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Figure S1. Panel of 199 genes involved in retinal dystrophies. LCA: Leber congenital amaurosis;
CSNB: congenital stationary night blindness; RS: retinoschisis.
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Figure S2. Localization of primers used to amplify the full-length and CEP290 mRNAs lacking exon
36. In blue, RT-PCR primer pairs used to amplify the full-length and skipped CEP290 transcripts. In
orange, RT-qPCR primer pairs used to amplify the full-length (wild-type, WT or Mutant) CEP290
transcript. In red, RT-qPCR primer pairs used to amplify the CEP290 transcript deleted of exon 36
(CEP29043%), respectively.



Table S1. Sequences and positions of sequencing primers.

Targeted region Couple Position Sequence (5'>3’)
forward Intron 35 ACAATTTAAGATATAGTTTCG
CEP290 Exon 36
reverse Intron 36 AACAAAAAGGGTAACTTC
Table S2. Genetic and clinical features of individuals.
Age* CEP290 Ocular
Individual | Cell line | Gender & .
(years) mutations phenotype
Control 1 C1 Female 8 None No overt pathology
Control 2 C2 Male 10 None No overt pathology
Control 3 C3 Female 13 None No overt pathology
. c.4723A>T (p.Lys1575%)
Patient 1 P1 Male 34 EOSRD
c.4723A>T (p.Lys1575%)
, c.4723A>T (p.Lys1575%)
Patient 2 P2 Male 24 LCA
c.4723A>T (p.Lys1575%)

EOSRD: Early onset and severe retinal dystrophy; LCA: Leber congenital amaurosis

*age at which the dermal biopsy and the last clinical examination were performed.

Table S3. Sequences and positions of RT-PCR primers.

Targeted region Couple Position Sequence (5'>3’)
forward Exon 35 CCACTGCAGAAAGAGAAAAGC
CEP290 Exon 36
reverse Exon 37 TTAGTTTGACCAAGAGTGAGGAA

Table S4. Sequences and positions of RT-qPCR primers. "Full-length" refers to the wild-type or

mutant CEP290 transcript, whereas CEP2904% refers to CEP290 transcript deleted of exon 36.

CEP290°%®

Targeted region Couple Position Sequence (5'>3’)
« full-length » forward | Jonction exon 36/exon 37 | AACAAACGGCTTGGGATTTAATGA
CEP290 (exon 36) reverse Exon 37 TTTGACCAAGAGTGAGGAAAGAGA
forward | Jonction exon 35/exon 37 | AAAGCCAGAGAGGATTTAATGAAAC

reverse

Exon 37

TTGACCAAGAGTGAGGAAAGAG




