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What?
The 100,000 Genomes project was a UK initiative set up in 2013.
In essence, it combined whole genomic sequencing (WGS) of
over 100,000 genomes with phenotypic NHS patient data to
investigate the role of WGS in patients with undiagnosed rare
diseases, cancer and infection.1
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Why?
Aside from a pilot study already showing that WGS can improve
the genetic diagnosis of rare diseases 2, the project has created
the largest genomic healthcare data resource in the world and
has initiated the integration of genomics into routine
healthcare via the Genomics Medicine Service. 1
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Other benefits

Who?
As of December 2021, participants who took part in the project
will have received or are awaiting results for a specific disease.
Some participants will have given consent to receive further
results on genomic variants which may increase their risk of
developing other diseases. Ultimately, everyone has the
potential to be affected as genomic medicine becomes part of
patient care.1

Author Comments
Genomics can improve patient care, for example by reducing
time waiting for a diagnosis or being able to identify which drug
is likely to work best. However, there are controversies around
genomics medicine, including uncertainties around genome data
sharing, storage and access, resistance to NHS infrastructure
change and limited number of positively affected patients.3
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