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Figure S2: The 3,348 probands of the Lille cohort underwent a genetic analysis, either by next generation

sequencing (NGS) of a large gene panel including MFSD8 gene (n=1,049), or by NGS of a small panel of targeted

genes not including MFSD8 (n=2,299). Each category is divided into two groups: a group named "other IRDs" with

patients presenting Rod-Cone Dystrophy, Leber Congenital Amaurosis, Congenital Stationary Night Blindness,

Choroideremia (n= 709 analyzed by a large NGS panel; n= 1,346 analyzed by a small NGS panel); and a second

group with patients presenting Cone Dystrophy, Macular Dystrophy including Stargardt disease (n= 340 analyzed

by a large NGS panel; n= 953 analyzed by a small NGS panel. ABCA4 is the most frequent gene identified in this

group with 549 STGD1 cases identified by the small panel and 48 by the large panel (n=597). The presence of

other patients harbouring MFSD8 variants among the 356 unsolved patients with CD or MD, analyzed by a small

panel cannot be ruled out. The two swiss patients described in this study were not part of this initial cohort.


