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Figure 1. Familial variant segregation and fundus and optical coherence tomography images for patient FBP_29. (A) Variant segregation in the family of proband FBP_29. These CEP290 splicing variants M1 (c.6271-8 T>G) and M2 (c.C2991+1655A>G) segregated in trans in which M1 was maternally inherited. Both of the affected siblings that were available for segregation testing (III.3 and III.6) were verified to be heterozygous for each. (B-F) Fundus and optical coherence tomography images for FBP_29 caused by mutations in CEP290.1
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