.(Glu548*)
	Nonsense
	P
	[23]

	57
	DMD
	12.6 
	No
	No
	10.8
	not done
	14
	c.1683G>A
	p.(Trp561*)
	Nonsense
	LP
	[1]

	58
	DMD
	6.9 
	No
	Yes
	
	negative
	14
	c.1684C>T
	p.(Gln562*)
	Nonsense
	P
	[32]

	59
	BMD
	11.4 
	No
	Yes
	
	faint&patchy
	int14
	c.1704+1G>C
	
	Splice-site
	P
	[9]

	60
	BMD
	9.6 
	No
	Yes
	
	faint&patchy
	int14
	c.1704+1G>T
	
	Splice-site
	P
	[33]

	61
	DMD
	13.8 
	No
	No
	10
	negative
	15
	c.1713insT
	p.(Ser572*)
	Nonsense
	P
	[9]

	62
	DMD
	13.7 
	No
	Yes
	
	negative
	15
	c.1777C>T
	p.(Gln593*)
	Nonsense
	P
	[34]

	63
	DMD
	6.8 
	No
	Yes
	
	negative
	15
	c.1793C>G
	p.(Ser598*)
	Nonsense
	P
	[35]

	64
	BMD
	7.7 
	No
	Yes
	
	not done
	int15
	c.1812+1G>A
	
	Splice-site
	P
	[6]

	65
	BMD
	4.5 
	No
	Yes
	
	not done
	int15
	c.1812+1G>T
	
	Splice-site
	P
	[36]

	66
	DMD
	14.3 
	No
	No
	9.8
	negative
	16
	c.1886C>G
	p.(Ser629*)
	Nonsense
	P
	[9]

	67
	DMD
	6.5 
	No
	Yes
	
	not done
	16
	c.1901dup
	p.(Ser635Valfs*12)
	Frameshift
	P
	[37]

	68
	DMD
	6.5 
	Yes
	Yes
	
	not done
	16
	c.1928G>A
	p.(Trp643*)
	Nonsense
	P
	[38]

	69
	DMD
	8.9 
	Unknown
	Yes
	
	not done
	17
	c.2125C>T
	p.(Gln709*)
	Nonsense
	P
	[27]

	70
	DMD
	14.0 
	No
	No
	9.5
	negative
	17
	c.2137C>T
	p.(Gln713*)
	Nonsense
	P
	[9]

	71
	BMD
	19.9 
	No
	Yes
	
	faint&patchy
	int17
	c.2169-1G>T
	
	Splice-site
	P
	[9]

	72
	DMD
	15.1 
	No
	No
	9
	negative
	18
	c.2191del
	p.(Leu731Phefs*29)
	Frameshift
	P
	[9]

	73
	DMD
	13.5 
	No
	Yes
	
	not done
	18
	c.2213C>G
	p.(Ser738*)
	Nonsense
	P
	[26]

	74
	DMD
	9.1 
	No
	Yes
	
	not done
	18
	c.2227C>T
	p.(Gln743*)
	Nonsense
	P
	[10]

	75
	DMD
	19.0 
	No
	No
	13.9
	negative
	19
	c.2308A>T
	p.(Lys770*)
	Nonsense
	P
	[13]

	76
	DMD
	17.3 
	No
	No
	11
	negative
	19
	c.2302C>T
	p.(Arg768*)
	Nonsense
	P
	[39]

	77
	DMD
	13.0 
	No
	Yes
	
	negative
	19
	c.2302C>T
	p.(Arg768*)
	Nonsense
	P
	[39]

	78
	DMD
	15.6 
	No
	No
	11.6
	negative
	19
	c.2300del
	p.(Glu767Glyfs*26)
	Frameshift
	P
	[9]

	79
	DMD
	11.2 
	Yes
	Yes
	
	negative
	19
	c.2380G>A
	p.(Glu794Lys)
	Missense
	VUS
	[40]

	80
	DMD
	9.9 
	No
	Yes
	
	negative
	19
	c.2380G>T
	p.(Gln794*)
	Nonsense
	P
	[27]

	81
	DMD
	6.0 
	No
	Yes
	
	not done
	int19
	c.2380+1G>T
	
	Splice-site
	P
	[26]

	82
	DMD
	8.7 
	Unknown
	Yes
	
	not done
	20
	c.2407C>T
	p.(Gln803*)
	Nonsense
	P
	[19]

	83
	DMD
	7.9 
	No
	Yes
	
	negative
	20
	c.2436G>A
	p.(Trp812*)
	Nonsense
	P
	[36]

	84
	DMD
	7.4 
	No
	Yes
	
	not done
	20
	c.2525T>A
	p.(Leu842*)
	Nonsense
	LP
	LOVD

	85
	DMD
	16.3 
	No
	No
	11.5
	not done
	20
	c.2530C>T
	p.(Gln844*)
	Nonsense
	P
	[12]

	86
	DMD
	4.4 
	No
	Yes
	
	not done
	int20
	c.2622+1G>T
	
	Splice-site
	P
	[41]

	87
	IMD
	12.3 
	Yes
	Yes
	
	faint&patchy
	int20
	c.2623-2A>C
	
	Splice-site
	P
	[42]

	88
	IMD
	11.9 
	Yes
	Yes
	
	not done
	int20
	c.2623-2A>C
	
	Splice-site
	P
	[42]

	89
	DMD
	8.6 
	No
	Yes
	
	negative
	21
	c.2656C>T
	p.(Gln886*)
	Nonsense
	P
	[43]

	90
	DMD
	14.5 
	No
	No
	8.1
	negative
	21
	c.2665C>T
	p.(Arg889*)
	Nonsense
	P
	[6]

	91
	DMD
	15.6 
	No
	No
	11
	negative
	21
	c.2665C>T
	p.(Arg889*)
	Nonsense
	P
	[6]

	92
	DMD
	7.6 
	No
	Yes
	
	not done
	21
	c.2665C>T
	p.(Arg889*)
	Nonsense
	LP
	[6]

	93
	DMD
	9.1 
	No
	Yes
	
	not done
	21
	c.2758C>T
	p.(Gln920*)
	Nonsense
	P
	[35]

	94
	DMD
	8.4 
	Unknown
	No
	8.1
	not done
	21
	c.2776C>T
	p.(Gln926*)
	Nonsense
	P
	[29]

	95
	DMD
	4.1 
	No
	Yes
	
	not done
	int21
	c.2803+1G>A
	
	Splice-site
	P
	[44]

	96
	DMD
	17.8 
	Yes
	No
	9.7
	negative
	int21
	c.2803+1G>A
	
	Splice-site
	P
	[44]

	97
	pending
	4.1 
	No
	Yes
	
	not done
	int21
	c.2803+1G>A
	
	Splice-site
	LP
	[44]

	98
	DMD
	16.4 
	Yes
	No
	9.3
	negative
	22
	c.2816T>A
	p.(Leu939*)
	Nonsense
	P
	[9]

	99
	DMD
	13.6 
	Yes
	No
	10
	not done
	22
	c.2832T>A
	p.(Tyr944*)
	Nonsense
	P
	[34]

	100
	DMD
	19.6 
	No
	No
	12
	negative
	int22
	c.2949+1G>A
	
	Splice-site
	P
	[45]

	101
	DMD
	5.0 
	No
	Yes
	
	negative
	int22
	c.2949+1G>T
	
	Splice-site
	P
	[46]

	102
	DMD
	4.8 
	No
	Yes
	
	not done
	23
	c.3151C>T
	p.(Arg1051*)
	Nonsense
	P
	[47]

	103
	DMD
	3.1 
	No
	Yes
	
	not done
	23
	c.3151C>T
	p.(Arg1051*)
	Nonsense
	P
	[47]

	104
	DMD
	6.2 
	No
	Yes
	
	not done
	23
	c.3151C>T
	p.(Arg1051*)
	Nonsense
	P
	[47]

	105
	DMD
	8.9 
	No
	No
	7.9
	not done
	23
	c.3151C>T
	p.(Arg1051*)
	Nonsense
	P
	[47]

	106
	DMD
	5.6 
	No
	Yes
	
	not done
	23
	c.3151C>T
	p.(Arg1051*)
	Nonsense
	P
	[47]

	107
	DMD
	7.9 
	No
	Yes
	
	not done
	23
	c.3151C>T
	p.(Arg1051*)
	Nonsense
	P
	[47]

	108
	DMD
	5.0 
	Yes
	Yes
	
	not done
	24
	c.3168del
	p.(His1056Glnfs*5)
	Frameshift
	P
	[48]

	109
	DMD
	17.1 
	No
	No
	10.3
	negative
	24
	c.3257dup
	p.(Gln1087Alafs*11)
	Frameshift
	P
	[49]

	110
	DMD
	6.2 
	No
	Yes
	
	not done
	24
	c.3259C>T
	p.(Gln1087*)
	Nonsense
	P
	[24]

	111
	DMD
	11.3 
	No
	No
	10.4
	not done
	int24
	c.3277-1G>A
	
	Splice-site
	P
	[50]

	112
	pending
	2.3 
	Yes
	Yes
	
	not done
	25
	c.3328G>T
	p.(Glu1110*)
	Nonsense
	LP
	[51]

	113
	BMD
	9.1 
	Yes
	Yes
	
	faint&patchy
	25
	c.3337C>T
	p.(Gln1113*)
	Nonsense
	P
	[35]

	114
	BMD
	12.9 
	No
	Yes
	
	faint&patchy
	25
	c.3388G>T
	p.(Glu1130*)
	Nonsense
	P
	[9]

	115
	BMD
	13.4 
	No
	Yes
	
	faint&patchy
	25
	c.3432G>T
	p.(Gln1144His)
	Missense
	VUS
	[52]

	116
	BMD
	8.8 
	No
	Yes
	
	not done
	25
	c.3432+1G>A
	
	Splice-site
	P
	[53]

	117
	DMD
	5.2 
	No
	Yes
	
	not done
	26
	c.3516G>A
	p.(Trp1172*)
	Nonsense
	P
	[7]

	118
	DMD
	5.4 
	No
	Yes
	
	not done
	26
	c.3523C>T
	p.(Gln1175*)
	Nonsense
	P
	LOVD

	119
	DMD
	11.9 
	No
	No
	9.6
	not done
	26
	c.3544G>T
	p.(Glu1182*)
	Nonsense
	P
	[35]

	120
	DMD
	7.4 
	No
	Yes
	
	negative
	26
	c.3562A>T
	p.(Lys1188*)
	Nonsense
	P
	[54]

	121
	DMD
	7.1 
	No
	Yes
	
	negative
	26
	c.3580C>T
	p.(Gln1194*)
	Nonsense
	P
	[54]

	122
	pending
	1.5 
	No
	Yes
	
	not done
	26
	c.3603+1G>T
	
	Splice-site
	LP
	[29]

	123
	DMD
	10.3 
	No
	No
	
	negative
	int26
	c.3603+1G>T
	
	Splice-site
	P
	[29]

	124
	DMD
	6.3 
	Yes
	Yes
	
	not done
	int26
	c.3603+1G>T
	
	Splice-site
	P
	[29]

	125
	DMD
	5.3 
	No
	Yes
	
	not done
	int26
	c.3603+2T>A
	
	Splice-site
	P
	[55]

	126
	pending
	3.2 
	Yes
	Yes
	
	not done
	int26
	c.3603+2dup
	
	Splice-site
	VUS
	[1]

	127
	DMD
	12.2 
	No
	Yes
	
	not done
	27
	c.3622C>T
	p.(Gln1208*)
	Nonsense
	P
	[35]

	128
	DMD
	5.3 
	No
	Yes
	
	not done
	27
	c.3625C>T
	p.(Gln1209*)
	Nonsense
	P
	[27]

	129
	DMD
	8.4 
	No
	Yes
	
	not done
	27
	c.3715G>T
	p.(Glu1239*)
	Nonsense
	P
	[49]

	130
	DMD
	14.0 
	No
	No
	8
	negative
	27
	c.3747G>A
	p.(Trp1249*)
	Nonsense
	P
	[56]

	131
	DMD
	13.8 
	Yes
	Yes
	
	negative
	int27
	c.3786+1G>T
	
	Splice-site
	P
	[50]

	132
	DMD
	9.8 
	Yes
	Yes
	
	not done
	int27
	c.3786+1G>T
	
	Splice-site
	P
	[50]

	133
	DMD
	7.6 
	No
	Yes
	
	not done
	int27
	c.3786+1G>T
	
	Splice-site
	P
	[50]

	134
	DMD
	9.3 
	No
	Yes
	
	negative
	int27
	c.3786+5G>C
	
	Splice-site
	VUS
	[57]

	135
	DMD
	4.5 
	No
	Yes
	
	not done
	28
	c.3795G>A
	p.(Trp1265*)
	Nonsense
	P
	[32]

	136
	BMD
	12.5 
	No
	Yes
	
	faint&patchy
	29
	c.3940C>T
	p.(Arg1314*)
	Nonsense
	P
	[27]

	137
	DMD
	10.8 
	No
	No
	10.2
	negative
	30
	c.4108C>T
	p.(Gln1370*)
	Nonsense
	P
	[30]

	138
	DMD
	8.5 
	No
	Yes
	
	negative
	30
	c.4117C>T
	p.(Gln1373*)
	Nonsense
	P
	[27]

	139
	DMD
	6.0 
	No
	Yes
	
	negative
	30
	c.4120G>T
	p.(Glu1374*)
	Nonsense
	P
	[58]

	140
	DMD
	17.3 
	No
	No
	11.6
	not done
	30
	c.4150G>T
	p.(Glu1384*)
	Nonsense
	LP
	[59]

	141
	DMD
	9.9 
	No
	No
	8.7
	negative
	30
	c.4231C>T
	p.(Gln1411*)
	Nonsense
	P
	[60]

	142
	DMD
	7.0 
	Unknown
	Yes
	
	not done
	31
	c.4290_4291del
	p.(His1430Glnfs*15)
	Frameshift
	P
	[23]

	143
	DMD
	10.4 
	No
	No
	9.1
	negative
	32
	c.4375C>T
	p.(Arg1459*)
	Nonsense
	P
	[61]

	144
	DMD
	10.5 
	No
	Yes
	
	negative
	32
	c.4414C>T
	p.(Gln1472*)
	Nonsense
	P
	[13]

	145
	DMD
	14.3 
	Yes
	No
	12.6
	not done
	32
	c.4414C>T
	p.(Gln1472*)
	Nonsense
	P
	[13]

	146
	DMD
	11.2 
	No
	No
	10.5
	negative
	32
	c.4483C>T
	p.(Gln1495*)
	Nonsense
	P
	[35]

	147
	DMD
	8.7 
	No
	Yes
	
	not done
	32
	c.4483C>T
	p.(Gln1495*)
	Nonsense
	P
	[35]

	148
	DMD
	7.6 
	No
	Yes
	
	negative
	32
	c.4518G>A
	p.(Val1506Val)
	Synonymous
	LP
	[35]

	149
	DMD
	11.6 
	No
	Yes
	
	negative
	33
	c.4538_4541del
	p.(Ser1513Lysfs*2)
	Frameshift
	P
	[62]

	150
	DMD
	12.5 
	No
	No
	10.9
	negative
	33
	c.4576G>T
	p.(Gly1526*)
	Nonsense
	P
	LOVD

	151
	DMD
	5.0 
	No
	Yes
	
	not done
	33
	c.4618G>T 
	p.(Glu1540*)
	Nonsense
	P
	[35]

	152
	DMD
	16.0 
	No
	No
	10.4
	negative
	33
	c.4630del
	p.(Arg1544Glufs*2)
	Frameshift
	P
	[9]

	153
	DMD
	7.3 
	No
	Yes
	
	negative
	33
	c.4660G>T
	p.(Glu1554*)
	Nonsense
	P
	[34]

	154
	DMD
	8.3 
	No
	Yes
	
	not done
	34
	c.4675-2A>G
	
	Splice-site
	P
	[44]

	155
	DMD
	4.1 
	No
	Yes
	
	negative
	34
	c.4690C>T
	p.(Gln1564*)
	Nonsense
	P
	[27]

	156
	DMD
	15.7 
	No
	No
	10.1
	negative
	34
	c.4729C>T
	p.(Arg1577*)
	Nonsense
	P
	[54]

	157
	DMD
	14.1 
	No
	No
	12.3
	not done
	34
	c.4729C>T
	p.(Arg1577*)
	Nonsense
	P
	[54]

	158
	DMD
	13.0 
	No
	No
	10.3
	negative
	34
	c.4746_4747del
	p.(Leu1583Aspfs*18)
	Frameshift
	P
	[63]

	159
	DMD
	23.3 
	Yes
	No
	9
	negative
	34
	c.4808_4809insGGAA
	p.(Pro1604Glufs*3)
	Frameshift
	P
	[9]

	160
	DMD
	9.5 
	No
	Yes
	
	not done
	34
	c.4841del
	p. (Gly1614Glufs*15)
	Frameshift
	P
	[30]

	161
	BMD
	8.0 
	No
	Yes
	
	faint&patchy
	int34
	c.4845+2T>G
	
	Splice-site
	P
	ClinVar

	162
	DMD
	9.7 
	No
	Yes
	
	not done
	35
	c.4856_4857del
	p.(Lys1619Argfs*3)
	Frameshift
	P
	[64]

	163
	DMD
	12.2 
	No
	No
	9.3
	not done
	35
	c.4996C>T
	p.(Arg1666*)
	Nonsense
	P
	[15]

	164
	DMD
	10.3 
	No
	Yes
	
	not done
	36
	c.5089C>T
	p.(Gln1697*)
	Nonsense
	P
	[65]

	165
	DMD
	12.0 
	No
	No
	9
	negative
	36
	c.5118_5119del
	p.(Lys1708Glufs*10)
	Frameshift
	P
	[18]

	166
	DMD
	4.4 
	No
	Yes
	
	not done
	37
	c.5161A>T
	p.(Lys1721*)
	Nonsense
	P
	[17]

	167
	DMD
	7.7 
	No
	Yes
	
	negative
	37
	c.5266C>T
	p.(Gln1756*)
	Nonsense
	P
	[59]

	168
	DMD
	11.8 
	No
	Yes
	
	not done
	38
	c.5444A>G
	p.(Asp1815Gly)
	Missense
	LP
	[10]

	169
	DMD
	4.8 
	No
	Yes
	
	not done
	39
	c.5452G>T
	p.(Glu1818*)
	Nonsense
	P
	[66]

	170
	DMD
	6.1 
	No
	Yes
	
	negative
	39
	c.5452G>T
	p.(Glu1818*)
	Nonsense
	P
	[66]

	171
	DMD
	11.0 
	No
	No
	9.9
	negative
	39
	c.5485C>T
	p.(Gln1829*)
	Nonsense
	P
	[9]

	172
	DMD
	5.1 
	Yes
	Yes
	
	not done
	39
	c.5530C>T
	p.(Arg1844*)
	Nonsense
	P
	[44]

	173
	DMD
	13.6 
	No
	No
	10
	negative
	39
	c.5530C>T
	p.(Arg1844*)
	Nonsense
	P
	[44]

	174
	DMD
	8.8 
	No
	Yes
	
	negative
	39
	c.5563C>T
	p.(Gln1855*)
	Nonsense
	P
	[45]

	175
	DMD
	6.4 
	Yes
	Yes
	
	not done
	40
	c.5602_5605del
	p.(Arg1868Glufs*5)
	Frameshift
	P
	[1]

	176
	DMD
	6.6 
	Yes
	Yes
	
	not done
	40
	c.5602_5605del
	p.(Arg1868Glufs*5)
	Frameshift
	P
	[1]

	177
	IMD
	13.2 
	No
	Yes
	
	not done
	40
	c.5653C>T
	p.(Gln885*)
	Nonsense
	P
	[35]

	178
	IMD
	11.3 
	No
	Yes
	
	not done
	40
	c.5653C>T
	p.(Gln885*)
	Nonsense
	P
	[35]

	179
	DMD
	11.1
	Yes
	Yes
	
	negative
	40
	c.5697dup
	p.(Leu1900Ilefs*6)
	Frameshift
	P
	[67]

	180
	DMD
	11.3 
	No
	No
	10.2
	not done
	41
	c.5868G>A
	p.(Trp1956*)
	Nonsense
	P
	[25]

	181
	DMD
	20.8 
	Yes
	No
	8
	not done
	41
	c.5899C>T
	p.(Arg1967*)
	Nonsense
	P
	[37]

	182
	DMD
	10.6 
	No
	Yes
	
	not done
	41
	c.5899C>T
	p.(Arg1967*)
	Nonsense
	P
	[37]

	183
	DMD
	5.1 
	No
	Yes
	
	not done
	41
	c.5899C>T
	p.(Arg1967*)
	Nonsense
	P
	[37]

	184
	DMD
	6.3 
	No
	Yes
	
	not done
	41
	c.5899C>T
	p.(Arg1967*)
	Nonsense
	P
	[37]

	185
	DMD
	5.5 
	Yes
	Yes
	
	not done
	41
	c.5899C>T
	p.(Arg1967*)
	Nonsense
	P
	[37]

	186
	BMD
	14.7 
	Yes
	Yes
	
	not done
	int41
	c.5922+5G>A
	
	Splice-site
	VUS
	LOVD

	187
	DMD
	7.1 
	No
	Yes
	
	not done
	42
	c.6006_6007del
	p.(Glu2003Asnfs*19)
	Frameshift
	P
	[34]

	188
	DMD
	18.5 
	No
	No
	11.1
	negative
	42
	c.6033insTTAA
	p.(Glu2013Ilefs*11)
	Frameshift
	P
	[9]

	189
	DMD
	9.6 
	No
	Yes
	
	negative
	42
	c.6045del
	p.(Glu2015Aspfs*24)
	Frameshift
	P
	[9]

	190
	DMD
	10.1 
	No
	Yes
	
	not done
	42
	c.6072T>A
	p.(Cys2024*)
	Nonsense
	P
	[45]

	191
	DMD
	9.9 
	No
	Yes
	
	negative
	43
	c.6127del
	p.(Asp2043Ilefs*30)
	Frameshift
	P
	[10]

	192
	DMD
	16.9 
	No
	No
	10.6
	not done
	43
	c.6223C>T
	p.(Gln2075*)
	Nonsense
	P
	[6]

	193
	DMD
	10.4 
	Yes
	Yes
	
	negative
	43
	c.6283C>T
	p.(Arg2095*)
	Nonsense
	P
	[68]

	194
	DMD
	4.3 
	No
	Yes
	
	not done
	43
	c.6283C>T
	p.(Arg2095*)
	Nonsense
	P
	[68]

	195
	DMD
	8.8 
	No
	Yes
	
	not done
	43
	c.6290+1G>A
	
	Splice-site
	P
	[23]

	196
	DMD
	24.5 
	No
	No
	12
	negative
	44
	c.6292C>T
	p.(Arg2098*)
	Nonsense
	P
	[13]

	197
	DMD
	13.9 
	No
	No
	10
	not done
	44
	c.6391_6392del
	p.(Gln2131Asnfs*3)
	Frameshift
	P
	[69]

	198
	DMD
	14.9 
	No
	Yes
	
	negative
	44
	c.6429G>A
	p.(Trp2143*)
	Nonsense
	P
	[6]

	199
	DMD
	4.0 
	No
	Yes
	
	not done
	44
	c.6408G>A
	p.(Trp2136*)
	Nonsense
	P
	[26]

	200
	DMD
	10.0 
	No
	No
	7.8
	not done
	44
	c.6430dup
	p.(Tyr2144Leufs*3)
	Frameshift
	P
	[32]

	201
	DMD
	7.0 
	No
	Yes
	
	not done
	int44
	c.6438+1G>T
	
	Splice-site
	P
	[35]

	202
	DMD
	7.8 
	No
	Yes
	
	negative
	45
	c.6577C>T
	p.(Gln2193*)
	Nonsense
	P
	[14]

	203
	DMD
	9.8 
	No
	No
	9.3
	negative
	45
	c.6577C>T
	p.(Gln2193*)
	Nonsense
	P
	[14]

	204
	DMD
	4.7 
	Yes
	Yes
	
	not done
	45
	c.6592C>T
	p.(Gln2198*)
	Nonsense
	P
	[70]

	205
	DMD
	5.5 
	No
	Yes
	
	negative
	45
	c.6567del
	p.(Leu2190Cysfs*17)
	Frameshift
	P
	[48]

	206
	DMD
	12.3 
	No
	Yes
	
	not done
	45
	c.6611dup
	p.(Arg2205Glufs*18)
	Frameshift
	P
	[7]

	207
	DMD
	9.1 
	No
	Yes
	
	not done
	int45
	c.6615-2A>G
	
	Splice-site
	P
	[71]

	208
	DMD 
	13.7 
	No
	No
	12
	not done
	46
	c.6651_6652del
	p.(Asp2219Phefs*3)
	Frameshift
	P
	[72]

	209
	IMD
	5.6 
	No
	Yes
	
	faint&patchy
	46
	c.6762G>A
	p.(Lys2254Lys)
	synonymous
	VUS
	LOVD

	210
	DMD
	15.9 
	No
	No
	9
	negative
	int46
	c.6762+1G>A
	
	Splice-site
	P
	[23]

	211
	DMD
	7.5 
	No
	Yes
	
	not done
	int46
	c.6762+1G>A
	
	Splice-site
	P
	[23]

	212
	DMD
	9.6 
	Yes
	Yes
	
	not done
	47
	c.6804_6807del
	p.(Lys2268Asnfs*2)
	Frameshift
	P
	[35]

	213
	DMD
	10.7 
	No
	No
	10.5
	negative
	47
	c.6826_6866del
	p.(Pro2276*)
	Nonsense
	P
	[73]

	214
	DMD
	16.1 
	Yes
	No
	10.3
	negative
	48
	c.7029G>A
	p.(Trp2343*)
	Nonsense
	P
	[74]

	215
	DMD
	5.7 
	No
	Yes
	
	not done
	48
	c.7066C>T
	p.(Gln2356*)
	Nonsense
	P
	[75]

	216
	DMD
	5.1 
	Yes
	Yes
	
	not done
	48
	c.7098+1G>A
	
	Splice-site
	P
	[13]

	217
	BMD
	21.7 
	No
	Yes
	
	faint&patchy
	49
	c.7159C>T
	p.(Gln2387*)
	Nonsense
	P
	[76]
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	DMD
	8.9 
	No
	Yes
	
	negative
	int51
	c.7310-19A>G
	
	Splice-site
	LP
	[77]

	219
	DMD
	13.5 
	No
	No
	10.2
	negative
	51
	c.7327_7328insA
	p.(Thr2443Asnfs*10)
	Frameshift
	P
	[9]

	220
	DMD
	13.9 
	No
	No
	11.4
	negative
	52
	c.7657C>T
	p.(Arg2553*)
	Nonsense
	P
	[78]

	221
	DMD
	10.9 
	No
	No
	7.6
	negative
	52
	c.7657C>T
	p.(Arg2553*)
	Nonsense
	P
	[78]

	222
	DMD
	8.2 
	No
	Yes
	
	not done
	52
	c.7657C>T
	p.(Arg2553*)
	Nonsense
	P
	[78]

	223
	DMD
	6.7 
	No
	Yes
	
	not done
	int52
	c.7661-2A>G
	
	Splice-site
	P
	[49]

	224
	DMD
	8.0 
	No
	Yes
	
	negative
	53
	c.7755G>A
	p.(Trp2585*)
	Nonsense
	P
	[53]

	225
	DMD
	6.8 
	Yes
	Yes
	
	not done
	53
	c.7817G>A
	p.(Trp2606*)
	Nonsense
	P
	[32]

	226
	DMD
	13.1 
	No
	No
	10.1
	not done
	54
	c.7899G>A
	p.(Trp2633*)
	Nonsense
	P
	[79]

	227
	DMD
	13.4 
	No
	No
	10.4
	negative
	int54
	c.8028-1G>C
	
	Splice-site
	P
	[9]

	228
	DMD
	12.9 
	Yes
	Yes
	
	negative
	int54
	c.8027+2T>C
	
	Splice-site
	P
	[80]

	229
	DMD
	7.9 
	No
	Yes
	
	not done
	int54
	c.8027+1G>A
	
	Splice-site
	P
	[6]

	230
	DMD
	13.7 
	No
	No
	7.5
	negative
	55
	c.8038C>T
	p.(Arg2680*)
	Nonsense
	P
	[30]

	231
	DMD
	4.5 
	No
	Yes
	
	not done
	55
	c.8038C>T
	p.(Arg2680*)
	Nonsense
	P
	[30]

	232
	DMD
	9.9 
	No
	Yes
	
	negative
	55
	c.8087delT
	p.(Leu2696Argfs*30)
	Frameshift
	P
	[81]

	233
	DMD
	11.9 
	No
	No
	8.2
	not done
	int55
	c.8217+1G>A
	
	Splice-site
	LP
	[82]

	234
	DMD
	8.9 
	No
	Yes
	
	not done
	int55
	c.8218-2A>G
	
	Splice-site
	P
	[35]

	235
	DMD
	6.8 
	No
	Yes
	
	not done
	int55
	c.8218-2A>G
	
	Splice-site
	P
	[35]

	236
	DMD
	11.3 
	No
	No
	8
	not done
	56
	c.8299G>T
	p.(Gln2767*)
	Nonsense
	LP
	[8]
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	DMD
	5.7 
	No
	Yes
	
	not done
	int56
	c.8390+1G>A
	
	Splice-site
	P
	[49]

	238
	DMD
	12.3 
	Unknown
	No
	11.1
	negative
	57
	c.8420G>A
	p.(Trp2807*)
	Nonsense
	P
	[1]

	239
	DMD
	8.5 
	No
	Yes
	
	not done
	58
	c.8608C>T
	p.(Arg2870*)
	Nonsense
	P
	[15]

	240
	DMD
	6.8 
	No
	Yes
	
	not done
	58
	c.8608C>T
	p.(Arg2870*)
	Nonsense
	P
	[15]

	241
	DMD
	10.2 
	No
	Yes
	
	not done
	58
	c.8608C>T
	p.(Arg2870*)
	Nonsense
	P
	[15]

	242
	DMD
	7.3 
	No
	Yes
	
	negative
	58
	c.8608C>T
	p.(Arg2870*)
	Nonsense
	P
	[15]

	243
	DMD
	16.5 
	Yes
	No
	14.4
	negative
	59
	c.8713C>T
	p.(Arg2905*)
	Nonsense
	P
	[61]

	244
	DMD
	10.2 
	No
	Yes
	
	not done
	59
	c.8713C>T
	p.(Arg2905*)
	Nonsense
	P
	[61]

	245
	DMD
	19.5 
	Yes
	No
	7
	not done
	59
	c.8713C>T
	p.(Arg2905*)
	Nonsense
	P
	[61]

	246
	DMD
	15.9 
	Yes
	No
	8
	negative
	59
	c.8740G>T
	p.(Glu2914*)
	Nonsense
	P
	[9]

	247
	DMD
	9.3 
	Yes
	Yes
	
	negative
	59
	c.8775G>A
	p.(Trp2925*)
	Nonsense
	P
	[35]

	248
	DMD
	6.4 
	Yes
	Yes
	
	not done
	59
	c.8775G>A
	p.(Trp2925*)
	Nonsense
	P
	[35]

	249
	DMD
	13.9 
	No
	No
	9
	not done
	59
	c.8818C>T
	p.(Gln2940*)
	Nonsense
	LP
	[50]

	250
	DMD
	11.5 
	No
	Yes
	
	negative
	59
	c.8910_8913del
	p.(Leu2971Lysfs*17)
	Frameshift
	P
	[83]

	251
	DMD
	20.5 
	Yes
	No
	12
	negative
	60
	c.8944C>T
	p.(Arg2982*)
	Nonsense
	P
	[84]

	252
	DMD
	9.8 
	No
	Yes
	
	negative
	60
	c.8944C>T
	p.(Arg2982*)
	Nonsense
	P
	[84]

	253
	DMD
	9.6 
	Yes
	No
	8.1
	not done
	60
	c.8944C>T
	p.(Arg2982*)
	Nonsense
	P
	[84]

	254
	DMD
	11.7 
	No
	No
	9.1
	not done
	61
	c.9100C>T
	p.(Arg3034*)
	Nonsense
	P
	[85]

	255
	DMD
	8.2 
	No
	Yes
	
	not done
	61
	c.9100C>T
	p.(Arg3034*)
	Nonsense
	P
	[85]

	256
	DMD
	9.7 
	No
	Yes
	
	negative
	int62
	c.9224+1G>C
	
	Splice-site
	P
	[1]

	257
	IMD
	9.3 
	No
	Yes
	
	not done
	int62
	c.9225-647A>G
	
	Splice-site
	VUS
	[86]

	258
	DMD
	9.4 
	No
	No
	7.4
	not done
	63
	c.9248G>A
	p.(Trp3083*)
	Nonsense
	P
	[87]

	259
	DMD
	12.2 
	No
	No
	10.9
	negative
	64
	c.9297_9300dup
	p.(Val3101*)
	Nonsense
	P
	[9]

	260
	DMD
	11.4 
	Yes
	Yes
	
	negative
	64
	c.9297_9300dup
	p.(Val3101*)
	Nonsense
	P
	[9]

	261
	DMD
	10.7 
	No
	No
	10.3
	negative
	64
	c.9337C>T
	p.(Arg3113*)
	Nonsense
	P
	[86]

	262
	DMD
	17.5 
	No
	No
	10.8
	negative
	64
	c.9337C>T
	p.(Arg3113*)
	Nonsense
	P
	[86]

	263
	DMD
	7.6 
	No
	Yes
	
	not done
	64
	c.9337C>T
	p.(Arg3113*)
	Nonsense
	P
	[86]

	264
	DMD
	4.2 
	No
	Yes
	
	not done
	64
	c.9337C>T
	p.(Arg3113*)
	Nonsense
	P
	[86]

	265
	DMD
	9.2 
	No
	Yes
	
	not done
	64
	c.9358_9359insA
	p.(Cys3120*)
	Nonsense
	P
	LOVD

	266
	DMD
	8.0 
	Unknown
	Yes
	
	negative
	int64
	c.9361+1G>C
	
	Splice-site
	P
	[88]

	267
	DMD
	4.6 
	No
	Yes
	
	not done
	65
	c.9454_9457del
	p.(Asn3152Valfs*2)
	Frameshift
	P
	[26]

	268
	DMD
	4.8 
	No
	Yes
	
	not done
	65
	c.9563+1G>A
	
	Splice-site
	P
	[89]
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	DMD
	17.3 
	No
	No
	12.7
	negative
	66
	c.9568C>T
	p.(Arg3190*)
	Nonsense
	P
	[90]

	270
	DMD
	7.5 
	Yes
	Yes
	
	not done
	66
	c.9568C>T
	p.(Arg3190*)
	Nonsense
	P
	[90]

	271
	DMD
	5.5 
	Yes
	Yes
	
	not done
	66
	c.9568C>T
	p.(Arg3190*)
	Nonsense
	P
	[90]

	272
	DMD
	11.4 
	Yes
	No
	9
	negative
	67
	c.9722_9723del
	p.(Ser3241Tyrfs*9)
	Frameshift
	P
	[9]

	273
	DMD
	12.7 
	No
	No
	10
	negative
	int67
	c.9807+5G>A
	
	Splice-site
	LP
	[47]

	274
	DMD
	11.6 
	Yes
	Yes
	
	negative
	int67
	c.9807+5G>A
	
	Splice-site
	LP
	[47]

	275
	DMD
	12.5 
	No
	No
	10.8
	negative
	int68
	c.9974+1G>A
	
	Splice-site
	P
	[35]

	276
	DMD
	9.7 
	Yes
	Yes
	
	not done
	69
	c.10027del
	p.(Ser3343Leufs*34)
	Frameshift
	P
	[14]

	277
	DMD
	9.5 
	No
	Yes
	
	negative
	int69
	c.10087-1G>C
	
	Splice-site
	P
	[43]

	278
	DMD
	5.4 
	No
	Yes
	
	negative
	int69
	c.10086+1G>A
	
	Splice-site
	P
	[91]

	279
	DMD
	5.9 
	Yes
	Yes
	
	not done
	70
	c.10108C>T
	p.(Arg3370*)
	Nonsense
	P
	[30]

	280
	DMD
	13.0 
	No
	Yes
	
	negative
	70
	c.10108C>T
	p.(Arg3370*)
	Nonsense
	P
	[30]

	281
	DMD
	9.8 
	No
	Yes
	
	negative
	70
	c.10108C>T
	p.(Arg3370*)
	Nonsense
	P
	[30]

	282
	DMD
	8.8 
	No
	Yes
	
	negative
	70
	c.10108C>T
	p.(Arg3370*)
	Nonsense
	P
	[30]

	283
	DMD
	4.8 
	No
	Yes
	
	not done
	70
	c.10108C>T
	p.(Arg3370*)
	Nonsense
	P
	[30]

	284
	DMD
	4.9 
	No
	Yes
	
	not done
	70
	c.10141C>T
	p.(Arg3381*)
	Nonsense
	P
	[89]

	285
	DMD
	4.8 
	No
	Yes
	
	not done
	70
	c.10141C>T
	p.(Arg3381*)
	Nonsense
	P
	[89]

	286
	DMD
	4.7 
	No
	Yes
	
	not done
	70
	c.10171C>T
	p.(Arg3391*)
	Nonsense
	P
	[92]

	287
	DMD
	17.3 
	Yes
	No
	10.5
	negative
	70
	c.10171C>T
	p.(Arg3391*)
	Nonsense
	P
	[92]

	288
	DMD
	4.0 
	No
	Yes
	
	not done
	70
	c.10171C>T
	p.(Arg3391*)
	Nonsense
	P
	[92]

	289
	DMD
	6.2 
	No
	Yes
	
	not done
	70
	c.10171C>T
	p.(Arg3391*)
	Nonsense
	P
	[92]

	290
	DMD
	4.0 
	No
	Yes
	
	not done
	int70
	c.10223+1G>A
	
	Splice-site
	P
	[8]

	291
	pending
	4.4 
	No
	Yes
	
	not done
	72
	c.10279C>T
	p.(Gln3427*)
	Nonsense
	P
	[26]

	292
	BMD
	13.4 
	No
	Yes
	
	faint&patchy
	74
	c.10429C>T
	p.(Gln3477*)
	Nonsense
	P
	LOVD

	293
	DMD
	15.8 
	No
	Yes
	
	negative
	74
	c.10453_10454del
	p.(Leu3485Glufs*5)
	Frameshift
	P
	[93]

	294
	BMD
	8.8 
	No
	Yes
	
	not done
	74
	c.10453del
	p.(Leu3485*)
	Nonsense
	P
	[6]

	[bookmark: OLE_LINK5]295
	DMD
	13.0 
	No
	Yes
	
	negative
	74
	c.10454del
	p.(Leu3485Argfs*11)
	Frameshift
	P
	[84]

	296
	DMD
	11.5 
	Yes
	Yes
	
	negative
	74
	c.10454del
	p.(Leu3485Argfs*11)
	Frameshift
	P
	[84]

	297
	BMD
	13.2 
	No
	Yes
	
	not done
	74
	c.10454del
	p.(Leu3485Argfs*11)
	Frameshift
	P
	[84]

	298
	BMD
	12.0 
	No
	Yes
	
	faint&patchy
	74
	c.10543G>T
	p.(Glu3515*)
	Nonsense
	P
	[44]


P = Pathogenic; LP = Likely Pathogenic; VUS = Variants of Uncertain Significance; ACMG = American College of Medical Genetics and Genomics.
LOVD indicates variants that have been previously reported in the Leiden Open Variantion Database (https://databases.lovd.nl).
ClinVar indicates variants that have been previously reported in the ClinVar Database (https://www.ncbi.nlm.nih.gov/clinvar).
Patients No. 36 and No. 37, No. 87 and No. 88, No. 243 and No. 245, and No. 247 and No. 248 are first cousins.
Patients No.177 and No.178, No.251 and No.253 are brothers.
[bookmark: _GoBack]Patient No.259 is No.260’s uncle.
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