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Gene panel 

AHR NM_001621.5 

AP3B1 NM_003664.5 

AP3D1 NM_001261826.3 

BLM NM_000057.4 

BLOC1S3 NM_212550.5 

BLOC1S5 NM_201280.3 

BLOC1S6 NM_012388.4 

CACNA1A NM_001127221.2 

CACNA1F NM_005183.4 

CASK NM_003688.3 

DTNBP1 NM_032122.5 

EDN3 NM_207034.3 

EDNRB NM_000115.5 

FRMD7 NM_194277.3 

GNAI3 NM_006496.4 

GPR143 NM_000273.3 

HPS1 NM_000195.5 

HPS3 NM_032383.5 

HPS4 NM_022081.6 

HPS5 NM_181507.2 

HPS6 NM_024747.6 

KITLG NM_000899.5 

KIT NM_000222.3 

LRMDA NM_032024.5 

LYST NM_000081.4 

MANBA NM_005908.4 

MITF NM_000248.4 

MLPH NM_024101.7 

MYO5A NM_000259.3 

OCA2 NM_000275.3 

PAX3 NM_181457.4 

PAX6 NM_000280.6 

RAB27A NM_004580.5 

SACS NM_014363.6 

SETX NM_015046.7 

SLC24A5 NM_205850.3 

SLC38A8 NM_001080442.3 

SLC45A2 NM_016180.5 

SNAI2 NM_003068.5 

SOX10 NM_006941.4 

TULP1 NM_003322.6 

TYRP1 NM_000550.3 

TYR NM_000372.5 



Supplementary Table S1. Panel of genes associated with foveal hypoplasia and analysed by Exome Sequencing 

 


