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	References
	[1]
	[2]
	[3]
	[4]
	[5]
	[6]
	[6]
	[7]
	[7]
	[2]
	[8]
	[5]
	[2]
	[5]
	[2]
	

	
	Phenotype
	aniridia
	isolated aniridia
	aniridia, autism, mental retardation
	aniridia, developmental delay, a submucous cleft palate, ventriculoseptal defect
	partial aniridia, ataxia, developmental delay
	aniridia
	aniridia
	partial aniridia
	aniridia
	isolated aniridia
	aniridia
	aniridia
	isolated aniridia
	aniridia
	isolated aniridia
	

	
	Genomic coordinates
(GRCh38/hg38)
	chr11:31,259,081–31,783,781
	chr11:31,626,701–31,782,540
	chr11:30,426,631–31,780,809
	chr11:31,728,036–31,777,121
	chr11:31,256,272–31,773,691
	ND
	ND
	chr11:31,584,312–31,762,042
	chr11:31,150,863–31,753,909
	chr11:30,720,065–31,753,909
	chr11:31,178,841–31,742,480
	chr11:31,400,877–31,729,876
	chr11:31,150,893–31,726,054
	chr11:30,988,877–31,725,876
	chr11:30,411,220–31,714,200
	

	
	Size of deletion
	525 kb
	155 kb
	1.3 Mb
	49 kb
	517 kb
	1,105 kb
	975 kb
	178 kb
	603 kb
	1,034 kb
	564 kb
	329 kb
	575 kb
	737 kb
	1,303 kb
	

	
	Distance from
the 3′ of of PAX6

	1 kb
	2 kb
	4 kb
	8 kb
	11 kb
	11.6 kb
	22.1 kb
	23 kb
	31 kb
	31 kb
	46.5 kb
	54 kb
	59 kb
	59 kb
	70 kb
	

	
	Deleted genes 
(whole or partially)
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4
	ELP4, IMMP1L, DNAJC24, DCDC1, MPPED2
	ELP4
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1, MPPED2
	



	Table 3 (Continued)
	References
	[9]
	[5]
	[7]
	[5]
	[5]
	[5]
	[2]
	[5]
	[10]
	[2]
	[11]
	[12]
	this study
	[13]
	[14]
	[15]
	

	
	Phenotype
	partial aniridia
	aniridia
	rieger anomaly, aniridia
	aniridia
	aniridia
	aniridia
	isolated aniridia
	aniridia
	ocular coloboma
	isolated aniridia
	aniridia
	aniridia
	aniridia
	aniridia
	aniridia
	aniridia
	

	
	Genomic coordinates
(GRCh38/hg38)
	chr11:31,100,614–31,699,482
	chr11:31,125,759–31,693,305
	chr11:31,096,480–31,689,028
	chr11:31,062,330–31,683,000
	chr11:30,896,519–31,676,709
	chr11:31,164,946–31,676,660
	chr11:30,899,512–31,675,137
	chr11:31,130,456–31,671,718
	chr11:30,989,367–31,670,690
	chr11:31,162,829–31,665,332
	chr11:31,096,280–31,662,139
	chr11:31,189,937–31,659,379
	chr11:31,139,019−31,655,997
	chr11:31,307,764–31,650,108
	chr11:31,238,793−31,644,792
	chr11:31,091,031−31,322,068
	

	
	Size of deletion
	599–652 kb
	567 kb
	593 kb
	620 kb
	780 kb
	512 kb
	776 kb
	541 kb
	681 kb
	502 kb
	566 kb
	471 kb
	517 kb
	350 kb
	406 kb
	231 kb
	

	
	Distance from
the 3′ of of PAX6

	85 kb
	91 kb
	96 kb
	101 kb
	108 kb
	108 kb
	110 kb
	113 kb
	114 kb
	119 kb
	123 kb
	125.4 kb
	133 kb
	135 kb
	140 kb
	467 kb
	

	
	Deleted genes
(whole or partially)
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1 DCD1DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	ELP4, IMMP1L, DNAJC24, DCDC1
	DCDC1
	ND: Not done.
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