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Abstract 
My previous training focused on developing methods to identify disease-causing mutations from whole-genome sequence, whole-exome 

sequence and microarray datasets.  This included integrating multiple genomic techniques, including copy number analysis, family-based linkage 
analysis and genome-wide association analysis (GWAS).  During this time, I identified a novel copy number variation and described the first 
GPIHBP1-deficient patient with severe chylomicronemia. Additionally, I used whole-genome sequencing to provide a genetic diagnosis in a patient 
with abnormal presentation of sitosterolemia.  Using high-density microarrays and homozygosity mapping, I helped provide a definitive diagnosis 
(HSD-deficiency) in a patient with liver disease of previously unknown etiology.   

Currently, my lab uses family- and population-based next-generation sequencing and microarray analyses to investigate the genetic causes of 
pediatric orthopaedic and neuromuscular disorders.  Ongoing collaborations also include studies of lung cancer, lipid metabolism and pediatric 
endocrinology.  My training and current research efforts are particularly well-suited to successfully complete the goals of this study.   

The computational and other scientific resources at UT Southwestern Medical Center and Texas Scottish Rite Hospital for Children are 
available to complete the computational analyses of this study. My lab maintains a high-performance computing cluster dedicated to next-
generation sequence analysis. Additionally, I serve as a member of the computational analysis team of the Eugene McDermott Center Next-
generation Sequencing Core Facility (UT Southwestern Medical Center).  

Biography 
Undergrad at Tarleton State University (Stephenville, Texas), PhD in Genetics at Texas A&M University studying genes associated with WNV 

susceptibility in horses, Post-doc at UT Southwestern Medical Center using microarray and whole-genome sequencing to identify new genes 
associated with dyslipidemia, current position at Texas Scottish Rite Hospital for Children/UT Southwestern studying the genetics of orthopaedic 
and related disorders. 



 


