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Objectives

• Define value in the healthcare context
• Explore the concept of value from 

different stakeholder perspectives
• Propose areas to include in population 

genomic screening research that support 
value measurement 



What is Value?

• Can be thought of as a relationship 
between outcomes and cost of care
• Definition “Value in health care is the 

measured improvement in a person’s 
health outcomes for the cost of achieving 
that improvement.”*

*Porter ME, Teisberg EO. Redefining Health Care: Creating Value-Based 
Competition on Results. 2006 Boston, MA: Harvard Business School Press.
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The Perspective on Outcomes
Medical Outcomes

• Morbidity or Mortality
• Disease Free Survival
• Treatment effectiveness
• Treatment safety
• Preventive services (outcomes 

specific to specific 
intervention)

Patient-centered Outcomes
• Satisfaction
• Timeliness
• Access
• Health Behavior Change
• Empowerment/Engagement
• Knowledge
• Personal Utility

System Outcomes
• Costs 

incurred/avoided
• Utilization
• Visibility/reputation
• Patient experience

Cost
• Standard costs 

associated with the 
interventions and 
health states 
experienced by the 
patient. Cost/outcome 
(Cost/QALY)

• NB Hard to measure (at 
least in the US)

Process Outcomes
These measures are the 

specific steps in a process 
that lead — either 

positively or negatively — 
to a particular health 

outcome

Intermediate Outcomes
A biomarker associated 
— either positively or 

negatively — to a 
particular health 

outcome

Health Outcomes
Change in the health of an 
individual, group of people 

or population which is 
attributable to an 

intervention or series of 
interventions



Value-based 
Healthcare

• Goal of value-based care transformation is to 
enable the health care system to create more 
value for patients
• Focus on cost reduction without 

improvement in outcomes is incomplete
• Value-based health care is not the same as 

quality, although quality may be a component
• Patient satisfaction is not equivalent to value-

based care, but outcomes must include the 
patient perspective
• Improving the patient experience associated 

with a value-based intervention enhances 
value from the patient perspective

Teisberg E, Wallace S, O'Hara S. Defining and Implementing Value-Based 
Health Care: A Strategic Framework. Acad Med. 2020 May;95(5):682-685
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Value-based 
Healthcare in 

Genomics

• Population Screening for CDC Tier 1 
conditions
oOutcomes from MyCode Community Health 

Initiative
oCost-effectiveness study Rational Integration 

of clinical SEquencing (RISE) 



‘Tier 1’ 
Outcomes 

Paper

Buchanan AH, et al. Clinical outcomes of a genomic screening program for actionable genetic 
conditions. Genet Med (2020). https://doi.org/10.1038/s41436-020-0876-4 
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‘Tier 1’ 
Outcomes 

Paper

Buchanan AH, et al. Clinical outcomes of a genomic screening program for actionable genetic 
conditions. Genet Med (2020). https://doi.org/10.1038/s41436-020-0876-4 

• Demonstrated some aspects of clinical utility
• Outcomes

oMost outcomes were process (imaging, procedure, analyte 
analysis)

o Some intermediate outcomes (LDL lowering, polyp 
removal)

oNo health outcomes

• Cost not measured

https://doi.org/10.1038/s41436-020-0876-4


RISE Cost-
effectiveness 

Paper

Guzauskas GF, et al. Population Genomic Screening for Three Common Hereditary Conditions : 
A Cost-Effectiveness Analysis. Ann Intern Med. 2023 176:585-595. doi: 10.7326/M22-0846.
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Value-based 
Healthcare in 
Genomics—

Research 
Opportunities

• Outcomes Definition and Standardization



Statement of 
Problem

• Outcomes are critical to determination of the utility 
and value of any medical intervention

• Outcomes for genomic medicine are just beginning to 
be collected

• NIH- and NHGRI-funded projects are collecting 
outcomes
o CSER
o IGNITE
o eMERGE
o ClinSeq
o UDN
o Others

• Some institutions have projects for which outcomes 
are being collecting (PREDICT at Vanderbilt, 
Cardiovascular outcomes at Mayo, Cancer outcomes 
UW and Intermountain, exome/genome return of 
results Rady Children’s, Geisinger MyCode CHI, and 
others)



Early Work on 
Harmonization

• eMERGE III and ClinGen Actionability Working 
Group
o Compared eMERGE health outcomes to ClinGen AWG 

Outcome:Intervention pairs
o Identified concordance and discordance

o Starting point for harmonization
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• IGNITE measures (in PhenX toolkit)
o Extensive outcome measures from different sources 

with validated tools
o Very few health outcomes included

• CSER2
o Survey Measures and Outcomes
o Clinical outcomes, healthcare utilization, and health 

economics
o Engage payers and other policymakers to collect 

outcomes of interest



Value-based 
Healthcare in 
Genomics—

Research 
Opportunities

• Outcomes Definition and Standardization
• Engagement with broader stakeholder 

groups to expand outcomes that 
contribute to holistic consideration of 
value
oDefinition of health outcomes of most 

importance to patients essential

• Standardized cost definition and capture



Conclusion

“Value in health care is determined in addressing 
the patient’s particular medical condition over the 
full cycle of care, from monitoring and prevention 
to treatment to ongoing disease management.”
 ― Michael E. Porter, Redefining Health Care: 

Creating Value-Based Competition on Results


