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Fig. S1-revised. Copy number variations predicted by HEDEP.

Arrange from left to right on the X-axis by next generation sequencing time.

The Y-axis is the number of copies of IRD genes estimated by the algorithm.

Each black point in the figure represents a healthy control sample subjected to

HEDEP. Red dotted line represents the patient sample subjected to HEDEP.

HEDEP results indicated the proband of (A) Family P17 had a hemizygous

duplication CNV (exon 3 dup; #NM_000266#chrX_43808023_43809272) in

NDP; (B) Family P25 had a hemizygous CNV (exon 3 del;

#NM_000273#chrX_9728756_9728866) in GPR143; (C) Family P25 had a

heterozygous CNV (exon 41-41 del; #NM_000350.3#exon 41 and 42) in

ABCA4.



Table S1. Primer’s list

Forward primer (5'-3') Reverse primer (5'-3') Length

quantitative PCR

ALB GGTGTTGATTGCCTTTGCTC CAGCTGACTCATCAGCAACACAT 113bp

ABCA4_E41 GATTGCCGAGCCCACTAAGGA GGTTAGTTCATGTAGCCTTAAG 118bp

ABCA4_E42 ATTTATCCAGGCACCTCCAGC CTCTCCAGGGCGAACTC 63bp

ADGRV1_86 ATTCCAAACGTCTATGCTGCTT CTGCAGCATTTGTCCTTCCTCT 151bp

PCARE_E1 TGCAGGGTCTCCCCTTATGCT GAAGTCACCGACTTCCATTCTTCG 136bp

PCARE_E2 ACCCAGAGATGATGGGCAAACC TTTGAACCCCAAGGCAGAGCAAG 138bp

CRB1_E1 CTGTGAAGGAGCTGTAAGTAGG GAGAACATCCTCTGGTGTGTTG 136bp

CRB1_E3 GACGAATGTTGGTCCCAGCCTTG CATGGAGACAAGGTTGACTGGCAC 145bp

GPR143_E2 TTATCCAATTCTCTCTTAGGTATGGTGATC TTGCTGCTGCTGCGATTTGAGGA 195bp

PROM1_E15 TGACTGCAAAAAAAATAGAGGCAC CTCATTAATGTTGAGATGTTCAC 85bp

PROM1_E16 GGAAGCATAAGCAGTGAATTG CTGAGCCAAGTAGCTGTCAT 138bp

PROM1_E17 ACTGGTAAATCCCCCGCAG CAAACTGTTTGCTTTTGCTTC 72bp

PROM1_E18 CCAGGAAATTTGAGGAACTCC CAGTGATTGTTCTATAGGAAG 90bp

PROM1_E19 AGCACTCTATACCAAAG CAACAATCCATTCCCTGTG 54bp

PROM1_E20 GAGAGAGTAACTAGGATTCTAG CTCAATAATAACAGAGG 81bp

PROM1_E21 GAAACTAAGAAGTATGGGA AGAGAACTCGATCCACTGCA 69bp

PROM1_E22 ATCAGTGAGAAAGTGGCATCG CAAGGGGTCGATAATGTAGCT 93bp

PROM1_E23 GGTTTGGCATAGGAAAAGCTA CATCGTACACGTCCTCCGA 105bp

PROM1_E24 TGTTGAAACTATACCCATGA GTTAATAACTTAATTTTTAAAG 113bp

PROM1_E25 TATGGAAAATGGTAATAATG CTTGTCATAACAGGATTGTGAA 69bp

RLBP1_E3 TTTCTAACCCCTGCAGCCCTGA CTTACCCCTTCTGACATGTTGCC 133bp

RLBP1_E4 CGCATGGTACCTGAAGAGGAACA TCAGCCACCTCACCTTCTGCAA 130bp

RS1_E1 GCCAAAGACCTAAGAACTAAATGG AAAGCCTTCTATCTTGCGTGAC 148bp

RS1_E2 CCACATTGGGATTATCGTCT CCCAGCCAAAATATATTTCA 150bp

RS1_E3 GATGAAGGCGAGGACCCCTGGT CCTCCTTGGACTGTATACCAG 106bp

RS1_E4 GAATGCCCATATCACAAGCCTC CTGCTTACCCAAAGCCTTGAC 151bp

RS1_E5 GTGCCTGGCTCTCCAAGTT CTGGTCCTTGTAGTAAATCCAG 179bp

RS1_E6 GTCTTCTATGGCAACTCGGAC GCAGGCATCAGGCACACTTG 160bp

NDP_E3 GCCTTTGGTGTCGTTCAGCACT GTAGGTGGCAGTGAGTCGCAT 133bp

NYX_E1 AAGAAGTGTGGAGGCATGGG CTCACCATGCAGAAGCAGGA 158bp

USH2A_E22 GTATGCATGCTTGTATCAGGATC TTGTAGTTACTTCCACTGGTGAC 147bp

USH2A_E23 TGATTGTCTTTGCAGCATCACCTG TTTACCTCAGTACCAGGCACCTA 157bp

USH2A_E25 GGCAGAGTTCTGAAGAACAAATC GGTCAAGTTAATCAAACAGGAGAG 180bp

USH2A_E23 GGGTCACCAGTGGAAGTAAC AACACCAACATATCAACAGGGC 176bp

USH2A_E24 CTCTAGGTTCCTCTGCCATCCT GATGGTATAACTTCGCGGGAGC 92bp

PCR and Sanger Sequencing

OPN1LW/MW_E1 CCCAGGCCCAATTAAGAGAT GGGACGTGCAGAAGAGAGAT 387bp

OPN1LW_E2 TGGACAAAGCTGGAGGGAAA ATATGGATGTGAGGCGCAGAT 568bp

OPN1MW_E3 TGCAGACGTTTGGGGTCTAA TCCTATGTTGCAGCCACATT 394bp

OPN1LW_E4 GCCACAGAATTGATCACTTCA AGTGGACTCATTTGAGGGCA 398bp



OPN1MW_E5 TCCACTCAGGGCTGGAAGAT CGGGCTTCTTATCAGAGACAT 460bp

OPN1LW_E6 TTCAACCCAGTGTAGTCACCA TTTTACAGGGATGGAGAAGGA 377bp






