	Table S2. The clinical features and PAX6 mutation screening results of the patients with aniridia in this study.

	Patient ID
	Inheritance
	Age, y 
	Gender
	Visual acuity
(OD/OS)
	Nystagmus
	ARK grading (OD/OS)
	Iris hypoplasia (OD/OS)
	Cataract
	Foveal hypoplasia
	Others
	Mutation
	Functional consequence
	Co-segregation

	non-PAX6 gross deletions

	026016/86§
	F
	37
	f
	0.2/0.02
	NO
	1
	complete loss of iris
	YES
	NO
	ectopia lentis (OD)
	DCDC1, ELP4 del
	PAX6 downstream del (527kb)
	YES

	026016 -1
	
	71
	m
	0.2/0.4
	NO
	NA
	complete loss of iris
	YES
	NO
	
	
	
	

	026016 -2
	
	39
	f
	0.4/0.4
	NO
	NA
	complete loss of iris
	YES
	NO
	
	
	
	

	026016 -3
	
	9
	f
	0.4/0.6
	NO
	NA
	complete loss of iris
	YES
	NO
	
	
	
	

	026016 -4
	
	7
	m
	0.8/0.6
	NO
	NA
	complete loss of iris
	YES
	NO
	
	
	
	

	Gross genomic deletions involving PAX6

	026108
	S
	8
	f
	0.4/0.2
	NO
	1
	complete loss of iris
	YES
	YES
	
	PAX6 ex8-13 del
	11kb del
	de novo

	026128
	F
	37
	m
	0.1/NLP
	YES
	2/4
	complete loss of iris
	YES
	YES
	IOL (OD), microcornea
	PAX6 del
	33kb del
	YES

	026128-1
	
	62
	f
	HM/NLP
	YES
	3/4
	complete loss of iris/NA
	YES
	NA
	ectopia lentis (OD), glaucoma
	
	
	

	046010/P1§
	S
	24
	f
	0.1/0.1
	YES
	1
	complete loss of iris
	YES
	NA
	
	PAX6, DKFZp686k1684 del
	PAX6 + upstream del (102kb)
	NA

	085009/85§
	F
	39
	f
	0.02/0.02
	YES
	1
	complete loss of iris
	YES
	YES
	glaucoma
	PAX6, DKFZp686k1684, RCN1 del
	PAX6 + upstream del (408kb)
	YES

	085009-1
	
	64
	m
	NLP
	YES
	NA
	complete loss of iris
	YES
	NA
	
	
	
	

	085009-2
	
	43
	m
	NLP
	YES
	NA
	complete loss of iris
	YES
	NA
	
	
	
	

	085009-3
	
	11
	f
	0.05/0.05
	YES
	NA
	complete loss of iris
	YES
	YES
	
	
	
	

	085009-4
	
	7
	m
	NA
	YES
	NA
	complete loss of iris
	YES
	YES
	
	
	
	

	085009-5
	
	6
	m
	NA
	YES
	NA
	complete loss of iris
	YES
	YES
	
	
	
	

	085009-6
	
	5
	m
	NA
	YES
	NA
	complete loss of iris
	YES
	YES
	
	
	
	

	085009-7
	
	3
	m
	NA
	YES
	NA
	complete loss of iris
	YES
	NA
	
	
	
	

	085009-8
	
	18
	m
	0.1/0.1
	YES
	NA
	complete loss of iris
	YES
	NA
	
	
	
	

	085009-9
	
	7
	m
	0.1/0.1
	YES
	NA
	complete loss of iris
	YES
	YES
	
	
	
	

	026068
	F
	7
	m
	FC/0.01
	YES
	4/1
	complete loss of iris
	YES
	YES
	glaucoma (OS)
	ELP4, PAX6 del
	PAX6 + downstream del (308kb)
	YES

	026075
	F
	7
	f
	0.09/0.01
	YES
	1
	complete loss of iris
	YES
	YES
	microcornea
	DCDC1, ELP4, PAX6 del
	PAX6 + downstream del (555kb)
	YES

	026075-1
	
	28
	f
	0.05/0.05
	YES
	1
	almost complete loss of iris
	YES
	YES
	ectopia lentis (OD)
	
	
	

	026030
	F
	4
	m
	0.2/0.1
	YES
	1
	complete loss of iris
	NO
	YES
	
	ELP4, PAX6, DKFZp686K1684 del
	upstream + PAX6 + downstream del (377kb)
	NA

	026069
	S
	4
	m
	0.05/0.05
	YES
	0
	complete loss of iris
	YES
	YES
	
	ELP4, PAX6, DKFZp686K1684 del
	
	de novo

	026155
	S
	4
	m
	NA
	YES
	NA
	complete loss of iris
	YES
	NA
	congenital leucoma(OD), mental and growth retardation
	FSHB, DCDC1, ELP4, PAX6, DKFZp686k1684, RCN1, WT1 del
	2.2Mb del includes PAX6 and WT1
	de novo

	026130
	S
	1
	m
	NA
	YES
	1
	complete loss of iris
	YES
	YES
	glaucoma, Wilms' tumor
	FSHB, DCDC1, ELP4, PAX6, DKFZp686k1684, RCN1, WT1, HIPK3, LMO2, CD44 del
	5Mb del includes PAX6 and WT1
	NA

	026046
	S
	8
	f
	NA
	YES
	1
	complete loss of iris
	YES
	YES
	glaucoma, ptosis, mental retardation, obesity, hyperphagia
	BDNF, FSHB, DCDC1, ELP4, PAX6, DKFZp686K1684, RCN1, WT1, HIPK3, LMO2 del
	6.2Mb del includes BDNF, PAX6 and WT1
	de novo

	NMD-predicted mutations

	026022/P3§
	S
	27
	m
	0.1/0.1
	YES
	1
	complete loss of iris
	YES
	YES
	
	p.W156X
	NMD-predicted
	de novo

	026024
	S
	12
	m
	0.08/0.07
	YES
	NA
	complete loss of iris
	YES
	YES
	
	p.N273Ifs*92
	
	de novo

	026026
	S
	3
	m
	NA
	YES
	1
	complete loss of iris
	NO
	NA
	
	p.R203X
	
	de novo

	026027
	F
	27
	m
	0.2/0.2
	YES
	0
	full iris with sluggish pupilary response
	NO
	YES
	
	p.P286Lfs*79
	
	YES

	026027-s
	
	4
	m
	NA
	YES
	0
	partial loss of iris
	NO
	YES
	
	
	
	

	026028
	F
	21
	f
	0.1/0.06
	YES
	1
	complete loss of iris
	YES
	YES
	
	p.Q10X
	
	NA

	026029
	F
	2
	f
	NA
	YES
	4/1
	complete loss of iris
	YES
	YES
	
	p.Q89X
	
	NA

	026034
	F
	48
	f
	NA
	YES
	2
	complete loss of iris
	YES
	YES
	
	p.W162X
	
	YES

	026039
	S
	6
	m
	0.05/0.05
	YES
	1
	complete loss of iris
	YES
	YES
	TVL
	p.T323Kfs*17
	
	NA

	026041
	F
	6
	f
	0.1/0.1
	YES
	1
	complete loss of iris
	YES
	YES
	
	p.G58G
	
	YES

	026044
	S
	5
	f
	0.04/0.05
	YES
	1
	complete loss of iris
	NO
	YES
	
	p.C94X
	NMD-predicted
	de novo

	026050
	S
	8‡
	m
	NA
	NO
	NA
	complete loss of iris
	NO
	NA
	
	p.D140Tfs*7
	
	de novo

	026052
	F
	7
	f
	0.03/0.03
	YES
	1
	complete loss of iris
	YES
	YES
	TVL
	p.V83Afs*85
	
	YES

	026070
	F
	12
	m
	0.05/0.1
	YES
	1
	complete loss of iris
	YES
	YES
	
	p.A70Vfs*7
	
	YES

	026073
	F
	37
	f
	0.07/0.1
	YES
	1
	complete loss of iris
	YES
	YES
	
	p.R242Dfs*2
	
	YES

	026079
	F
	19
	m
	0.1/0.05
	YES
	1
	complete loss of iris
	YES
	YES
	
	p.Q47X
	
	YES

	026084
	F
	25
	m
	0.05/0.08
	YES
	1
	complete loss of iris
	YES
	YES
	ectopia lentis (OD), glaucoma
	p.R317X
	
	YES

	026094
	S
	21
	f
	0.2/0.3
	YES
	1
	complete loss of iris
	YES
	YES
	IOL (OD), microcornea
	p.R38Gfs*16
	
	de novo

	026095
	F
	6‡
	m
	NA
	YES
	NA
	complete loss of iris
	NO
	YES
	
	p.Q174X
	
	YES

	026095-1
	
	23
	f
	0.2/0.25
	YES
	1
	complete loss of iris
	YES
	YES
	
	
	
	

	026098
	S
	2
	m
	0.2/0.2
	NO
	0
	complete loss of iris
	NO
	YES
	
	p.S119Hfs*16
	
	de novo

	026100
	F
	6
	m
	0.1/0.1
	YES
	1
	complete loss of iris
	YES
	YES
	microcornea
	p.Y90Lfs*2
	
	YES

	026100-1
	
	42
	f
	0.15/0.1
	YES
	2
	complete loss of iris
	YES
	YES
	microcornea
	
	
	

	026102
	F
	23
	m
	0.2/0.3
	YES
	1
	complete loss of iris
	YES
	YES
	
	p.D23Afs*29
	NMD-predicted
	YES

	026102-1
	
	46
	f
	NA
	YES
	3
	complete loss of iris
	YES
	NA
	
	
	
	

	026107
	S
	4
	f
	0.12/0.12
	YES
	1/0
	almost complete loss of iris
	YES
	YES
	TVL
	p.I285Sfs*5
	
	de novo

	026114
	S
	24
	f
	0.1/0.1
	YES
	1
	complete loss of iris
	YES
	YES
	glaucoma
	p.R203X
	
	de novo

	026119
	F
	30
	f
	0.1/0.1
	YES
	1
	partial loss of iris
	YES
	YES
	
	p.R240X
	
	YES

	026124
	F
	2‡
	m
	NA
	YES
	NA
	complete loss of iris
	NA
	YES
	glaucoma
	p.S122X
	
	YES

	026124-1
	
	26
	m
	NA
	YES
	1
	complete loss of iris
	YES
	YES
	
	
	
	

	026142
	S
	3
	f
	NA
	YES
	0
	complete loss of iris
	YES
	YES
	TVL
	p.Q152X
	
	de novo

	026145
	F
	30
	m
	0.3/0.4
	NO
	2
	complete loss of iris
	YES
	YES
	microcornea, IOL
	p.N9Sfs*17
	
	YES

	026148
	S
	4
	f
	0.1/0.1
	YES
	0/1
	complete loss of iris
	YES
	YES
	ONH, TVL
	p.R105Qfs*12
	
	de novo

	026149
	F
	3
	f
	NA
	YES
	0/1
	complete loss of iris
	YES
	YES
	PHPV, IOL (OS)
	 V111Sfs*13
	
	YES

	026149-2
	
	26
	f
	NA
	YES
	1
	complete loss of iris
	YES
	NA
	
	
	
	

	026150
	F
	24
	f
	0.03/0.05
	YES
	1
	complete loss of iris
	YES
	YES
	glaucoma
	p.N50Kfs*5
	
	YES

	026150-2
	
	47
	f
	0.1/FC
	YES
	2/3
	complete loss of iris
	YES
	YES
	IOL (OD), microcornea
	
	NMD-predicted
	

	026006/A1§
	F
	5
	m
	0.1/0.15
	YES
	NA
	complete loss of iris
	YES
	NA
	
	c.683-3C>G
	
	YES

	026021/P2§
	S
	14
	f
	0.05/0.06
	YES
	1
	complete loss of iris
	YES
	YES
	
	c.11-2A>G
	
	de novo

	026036
	F
	32
	f
	0.06/0.06
	YES
	1
	complete loss of iris
	YES
	YES
	
	c.11-1G>C
	
	YES

	026038
	S
	3
	f
	NA
	YES
	0
	complete loss of iris
	YES
	YES
	TVL
	c.1033-1G>A
	
	de novo

	026047
	F
	31
	m
	0.01/0.03
	NO
	4/3
	complete loss of iris
	YES
	NA
	
	c.141+1G>T
	
	NA

	026049
	F
	29
	f
	FC/0.1
	YES
	1
	almost complete/complete loss of iris
	YES
	YES
	
	c.-52+1G>T
	
	YES

	026080
	F
	28
	f
	0.08/LP
	YES
	1
	complete loss of iris
	YES
	YES
	glaucoma
	c.11-51_49 del
	
	YES

	026080-1
	
	52
	f
	FC/HM
	YES
	2
	complete loss of iris
	YES
	NA
	glaucoma
	
	
	

	026101
	F
	39
	m
	0.3/0.3
	NA
	1
	partial loss of iris
	YES
	YES
	IOL
	c.524-2A>T
	
	YES

	026025
	S
	6
	m
	NA
	YES
	2
	partial loss of iris
	YES
	YES
	
	c.916+1G>T
	
	de novo

	026131
	F
	6
	m
	0.1/0.1
	YES
	0/1
	partial loss of iris
	YES
	YES
	TVL (OD)
	c.916+1G>A
	
	YES

	026131-1
	F
	29
	f
	0.1/0.1
	YES
	1
	partial loss of iris
	YES
	YES
	TVL
	c.916+1G>A
	
	

	non-NMD mutations

	026048
	F
	8
	m
	0.2/0.2
	YES
	0
	partial loss of iris
	YES
	YES
	TVL
	c.-129+2T>A
	5'UTR, unclear
	YES

	026151
	F
	2
	f
	NA
	NO
	NA
	complete loss of iris
	NO
	NA
	
	c.-128-1G>C
	
	YES

	026151-1
	
	40
	m
	0.5/0.6
	YES
	0
	full iris with ectropion uveae
	NO
	YES
	
	
	
	

	026082
	F
	8
	m
	FC/LP
	YES
	1
	full iris with abnormal structure/ partial loss of iris
	YES
	NA
	microcornea, adherent leucoma
	c.142-139T>C
	increase transcription of exon 5a
	YES

	026132
	S
	3
	m
	NA
	YES
	NA
	almost complete loss of iris
	YES
	YES
	
	c.357+1G>A
	36 amino acids del
	de novo

	026123
	F
	1
	m
	NA
	YES
	NA
	partial loss of iris
	YES
	YES
	
	c.1183+5G>A 
	fs in non-NMD area
	YES

	026123-1
	
	27
	m
	0.3/0.3
	NO
	0
	full iris with ectropion uveae
	NO
	YES
	
	
	
	

	026058
	F
	8
	m
	0.03/0.02
	YES
	1
	partial loss of iris
	YES
	YES
	microcornea
	p.N260K
	amino acid substitution
	YES

	026058-1
	
	31
	f
	NA
	YES
	2
	full iris with abnormal structure
	YES
	NA
	microcornea
	
	
	

	026059
	F
	4
	m
	NA
	YES
	NA
	full iris with abnormal structure
	NO
	YES
	
	p.V120E
	
	YES

	026059-1
	
	29
	m
	NA
	YES
	NA
	partial loss of iris
	YES
	YES
	
	
	
	

	026085
	F
	49
	f
	FC/FC
	YES
	3/2
	partial loss of iris
	YES
	NA
	
	p.X423Lfsext*36
	C-terminal extension
	YES

	026085-1
	
	8
	m
	0.05/0.05
	YES
	1
	partial loss of iris
	YES
	YES
	
	
	
	

	026088
	F
	50
	f
	0.2/0.2
	YES
	2/3
	partial loss of iris
	YES
	YES
	IOL
	p.X423Lfsext*36
	
	YES

	026088-1
	
	24
	m
	0.1/0.1
	YES
	2/1
	partial loss of iris
	YES
	YES
	
	
	
	

	026152
	S
	1
	f
	NA
	YES
	NA
	partial loss of iris
	NA
	YES
	microcornea
	p.X423Lfsext*36
	
	de novo

	026156
	S
	8
	m
	0.1/0.1
	YES
	1
	partial loss of iris
	NO
	YES
	microcornea
	p.X423Lfsext*36
	
	de novo

	unsolved cases

	026071
	S
	19
	m
	0.01/0.1
	YES
	1
	partial loss of iris
	YES
	YES
	ONH (OD), TVL (OS), microcornea
	 -
	
	 -

	026136
	S
	4
	m
	NA
	NO
	1
	partial loss of iris
	NO
	YES
	　
	 -
	　
	 -

	Abbreviations: ARK, aniridia-related keratopathy; del, deletion; F, familial; f, female; FC, finger counting; fs, frameshift; HM, hand move; IOL, intraocular lens implanted; LP, light perception; m, male; NA, not available; NLP, no light perception; NMD, nonsense-mediated decay; OD, right eye; ONH, optic nerve hypoplasia; OS, left eye; PHPV, persistent hyperplastic primary vitreous; S, sporadic; TVL, tunica vasculosa lentis; UTR, untranslated region; y, year old; §, ID of patient or family in our previous study; ‡, month old.


