
“Mechanisms and modifiers of C9orf72-
associated ALS/FTD”

Many familial and some sporadic cases of
amyotrophic lateral sclerosis (ALS) and
frontotemporal dementia (FTD) are caused by
a nucleotide repeat expansion within an intron
of the C9orf72 gene. However, the pathogenic
mechanisms of this mutation remain poorly
characterized. 

In this presentation, I will share our recent
progress on understanding the consequences
of C9orf72 repeat expansion on gene
expression, as well as our ongoing work on
using functional genomics to identify potential
therapeutic targets that govern the expression
of this pathogenic mutation. Some of these
novel mechanisms and modifiers are
generalizable to other pathogenic repeat
expansion mutations.
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