Appendix 1: Clinical features of aniridia patients 

	Family.No
	Patient ID
	Sex/Year of Birth
	Phenotype
	BCVA
(RE & LE)
	Nystagmus
	Foveal hypoplasia
	Cataract
	Glaucoma
	Keratopathy
	Pedigree of probands

	S1
	AN1*
	M/2015
	B, aniridia
	R: PL (-)

L: 20/100


	NO
	NO
	NO
	YES
	R: Total corneal opacity

L: Clear
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	S2
	AN2*
	F/2016
	B, aniridia
	-
	NO
	NO
	NO
	NO
	NO
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	S3
	AN3*
	F/2015
	B, aniridia
	R: 20/100

L:20/100
	YES
	YES
	NO
	NO
	NO
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	S4
	AN4*
	M/2018
	B, aniridia
	-
	-
	-
	-
	-
	-
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	S5
	AN5*
	F/2019
	B, aniridia
	-
	YES
	YES
	NO
	NO
	NO
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	S6
	AN6*
	M/2016
	B, aniridia
	-
	YES
	YES
	NO
	YES
	NO
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	S7
	AN7*
	F/2016
	B, aniridia
	-
	YES
	YES
	
	YES
	NO
	[image: image7.png]mhile

(Y=

ANT7*





	S8


	AN8*
	F/2017
	B, aniridia
	-
	YES
	YES
	NO
	NO
	NO
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	F9
	AN9*
	F/2016
	B, aniridia
	-
	-
	-
	-
	NO
	-
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	AN10*
	F/1988
	B, aniridia
	-
	-
	-
	-
	YES
	-
	

	F10
	AN11*
	M/2012
	B, partial aniridia or ARS
	R: 20/200

L:20/30
	NO
	NO
	NO
	NO
	NO
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	AN12*
	M/2012
	B, partial aniridia or ARS
	R: 20/30

L:20/200
	NO
	NO
	NO
	NO
	NO
	

	F11
	AN13*
	M/2020
	B, aniridia
	-
	NO
	YES
	NO
	YES
	Corneal opacity
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	An14


	F/1995
	B, aniridia
	-
	-
	-
	-
	-
	-
	

	F12
	AN15*
	F/2016
	B, aniridia
	
	YES
	YES
	NO
	NO
	NO
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	AN16


	M/1991
	B, aniridia
	
	YES
	NO
	YES
	NO
	NO
	

	F13
	AN17*
	M/2015
	B, aniridia
	
	OU: CF 3m
	YES
	YES
	NO
	NO
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	AN18


	M/2018
	
	
	OU: CF 0.2m
	YES
	YES
	NO
	NO
	

	
	AN19


	M/1988
	B, aniridia
	-
	-
	-
	-
	-
	-
	

	F14
	AN20*
	M/2019
	B, aniridia
	-
	YES
	YES
	NO
	NO
	NO
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	AN21


	F/1997
	B, aniridia
	-
	-
	-
	-
	-
	-
	

	F15
	AN22*
	F/1985
	B, aniridia
	R: 20/200

L:20/400
	YES
	NO
	NO
	NO
	NO
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	AN23


	F/1983
	B, aniridia
	-
	-
	-
	-
	-
	-
	

	
	AN24


	F/2012
	B, aniridia
	-
	YES
	-
	-
	-
	-
	


BCVA (RE & LE): best-corrected visual acuity (right eye & left eye), PL: perception light, F: female, M: male, B: bilateral, F: family, S: sporadic, (-) not available, ARS: Axenfeld-Rieger syndrome, (*) the first patient in the family underwent genetic testing. 
