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INTRODUCTION: Thoracic Aortic Aneurysm

« Thoracic aortic aneurysm (TAA): life-threatening aortopathy
* Predisposes to aortic dissection and rupture
« Associated Disorders:
 Marfan (MFS), Loeys-Dietz, and Vascular Ehlers-Danlos Syndromes

RESULTS: Validation of GATK Pipeline

« Inspection with Integrated Genomics View (IGV)
« Confirmation of Known Variants

Table 1: Confirmation of Known Causal Variants

RESULTS: Variant Calling in Aortopathy Genes
Table 2: Variant Counts in Aortopathy Genes

All Variant

Sites

Coding

SNV

Indel
Variant Sites Singleton Singleton

Candidate
Causal Variants

VUS
Variants

2. Wang K, Li M, Hakonarson H. ANNOVAR: functional annotation of genetic variants from high-
throughput sequencing data. Nucleic acids research. 2010 Sep 1;38(16):e164.
3. https://ffranklin.genoox.com - Franklin by Genoox

*Tagged for filtration; **Additional candidate causal variants not included;
T BAV gene, dominant inheritance; BAV: Bicuspid Aortic Valve; TAV: Tricuspid Aortic Valve
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|dentification of novel aortopathy-associated variants could improve future
disease detection and prediction of severity.




