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e 5oci List of optic atrophy loci (OPA) associated with optic atrophy (OA).

Gene/locus Protein Location Heritance Phenotype OnMIM Reference
0PAl OPAl 3q29 Dominant 0A #165500 Alexander et al. (2000);
Delettre et al. {2000)
OPAZ - Xp1l.4-pl1.21 X-linked OA with early onset #311050 Assink et al. (1997)
OPA3 OPA3 1991332 Dominant OA with cataract #165300 Reynier et al. (2004)
OPA4 - 18g122-q123 Dominant OA #605293 Kerrison et al. (1999)
OPAS - 22q12.1-g13.1 Dominant OA #610708 Barbet et al. (2005)
OPAB - 8q21-q22 Dominant 0A #258500 Barbet et al. (2006)
OPA7/ROA1 TMEM 126A 11g14.1 Recessive DA #612080 Hanein et al. (2009)
OPAB - 16g21-q22 Dominant 0A with deafness - Carelliet al. (2011hb)

WFs1 Wolframin 4pl61 Dominant 0A with deafness - Rendtorff et al. (2011)
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Conclusion

NGS panel are a powerful tool for
diagnosis
1:4 patient is genetically resolved
frequently updated
WES are useful for new genes discovery

new genotype/phenotype
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