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Making a Definitive Diagnosis: The Genomics Based Medical Revolution 
Elizabeth Worthey, Medical College of Wisconsin 

 
 

My talk will focus on recent advances in whole genome sequencing and in the field of 

bioinformatics that are fundamentally altering how we as a society practise medicine. 

Since completion of the Human Genome Project a decade ago genomics has emerged 

as a central basic science of biological and biomedical research. One goal of the Human 

Genome Project was to provide a basis for greater understanding of the associations 

between genetic variation and human disease with the goal of improving human health. 

The last four years have seen significant advances towards this goal; we have entered 

the first phase of implementation of Personalised Genomic Medicine. Detailed and 

specific genetic knowledge gleaned from resequencing of entire genomes has becoming 

critical to the delivery of effective health care for some patients. As a field we are now 

using individual’s genomic data to determine the optimal approach to care, whether 

preventive, diagnostic, or therapeutic. Although currently limited to implementation in a 

few clinical settings, its use will continue to expand; rapidly taking center stage in the 

delivery of effective healthcare for the general population. In my presentation I will 

discuss the goals of and technologies and processes involved in implementation of 

Personalised Genomic Medicine. I will provide specific examples highlighting the ability 

of this technology to change medicine drawn from the Clinical Whole Genome 

Sequencing program I am part of. Finally I will discuss some challenges that have been 

faced and others that remain to be faced as we move this technology into the clinic on a 

wide scale. 
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