	[bookmark: _GoBack]Supplementary table 1: Mutations and protein quantification data for patients with a MMD1 diagnosis
Mutations in bold are also found in patients in this study with LGMDR2. MB = muscle biopsy, IHC = immunohistochemistry, WB = western blot, reduced = <20% of expected. ID is the identification number used in the baseline publication describing this cohort (Harris et al, 2016). 

	ID
	no. mutations - heterozygous/homozygous
	Mutation
	protein_change
	mutation_type
	MB - IHC
	MB -WB
	monocyte expression

	9
	1-het
	c.5159delG
	p.Arg1720LeufsX2
	frameshift
	
	
	<10%

	10
	1-het
	c.5159delG
	p.Arg1720LeufsX2
	frameshift
	
	
	<10%

	14
	1-het
	c.2810+1G>A
	
	splice site
	absent
	absent
	

	19
	1-het
	c.4090C>T
	p.Gln1364X
	nonsense
	
	
	absent

	24
	1-het
	c.3065G>A
	p.Arg1022Gln
	missense
	
	absent
	

	38
	2-hom
	c.1555G-C
	p.Gly519Arg
	missense
	absent
	
	absent

	39
	2-hom
	c.1555G-C
	p.Gly519Arg
	missense
	absent
	
	absent

	40
	2-hom
	c.5979dupA
	p.Glu1994ArgfsX3
	frameshift
	unknown - not required

	41
	2-hom
	c.5979dupA
	p.Glu1994ArgfsX3
	frameshift
	absent
	
	

	43
	2-hom
	c.1852G>A
	p.Gly618Arg
	missense
	absent
	absent
	

	44
	2-hom
	c.663+1G>C
	
	splice site
	unknown - not required

	45
	2-hom
	c.2551C>T
	p.Gln851X
	nonsense
	unknown - not required

	46
	2-hom
	c.4497delT
	p.Phe1499LeufsX4
	frameshift
	unknown - not required

	65
	2-hom
	c.4872_4876delGCCCGinsCCCC
	p.Glu1624AspfsX9
	frameshift
	
	reduced
	

	66
	2-hom
	c.1663C>T
	p. Arg555Trp
	missense
	
	
	absent

	67
	2-hom
	c.2200_2205delACCCACinsT
	Thr734SerfsX18
	frameshift
	
	absent
	

	68
	2-hom
	c.5200+1G>A
	
	splice site
	absent
	absent
	

	72
	2-hom
	c.2200_2204del
	p.Thr734ProfsX18
	frameshift
	
	absent
	

	73
	2-hom
	c.3321-3322delinsC
	p.Ala1108LeuFsx12
	frameshift
	unknown - not required

	74
	2-hom
	c.3321-3322delinsC
	p.Ala1108LeuFsX12
	frameshift
	absent
	absent
	

	75
	2-hom
	c.2875C>T
	p.Arg959Trp
	missense
	unknown - not required

	77
	2-hom
	c.1368C>A
	p.Cys456X
	nonsense
	absent
	
	absent

	93
	2-het
	c.5979dupA
	p.Glu1994ArgfsX3
	frameshift
	absent
	reduced
	

	
	
	c.3832C>T
	p.Gln1278X
	nonsense
	
	
	

	96
	2-het
	c.3517dupT
	p.Ser1173Phefsx2
	frameshift
	absent
	
	

	
	
	c.5836-5839delCAGC
	p.Gln1946Trpfsx19
	Frameshift
	
	
	

	103
	2-het
	c.3373delG
	p.Glu1125LysfsX9
	frameshift
	absent
	
	

	
	
	c.4748_4750delACAinsT
	p.Tyr1583PhefsX17
	frameshift
	
	
	

	104
	2-het
	c.2997G>T
	p.Trp999Cys
	missense
	absent
	
	

	
	
	c.4497delT
	p.Phe1499LeufsX4
	frameshift
	
	
	

	105
	2-het
	c.2746_2747dupGG
	p.Asp916GlyfsX33
	frameshift
	absent
	
	

	
	
	c.5309T>C
	p.Leu1770Pro
	missense
	
	
	

	110
	2-het
	c.4756C>T
	p.Arg1586X
	nonsense
	absent
	absent
	

	
	
	c.5022delT
	p.Phe1674LeufsX48
	frameshift
	
	
	

	112
	2-het
	c.4756C>T
	p.Arg1586X
	nonsense
	unknown - not required

	
	
	c.5022delT
	p.Phe1674LeufsX48
	frameshift
	

	115
	2-het
	c.2997G>T
	p.Trp999Cys
	missense
	absent
	
	

	
	
	c.1566C>G
	p.Tyr522X
	nonsense
	
	
	

	116
	2-het
	c.1566C>G
	p.Tyr522X
	nonsense
	absent
	absent
	

	
	
	C.5698_5699delAG
	p.Ser1900GlnfsX14
	frameshift
	
	
	

	120
	2-het
	c.796_797delCT
	p.Leu266PhefsX6
	frameshift
	unknown - not required

	
	
	c.2777G>A
	p.W926X
	nonsense
	

	124
	2-het
	c.3517dupT
	p.Ser1173PhefxX2
	frameshift
	unknown - not required

	
	
	c.4872_4876delinsCCCC
	p.Glu1624AspfsX10
	frameshift
	

	125
	2-het
	c.865T>C
	p.Ser289Pro
	missense
	
	
	normal

	
	
	c.4794G>T
	p.Lys1598Asn
	missense
	
	
	

	126
	2-het
	c.1392dupA
	p.Asp465ArgfsX9
	frameshift
	
	
	absent

	
	
	c.5713C>T
	p.Arg1905X
	nonsense
	
	
	

	130
	2-het
	c.855+1delG
	splice dor deletion
	splice site
	absent
	
	

	
	
	c.3036G>A
	p.Trp1012X
	nonsense
	
	
	

	137
	2-het
	c.3832C>T
	p.Gln1278X
	nonsense
	absent
	
	

	
	
	c.1932dupG
	p.Cys645ValfsX10
	frameshift
	
	
	

	140
	2-het
	c.2858dupT
	p.Phe954ValfsX2
	frameshift
	absent
	absent
	

	
	
	c.526C>T
	p.Gln176X
	nonsense
	
	
	

	143
	2-het
	c.5768-?_5946+?del
	p.Ser1924GlnfsX13
	frameshift
	reduced
	
	<10%

	
	
	c.879_883dupGACAG
	p.Asp295GlyfsX45
	Frameshift
	
	
	

	144
	2-het
	c.896G>A
	p.Gly299Glu
	missense
	reduced
	reduced
	

	
	
	c.1877T>C
	p.Met 626Thr
	Missense
	
	
	

	145
	2-het
	c.2643+1G>A
	
	splice site
	
	
	absent

	
	
	c.3327_3328delGT
	p.Phe1110CysfsX3
	frameshift
	
	
	

	148
	2-het
	c.3805dupG
	p.Glu1269GlyfsX7
	frameshift
	absent
	absent
	

	
	
	c.5698_5699delAG
	p.Ser1900GlnfsX14
	frameshift
	
	
	

	154
	2-het
	c.855+1delG
	altered donon of intron 8
	splice site
	absent
	absent
	

	
	
	c.5594delG
	p.Gly1865Alafs*101
	frameshift
	
	
	

	157
	2-het
	c.3113G>C
	p.Arg1038Pro
	missense
	absent
	
	absent

	
	
	c.4756C>T
	p.Arg1586X
	nonsense
	
	
	

	161
	2-het
	c.5698_5699delAG
	p.Ser1900GlnfsX14
	frameshift
	unknown - not required

	
	
	c.1392dupA
	p.Asp465Argfs*9
	frameshift
	

	169
	2-het
	c.5077C>T
	p.Arg1693Trp
	missense
	unknown - not required

	
	
	c.5698_5699delAG
	p.Ser1900GlnfsX14
	frameshift
	

	173
	2-het
	c.1595dupT
	p. Thr 533 His fsX 37
	frameshift
	unknown - not required

	
	
	c.3444_3445delTGinsAA
	p. Tyr 1148 X
	nonsense
	

	174
	2-het
	c.2077delC
	p.His693ThrfsX4
	frameshift
	
	reduced
	absent

	
	
	c.3121C>T
	p.Arg1041Cys
	missense
	
	
	

	176
	2-het
	c.2077delC
	p.His693ThrfsX4
	frameshift
	
	reduced
	

	
	
	c.2512_3174del
	p.Tyr838_Arg1058del
	inframe deletion
	
	
	

	178
	2-het
	c.5497G>T
	p.E1833X
	nonsense
	absent
	absent
	absent

	
	
	c.5946+1G>A
	
	splice site
	
	
	

	179
	2-het
	c.115_125dupAAbAACAGCGT
	p.Asn43ArgfsSTOP4
	frameshift
	
	
	absent

	
	
	c.2974T>C
	p.Trp992Arg
	missense
	
	
	

	185
	2-het
	c.2779delG
	p.Ala927LeufsX21
	frameshift
	unknown - not required

	
	
	c.4253G>A
	p.Gly1418Asp
	missense
	

	189
	3-het
	c.2077delC
	p.His693Thrfsx4
	frameshift
	
	absent
	

	
	
	c.3121C>T
	p.Arg1041Cys
	Missense
	
	
	

	
	
	c.6056G>A
	p.Arg2019Lys
	Missense
	
	
	



