Supplementary File 1. PYGM mutations identified in the study patients (N=36). 

	Type of mutation
	N

	
	

	p.R50X (c.148C>T) / p.R50X (c.148C>T)
	13

	p.R50X (c.148C>T) / p.W798R (c.2392T>C)
	3

	p.G205S (c.613G>A) / c.1768+1G>A
	2

	p.R50X (c.148C>T) / c.1768+1G>A
	2

	p.R50X (c.148C>T)/ p.Q577R (c.1730A>G)
	2

	p.R50X (c.148C>T) / p.L5VfsX22 (c.13_14delCT)
	2

	p.R771PfsX33 (c.2310_2311dupCC) / p.R771PfsX33 (c.2310_2311dupCC)
	1

	p.G205S (c.613G>A) / p.G205S (c.613G>A)
	1

	p.G205S (c.613G>A) / p.Q176_M177insVQ (c.528-8g>a)
	1

	p.K754NfsX49 (c.2262delA) / p.K754NfsX49 (c.2262delA)
	1

	p.L5VfsX22 (c.13_14delCT) / p.K754fsx49 (c.2262delA)
	1

	p.R50X (c.148C>T) / p.L5VfsX22 (c.13_14delCT) + p.R324G (c.970C>G)
	1

	p.R50X (c.148C>T) /  p.V456M (c.1366G>A)
	1

	p.R50X (c.148C>T) / p.E27AfsX50 ( c.78_79delTG)
	1

	p.R50X (c.148C>T) / *
	1

	c.1092-1G>T / c.244-3_244-2delCA
	1

	p.W388SfsX34 (c.1162_1169delTGGCCGGTinsA) /  p.W388SfsX34 (c.1162_1169delTGGCCGGTinsA)
	1

	p.G205S (c.613G>A) / p.R590H (c.1769G>A)
	1


                 *Unidentified mutation in one allele.
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