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1. Cost and scale
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https://www.nature.com/articles/498255a.pdf
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2. Clinical care and genomic research
BLURRED LINE 

“flexible, permeable, and permanently shifting”
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The research-clinical interface 

6/24/19Wolf, S. et al. Genetics in Medicine  2018 20(5) 5
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Hagwood et al. Science Translational Medicine 12 Aug 2015:
Vol. 7, Issue 300, pp. 300ps17

Precision medicine: Beyond the inflection point



||
(Weber et. al JAMA

2014)
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Generation genome - NHS
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Best invention of the year 
2008:The Retail DNA test

3. Beyond the clinic
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A. CONSENT

Koening, B. Have We Asked Too Much of Consent? Hastings Center Report 44, no. 3 (2014):33-34
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The Fate of Informed Consent
06.06.17, 12)19Informed Patient? Donʼt Bet On It - The New York Times

Pagina 1 di 4https://www.nytimes.com/2017/03/01/well/live/informed-patient-dont-bet-on-it.html?_r=0

https://nyti.ms/2m9KVyO

WELL |  LIVE

Informed Patient? Don’t Bet On It
By MIKKAEL A. SEKERES, M.D. and TIMOTHY D. GILLIGAN, M.D. MARCH 1, 2017

We want to let you in on a secret.

As your oncologists, we’d like to treat you with two, or three, or four
different chemotherapy drugs, each of which has distinct side effects, some of
which can kill you.

Or, if we were cardiothoracic surgeons, we might tell you that we need to
crack your chest open to repair your damaged heart valve, and for that to
happen you’ll need to undergo anesthesia from which you may never wake up.

As doctors, our goal is to help you, of course, and to do no harm. But we
may actually hurt you, irreversibly. Not that this happens frequently, but it
might.

How does that sound? Ready to take the plunge?

The secret is that informed consent in health care is commonly not-so-well
informed. It might be a document we ask you to sign, at the behest of our
lawyers, in case we end up in court if a bad outcome happens. Unfortunately, it’s
often not really about informing you.

In schools, teachers determine what students know through tests and
homework. The standard is not whether the teacher has explained how to add,
but instead whether the student can add. If we were truly invested in whether
you were informed, we’d give you a quiz, or at least ask you to repeat back to us
what you heard so we could assess its accuracy. Instead, our script frequently

24-Jun-19Alessandro Blasimme 12



|| 24.06.19NN 13

CONSENT and the individual

McGuire A, Beskow, L. Annu Rev Genomics Hum Genet. 2010 Sep 22; 11: 361–381. 

https://www.ncbi.nlm.nih.gov/entrez/eutils/elink.fcgi?dbfrom=pubmed&retmode=ref&cmd=prlinks&id=20477535
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Consent Innovation
Least onerous
- info-control

+ data availability

Midway Most onerous
+ info-control

- Data availability
Overseen Choice-based

No consent

Presumed consent (Gill 
2004) 

Presumed consent with 
opt-out (Wendler and 
Emanuel 2002)

Blanket consent (UNESCO 
2001) (Tomlinson 2013)

Open consent (Lunshof et 
al. 2008)

Portable legal consent 
(Hayden 2012; Vayena, 
Mastroianni, and Kahn 2013)

Broad consent 1 = blanket 
+ limitations (as defined in 
Grady et al. 2015)

Broad consent 2 = blanket 
consent + safety + 
withdrawal + access review 
(Hansson et al. 2006)

Broad consent + ongoing 
oversight and 
communication (Grady et 
al. 2015)

Broad consent + 
governance (O’Doherty et 
al. 2011)

Broad consent + trusted 
governance system 
(Koenig 2014; Garrett, 
Dohan, and Koenig 2015)

Authorization model 
(Caulfield, Upshur, and Daar
2003)

Tiered consent (McGuire 
and Beskow 2010; Mello and 
Wolf 2010; Bunnik, 
Janssens, and Schermer
2013)

Electronic informed 
Consent (FDA and DHHS 
2016; Sage Bionetworks 
2017)

Dynamic consent (Kaye et 
al. 2012; Kaye et al. 2015; 
Budin-Ljøsne et al. 2017)

Informed consent (Faden
and Beauchamp 1986;
Manson and O’Neill 2007)

Consent for de-identified 
samples and data
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Consent and the family 

6/24/19 15

“Are you aware that the test results may reveal information about your-
self that you would rather not know, such as predispositions for diseases that might
not be curable? Are you aware that you could be subject to genetic discrimination
for life insurance or long-term disability insurance? Are you aware that if the security
system is breached that the electronic delivery of your results could be accessed by
someone else?”
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§ Consent and individual autonomy 
§ Does not consider interests of family members 

§ Procedures designed for individual consent 
§ No requirement to consult the family 
§ Practical difficulties in reaching family members

§ Static consent does not account for complexity of decision 
making

6/24/19

Minari et al. Genome Med. 2014; 6(12): 118. 
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Consent and the family 

https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4295276/
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More than it meets the I ?

http://www.technologyreview.com/news/536096/genome-study-predicts-dna-of-the-whole-of-iceland/

• deCode uses genotypes from 120,000 participants and  genealogical data

• Estimates “in silico” genotypes of close relatives of volunteers

• Can deduce genotypes of entire population 

• Able to identify 2,000 people with BRCA mutations 

Donna Gitter- Consent for estimated data 
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Consent and data sharing
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Consent and data sharing
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§ Data protection 
§ Privacy 

6/24/19 20

Consent and data sharing
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Consent and data sharing
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Timeliness
Sustainability

Solidarity
Risk/benefit assessment

Regulatory compliance
Public engagement

Professionalism
Privacy

Open access publication
Interoperability

Integrity
Informed consent

Group rights
Development
Data access

Data quality and curation
Data publication

Common good
Capacity building

Attribution
Accountability

International public policy organization
National public policy organization
Scientific society/professional organization/expert group
Public research funder
Scientific consortium/institute
Government/governmental organization Blasimme A., et al. 2018 Health Affairs
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Nuffield Council of Bioethics, 2015
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“From privacy to trust”

• Transparency creates trust
• Increased control enhances 

trust
• Reciprocity maintains trust 
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§ Re-interpret privacy 
§ Redefine how to protect privacy 
§ Renegotiate trade-offs (medical 

research, public health) 
§ “The value of privacy is both to be 

defended and to be enhanced.” (L. 
Floridi) 

Can there be trust without 
privacy?



|| 24/06/19 26



||

B. Return of research results 

§ What results? 

§ How to return?

§ When to return?

§ Who does it and to whom?  

6/24/19 27
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Return of research results 

§ At a minimum: return valid, medically important, 
actionable (discovered purposefully of by chance- no duty 
to hunt)

§ ACMG list of genes a starting point 

§ Identifiable participants a requirement 

§ Participants must consent to receiving results (right not to 
know) 

6/24/19 28
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Return of research results 

§ Type 1 actionability: well-established medical actions

§ Type 2 actionability: patient-initiated health-related actions
§ Individual initiatives of patients 
§ Lifestyle options etc.

§ Type 3 actionability: life-span decisions

6/24/19Moret et al. 2016 Journal of Medical Ethics 29
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Return of research results 

6/24/19 30
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A person undergoes
genetic testing as part of 

a research protocol

According to the jurisdictions, the person may 
be required to disclose the results for life, 

disability and long-term insurance coverage

The project yields genetic results

Genetic information are 
protected and genetic test 
results are allowed to be 

used only for medical and 
scientific endeavours.

The person could 
end up having to 

disclose any genetic 
findings as part of 
the underwriting 

process for these 
kinds of insurance

This could lead to 
higher premium and 

coverage refusal

Genetic results cannot be 
used for insurance 

coverage under a certain 
financial limit (specific to 

each jurisdiction)

Premium and coverage 
should not be impacted.

Premium and coverage 
should only be impacted, 

if the policy exceed a 
certain financial limit.

Bélisle-Pipon JC, et al. Nature Medicine (forthcoming) 
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§ Public dialogue

§ Information 

§ Deliberation

§ Understanding concerns

§ Include in governance 

24.06.19NN 32

C. Public engagement 
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A public dialogue on genomic medicine: time for a new social contract?
Ipsos Mori April 2019




