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2From RetNet, OMIM, Syscilia, CiliaCarta and HGMD databases.
bPAS, Alstrom syndrome; BBS, Bardet-Bield syndrome; CED, cranioectodermal dysplasia; CILD, ciliary dyskinesia; COACH, cerebellar vermis,

hypo/aplasia, oligophrenia, congenital ataxia, ocular coloboma, and hepatic fibrosis; CORD, cone-rod dystrophy; CRDHL, cone-rod dystrophy
and hearing loss; JBTS, Joubert syndrome; LCA, Leber congenital amaurosis; LGMD, limb-girdle muscular dystrophy; MCCRP, microcephaly
and chorioretinopathy; MD, macular dystrophy; MKKS, McKusick-Kaufman syndrome; MKS, Meckel-Gruber syndrome; MORM, mental
retardation, truncal obesity, retinal dystrophy, and micropenis; MRCS, microcornea-rod-cone dystrophy-cataract-posterior staphyloma syndrome;
NPHP, nephronophthisis; NSD, non-syndromic deafness; OFDS, orofacialdigital syndrome; RP, retinitis pigmentosa; SGBS, Simpson-Golabi-
Behmel syndrome; SLS, Senior-Leken syndrome; SRTD, short rib thoracic dysplasia with or without polydactyly; USH, Usher syndrome.

¢ Genes are listed in alphabetic order: non-syndromic retinal ciliopathies causative genes are in blue, genes whose mutations result in syndromic
retinal ciliopathies are in orange, and genes which, depending on the mutation, can cause both non-syndromic and syndromic retinal ciliopathies
are in dark red. Non-syndromic retinal ciliopathies are colored in light blue, syndromic ciliopathies with retinal degeneration are in light orange,

and other ciliopathies that do not show retinal degeneration as a phenotype are in light purple.




