
IMPAKT Breast Cancer Conference 2014 

 

Ethical, legal and social implications: 

whole genome research 

• Dr Harriet Teare 

• HeLEX Centre, University of Oxford 



IMPAKT Breast Cancer Conference 2014 

 

Disclosure slide 

• I have no conflicts of interest to declare 

 



IMPAKT Breast Cancer Conference 2014 

 

Outline 

• How research is changing 

• ELSI challenges 

• Role of patients 

• Example project - RUDY 



IMPAKT Breast Cancer Conference 2014 

 

Outline 

• How research is changing 



IMPAKT Breast Cancer Conference 2014 

 



IMPAKT Breast Cancer Conference 2014 

 

• First ‘big science’ project in genomics 

• Not hypothesis-led but establishing an 
infrastructure 

• Change from competitive to co-operative 

• Co-ordination of groups around the world 

• Interdisciplinary teams with specific skills  

• Open access to data 

 

 

 

 

 

 

Human Genome Project 
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Biobanks and patient registries 
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Protecting Privacy: 
Difficult to keep the identity of participants 
anonymous:  
 - When data is shared  
 - Placed on the web in open access           
   repositories 
BUT: not sharing goes against  
• current funders’ policies 
• scientific need for large sample sizes 
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Distinguishing Individuals 

2008  

Individuals could be distinguished in 
GWAS using only summary statistics 
Homer, N. et al. PLoS Genet. 4, e1000167 (2008). 
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Re-identification of male participants 

 

 • Using SNPs on Y 
chromosome 

• Linked  to data found 
in publicly available 
datasets on Internet 

• Gymrek, M., Science 339, 321–324 
(2013). 

 

http://dx.doi.org/10.1126/science.1229566
http://dx.doi.org/10.1126/science.1229566
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 Incidental Findings   
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Findings that are not part of the original 
research aims but have clinical significance 
• Comprehensive nature of WGS 
• What should we feedback in terms of 

individual level findings? 
• Who decides and who should feedback 

findings to whom? 
• How should we protect the right NOT to 

know? 
• What is the responsibility of the researcher: 

• To look? 
• To feedback? 
• Beyond the project? 



Two different domains 
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Consent and withdrawal 
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The Albrecht Report - January 2013 

(on the proposed EU data protection regulation) 

1. Removes exemptions that applied for medical 
research 
• Cannot keep data indefinitely, or use for 

secondary research purposes without consent 
• Medical research must comply with general 

requirements 
2. Tightens requirements for consent  
‘if you want my data, ask for my consent’ – not implied or tick box 

• Freely given, specific, informed and explicit 
• Questions whether broad consent is lawful 
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Patient involvement – samples and data 

• Different risks related to donation of samples and data 

• What does it mean to withdraw? 
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• Role of patients 
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Individuals at the centre of 
decision-making 
Communication and interactions 
over time 
Empowerment of individuals 
Partnerships 
Kaye J et al. 2012 Nature Review Genetics 

Patient Centric Initiatives (PCI) 
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Outline 

 

 

 

• Example project - RUDY 



National Institute for Health Research 
Rare Diseases Translational Research Collaboration  
in Musculoskeletal Diseases  

MK Javaid, R Luqmani, P Wordsworth 

H Teare, K Melham J Kaye 

National Collaboration… 



Rare 
Diseases 
 
< 1:5000 
 
< 14,000 (UK) 
 



Rare diseases are under researched 
 
Information for patients and doctors is fragmented 
 
Limited evidence for informing care 
 
 



HOW? 



Identify and recruit 



Complications 

Questionnaires 

Blood / Urine 

Imaging 

Systematic assessment 



Complications 

Questionnaires 

Blood / Urine 

Imaging 

Identify novel subgroups 



Complications 

Questionnaires 

Blood / Urine 

Imaging 

Explore biology 



Complications 

Questionnaires 

Blood / Urine 

Imaging 

Transform clinical care 

INDUSTRY 

NEW  
Tests 

NEW  
Therapy 

Industry 



Complications 

Questionnaires 

Blood / Urine 

Imaging 

Train 
Next Generation of  
Clinical leaders  

Guide 
Progression/ 
Complications 

Improve  
understanding 
& Awareness 

Ask patient groups  
to enter studies 

Reduce impact and improve 
independence 

Harmonize 
Patient  
Access to care 

Patient driven 
research 

INDUSTR
Y 

NEW  
Tests 

NEW  
Therapy 

Industry 



+ More added  

Rudy disease scope: 



Study Schedule 







http://www.google.co.uk/url?sa=i&rct=j&q=&esrc=s&frm=1&source=images&cd=&cad=rja&docid=75lrurK33f_qaM&tbnid=0CSEeSa4cXoCnM:&ved=0CAUQjRw&url=http://www.bmj.com/content/347/bmj.f4879&ei=fQqeUtTKM6Wd0wXrq4CgAg&bvm=bv.57155469,d.ZGU&psig=AFQjCNHQx4Kqfcg_61LdjLhS_ng-HmHHbw&ust=1386175416102018






Two-way conversation 



Two-way conversation 

• Your information 

• Your experiences 

• Your choices 

 

• Your samples / data 

• Your disease record 

• Updates on RUDY 

 

 

 

 
• Feedback on the website 
• Comments on the project 
• Patient forum / governance 

 



Consent in the RUDY project 

http://www.google.co.uk/url?sa=i&rct=j&q=&esrc=s&source=images&cd=&cad=rja&uact=8&docid=-LyD-80PA-20pM&tbnid=7jUTvfMAQepOYM:&ved=0CAUQjRw&url=http://101fundraising.org/2013/07/ever-considered-being-a-fundraising-consultant/expert/&ei=4t4dU93LH4GRhQeA14DoBw&bvm=bv.62578216,d.ZG4&psig=AFQjCNEw4wbwOK9lzFz8Lj5ir9aFkkzurQ&ust=1394552915927319


Consent in the RUDY project 

• Opportunity to change your mind 

• Choose how much you want to be involved: 

– What information you want to provide 

– Which parts of the project you contribute to 

– How often you are contacted 

– Who can see and use the information you 
provide 
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To benefit research and clinical care 
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