[bookmark: _Hlk240577125]Table 2 Summary of patients’ characteristics, ordered by increasing cDNA position. Family letters identify the 21 independent pedigrees.
	Family
	PTN°
	Sex
	Age at
	First symptom
	Walking aid/ years after
onset
	Muscle weakness
	Cardiac
	Respiratory
	CK
	Genetics

	
	
	
	Onset
	Diagnosis
	
	
	
	Proximal
	Distal
	Lower
limbs
	Upper
limbs
	Facial
	Axial
	
	
	
	cDNA
	Protein
	ACMG

	A
	1
	F
	47
	55
	Muscle
weakness
	Difficulties standing from
the ground
	Hiking stick for long walking/
9 years
	●
	
	●
	●
	●
	●
	
	
	160
	c.469C>T
	p.(Arg157Cys)
	3+

	B-I:1
	2
	M
	43
	60
	Muscle
weakness
	Difficulties climbing stairs
	Ø
	●
	●
	●
	●
	●
	
	●
	
	87
	c.533T>C
	p.(Ile178Thr)
	4

	B-II:1
	3
	M
	49
	78
	Muscle
weakness
	Difficulties standing from
the ground
	Ø
	
	●
	●
	●
	
	●
	
	
	-
	
	
	

	C
	4
	M
	36
	41
	Muscle
weakness
	Limping
	Ø
	●
	●
	●
	
	
	
	●
	
	1286
	c.602G>C
	p.(Gly201Ala)
	3

	D
	5
	F
	50
	
	Muscle
weakness
	Difficulties climbing stairs
	Ø
	
	●
	●
	
	
	
	
	
	235
	c.630_635delinsGAACGCCTC
	p.(Asp210_Asn212delinsGluAsnAlaSer)
	3

	E
	6
	F
	33
	38
	Muscle
weakness
	Difficulties running and
jumping
	Ø
	●
	●
	●
	
	
	
	
	
	49
	c.719T>C
	p.(Ile240Thr)
	4

	F
	7
	M
	33
	61
	Muscle
weakness
	Difficulties climbing stairs
	EW / 19 years
	●
	
	●
	●
	
	●
	
	
	498
	c.914C>T
	p.(Ala305Val)
	4

	G-I:1
	8
	M
	40
	57
	Muscle
weakness
	Falls. Difficulties climbing
stairs
	Two walking sticks ± MW, EW
/ 11 years
	●
	●
	●
	●
	
	●
	
	
	1300
	c.2794T>G
	p.(Tyr932Asp)
	4

	G-II:1
	9
	M
	50
	83
	Muscle
weakness
	Difficulties standing from
the ground, climbing stairs,
biking
	One walking stick over 10m;
MW for longer distance /10
years
	●
	
	●
	
	
	
	
	
	810
	
	
	

	G-II:2
	10
	F
	44
	57
	Muscle
weakness
	Falls, difficulties standing
from the ground
	Ø
	●
	
	●
	●
	
	●
	
	
	898
	
	
	

	G-II:3
	11
	F
	60
	73
	Muscle
weakness
	Difficulties climbing slopes
	Two walking sticks/ 10 years
	●
	
	●
	●
	
	●
	
	
	339
	
	
	

	H
	12
	M
	40
	43
	Muscle
weakness
	Difficulties climbing stairs
	Ø
	●
	
	
	●
	
	
	
	
	-
	
	
	

	I
	13
	M
	69
	76
	Myalgias
	-
	Ø
	●
	
	●
	●
	
	●
	
	
	160
	c.3371C>A
	p.(Thr1124Lys)
	4

	J
	14
	M
	-
	19
	CMT
	Pes cavus, feet deformities
	Ø
	●
	●
	●
	●
	
	
	
	
	-
	c.3428C>T
	p.(Ser1143Leu)
	3+

	K
	15
	F
	5
	30
	Muscle
weakness
	Distal lower limbs
weakness with toe walking
	Ø
	●
	●
	●
	
	
	●
	●
	●
	1500
	c.3557C>T
	p.(Ala1186Val)
	4

	L-I:1
	16
	M
	37
	66
	Palpitations
	-
	Ø
	●
	●
	●
	●
	
	●
	●
	
	363
	c.3646T>A
	p.(Tyr1216Asn)
	5

	L-II:1
	17
	F
	18
	36
	Palpitations
	-
	Ø
	●
	
	●
	●
	
	●
	●
	
	200
	
	
	

	L-II:2
	18
	M
	38
	51
	Palpitations
	-
	Ø
	●
	
	●
	●
	
	●
	●
	
	460
	
	
	

	M
	19
	F
	28
	29
	Myalgias
	-
	Ø
	●
	
	●
	●
	●
	●
	
	
	-
	c.3937C>T
	p.(Arg1313X)
	4

	N
	20
	F
	48
	60
	Myalgias
	-
	Ø
	●
	
	●
	
	
	
	●
	
	-
	c.4060C>T
	p.(Arg1354X)
	5

	O
	21
	M
	20
	75
	Muscle
weakness
	Difficulties lifting arms
	MW (stroke at 74 yo) / 54
years
	●
	●
	●
	●
	●
	●
	●
	●
	160
	c.4699 C>T
	p.(Arg1567Trp)
	4

	P
	22
	F
	25
	
	CMH
	-
	Ø
	
	
	
	
	
	
	●
	
	200
	c.6053G>A
	p.(Arg2018His)
	3

	Q
	23
	M
	34
	36
	Myalgias
	Gluteus, thighs, calves,
arms
	Ø
	
	●
	●
	●
	
	
	●
	●
	950
	c.7014G>C
	p.(Trp2338Cys)
	4

	R
	24
	F
	45
	
	CMD
	-
	Ø
	●
	
	●
	●
	
	●
	●
	
	101
	c.7781G>C
	p.(Gly2594Ala)
	4

	S
	25
	F
	43
	46
	Muscle
weakness
	Difficulties climbing stairs,
combing hair and holding
children
	Ø
	
	
	
	
	
	●
	●
	
	200
	c.8034_8041delinsAAGGCCCCAGGT
	p.(Cys2679Arg)
	4

	T
	26
	F
	64
	68
	Myalgias
	-
	Ø
	●
	●
	●
	
	
	
	
	
	590
	c.8128T>G
	p.(Trp2710Gly)
	4

	U
	27
	F
	45
	57
	Muscle
weakness
	Difficulties climbing stairs
	Ø
	●
	
	●
	●
	
	
	
	
	500
	c.8130G>A
	p.(Trp2710X)
	5


Legend: MW manual wheelchair | EW electrical wheelchair | Ø absence of walking aid | -: no information | ACMG: American College of Medical Genetics and Genomics | CK: creatine kinase in U/L | cDNA: coding DNA sequence. 
Twenty-one independent families (A–U) were included. Related patients share the same family letter. For families with multiple affected individuals, Roman numerals indicate generations and Arabic numerals identify individuals within each generation.
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