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Consent in the 100,000 Genomes Project

• Participants consented to
• Whole Genome sequencing
• Return of main findings (findings related to reason for recruitment)
• Option of return of limited list of additional findings

• Consent materials created and revised
• Collaboration with participants
• Recruiters
• Independent ethics committee

• Materials available   https://www.genomicsengland.co.uk/taking-
part/patient-information-sheets-and-consent-forms/
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Health-care professionals need to be prepared to answer patients' questions 
about genetics to facilitate genome sequencing consent. Health-care 
professionals' education also needs to address how to effectively listen and elicit 
each patient's questions and views, and how to discuss uncertainty around the 
disease risks associated with secondary findings.
Opening the "black box" of informed consent appointments for genome sequencing: a multisite observational study.

Sanderson SC, et al Genet Med. 2018 Oct 1. doi: 10.1038/s41436-018-0310 [Epub ahead of print]

We found that interviewees' decisions to participate in 100 kG P were based on 
interpersonal and institutional trust in the NHS, and on an investment in 
improving care for the future. Interviewees relied upon receiving good ongoing 
NHS care for managing their own or their child's rare disease, but they worried 
about what their relationships with NHS healthcare professionals would be like in 
future. …….. To honour and foster participants' trust - which may easily be lost -
and their clinical labour, we therefore recommend ongoing public engagement 
and consultation about how genomics is being integrated more widely across 
specialties (especially given current funding and staffing constraints in the NHS) 
within the newly formed NHS Genomic Medicine Service.
Fostering trust in healthcare: Participants' experiences, views, and concerns about the 100,000 genomes project.

Dheensa S et al Eur J Med Genet. 2018 Nov 29. pii: S1769-7212(18)30352-5. doi: 10.1016/j.ejmg.2018.11.024. [Epub ahead of print]
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Learning from the 100,000 Genome Project



• Complexity of recording consent status at scale
• Complexity of sustaining consent choices over time

• Withdrawal
• Partial
• Full

• Additional findings
• yes to no
• no to yes

• Changes in capacity
• Gaining
• Losing
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Learning from the 100,000 Genome Project



Patient choice in NHS Genomic Medicine Service 

The patient choice framework – clinical care and research both presented as part of 
the clinical pathway. 

• Aim to give a clear, informed and separate choice about the genetic test (initially 
only those involving WGS) and participation in research

• All patients where WGS is used as the test technology to be given the opportunity to 
participate in research

• Access to de-identified data by researchers-for profit and not for profit
• Recall for research
• Lifelong collection of other routinely collected health data
• Also includes samples



Clinical Choice 

All tests on offer as part of GMS are NHS-commissioned diagnostic tests for patients 
presenting with unexplained symptoms

The consent conversation with these patients is unchanged from current consent standards

With the exception of: 

1. National storage of data
2. Discussions of pertinent germline results (for some cancers) 



Family and wider implications 

1. The results of my test may have implications for me and members of my 
family. I understand that my results may also be used to help the healthcare 
of members of my family and others nationally and internationally. This 
could be done in discussion with me or through a process that will not 
personally identify me. 

Health records

6. Results from my genomic test will be part of my patient record, a copy of 
which is held in a national system only available to healthcare 
professionals. 

Research 
7. I understand that I have the opportunity to take part in research which 
may benefit myself or others, now or in the future. An offer to join a 
national research opportunity is available on the following page. 



q Security 

q Re-contact 

q Data and sample usage  

q Data storage 

q Withdrawal 



Considerations for implementation
100,000 genome project

• Complex project within the health care system
• Regulated under Health Research Authority as a Tissue Bank

• Creation of NHSE Genomic Medicine Service
• Clinical service and Research combined

• System transformation –
• Including development of patient choice module within test ordering system

• Work force transformation
• Health Education England  Genomics Education Programme

• https://www.genomicseducation.hee.nhs.uk/

https://www.genomicseducation.hee.nhs.uk/




COVID-19

• Delayed the start of Genomic Medicine Service

• Approach to simplified consent has been 
essential to collaborations in relation to COVID 
19 research

• Facilitating partnership with GenOMICC study

• Facilitating co recruitment with other studies
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