APPENDIX 2. Non-coding deep intronic or regulatory variants covered by the panel
	Gene HGNC
	Genomic location hg19
	HGVS
	Refseq

	ABCA4
	Chr1:94526934
	c.1938-619A>G
	NM_000350.2

	ABCA4
	Chr1:94525509
	c.2160+584A>G
	NM_000350.2

	ABCA4
	Chr1:94576926
	c.302+68C>T
	NM_000350.2

	ABCA4
	Chr1:94509799
	c.3050+370C>T
	NM_000350.2

	ABCA4
	Chr1:94493272
	c.4539+1729G>T
	NM_000350.2

	ABCA4
	Chr1:94484082
	c.5196+1056A>G
	NM_000350.2

	ABCA4
	Chr1:94484001
	c.5196+1137G>A
	NM_000350.2

	ABCA4
	Chr1:94484001
	c.5196+1137G>T
	NM_000350.2

	ABCA4
	Chr1:94566773
	c.570+1798A>G
	NM_000350.2

	ABCA4
	Chr1:94468019
	c.6148-471C>T
	NM_000350.2

	ATP1A3
	Chr19: 42470891
	c.*196_*198dupCTC
	NM_001256213.1

	BBS1
	Chr11:66291105
	c.951+58C>T
	NM_024649.4

	BBS4
	Chr15:73001821
	c.77-220delA
	NM_033028.4

	BBS5
	Chr2:170354110
	c.619-27T>G
	NM_152384.2

	C5orf42
	Chr5: 37157484
	c.7957+288G>A
	NM_023073.3

	CEP290
	Chr12:88494960
	c.2991+1655A>G
	NM_025114.3

	CEP290
	Chr12:88462434
	c.6012-12T>A
	NM_025114.3

	CHM
	ChrX:85223644
	c.315-4587T>A
	NM_000390.2

	COL11A1
	Chr1:103488576
	c.1027-24A>G
	NM_080629.2

	COL11A1
	Chr1:103386637
	c.3744+437T>G
	NM_080629.2

	COL11A1
	Chr1:103491958
	c.781-450T>G
	NM_080629.2

	COL2A1
	Chr12:48379984
	c.1527+135G>A
	NM_001844.4

	CTNS
	Chr17: 3552117
	c.141-24T>C
	NM_001031681.2

	DHDDS
	Chr1:26774026
	c.441-24A>G
	NM_024887.3

	ELP4
	Chr11:31685945
	c.1143+14176C>A
	NM_019040.4

	ERCC6
	Chr10: 50681659
	c.2599-26A>G
	NM_000124.3

	ERCC8
	Chr5: 60223645
	c.173+1046A>G
	NM_001290285.1

	FKTN
	Chr9: 108368857
	c.648-1243G>T
	NM_001079802.1

	FOXC1
	Chr6:1610252
	c.-429C>G
	NM_001453.2

	FOXC1
	Chr6:1610437
	c.-244C>T
	NM_001453.2

	FOCX1
	Chr6:1613076
	c.*734A>T
	NM_001453.2

	FRMD7
	ChrX:131228285
	c.285-118C>T
	NM_194277.2

	FTL
	Chr19: 49468583
	c.[-178T>G;-182C>T]
	NM_000146.3

	FTL
	Chr19: 49468587
	c.-168G>A
	NM_000146.3

	FTL
	Chr19: 49468601
	c.-164C>A
	NM_000146.3

	FTL
	Chr19: 49468604
	c.-161C>T
	NM_000146.3

	FTL
	Chr19: 49468605
	c.-160A>G
	NM_000146.3

	FTL
	Chr19: 49468606
	c.-159G>C
	NM_000146.3

	FTL
	Chr19: 49468616
	c.-149G>C
	NM_000146.3

	GALT
	Chr9: 34646583
	c.-67-52_-67-49del
	NM_000155.3

	GALT
	Chr9: 34648519
	c.687+66T>A
	NM_000155.3

	GALT
	Chr9: 34649617
	c.1059+56C>T
	NM_000155.3

	GLA
	ChrX: 100654735
	c.639+919G>A
	NM_000169.2

	GLA
	ChrX: 100654793
	c.640-859C>T
	NM_000169.2

	GNAT2
	Chr1:110151229
	c.461+24G>A
	NM_005272.3

	GPR143
	ChrX:9711844
	c.659-131T>G
	NM_000273.2

	GPR143
	ChrX:9708630
	c.885+748G>A
	NM_000273.2

	IMPDH1
	Chr7: 128043703
	c.402+57G>A
	NM_000883.3

	LCAT
	Chr16: 67976512
	c.524-22T>C
	NM_000229.1

	MYO7A
	Chr11:76893448
	c.3109-21G>A
	NM_000260.3

	NF2
	Chr22: 30050946
	c.516+232G>A
	NM_000268.3

	NMNAT1
	Chr1:10003561
	c.-69C>T
	NM_022787.3

	NMNAT1
	Chr1:10003560
	c.-70A>T
	NM_022787.3

	OAT
	Chr10: 126100239
	c.199+303C>G
	NM_000274.3

	OCRL
	ChrX:128687279
	c.239-4023A>G
	NM_000276.3

	OFD1
	ChrX:13773245
	c.1130-22_1130-19delAATT
	NM_003611.2

	OFD1
	ChrX:13768358
	c.935+706A>G
	NM_003611.2

	OPN1MW
	ChrX: 153448055
	c.-112A>C
	NM_000513.2

	OVOL2
	Chr20:18038552
	c.-274T>G
	NM_021220.2

	OVOL2
	Chr20:18038585
	c.-307T>C
	NM_021220.2

	OVOL2
	Chr20:18038648
	c.-370T>C
	NM_021220.2

	PAX6
	Chr11:31816377
	c.524-41T>G
	NM_000280.4

	PDHA1
	ChrX: 19372579
	c.511-30G>A
	NM_000284.3

	PDHA1
	ChrX: 19373648
	c.759+26G>A
	NM_000284.3

	PDHA1
	ChrX: 19377850
	c.*79_*90dupAGTCAATGAAAT
	NM_000284.3

	PEX7
	Chr6: 137143759
	c.-45C>T
	NM_000288.3

	PITX2
	Chr4:111538827
	c.*454C>T
	NM_000325.5

	PPT1
	Chr1: 40539204
	c.*526_*529delATCA
	NM_000310.3

	PROM1
	Chr4: 15985995
	c.2281-26_2281-17del
	NM_006017.2

	PROM1
	Chr4:15989860
	c.2077-521A>G
	NM_006017.2

	PRPF31
	Chr19:54633399
	c.1374+654C>G
	NM_015629.3

	SDCCAG8
	Chr1: 243468435
	c.740+356C>T
	NM_001350246.1

	TIMM8A
	ChrX:100601671
	c.133-23A>C
	NM_004085.3

	TRNT1
	Chr3: 3188088
	c.609-26T>C
	NM_001302946.1

	USH2A
	Chr1:216247476
	c.5573-834A>G
	NM_206933.2

	USH2A
	Chr1:216064540
	c.7595-2144A>G
	NM_206933.2

	USH2A
	Chr1:216039721
	c.8845+628C>T
	NM_206933.2

	USH2A
	Chr1:215967783
	c.9959-4159A>G
	NM_206933.2

	WFS1
	Chr4: 6295693
	c.713-1075C>G
	NM_001145853.1
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