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One of the major results of the Human Genome 
Project was the development of new technologies…



Harold et al (2009) Genome-wide association study identifies variants at CLU and 
PICALM associated with Alzheimer's disease Nature Genetics 41: 1088 - 1093

These technologies have led to ‘big data’ 
approaches to research into genetic disease.



Which in turn has led to the marketing of this 
genomic data directly to consumers.
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In a recent 2011 survey, Nature asked its readers 
whether they had, or would consider, a genome 
analysis (n=1588)



This raises three core issues around the direct-to-
consumer (DTC) marketing of these tests.



As yet these tests have limited clinical value, and 
give little useful information to consumers.



DTC genomics assumes a rational basis for people’s 
decision making around health behaviours.

“Threat representations that include genetic 
causes are often seen as ones that are less 
controllable than threats with behavioural 
or environmental causes”.

Marteau T.M. & Weinmann J. (2006) Social Studies & Medicine 62: 1360-
1368 at 1363



The DTC model circumvents the traditional doctor-
patient context for delivery of sensitive information



Beyond genetic testing,  full-genome sequencing is 
dropping in price and raising its own issues. 



Debate is 
promoted and 
structured by 
various 
organisations, 
research 
projects & 
reports. …

http://www.phgfoundation.org/reports/10364/



Research in this area is underpinned by key 
‘ideological’ belief in the value of open data

A critical new component of the Project is the selection of 2,500 DNA 
samples from 27 populations around the world. Each participant has 
provided explicit consent for full and public release of DNA samples and 
full sequence data…. 

• 1000 Genomes from 27 
populations around the world

• Each participant provided 
explicit consent for full release



“We are committed to make these data 
public to make certain that any institution 
or researcher around the world can 
access and work with our datasets to 
better understand common disease”

Jun Wang, Ph.D., associate director of the Beijing Genomics Institute in 
Shenzhen, China, 1000 Genomes Project steering committee.



“Free and open access to genome 
data has had a profoundly positive 
effect on progress.”

Francis Collins, Nature, April 2010



Yet other approaches to genomics have run into 
the tension between openness and privacy.

Johnson et al (2011) 
PLoS Genet 7(9): e1002269. 



In sequencing, these tensions can be found in the 
case of Hendrikje van Andel-Schipper

The woman, whose identity is being kept secret, and is known 
only as W115, is the oldest person to have her genes mapped



The secret identity of  W115 is easy to discover 
given she has her own Wikipedia page



One solution is to rely on public participation and 
take ‘open data’ to its natural conclusion.



The PGP posts medical data…



As well as sequence data and its interpretation



openSNP: share your phenotype too?

• Launched 
October 2011

• By 3 Masters 
students in 
Frankfurt

An open source tool to 

analyse your SNP data



Some areas for discussion?
• Wider awareness?    Getting attention?
• Understanding the full potential of shared 

genome (and phenotype) data 
• Implications for:

– University data infrastructure providers
– PIs
– Students
– You

• Advocacy & guidance?    What is needed?  
Who should provide it?    To whom?
– Consent guidelines, legal concerns, ethical issues, 

data policy, good practice….


