Supplementary Table 1. Distributions of mutations found within our sample of 86 individuals with a pathogenic mutation*
	Type of variant
	Sequence change
	Number of individuals in this study
	Previously reported mutation
	Previously reported individual

	Missense
	c.38T>C (p.F13S)
	1
	No
	No

	
	c.58G>C (p.G20R)
	1
	Yes
	No

	
	c.119C>T (p.A40V)
	1
	Yes
	No

	
	c.133A>C (p.K45Q)
	1
	No
	No

	
	c.191T>C (p.L64P)
	1
	Yes
	Yes
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	c.211A>G (p.N71D)
	2
	Yes
	Yes 22

	
	c.215T>A (p.I72N)
	1
	Yes
	Yes 4

	
	c.248G>T (p.G83V)
	1
	No
	No

	
	c.364G>A (p.A122T)
	1
	No
	No

	
	c.377G>A (p.C126Y)
	1
	No
	No

	
	c.473G>C (p.R158P)
	1
	No
	No

	
	c.511T>G (p.Y171D)
	1
	No
	No

	
	c.527G>T (p.W176L)
	1
	No
	No

	
	c.532C>T (p.R178W)
	3
	Yes
	No

	
	c.587C>T (p.S196L)
	3
	Yes
	No

	
	c.595T>C (p.C199R)
	1
	No
	No

	
	c.609G>C (p.E203D)
	1
	Yes
	Yes 22

	
	c.620G>A (p.G207E)
	1
	No
	No

	
	c.656A>C (p.Q219P)
	1
	No
	No

	
	c.668T>G (p.I223S)
	1
	No
	No

	
	c.680T>C (p.L227P)
	1
	No
	No

	Nonsense
	c.175C>T (p.R59X)
	3
	Yes
	Yes 
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	c.400C>T (p.R134X)
	1
	Yes
	Yes 
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	c.513C>G (p.Y171X)
	1
	No
	No

	
	c.857dupA (p.Y286X)
	1
	No
	No

	
	c.1375C>T (p.Q459X)
	1
	No
	No

	
	c.1446delC (p.Y482X)
	1
	No
	No

	
	c.1648C>T (p.R550X)
	2
	Yes
	No

	
	c.1675C>T (p.R559X)
	2
	Yes
	Yes 
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	c.1782T>G (p.Y594X)
	1
	No
	No

	
	c.2038A>T (p.K680X)
	1
	No
	No

	
	c.2564C>G (p.S855X)
	1
	No
	No

	
	c.2704C>T (p.Q902X)
	1
	No
	No

	Splice site
	c.64+1G>A (p.M1?, exon 2 skipping)
	1
	No
	No

	
	c.282+3_282+6delAAGT (p.N50fs, exon 5 skipping)
	1
	No
	No

	
	c.283-3_290del (p.N95fs, exon 6 skipping)
	1
	No
	No

	
	c.463+1G>A (p.D135_F154del, exon 7 skipping)
	1
	Yes
	No

	
	c.404-1G>T (p.D135_F154del, exon 7 skipping)
	1
	Yes
	Yes 5

	
	c.404-1G>A (p.D135_F154del, exon 7 skipping)
	1
	Yes
	No

	
	c.745-2A>G (p.F249_K275del, exon 10 skipping)
	1
	No
	No

	
	c.825+1G>A (p.F249_K275del, exon 10 skipping)
	1
	No
	No

	
	c.2047-1G>A (p.G683fs, exon 14 skipping)
	1
	No
	No

	
	c.2276+1G>A (p.V718_W759delinsG, exon 15 skipping)
	1
	No
	No

	
	c.2376+5G>A (p.K760fs, exon 16 skipping)
	1
	Yes
	Yes 
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	c.2376+1G>A (p.K760fs, exon 16 skipping)
	1
	Yes
	No

	Insertion/deletion


	c.183delT (p.M63fs)a
	Twins
	Yes
	Yes 3

	
	c.199_205del7 (p.L67fs)
	1
	No
	No

	
	c.393delT (p.I131fs)
	1
	No
	No

	
	c.509_510delAG (p.E170fs)
	1
	Yes
	Yes 
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	c.859_868del10 (p.L287fs)
	1
	No
	No

	
	c.1030_1031insGAC (p.L344fs)
	1
	No
	No

	
	c.1371dupA (p.L458fs)
	1
	No
	No

	
	c.1499ins4
	1
	No
	No

	
	c.1671_1672insA (p.R558fs)
	1
	No
	No

	
	c.1791delC (p.Y598fs)
	1
	No
	No

	
	c.2072_2073delCT (p.S691X)
	1
	No
	No

	
	c.2154_2155insGT (p.P719fs)
	 1
	No
	No

	
	c.2153_2154delTGinsCT (p.V718A)
	1
	No
	No

	
	c.2322delA (p.E775fs)
	1
	No
	No

	
	c.2360delA (p.K787fs)
	Twins
	No
	No

	
	c.2374dupA (p.T792fs)
	1
	No
	No

	
	c.2504delC (p.P835fs)
	1
	No
	No

	
	c.2572delC (p.R858fs)
	1
	No
	No

	
	c.2711delC (p.P904fs)
	1
	No
	No

	Large deletion/duplication
	Deletion exon 1
	1
	Yes
	No

	
	Deletion exon 3
	1
	No
	No

	
	Deletion exon 5
	1
	No
	No

	
	Deletion exon 1a-3
	1
	Yes
	No

	
	Deletion exon 1-3
	1
	Yes
	Yes 
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	Deletion exon 1-3 (and 5`UTR)
	1
	Yes
	Yes 34

	
	Deletion exon 2-3
	1
	No
	No

	
	arr  Xp22.13(18,488,669-18,516,147) (Duplication part of CDKL5 gene)
	1
	No
	No

	
	arr Xp22.13(18, 310796-18, 415280) (Loss of CDKL5 gene)
	1
	No
	No

	
	arr Xp22.2p22.13(16,256,335-18,963,757) (Loss of CDKL5 and NHS gene)
	1
	No
	No


*The specific mutation of one female was pathogenic but its specific details are unknown.

