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President’s bioethics panel urges new privacy
protection to ensure benefits from DNA
decoding

Oct. 11. 2012



PRIVACY and PROGRESS

in Whole Genome Sequencing

Presidential Commission
for the Study of Bioethical Issues

October 2012

Currently we are in a period of
iIntense transition with respect to
integrating whole genome
sequencing into clinical care, as
well as facilitating access to and
use of whole genome sequence
data for research purposes.
Moreover, the challenges we face

today are not precisely the same
challenges we will face in one, five,
or ten years, as genomic
technologies continue to develop
and mature.

*Emphasis mine
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First, some vocabulary

Genome: complete genetic complement of an
organism, ie., all possible genes

Phenome: complete observable output of the genome,
le., all possible phenotypes

SNPs: Single nucleotide polymorphisms. Variation at
single points in genome.

Haplotypes: statistically associated groups of SNPs
Allelle: alternative forms of a gene. Diploid organisms

have two copies (alleles) of most genes. Minor allele =
less common variant

GWAS: Genome-wide association studies
NNNNNNNNNNNNNNN WGS: Whole Genome Sequencing
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eMERGE Network

electronic medical records & genomics

(®H The Children’s Hospital of Philadelphia”
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eMERGE Genomics Medicine Pilots
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eMERGE I Biorepository Overview
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eMERGE I Questions

Technical

A Can you do genomic research with EMR data?
Als the information in the EMR?

AHow to get it out?

ADoes it work across institutions?

Ethics, Legal, Social (ELSI)

A Recruiting (Purposeful / Opportunistic)
A Consenting (Opt in / Opt out)
A Privacy

Tear-AData Use
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PheWAS of /RF4 rs12203592
associated with hair color, freckling,
eye color
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