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. Abstract

Objectives/Goals
To determine the underlying cause of retinal degeneration (RD) in g4rvsy (0N gopsanguineous
pedigree.

Methods/M aterials
A family with four affected males and two consanguineous mag/Ma
family history was collected by interviewing the avai
established through fundus examination, electroretin

candidate variants with the clinical phenotype was t¢
Results
Five unaffected relatives and three affected me
of two affected males were sequenced that ide
indels (insertion/deletions) in theflrst and 6
individual, respectively. Filtering the varianfs
possible candidate sequence alter
Identified atwo base pair (TA) dele
The two base pair deletion caug afr at islikely to result in the formation of a
truncated protein lacking 89 Gy{elwx(nal am "ds. However, as this mutation resides in the penultimate
exon of CMH, the mutant transChwt MY se mediated (NMD) decay. Thisdeletionis

Conclusions/Discussion
A novel _tvvo base pair deletigh

Summary ent N
| identi ion that is causing aretinal disease in multiple members of afamily through
an S

genome
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Biswas, Pooja; Suk, John; Ayyagari, Radha: They helped mein the lab to understand the genetics and
genome analysis. Riazuddin, S Amer; Hejtmancik, James F.: They preformed clinical analysis on the
patients. UCSD: Thisiswhere | did all the genome analysis and the lab work.
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