	Table S1. Presumed pathogenic variants identified in this study and analysis of the variants by predictive programs 

	Location
	Nucleotide change
	Protein effect
	Allele numbers
	Polyphen-2
	Mutation Taster
	SIFT
	NetGene2
	BDGP
	HSF
	1000G
	ExAC
	MAF 
	ACMG 
	Reference

	IVS2
	g.7136T>A
	c.-129+2T>A
	 -
	1
	 -
	DC
	 -
	SC
	SC
	SC
	 -
	 -
	 -
	PA
	1

	IVS2
	g.11036G>C
	c.-128-1G>C
	 -
	1
	 -
	DC
	 -
	SC
	SC
	SC
	 -
	 -
	 -
	PA
	novel

	IVS3
	g.11114G>T
	c.-52+1G>T
	 -
	1
	 -
	DC
	 -
	SC
	SC
	SC
	 -
	 -
	 -
	PA
	novel

	IVS4
	g.15127G>C
	c.11-1G>C
	 -
	1
	 -
	DC
	 -
	SC
	SC
	SC
	 -
	 -
	 -
	PA
	novel

	IVS4
	g.15126A>G
	c.11-2A>G
	 -
	1
	 -
	DC
	 -
	SC
	SC
	SC
	 -
	 -
	 -
	PA
	2

	exon 5
	g.15077_15166del
	c.11-51_49del
	 -
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	exon 5
	g.15142_15157del
	c.25_40del
	p.N9Sfs*17
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	exon 5
	g.15145C>T
	c.28C>T
	p.Q10X
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	3

	exon 5
	g.15185_15195del
	c.68_78del
	p.D23Afs*29
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	exon 5
	g.15229del
	c.112del
	p.R38Gfs*16
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	4

	exon 5
	g.15256C>T
	c.139C>T
	p.Q47X
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	5

	IVS5-1
	g.15259G>T
	c.141+1G>T
	 -
	1
	 -
	DC
	 -
	SC
	SC
	SC
	 -
	 -
	 -
	PA
	6

	IVS5-1
	g.16047T>C
	c.142-139T>C
	 -
	1
	 -
	DC
	 -
	SC
	B
	B
	 -
	 -
	 -
	PA
	7

	exon 6
	g.16194_16195del
	c.150_151del
	p.N50Kfs*5
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	exon 6
	g.16218C>T
	c.174C>T
	p.G58G
	1
	 -
	DC
	T
	SC
	SC
	SC
	 -
	0
	 -
	PA
	8

	exon 6
	g.16251_16257del
	c.207_213del
	p.A70Vfs*7
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	exon 6
	g.16292_16298del
	c.248_254del
	p.V83Afs*85
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	exon 6
	g.16309C>T
	c.265C>T
	p.Q89X
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	database ‡

	exon 6
	g.16311_16312insT
	c.267_268insT
	p.Y90Lfs*2
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	exon 6
	g.16326C>A
	c.282C>A
	p.C94X
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	exon 6
	g.16356_16357insC
	c.312_313insC
	p.R105Qfs*12
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	exon 6
	g.16375del
	c.331del
	p.V111Sfs*13
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	9

	exon 6
	g.16392_16398dup
	c.348_354dup
	p.S119Hfs*16
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	IVS6
	g.16402G>T
	c.357+1G>A
	 -
	1
	 -
	DC
	 -
	SC
	SC
	SC
	 -
	 -
	 -
	PA
	10

	exon 7
	g.17107T>A
	c.359T>A
	p.V120E
	1
	PD
	DC
	D
	SC
	B
	SC
	 -
	 -
	 -
	PA
	novel

	exon 7
	g.17113C>A
	c.365C>A
	p.S122X
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	4

	exon 7
	g.17165del
	c.417del
	p.D140Tfs*7
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	exon 7
	g.17202C>T
	c.454C>T
	p.Q152X
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	11

	exon 7
	g.17216G>A
	c.468G>A
	p.W156X
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	11

	exon 7
	g.17233G>A
	c.485G>A
	p.W162X
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	exon 7
	g.17268C>T
	c.520C>T
	p.Q174X
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	12

	IVS7
	g.23172A>T
	c.524-2A>T
	 -
	1
	 -
	DC
	 -
	SC
	SC
	SC
	 -
	 -
	 -
	PA
	novel

	exon 8
	g.23257C>T
	c.607C>T
	p.R203X
	2
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	13

	IVS8
	g.23845C>G
	c.683-3C>G
	 -
	1
	 -
	DC
	 -
	B
	SC
	SC
	 -
	 -
	 -
	PA
	novel

	exon 9
	g.23883C>T
	c.718C>T
	p.R240X
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	14

	exon 9
	g.23887del
	c.722del
	p.R242Dfs*2
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	exon 10
	g.24174T>G
	c.780T>G
	p.N260K
	1
	PD
	DC
	D
	B
	B
	SC
	 -
	 -
	 -
	PA
	novel

	exon 10
	g.24212del
	c.818del
	p.N273Ifs*92
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	15

	exon 10
	g.24245_24246del
	c.851_852del
	p.I285Sfs*5
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	exon 10
	g.24249del
	c.855del
	p.P286Lfs*79
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	IVS10
	g.24311G>T
	c.916+1G>T
	 -
	1
	 -
	DC
	 -
	SC
	SC
	SC
	 -
	 -
	 -
	PA
	novel

	IVS10
	g.24311G>A
	c.916+1G>A
	 -
	1
	 -
	DC
	 -
	SC
	SC
	SC
	 -
	 -
	 -
	PA
	16

	exon 11
	g.24441C>T
	c.949C>T
	p.R317X
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	17

	exon 11
	g.24460_24461del
	c.968_969del
	p.T323Kfs*17
	1
	 -
	DC
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	IVS11
	g.27101G>A
	c.1033-1G>A
	 -
	1
	 -
	DC
	 -
	SC
	SC
	SC
	 -
	 -
	 -
	PA
	novel

	IVS12
	g.27257G>A
	c.1183+5G>A 
	 -
	1
	 -
	DC
	 -
	SC
	B
	SC
	 -
	 -
	 -
	PA
	18

	exon 13
	g.28026dupT
	c.1267dupT
	p.X423Lfsext*36
	4
	 -
	P
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	19

	Chr11: 31284171-31805329
	¶ DCDC1, ELP4 
	1
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	20

	Chr11: 27676422-33913836
	¶ BDNF, FSHB, DCDC1, ELP4, PAX6, DKFZp686K1684, RCN1, WT1, HIPK3, LMO2 
	1
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	Chr11: 31531297-31839509
	¶ ELP4, PAX6
	1
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	Chr11: 31531297-31908587
	¶ ELP4, PAX6, DKFZp686K1684
	2
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	Chr11: 31284171-31839509
	¶ DCDC1, ELP4, PAX6
	1
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	21

	Chr11: 31806340-31908587
	¶ PAX6, DKFZp686k1684
	1
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	22

	Chr11: 31806340-32127272
	¶ PAX6, DKFZp686k1684, RCN1
	1
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	20

	exon8-13 of PAX6
	¶ PAX6 exon8-13
	1
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	novel

	Chr11: 31806340-31839509
	¶ PAX6
	1
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	23

	Chr11: 30252563-35253949
	¶ FSHB, DCDC1, ELP4, PAX6, DKFZp686k1684, RCN1, WT1, HIPK3, LMO2, CD44
	1
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	21

	Chr11: 30252563-32457081
	¶ FSHB, DCDC1, ELP4, PAX6, DKFZp686k1684, RCN1, WT1
	1
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	 -
	PA
	21

	Abbreviations: ACMG, classification of variants according to American College of Medical Genetics; B,benign; BDGP, Berkeley Drosophila Genome Project; D, damaging; DC, disease causing; HSF, Human Splice Finder; MAF, minor allele frequency; P, polymorphism; PA, pathogenic; PD, probably damaging; SC, splice site changes; ¶, involving genes of gross deletions; ‡, from Human PAX6 Mutation Database.
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