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~9 Months Ago

PERSPECTIVE

Charting a course for genomic medicine
from base pairs to bedside

genome.gov/sp2011
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FUTURE -

Reflections on the firstten ;
years of the human genomics age -
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February 2011
NHGRI Published New Vision for Genomics
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Beyond 2020

Understanding Understanding Understanding Advancing Improving the
the Structure of the Biology of the Biology of the Science of Effectiveness of
Genomes Genomes Disease Medicine Healthcare

Green et al. 2011



Cost per Sequenced Human Genome
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Genomics Reaches the Clinic:
From Basic Discoveries to Clinical Impact

Teri A. Manolio! and Eric D. Green!-*

TNational Human Genome Research Institute, National Institutes of Health, Bethesda, MD 20892, USA
*Correspondence: egreen@nhgri.nih.gov

DOI 10.1016/j.cell.2011.09.012

Today, more than ever, basic science research provides significant opportunities to advance our
understanding about the genetic basis of human disease. Close interactions among laboratory,
computational, and clinical research communities will be crucial to ensure that genomic discoveries
advance medical science and, ultimately, improve human health.




NHGRI Strategic Plan: ‘No Brainers’

Practical systems for clinical
genomic informatics:
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Structure of
Genomes

..New models for capturing and

displaying these variants and
their phenotypic consequences
should be developed and
Incorporated into practical
systems that make information
available to patients and their
healthcare providers...”

Advancing Improving
Biology of Biology of Science of  Effectiveness of
Genomes Disease Medicine Healthcare



Clinical Genomic
Information Systems




Characterizing and Displaying Genetic
Variants for Clinical Action

e Collaboration between NHGRI &
Wellcome Trust

 Goal: Consider processes,
databases, and other
resources needed to:

— ldentify clinically relevant
variants

— Decide whether they are
actionable and what the
action should be

— Provide information for

W Il wellcometrust clinical use
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