Supplementary data II 

Supplementary Table 1- Novel LAMA2 “point” mutations identified in CMD patients.

	Mutations a, b
	Gene location
	Type of mutation
	Protein impact (prediction)
	Bioinformatic analysis
	Zygosity / Number of patients

	c.396+1G>T
	Intron 3
	splicing
	p.?
	HSF: WT=77.1; MUT=50.26 

(variation: -34.81%)
	Het./n=1

	c.2450+4A>G
	Intron 17
	splicing
	p.?
	HSF: WT=87.44; MUT=79.1

 (variation: -9.54%)
	Het./n=1

	c.2350dupT
	Exon 17
	small 

duplication
	p.Tyr784Leufs*3
	n.a.
	Het./n=1

	c.3235T>G
	Exon 23
	missense
	p.Cys1079Gly
	PolyPhen-2: 1.000 (probably damaging) 

SIFT: 0.01 (damaging)

MutationTaster: disease causing (prob. 0.999)

Grantham distance†: 159 [0-215]

EVS: not reported
	Het./n=2

	c.3520C>T
	Exon 24
	nonsense
	p.Gln1174*
	n.a.
	Het./n=1

	c.5263A>T
	Exon 37
	nonsense
	p.Lys1755*
	n.a.
	Het./n=1

	c.6501C>G
	Exon 46
	nonsense
	p.Tyr2167*
	n.a.
	Het./n=1

	c.6708-1G>T
	Intron 47
	splicing
	p.?
	HSF : WT=77.89; MUT=48.95 (variation: -37,16%)
	Het./n=1

	c.6979G>T
	Exon 49
	nonsense
	p.Gly2327*
	n.a.
	Hom./n=1

	c.8988+1G>A
	Intron 63
	splicing
	p.?
	HSF : WT=97.89; MUT=71.05 (variation: -27.41%)
	Het./n=1


Legend: a- mutations described according to HGVS nomenclature; b- cDNA reference sequence with accession number NM_000426.3. Het.- heterozygous; Hom.- Homozygous; MUT- Mutation ; n.a.- not applicable; WT- Wild type. EVS- Exome Variant Server (http://evs.gs.washington.edu/EVS/); 
HSF- Human Splicing Finder (http://www.umd.be/HSF/);  MutationTaster (http://www.mutationtaster.org/); PolyPhen-2 (http://genetics.bwh.harvard.edu/pph2/); SIFT (http://sift.jcvi.org/).
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