Supplementary table 1:

List of the genes implicated in ocular development explored by our targeted 24 (bold) and

119 genes NGS panels.

List of genes

Refseq (GRCh38)

ABCB6 (ATP Binding Cassette Subfamily B Member 6
(Langereis Blood Group)

NM_005689

ACTB (Actin Beta)

NM_001101

ACTG1 (Actin Gamma 1)

NM_001199954

ADAMTS18 (ADAM Metallopeptidase With
Thrombospondin Type 1 Motif 18)

NM_199355

ADNP (activity-dependent neuroprotector homeobox)

NM_001282531.2

AHR (Aryl Hydrocarbon Receptor) NM_001621

ALDH1A3 (Aldehyde Dehydrogenase 1 Family Member A3) NM_000693
ATOH?7 (Atonal BHLH Transcription Factor 7) NM_ 145178
B3GLCT (Beta 3-Glucosyltransferase) NM_194318

BCOR (BCL6 Corepressor)

NM_001123385

BEST1 (Bestrophin 1)

NM_001139443

BFSP1 (Beaded Filament Structural Protein 1) NM_ 001195
BFSP2 (Beaded Filament Structural Protein 2) NM_003571
BHLHEA40 (Basic Helix-Loop-Helix Family Member E4) NM_003670
BMP4 (Bone Morphogenetic Protein 4) NM_001202

BMP7 (Bone Morphogenetic Protein 7) NM_001719
C120rf57 (Chromosome 12 Open Reading Frame 57) NM_138425
e
CHMP4B (Charged Multivesicular Body Protein 4B) NM_176812
COL4A1 (Collagen Type IV Alpha 1 Chain) NM_001845
COX7B (Cytochrome C Oxidase Subunit 7B) NM_001866
Miroglabulin Domain Continin &) NM_015692
CREBBP (CREB Binding Protein) NM_004380

CRYAB (Crystallin Alpha B)

NM_001289808

CRYBA1 (Crystallin Beta A1) NM_005208
CRYBBI1 (Crystallin Beta B1) NM_001887
CRYBB2 (Crystallin Beta B2) NM_000496
CRYBB3 (Crystallin Beta B3) NM_004076
CRYGD (Crystallin Gamma D) NM_006891



http://www.ncbi.nlm.nih.gov/nuccore/NM_001621
http://www.ncbi.nlm.nih.gov/nuccore/NM_001195
http://www.ncbi.nlm.nih.gov/nuccore/NM_003571
http://www.ncbi.nlm.nih.gov/nuccore/NM_176812

List of genes

Refseq (GRCh38)

CYP1B1 (Cytochrome P450 Family 1 Subfamily B Member
1)

NM_000104

EDNRB (Endothelin Receptor Type B)

NM_001201397, NM_000115

EP300 (E1A Binding Protein P300)

NM_001429

EPHAZ2 (EPH Receptor A2)

NM_001329090, NM_004431

EYA1 (EYA Transcriptional Coactivator And Phosphatase 1)

NM_000503

FAT1 (FAT atypical cadherin 1)

NM_005245

FNBP4 (Formin Binding Protein 4)

NM_001318339

FOXC1 (Forkhead Box C1) NM_001453

FOXE3 (Forkhead Box E3) NM_012186

FRAS1 (Fraser Extracellt'JIar Matrix Complex NM 025074
Subunit 1) -

FREM1 (FRAS1 Related Extracellular Matrix 1) NM_ 144966

FRS2 (Fibroblast Growth Factor Receptor Substrate 2)

NM_001278351

FZD4 ( Frizzled Class Receptor 4) NM_012193
FZD5 (Frizzled Class Receptor 5) NM_003468
GDF3 (Growth Differentiation Factor 3) NM_020634

GDF6 (Growth Differentiation Factor 6)

NM_001001557

GJA8 (Gap Junction Protein Alpha 8) NM_005267
HCCS (holocytochrome c synthase) NM_005333
HESX1 (HESX Homeobox 1) NM_003865

HMGB3 (High Mobility Group Box 3)

NM_001301231

HMX1 (H6 Family Homeobox 1)

NM_018942

HSF4 (Heat Shock Transcription Factor 4)

NM_001538, NM_001040667

IGBP1 (Immunoglobulin Binding Protein 1)

NM_001551

IPO13 (Importin 13)

NM_014652

ITPR1 (Inositol 1,4,5-Trisphosphate
Receptor Type 1)

NM_001099952

LIM2 (Lens Intrinsic Membrane Protein 2)

NM_030657, NM_001161748

LRP5 (LDL Receptor Related Protein 5)

NM_001291902

LTBP2 (Latent Transforming Growth Factor

2
Beta Binding Protein 2) NM_000428
MAB21L2 (Mab-21 Like 2) NM_006439
MAF (MAF BZIP Transcription Factor) NM_005360
MFRP (Membrane Frizzled-Related Protein) NM_031433

MIP (Major Intrinsic Protein Of Lens Fiber)

NM_012064



http://www.ncbi.nlm.nih.gov/nuccore/NM_001329090
http://www.ncbi.nlm.nih.gov/nuccore/NM_012193
http://www.ncbi.nlm.nih.gov/nuccore/NM_003865
http://www.ncbi.nlm.nih.gov/nuccore/NM_001538
http://www.ncbi.nlm.nih.gov/nuccore/NM_001291902

List of genes

Refseq (GRCh38)

MIR204 (microRNA 204) NR_029621
MITF (Melanocyte Inducing Transcription Factor) NM_198159
MSX2 (Msh Homeobox 2) NM_002449
NAA10 (N(Alpha)-Acetyltransferase 10,
NM 491
NatA Catalytic Subunit) 00349
NDP (NDP, Norrin Cystine Knot
Growth Factor) NM_000266
NOTCH1 (Notch 1) NM_017617
. NM_000276, NM_001318784,
OCRL (OCRL, Inositol Polyphosphate-5-Phosphatase) NM_001587
OTX2 (Orthodenticle Homeobox 2) NM_021728
PAX2 (Paired Box 2) NM_003990
PAX3 (Paired Box 3) NM_181457
. NM_000280,
PAXG (Paired Box 6) NM_001604, NM_00125846
PDE6D (Phosphodiesterase 6D) NM_002601
PIGL (Phosphatidylinositol Glycan Anchor NM_004278

Biosynthesis Class L)

PITX2 (Paired Like Homeodomain 2)

NM_153426, NM_001204397

PITX3 (Paired Like Homeodomain 3) NM_005029
PORCN (Porcupine O-Acyltransferase) NM_ 203475
PQBP1 (Polyglutamine Binding Protein 1) NM_005710

PRSS56 (Serine Protease 56)

NM_001195129

PTCH1 (Patched 1)

NM_000264, NM_00108360

PXDN (Peroxidasin)

NM_012293

RAB18 (RAB18, Member RAS Oncogene Family)

NM_021252

RAB3GAP1 (RAB3 GTPase Activating Protein
Catalytic Subunit 1)

NM_001172435

RAB3GAP2 (RAB3 GTPase Activating

Non-Catalytic Protein Subunit 2) NM_012414
RARB (Retinoic Acid Receptor Beta) NM_000965
RAX (Retina And Anterior Neural Fold Homeobox) NM_013435
RBP4 (Retinol Binding Protein 4) NM_006744
RERE (arginine-glutamic acid dipeptide (RE) repeats) NM_012102.4
SALL1 (Spalt Like Transcription Factor 1) NM_002968
SALL2 (Spalt-like transcription factor 2) NM_005407
SEMAS3E (Semaphorin 3E) NM_ 012431

SHH (Sonic Hedgehog)

NM_000193, NM_001310462



http://www.ncbi.nlm.nih.gov/nuccore/NM_000276
http://www.ncbi.nlm.nih.gov/nuccore/NM_000276
http://www.ncbi.nlm.nih.gov/nuccore/NM_000193

List of genes

Refseq (GRCh38)

SIL1 (SIL1 Nucleotide Exchange Factor)

NM_001037633

SIX3 (SIX Homeobox 3) NM_005413

SIX6 (SIX Homeobox 6) NM_007374

SLC16A12 (Solute Carrier Family 16 Member 12) NM_213606
SLC25A24 (Solute Carrier Family 25 Member 24) NM_013386
SMCHD1 (Struct:li':zlgzllgl)n;ea?:rg:(;en(t);rc]:qr:rlr;osomes Flexible NM_015295
SMO (Smoothened, Frizzled Class Receptor) NM_005631

SMOC1 (SPARC Related Modular Calcium
Binding 1)

NM_001034852

SOX10 (SRY-Box 10) NM_006941

SOX14 (SRY-Box 14) NM_004189

SOX2 (SRY-box2) NM_003106

SOX21 (SRY-Box 21) NM_007084

SRD5A3 (Steroid 5 Alpha-Reductase 3) NM_024592

STRAG6 (Stimulated By Retinoic Acid 6)

NM_001199042

TBC1D20 (TBC1 Domain Family Member 20)

NM_144628

TENM3 (Teneurin Transmembrane Protein 3)

NM_001080477

TFAP2A (Transcription Factor AP-2 Alpha) NM_003220

TMEMB9I8 (Transmembrane Protein 98) NM_15544.2

TMX3 (Thioredoxin Rel’?\ted Transmembrane NM 019022
Protein 3) -

TRIMA44 (Tripartite Motif Containing 44) NM_017583

VAX1 (Ventral Anterior Homeobox 1)

NM_001112704

VAX2 (Ventral Anterior Homeobox 2) NM_012476
VIM (Vimentin) NM_003380

VSX2 (Visual System Homeobox 2) NM_182894
WT1 (Wilms Tumor 1) NM_024426

YAP1 (Yes Associated Protein 1)

NM_001130145.2

ZEB2 (Zinc Finger E-Box Binding Homeobox 2)

NM_014795



http://www.ncbi.nlm.nih.gov/nuccore/NM_004189
http://www.ncbi.nlm.nih.gov/nuccore/NM_003380

