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 PM and clinical trials 
 
 PM, equitable access to research and 

healthcare: 
 
 Orphan groups 

 
 Ethnicity and patients’ stratification  

 
 Discrimination in personalized medicine?  



Towards a more rational clinical trial process  
 

 Faster clinical trials  
 

 Smaller scope clinical trials 
 
 Less expensive clinical trials  

 
 Safer clinical trials  

 



Re-organization of clinical trials  
 
Challenges:  
 
 Less data on adverse effects of new drugs.  

 
 Possible exclusion of individuals/population 

groups from some trials 
 

 Profound transformation of the classical clinical 
trial model  
 



Impact of patient stratification in 
clinical trials  

 
 New drugs could become less 

profitable to develop 
 

 New drugs could become too 
expensive to afford 
 

 Some patients or population 
groups could be left out  
 

 Absence of a Canadian Orphan 
Drug Policy 

 



Orphan groups  
    "It is misleading to speak of pharmacogenetics  

'creating' new orphan groups. Pharmacogenetics 
research merely identifies individuals who are not 
likely to respond to a drug or are likely to suffer an 
adverse reaction, and this provides medically 
useful information about them."   

  
   Consortium on Pharmacogenetics, Ethical Issues 

and Regulatory Issues in Research and Clinical 
Practice, 2002. 

 



 
Conceptual ambiguity  

 
 Inconsistent research practices 

 
 Potential risks 

 
A temporary substitute to be 
replaced by systematic genotyping  
or more robust stratification  
criteria…?  

 



Transition period: need to develop more robust  
and less arbitrary stratification practices 

 1) The populations included in the HapMap 
should not be named in such a way that they 
single out small, discrete communities of 
individuals and imply that those communities are 
somehow genetically unique, of special interest, 
or very different from their close neighbors. 
Labels that are too specific could also invade the 
privacy interests of communities (or even, 
conceivably, of individual sample donors). 
 International HapMap Project, Guidelines for Referring 

to the HapMap Populations in Publications and 
Presentations (2005)  



 2) On the other hand, describing the populations 
in terms that are too broad could result in 
inappropriate over-generalization. This could 
erroneously lead those who interpret HapMap 
data to equate geography with race (an imprecise 
and mostly socially constructed category). This, 
in turn, could reinforce social and historical 
stereotypes, and lead to group stigmatization 
and discrimination in places where members of 
the named populations or of closely related 
populations are minorities 
 International HapMap Project, Guidelines 

for Referring to the HapMap Populations 
in Publications and Presentations (2005)  



 Individual cases of GD documented in 
the context of a small number of 'classic' 
genetic conditions (ex. huntington’s 
disease, breast cancer BRCA 1-2 
mutations) 

 Substantial methodological flaws were 
found in most of the published studies  

 Small number of GD cases could be due 
to occasional errors, rather than the 
voluntary or planned choice, of the 
insurance industry 

 No data suggesting existence of genetic 
discrimination in the context of complex 
genetic disorders or personalized 
medicine 
 Joly, Ngueng-Feze, Simard, 

BMC Medicine (2013) 11:25  



Quebec 2012 Symposium on  
Discrimination in Personalized Medicine  

 
 (1)Have recent developments in genomics and 

related sciences changed the contours of the 
genetics and life insurance debate?  

 (2) Are genomic results obtained in a research 
context relevant for life insurance underwriting?  

 (3) Should predictive risk assessment and risk 
stratification models based on genomic data also 
be used for life insurance underwriting?  

 (4) What positive actions could stakeholders in the 
debate take to alleviate concerns over the use of 
genomic information by life insurance underwriters? 

 
Joly et al. EJHG (2013 advance online 
publication)  



• Mission: to enable rapid progress in biomedicine by lowering barriers to secure and 
responsible data sharing 

• Announced: June 5, 2013 with 70+ leading health care, research, and disease advocacy 
organizations operating in over 40 countries  

• Current: The international alliance now stands at over 100 partner organizations 
• Plans: to launch by early 2014, and to work towards enabling: 

o open standards for interoperability of technology platforms for managing and sharing 
genomic data; 

o guidelines and harmonized procedures for privacy and ethics internationally; 
o stakeholders engagement to encourage responsible sharing of data and of methods. 



Respect – protecting secure data sharing and privacy preferences of participants 

Transparency – ensuring open governance and operations 

Accountability – promoting best practices in technology, ethics, and outreach 

Inclusivity – partnering and building trust among stakeholders 

Collaboration – sharing information to advance human health 

Innovation – developing an ecosystem that accelerates progress 

Agility – acting swiftly to benefit those suffering with disease 



116 
• Number of partner 

organizations  
• Includes a wide variety of 

groups: Research 
Institutes, Academic 
Medical Centers, 
Universities, Disease 
Advocacy Organizations 
and Patient Groups, 
Funders, and more  

6 
• Number of 

continents in which 
alliance partners are 
active: 

•Active throughout the 
globe, with a presence in 6 
continents: Africa, Asia, 
Australia, Europe, and 
North and South America 

18 
• Number of 

countries in which 
alliance partners are 
based: 

•Argentina, Australia, 
Austria, Canada, China, 
Finland, France, Germany, 
Japan, Mexico, 
Netherlands,  Singapore, 
Spain, South Africa, 
Sweden, Switzerland, 
United Kingdom, United 
States. 



Establish the global 
alliance as an 
organization, 

including: 

Governance – 
open, transparent, 

and responsible 

Funding – multiple 
sources of 
sustainable 

funding 

Structure – 
executive 

committee, hosted 
secretariat 

Membership – 
would include 

nonprofit as well 
as for-profit 

Create working groups 
to produce standards 

and working 
documents focused on: 

Technical (genomic 
data, 

interoperability) 

Technical (security 
and privacy) 

Regulatory and 
Ethics (consent, 

participant-centric 
initiatives) 

Clinical and 
phenotypic data 

Develop relationships 
with operating 

entities and start 
pilot projects 

Entities 

Entities 

Entities 

Projects 
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