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Objectives/Goals bstrac
My research aims to develop atool to enable the first ever genome yrite

sites, characterizing these variants could elucidate their mechgy
diagnostic and treatment strategies.
Methods/Materials

methylation analysis module, and (3) applying the tool t iwQtiTy nsl’wi ps between transcription
factors and disease. In Phase 1, | proposed and devel o Jou agenomic screeni ng tool, which

) ' 2 acompiled list of 55,000+ disease
associated SNPs to identify new relationships lfe RSCription factors and disease.
Results

SNP Effect Matrix (SEM) scores, generat S
r§v i 8 ption factor structure. Validation performed using

sQow increased correlation (R*2 = 0.350) between

transcription factor binding patter
published results from a high-thro
SEM scores and normalized exR

the ability of the tool to predict the impact of DNA

methylation on transcription facty as successfully applied to identify new, statistically

significant relationships between
Conclusions/Discussion

My work represents the first j bthe impact of a SNP on transcription factor binding at

the whole genome level. Theqtqol h# eared as an open-source software package using GIT
source code management and g aged as an addendum to an upcoming publication. By
revolutionizing the fr RalyziAgLenetic variants that overlap with non-coding, regulatory
regions, the tool promy q devel opment of disease diagnostics and treatments.

ent
w ed the first ever genome-wide screening tool to predict the impact of a genetic
variant on tyon factor binding, thereby revolutionizing the framework of analyzing genetic
variants in non™sQding regions.
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