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Underlined genes are linked to both non-syndromic and syndromic phenotypes

IRD-associated genes (n=523)
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GNAT1, PDEG6B, AGBL5, TLCD3B, TTLL5
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SLC24A1 ACO2, AFG3L2,
BCOR, C190rf44, CC2D2A, CEP162, DNAJC30, DNMIL,
CEP250, CFAP20, CFAP410, CLCC1, CLN3 MCAT, MT-CO1, MT-CO3,
CLRAN1, CNGA1, CNGB1, COQ2, COQ5, COQ8B, MT-CYB, MT-ND1, MT-ND2,
DHDDS, DHX38, DYNC2H1, FAM161A, FLVCR1, MT-ND4, MT-ND4L, MT-ND5,
FSD1L, HGSNAT, HK1, IDH3A, IDH3B, IDH3G, IFT172, | AIPL1, IFT140, CEP290 MT-ND6, NDUFA12, NDUFAF4,
KIAA1549, KIZ, KLHL7, MAK, MERTK, MVK, NRL, IMPDH1, L NDUFAF8, NDUFS7, NDUF V1,
OFD1, PDE6A, PDE6G, PDSS1, POMGNT1, PRCD, INPP5E, —Q—L e NSUN3, OPA1, OPA3, PPIB,
PRPF3, PRPF31, PRPF4, PRPF6, PRPFS, RBP3*, \ LRAT, RDH12, e RTN4IP1, SPG7,
REEP6, RNU4-2, RNU6-1, RNU6-2, RNU6-8, RPEG65, N TMEM126A
RP RNUGg, RP17logus, RPZ,C SAXO8, SCCLT1, SPATA7
SLC37A3, SLC4A7, SLC66A1, SLC7A14,
SNRNP200, TBC1D32, TMEMZ216, TOPORS, CTNNB1, CTNND1,
(n=114) TTC8, USH2A, Xq27.1 locus Fzb4, KIF11, LRPS, NDE ) - E\R
— : ‘ Othzfs ) P3H2*, TSPAN12, VCAN*
non-syndaromi
EVR {non-eyndromic) (n=11)
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AHI1, ARL13B, — =
Joubert AR e (n=170) e T A AFG3L2, AMPD2, (n=122)
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CEP41, CSPP1, ALPK1, AMACR, AP3D1, AP5M1, AP5Z1, ATRX ATXNT BSGALNTS. BoAPS:
KIAAO586, OFD1, ARL2BP, ATXN7, BRAT1, CDH3, CEP83, BLOC1S1, BOLA3, BORCS5, BRAF, BTD
SLS/ PDE6D, TMEM138, CFAP410, CHD7, CLON2, CLN3, CLN5, CLNS, C190rf12, CASK, CCDC88A, CDC42, CISD2,
TMEM216 CNNM4, COG4, COL11A1, COL18A1, . S : b b b
IMEM216, LCN3, CRIPT, CYFIP2, DDHD2, DIAPH],
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n=8) TMEME7 CRPPA, CTC1, CTNNB1, CTNS, CTSD,
£P290, | cwez7, GYPZRY, CYP2UT, DHX16, DOCKS, HESX1, HIKESHI, HNRNPK; IBA57, ISCA2, KIF1A,
1QCB1, INPP5E, |pPM1, DYNC2H1, DYNC2I2, EDNRB, EMC1, ERCC3, ERCCS) KLC2, LAMB1, LETM1, LYRM7, MAG, MECR, MFF,
NPHP4, RNU4ATAC| ERCCS, EXOSC2, FDXR, FKRP, FLVCR1, GNB1, GPATCH11, MFN2, MINPP1, MPZ, MT-ATP6, MT-CO2, MT-NDS,
SCLT1, GTPBP2, GSS, HADHA, HGSNAT, HK1, HMX1, HPS3, HPS4, | [MI=NDS, MT-ND6, MT-TH, MTO1, MTRFR, NADK2, NAGA,
TRAF3IP1 HSD17B10, IDS, IFT140, IGFBP7, IKBKG, INTS11, JAG1, KIF11, | |[NARS2, NBAS, NDUFA1, NDUFA10, NDUFA12, NDUFAF2,
KIF3B, KLHL7, LAMA1, LAMB2, LAMP2, LIG3, LRP2, LRRC32, NDUFAF3, NDUFS2, NR2F1, NSUN3, OPA1, OPAS,
LRRCSC, LYST, MAB21L2, MAN2B1, MCOLN1, MED12, MFSDS, | \ PARS2, PCCB, PCLO, PDXK, PLA2G6, PNPT1, POLG,
CEP164, MITF, MMACHC, MSTO1, MT-TE, MT-TL1, MT-TP, MT-TS2, POLR3A, POLR3B, PPP1R21, PROKR2, PTCD3,
SDCCAGS MT-TV. MVK. NDP. NEUROD?, NGLY1, NMNATY, PTPN23, PUF60, RAB18, RAB3GAP1, RERE, RNF170,
IFT172, \ NOTCH2NLC, OAT, OTX2, PANK2, PAX2, PCYT1A, PDSS1, RTN4IP1, SDHA, SDHB, SERACT, SLC19A3,
SCAPER| PEX1, PEX2, PEX6, PEX7, PGK1, PHYH, PISD, PMM2, llCRRAS, CHCUA, BLOSRR, ST ShDal
ARLG, BBIP1, BBS1, PNPLA6, POC5, POMGNT1, POMT1, PPT1, PRPST, SOX2, SPG7, SRD5A3, ST3GALS, STAMBF,
BBS10, BBS12, BBS2, PYGM, RBP4, RCBIB1, RDH11, RIMS2, RPGR, RXYLT1, GURF1, TFG, TIMMEA, TMEM{267, TMEMS3,
BBS4, BBS5, BBS7, SACS, SGSH, SLC19A2, SLC38A3, SLC6A6, SMPDT, WAARORE, VI WEGILE, DELinE)
BBS9, CFAP418, IFT27, SPG11, SPTLC1, SSBP1, STN1, STX3, SUMET, AN DD SRR e B
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Asterisks point to genes that can also be involved in non-retinal ocular diseases RetiGene v1.11 27.04.2026



