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Next generation sequencing in the medical practice: Updates and challenges

Dina Mehaney
Cairo University, Egypt

Recent advances in the field of genomics owes to the ability of sequencing of DNA with high throughput 
and reduced cost. DNA sequencing revolutionized the medical diagnosis and research purposes. In the new 
era, the impact of Next Generation Sequencing (NGS) technologies on the diagnosis and management of 
Mendelian and complex diseases was notable. The clinical use of NGS technologies enabled the identification 
of causative mutations for many genetic disorders through whole-genome, targeted resequencing, fast 
pathogen detection, cancer diagnosis and the development of appropriate therapy. The application of NGS is 
expected to greatly enhance the personalized medicine opportunities in the future. The NGS technological 
advances will be particularly important for diagnosis of pediatric rare diseases and newborn screening 
program.

This talk will focus on the current state of art NGS technologies, the latest NGS platforms, sample and library 
preparation and sequencing chemistries. The talk will further highlight the advances in NGS applications 
in the field of clinical diagnostics and therapeutics. Issues concerning the different NGS challenges such as 
quality assurance, big data storage and analysis, the evidence based guidelines for the integration of NGS in 
the clinical settings and its cost effectiveness will bead dressed.
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