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Supplementary Figure S1. Fundus appearance of LCA patients.



Patient 11

Patient 12 Patient 15

."\.“.7/
P
PR v

Supplementary Figure S2. Fundus appearance of EORD (10), CRD (11 and12) and RP (14 and 15) patients.




Supplementary Figure S3. Fundus appearance of patient 12. (A) Color fundus
photograph showing macular atrophy. (B) Fluorescein angiography showing
hyperfluorescence of posterior pole and alteration of RPE pigmentation.

PolymiRTS Database 3.0 - http://compbio.uthsc.edu/miRSNP (Bhattacharya et al. 2014)

Gene Location:

chrl(+):197237333-197447585

RefSeq ID: NM_001193640
Gene Symbol: CRB1
Description: Homo sapiens crumbs homolog 1 (Drosophila) (CRB1). transeript variant 2. mRNA.

SNPs and INDELs in miRNA target sites

Location dbSNP ID fnant “-Dbbl? ancestral Allele miR ID Conservation miRSite Eumction ey G
type base pair Allele Class Support  score change

hsa-niR-4475 3 ttgtGTCCCTTeg D N No Change

~ . & C  hsa-nuR-7515 3 ttgtgTCCCTTCg D N No Change

197447021 15190382748 SNP 3 & hsa-miR-7845-5p 1 ttgTGTCCCTreg D N No Change
T hsanuR-1050-5p 3 ietoTTCCTTCo {es N
hsa-miR-3691-5p ) tggggATCCACAc D N
hsa-miR-376b-5p 5 tggggATCCACAc D N
T hsa-miR-376¢-5p 3 tggggATCCACAc D N
hsa-miR-3911 o tggggal CCACAC D N
197447037 141302107  SNP N T hsa-miR-4752 3 tggggATCCACAc D N
hsa-miR-8056 3 tggggATCCACAC D N
hsa-miR-6748-5p 1 tggggACCCACAc (& N
C  hsa-miR-6759-5p 3 tggggACCCACAc (62 N
hsa-nuR-6793-5p 53 tggggACCCACAC C N

Function Class: D: The derived allele disrupts a conserved miRNA site (ancestral allele with support >= 2).

C: The derived allele creates a new miRNA site.

TargetScan (v7.0) - www.targetscan.org (Agarwal et al. 2015)

Poorly conserved
Predicted consequential pairing of target region (top) Site ty, Contexts+ Context++ score Weighted Conserved branch| p
and miRNA (bottom) pe score percentile context++ score length =
B2 e U]
A N/A 0 N/A

Position 18-29 of CRB1 3' UTR UCCCUUCGAGAUGGGGAURUCCAC. . .

LELLTLLLL it N 0.00
hsa-miR-6870-3p 3° GACUUUCCUCUACCCCUACUCG canonical
Position 18-29 of CRB1 3' UTR 5' ...UCCCUUCGAGAUGGGGHURUCCAC. .. on
LLELEELLT caiiaical NA N/A 0.00 0 N/A
hsa-miR-6870-3p 3 GACUUUCCUCUACCCCUACUCG
Position 27-33 of CRB1 3' UTR 5° ...CCCUUCGAGAUGGGG-AULCACAC. . .
T Tmer-A1 0.16 76 016 0.031 NA
hsa-miR-376b-5p 33 UUUGUAUCUUCCUUAUAGGUGC
Position 27-33 of CRB1 3' UTR 5' ...CCCUUCGAGAUGGGG- CACAC...
T 7mer-A1 01 76 01 0.031 NA
hsa-miR-376c-5p UUGUAUCUUCCUUAUAGGUGG
Position 27-33 of CRB1 3' UTR 157 . . . CCCUUCGAGAUGGGG CACAC. ..
ITI 7mer-A1 -0.16 75 -0.16 0 NA
hsa-miR-3691-5p 38 CAUGGCUCAGAGGUAGUAGGUGA
Position 27-33 of CRB1 3' UTR 5' . ..CCCUUCGAGAUGGGGAUFCACAC. . .
| Tmer-A1 -0.07 59 -0.07 0 N/A
hsa-miR-8056 UACGUAGGUCUGUUAGGUGC
Position 27-33 of CRB1 3' UTR B .cccuuceAGAms:(?:mmc. =
ITIITL 7mer-m8 0.02 29 0.02 0 NA

hsa-miR-4752 i UCGUGUAGGAACUCUAGGUGUU
Position 28-35 of CRB1 3' UTR 5' ...CCUUCGAGAUGG CACACA. ..

LT 8mer -0.20 88 -0.20 0 N/A
hsa-miR-3911 3" ACGGAGGAGGUCCUAGGUGUGU

Supplementary Figure S4. Result of miRNA in silico analysis.



