CURRICULUM VITAE (updated 1/13/2022)

PERSONAL INFORMATION

Name: Marc S. Williams, M.D., FA.AP., FA.C.M.G., FA.C.M.I.
Address: (work) Genomic Medicine Institute
Geisinger
100 N. Academy Ave. Mail Code 26-20
Danville, PA 17822-2620
(home) W7521 Castle Heights Drive
Holmen, W1 54636
Telephone: (work) 570-214-1005
(cell) 801-440-6786 (daytime)
Fax: 570-271-5886
EMAIL: mswilliamsl@geisinger.edu
Website:https://www.geisinger.edu/research/research-and-innovation/find-an-
investigator/2018/04/04/13/27/marc-williams

EDUCATIONAL PREPARATION AND DEGREES RECEIVED

University of Wisconsin-Madison B.S. Chemistry 1977
University of Wisconsin-Madison M.D. 1981

AWARDS

ALWIN SCHULTZ AWARD Presented by the University of Wisconsin to the medical student
who showed extraordinary concern and caring in dealing with terminally ill patients and their
families. 1980

HOUGHTON AWARD Presented by the State Medical Society of Wisconsin to the medical
student, "who through scholastic excellence, extracurricular achievement, and interest in medical
organization, shows high promise of becoming a complete physician." 1981

Best paper by a postgraduate professional--Northwest Pediatric Society meeting Fall 1992.

CLARITY Challenge (Children’s Leadership Award for the Reliable Interpretation and
appropriate Transmission of Your genomic information)—Honorable Mention for the
Simulconsult/Geisinger team. The Challenge goal is to identify best methods and practices for the
analysis, interpretation and reporting of individuals’ DNA sequence data, to provide the most
meaningful results to clinicians, patients and families.

Bio-IT World Best Practice Award in Genomics Grand Prize Overcoming the clinical
interpretation bottleneck using integrated genome-phenome analysis. 2013
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POSTGRADUATE EDUCATION

University of Utah Department of Pediatrics. Categorical internship and residency in pediatrics.
June 1981-July 1984

Fellowship Medical Genetics University of Wisconsin-Madison 1992-1995.

Diplomate Intermountain Healthcare Institute for Healthcare Delivery Research Advanced
Training Program in Quality Improvement 2007.

CERTIFICATION

Diplomate National Boards Parts I, 11, and I11.

Certified American Board of Pediatrics September 1986 Not participating in maintenance of
certification (not required for certification of that date)

Certified American Board of Medical Genetics-Clinical Genetics September 1996, Recertified
2006. In compliance with ABMG Expanded Maintenance of Certification Current cycle until
December 31, 20109.

Certified American Board of Preventive Medicine—Clinical Informatics January 1, 2015 expires
January 31, 2025.

LICENSURE

State of Pennsylvania MD444648

State of Utah 5760101-1205 (inactive)
State of Wisconsin 31830-020 (inactive)
State of California (inactive)

State of Michigan (inactive)

PROFESSIONAL AFFILIATIONS AND FELLOWSHIPS

Fellow-American Academy of Pediatrics

Fellow-American College of Medical Genetics

Elected Fellow of the American College of Medical Informatics 2016

American Medical Association

Member-Section on Genetics and Birth Defects American Academy of Pediatrics
American Society of Human Genetics

American Medical Informatics Association

PROFESSIONAL ACTIVITIES

August 1984-July 1986 Private pediatric practice 170 S. Howell St. Hillsdale, M1 49242. (National
Health Service Corps private practice option)



August 1986-December 1990 General pediatrician Riverside Medical Clinic 3660 Arlington Ave.
Riverside, CA 92506.

January 1991-December 2004 Pediatrician/Medical Geneticist Gundersen Lutheran Medical
Center

1999-2004 Associate Medical Director Gundersen Lutheran Health Plan.
Primary Responsibilities:

- Technology Assessment and coverage determinations.

- Oversee Quality program including HEDIS, CAHPS, and QAPI (for Medicare +
Choice product). Rates are, with very few exceptions, above state and national
averages. Gundersen Lutheran Health Plan was ranked the #1 Medicare + Choice
health plan in the country based on customer service. Quality scores on Medicare
HEDIS exempted the plan from CMS audit in the quality area.

- Direct the Health Plan’s disease management programs in diabetes and congestive
heart failure. This is being done in conjunction with a disease management initiative
of our major provider system.

- Responsible for credentialing the provider network and quality peer review.

January 2005-December 2011 Director, Intermountain Healthcare Clinical Genetics Institute

January 2012-July 1, 2020 Professor of research and Director Genomic Medicine Institute,
Geisinger

July 1, 2020-present Professor and Director Emeritus Genomic Medicine Institute Geisinger
June 2017 Professor Geisinger Commonwealth School of Medicine

HOSPITAL AFFILIATIONS

Gundersen Lutheran Medical Center LaCrosse, W1 Jan. 1991-2004 Full privileges.
Franciscan Skemp Healthcare LaCrosse, W1 Nov. 1992-2004 Consulting privileges.
LDS Hospital Salt Lake City, UT 2005-2011 Consulting privileges

Primary Children’s Hospital Salt Lake City, UT 2005-2011 Consulting privileges
Geisinger Medical Center 2012-present full genetics privileges

Geisinger Wyoming Valley 2012-present full genetics privileges

LOCAL AND STATE COMMITTEES

Chair Recruitment Committee Riverside Medical Clinic 7/87- 1990.



Director of Pediatric Educational Programs Riverside Community Hospital 7/89-12/90.

Chair Perinatal Advisory Council of Riverside-West. Moderator and organizer of annual
Perinatal Conference. 1989-1990

Medical Director LaCrosse Regional Genetic Services Project Nov. 1992- 2004.

Chair Personnel Committee Gundersen Clinic. 1993-2004.

Member Credentials Committee Lutheran Hospital 1992-2004. Acting Chair 2000.
Member Integrative Medicine Committee Gundersen Lutheran Medical Center 1998-2004.
Chair Credentials Sub-Committee Gundersen Lutheran Health Plan 1996-2004.

Chair Quality Improvement Sub-Committee Gundersen Lutheran Health Plan 2000-2004.
Secretary-Treasurer Northwestern Pediatric Society 1994-1996.

Medical Director’s Committee Wisconsin Association of Health Plans 1999-2004.

Member transitional residency review committee, Gundersen Lutheran Medical Center, 2004.
Chair LDS Hospital Credentials Committee 2006-2007.

Chair Intermountain Healthcare Urban Central Region Credentials Committee 2007-present.
Member Intermountain Healthcare Primary Care Clinical Programs Guidance Council
Member Intermountain Healthcare Research Operations Council

Member Intermountain Healthcare Research Guidance Council

Member Intermountain Healthcare Intellectual Property Committee

Intermountain representative to Resource for Genetic Epidemiology Committee (Oversight of
Utah Population Database)

Member Utah Department of Health Genetic Advisory Committee 2005-2011
Member Utah Department of Health Newborn Screening Advisory Committee 2005-2011

NATIONAL COMMITTEES

Chair Health Systems Subcommittee Section on Genetics and Birth Defects American Academy
of Pediatrics 2000-2008.



RUC advisor Section on Genetics and Birth Defects American Academy of Pediatrics 2003-
2008.

Participant Strategic Planning workshop American College of Medical Genetics 1/2000.

Director American College of Medical Genetics and Genomics Board (elected 2006. Term began
March, 2007) to March 2013.

American College of Medical Genetics and Genomics Vice President for Clinical Genetics 2009-
2013.

American College of Medical Genetics and Genomics President-Elect 2019-present

Member Committee on the Economics of Genetic Services American College of Medical
Genetics 3/2000-12/2007.

Chair Committee on the Economics of Genetic Services American College of Medical Genetics
11/2000-2006
Major Accomplishments:
- Publication of Reimbursement Manual for members of the ACMG.
- Sponsor educational workshops at annual ACMG meeting on economic issues
- Participate in CPT and ICD processes to improve coding and reimbursement for
genetic services.
o Obtained CPT code for Genetic Counselors
- Assisted in preparation of a grant proposal to HRSA addressing delivery of genetic
services. The purpose of the grant is two-fold: Phase 1 involves collecting data from
a variety of practice settings on genetic care delivery, effectiveness of care and
cost/benefit. Phase 2 will convene working groups to analyze the data and develop
recommendations to the Maternal Child Health Bureau (MCHB) regarding
demonstration projects to improve access to, and enhance quality and cost
effectiveness of genetic services.
- Develop official ACMG statement on Genetics and Managed Care.
(http://www.acmg.net/resources/policy-019.pdf)
- Supported Genetic Counseling licensure efforts in several states
- Consultant to the National Society of Genetic Counselor’s Billing and
Reimbursement Workgroup

Ex-officio member Intellectual Property Committee American College of Medical Genetics
2000-2006.
Focus of this committee is to address the impact of patents on the availability and cost of
genetics tests.

Co-chair American College of Medical Genetics Workgroup to develop Professional Practice
Guidelines for the use of Pharmacogenomic testing for Warfarin dosing. 2006


http://www.acmg.net/resources/policy-019.pdf

Organizer American College of Medical Genetics Special Interest Group on Quality
Improvement in Clinical Genetics (Officially recognized as a SIG in March 2007). Chair 2007-
20009.

Chair ACMG Ad Hoc Committee on the Value of a Genetic Diagnosis 2011-2013

Member American College of Medical Genetics and Genomics Foundation Development
Committee 2013-present.

Chair Sub-Committee on Professional Recognition American College of Medical Genetics
3/2000-2002

Member Maternal and Child Health Task Force American Association of Health Plans 1999-
2003.

Member Emerging Technology Committee American Association of Health Plans 2001-2004.
Member Access Workgroup Secretary’s Advisory Committee on Genetic Testing 2001-2002

Member Access and Reimbursement Workgroup Secretary's Advisory Committee on Genetics,
Health, and Society (SACGHS) 2003-2010.

Member Secretary’s Advisory Committee for Genetics, Health and Society (2007-2010).
Chapter lead and participant Workgroup preparing Oversight of Genetic Testing Report.
Lead Comparative Effectiveness Research and Clinical Utility Workgroup

Reviewer for CDC Collaboration, Education and Test Translation (CETT) program. 2006-2010.

Member Personalized Health Care workgroup of the American Health Information Community

(2006-2008) Participating in Family History, Genetic/Genomic Testing and Clinical Decision

Support workgroups.

Member National Center for Biomedical Informatics Medical Genetics Working Group (2010-
present)

Member eMERGE External Scientific Panel (2011)
Member EGAPP Working Group (2012-2018)

Member Clinical Pharmacogenetic Implementation Consortium (2012-2015)
Member CPIC Informatics Working Group (2013-present)

Member American Medical Informatics Association Genomics and Translational Bioinformatics
Working Group (2013-present)

Institute of Medicine Electronic Health Record Action Collaborative (2014-present)



Board of Directors representing Geisinger Health Care Systems Research Network (2013-2016)
NIH activities
Study Section—Member Biomedical Computing and Health Informatics Study Section
7/1/2015-6/30/2019. Co-Chair 2017-2019

Served as member of several NHGRI special study sections. Chair NHGRI Special Study
section Mendelian Disease program 11/2020.

Member of National Human Genome Research Institute (NHGRI) Genomic Medicine
Working Group Planning committee (2011-present)

Member NHGRI Intersociety Coordinating Committee (2013-2014)
Chair of Use Case Workgroup (2013-2015)

Chair NHGRI Clinician Education Workgroup (2012-2014)
Invited participant Precision Medicine Stakeholder meeting 2015

Chair External Review Committee Uniformed Services University’s TAG-C/CHIRP program.
2018.

External Advisory Committee T32 Genomic Medicine Training Program University of Florida
(2018-present).

Member Technical Evaluation Panel Office of the National Coordinator of Health IT Sync for
Genes Phase 4 (2020-present)

EXTERNAL SCIENTIFIC ADVISORY BOARDS

Pharmacogenomics Clinical Annotation Tool Scientific Advisory Board (2021-present)
Washington University Informatics Institute 2019-present
University of Michigan Precision Health 2019-present

Online Mendelian Inheritance in Man (OMIM) External Scientific Advisory Board (2018-
present)

Clinical Pharmacogenetics Implementation Consortium Scientific Advisory Board (2015-
present)

NIH Undiagnosed Diseases Program External Scientific Panel (2015-present)



CHARGE Syndrome Foundation (1995)
National Marden-Walker Organization (1999).

ACADEMIC APPOINTMENTS/EDUCATIONAL RESPONSIBILITIES

Current

Professor of Genomics Department of Clinical Science, Geisinger Commonwealth School of
Medicine 5/19/2017 to present

Adjunct Professor of Biomedical Informatics Ohio State University 4/1/2015 to present
Adjunct Professor of Biomedical Informatics University of Utah 2019-present
Past
Clinical Assistant Professor of Pediatrics University of Wisconsin-Madison 7/1/94-6/30/98.
Clinical Associate Professor of Pediatrics University of Wisconsin-Madison 7/1/98-2004.
Small group facilitator Genetics 721 (Med-1 course at UW-Madison)
Lecturer and attending in Pediatrics Med-3 UW-Madison Pediatrics rotation at
Gundersen Lutheran Medical Center (Western Clinical Campus of the University of

Wisconsin Medical School.

Clinical Associate Professor, Department of Clinical Science, University of Wisconsin-LaCrosse
12/19/01-2004.

Co-director and lecturer of advanced biology seminar class “Drugs and Disease”.
Lecturer on genetics for Pathophysiology course for Physician’s Assistant program

Full Professor LDS Hospital Clinical Academic Faculty. Joint appointment Departments of
Internal Medicine and Pediatrics. (2005-2011)

Genetics lectures to Internal Medicine Residents at Intermountain Healthcare, University
of Utah and Veteran’s Administration Hospital.

Clinical Professor of Pediatrics-Division of Medical Genetics University of Utah School of
Medicine (2005-2011)

Lead seminars for 1%t and 2" year genetic counseling students at University of Utah
Clinical site for 2" year genetic counseling students at University of Utah



Adjunct Associate Professor of Biomedical Informatics University of Utah School of Medicine
(February 2008-2011)

RESEARCH FUNDING

ACTIVE

External
Federal Prime

1R01HG011799-01 (WILLIAMS, MARC) 08/10/2021 — 05/31/2026 2.4
cal. mos.
NIH (NHGRI) Role Pl $975,703

REAL-TIME GENOMIC DIAGNOSIS AT THE POINT OF CARE

Complex diseases frustrate patients and create a burden on healthcare systems with multiple
inpatient hospitalizations and frequent testing. Creating a pathway that would allow physicians to
utilize genetic information for real time genetic diagnosis could prevent much of this burden.
Utilizing a High Impact Phenotype Identification System (HIPIS) we would like to develop
dynamic virtual genetic panels that should impact clinicians’ decisions at point of care.

1U01HL146188-01A1 (WILLIAMS, MARC) 03/20/2020 —
02/28/2025 1.2 cal. mos.
NIH (NHLBI) Role MPI $538,094

COLLABORATIVE RESEARCH TO EXPLORE GENETIC VARIATION AND
PHENOTYPIC SPECTRUM OF ELASTIN AND RELATED GENES

In the past, the medical community identified human diseases by combining patients with similar
phenotypes and looking for shared genetic changes. This approach is limited by our clinical
ability to see appropriate connections between phenotypic features in patients. This project uses a
gene-first approach in a large research cohort with associated exome sequences to identify the
full range of medically relevant human phenotypes (common and rare) associated with variants
in genes coding for elastic fiber proteins followed by deep phenotyping in individual patients to
learn more about the mechanism of disease and its clinical impact. This is a unique grant
mechanism as the NHLBI intramural program is a subcontract to Geisinger. One of the goals of
the project is to identify Geisinger patients who could be offered the opportunity to have an
evaluation at the NIH clinical center for the purposes of better understand the clinical phenotype
of these disorders. Overlap None

RO1HG009671-01A1 (BUCHANAN, ADAM) 9/19/2018 — 06/30/2023
0.6 cal. mos.
NIH (NHGRI) Role Col $514,799

REPORTING ADULT-ONSET GENOMIC RESULTS TO PEDIATRIC BIOBANK
PARTICIPANTS AND PARENTS



This project will evaluate the psychosocial outcomes and the health behaviors from the return of
genomic results including adult-onset conditions for children and their parents.
Overlap None.

RO1CA211723 (RAHM, ALANNA) 8/1/2017 - 7/31/2022 0.6  cal.
maos.
NIH (NCI) Role Col $112,171

IMPLEMENTING UNIVERSAL LYNCH SYNDROME SCREENING ACROSS MULTIPLE
HEALTHCARE SYSTEMS: IDENTIFYING STRATEGIES TO FACILITATE AND
MAINTAIN PROGRAMS IN DIFFERENT ORGANIZATIONAL CONTEXTS

The goal of this proposal is to utilize the CFIR and other tools from implementation science to
describe, analyze, and compare variations in LS screening program implementation across
multiple healthcare systems with the overarching goal to create a comprehensive model and
customizable approach to implementation for LS screening programs.

Overlap None.

1R01HL148246-01 (STURM, AMY) 7/1/2019-6/302024 0.6 cal.
Mos.
NIH (NHLBI) Role Col $513,080

IDENTIFICATION METHODS, PATIENT ACTIVATION, AND CASCADE TESTING FOR
FH: IMPACT-FH

Identifying the >1 million individuals with familial hypercholesterolemia (FH) in the U.S. will
lead to reduced morbidity and mortality due to atherosclerotic cardiovascular disease. To achieve
population health impact of identifying individuals with this genetic condition, systematic
cascade testing to identify all affected at-risk relatives must also commence. However, both
under-identification of index patients, and low uptake of cascade testing, limits the potential
population health impact. Therefore, this proposal will address these critical gaps in translational
cardiovascular medicine by studying 1) innovative index patient identification methods via both
phenotypic algorithms that utilize electronic health record (EHR) data, and genomic analysis of
next-generation sequencing data; 2) the effectiveness of patient-centered approaches for family
communication assistance to promote patient activation toward cascade testing uptake; and 3)
feasibility, acceptability, and cost of these methods using an implementation science framework
towards the goal of defining best practices for FH identification and cascade testing. Overlap
None

Federal Subaward

SR01HG009694-02 (HAO, JING) 7/1/2017 - 6/30/2021



0.6 cal. mos.
Subcontract to Vanderbilt University (NIH-NHGRI) Role Col $42,867

RATIONAL INTERGRATION OF CLINICAL SEQUENCING (RISE)

The aims are to understand the impact of drivers of economic value in genomic screening, assess
the impact

or real-world use data on genomic screening policy implications, and identify key evidence gaps
and research priorities in genomic screening. Overlap None. In no cost extension.

3U01HG011166-01S1 (PETERSON, JOSH) 6/1/2020 - 5/31/2021
1.2 cal. mos.
Subcontract to VVanderbilt Role Site Pl $100,000

THE EMERGE RISK ASSESSMENT NETWORK - COORDINATING CENTER COVID-19
Supplement

This is a 1-year supplement to eMERGE Phase 1V. The purpose of this supplement is to work
with eMERGE sites to develop, test, and disseminate a set of phenotypes relevant to the study of
health conditions associated with infection with COVID-19. NB This award started much later
than anticipated, so while technically complete, it will continue into early 2022

HHSN275201800005C (BROWER, AMY, WILLIAMS, MARC) 9/26/2018 - 9/25/2023
1.8 cal. mos.
Subcontract to American College of Medical Genetics and GenomICs (NIH-NICHD) Col

$104,891
THE NEWBORN SCREENING TRANSLATIONAL RESEARCH NETWORK (NBSTRN)

The NBSTRN is a project that creates a centralized repository of information generated by
newborn screening programs across the United States. This is a key component of the Hunter
Kelly Newborn Screening Program at the Eunice Kennedy Shriver National Institutes of Child
Health and Human Development through a contract with the American College of Medical
Genetics and Genomics.

PENDING

1 R01 HG012262-01 (Peterson; Hao; Veenstra) 12/01/2021 — 11/30/2026 0.6 ca.
mos.

NIH/NHGRI $ 192,330

RATIONAL INTEGRATION OF POLYGENIC RISK SCORES (RIPS)

There has been an extraordinary growth in recent years of new techniques to predict common
diseases using a new genetic intervention, polygenic risk scores (PRS). The Rational Integration
of Polygenic Risk Scores (RIPS) project will use economic modeling to project the lifetime
clinical impact and cost-effectiveness of screening a diverse population with PRS to predict the



onset of heart disease, breast cancer, and colorectal cancer. The models produced by this study
will account for the cost of genetic testing, the cost and effectiveness of the preventative care
needed to reduce risk, and the potential pitfalls associated with using these novel interventions in
underrepresented and underserved populations. Overlap None NB This was reviewed in July
2021 and scored a 24. Awaiting NHGRI Council review.

R61HL161775 (Jones, Gidding) 12/01/2021 - 11/30/2026 1.2
ca. mos.
NIH/NHLBI Role Co-I $259,727

COLLABORATIVE APPROACH TO REACH EVERYONE WITH FAMILIAL
HYPERCHOLESTEROLEMIA: CARE-FH

Diagnosis rates of familial hypercholesterolemia (FH) are low in the United States, despite
multiple guidelines and recommendations for screening and treatment of high cholesterol, to
prevent heart attacks in those affected. Using a stepped-wedge design, we plan to utilize tools
from implementation science to improve uptake, acceptability, and sustainability of FH
diagnostic programs in primary care settings. If successful, this study will provide tools
generalizable to other health care systems to improve FH diagnosis rates. Overlap None

HHSN275201800005C (Amy Brower) 9/26/2018 - 9/25/2023 1.8 cal. mos.
Subcontract to American College of Medical Genetics and GenomICs (NIH-NICHD) Role MPI

$104,891
THE NEWBORN SCREENING TRANSLATIONAL RESEARCH NETWORK (NBSTRN)

The NBSTRN is a project that creates a centralized repository of information generated by
newborn screening programs across the United States. This is a key component of the Hunter
Kelly Newborn Screening Program at the Eunice Kennedy Shriver National Institutes of Child
Health and Human Development through a contract with the American College of Medical
Genetics and Genomics.

PENDING

RO1 No assignment # (WILLIAMS, MARC) 4/1/2021 - 3/31/2026
3.0 cal. mos.

NIH (NHGRI) Role PI $599,430

REAL-TIME GENETIC DIAGNOSIS AT THE POINT OF CARE

The goal of the project is to test the proposition that we can identify symptoms or diseases where
having an individual’s genetic sequence information can have a significant impact on diagnosis
or treatment. We can then build algorithms to capture these symptoms from an individual’s
electronic medical record as they are being seen by a physician and offer a genetic diagnosis
while the patient is still in the office. This rapid genetic diagnosis has the potential to



significantly improve care through more targeted treatment and the avoidance of unnecessary
visits and tests. As this is a new capability for the electronic medical record we must determine
the best way to integrate such capability in a way that provides the best benefit for the patient
and the physician. We will also study methods of delivering genetic diagnoses and information
surrounding those diagnoses to physicians so they can provide optimal informed treatment to the
patient. Overlap None.

RO1HL157211 (JONES, LANEY) 04/01/2021 — 03/31/2026 0.6 cal. mos.
NIH (NHLBI) Role Col $3,103,915

TESTING REAL-WORLD EVIDENCE-BASED APPROACHES TO TREAT FH: TREAT-FH

The goal of this project is to develop, tailor, and test implementation strategies to improve
treatment of familial hypercholesterolemia.
Overlap: None (coordinated with work of IMPACT-FH)

Completed Research Support

DHHS Health Resources and Services Administration Congressionally-Mandated Health
Information Technology Grants. PI for Intermountain Healthcare Award date 9/1/2010 10%
effort. 18 month grant. (My role terminated on Dec. 22, 2011 upon leaving Intermountain
Healthcare)

National Library of Medicine SimulConsult An Evidence-Based, Open Database Approach to
Diagnostic Decision Support. Role Senior Expert

Washington State Department of Health Grant # N14531 Intermountain Healthcare Genetic Use
Case. Total award $5000 Due date 5/31/2007 Completed 2008

Goal: Develop a case study for clinical genetic services in a private not for profit integrated
health care delivery system

Role: Coordinate data acquisition and serve a key informant for site visit team.

University of Washington Subcontract No. 343192 (from CDC contract) entitled "Should
Genetic Testing be used to Guide Warfarin Therapy? An Evidence Based Cost-Utility
Analysis." Total Award $17,492. Ended 2007

Goal: Evaluate cost of implementing genetic testing to assist Warfarin dosing in clinical practice.
Done in parallel with the CoumaGen prospective randomize controlled-trial, but funded
independently.

Role: Institutional PI. Clinical consultant to economic modeling team.

Genetic Alliance Project ID No. 1002481 (HRSA funded) entitled Genetic Alliance Grant:
"Utilizing Family Traditions and Oral History for Health Promotion." Total award $183,148.42.
3 year grant ending May 9, 2009.

Goal: Development and implementation of community based family history tools.



Role: Institutional PI. Lead qualitative research effort on how primary care physicians use
family history information they collect. Clinical consultant for development of family history
collection tools. Evaluation of provider response to information.

Microsoft HealthVVault award to develop Family History collection tool in the electronic patient
portal. $150,000 1 year award for 2009

Goal: Develop and implement an electronic family history collection tool in the Intermountain
Healthcare MyHealth Patient Portal. Develop ability to upload information from this tool to a
Microsoft HealthVault Personal Health Record.

Role: Clinical consultant for development of family history collection tools.

INTEROPERABLE DECISION SUPPORT TO IMPROVE DIAGNOSTIC WORKFLOW
ACROSS MULTIPLE EHRS R44L.M011585 Co-I 5% effort 4/1/2013 3/31/2015

Geisinger E-Genomic Medicine Program (GEM) NHGRI 1U01HG006382-01 Co-PI Geisinger
Health System 20% effort. 7/1/2011 - 6/30/2015

Cardiovascular Research Network HMO Research Network - Anticoagulation Treatment and
Long-Term Outcomes after Venous Thromboembolism 0.6 Calendar months Assumed site Pl
role January 2014. Site Principal Investigator. 1.2 Calendar months The goal of this project is to
use the electronic health record to improve the identification and management of patients who
have experience venous thromboembolism.

EMR-Linked Biobank for Translational Genomics UO1HG8679 9/1/2015-3/31/2020 NCE
8/31/2020 Role: Pl Goal: eMERGE is a national network organized and funded by the National
Human Genome Research Institute (NHGRI) that combines DNA biorepositories with electronic
medical record (EMR) systems for large scale, high-throughput genetic research in support of
implementing genomic medicine.

Washington University K12 Program in T4 Implementation Research K12HL137842-02
07/01/2018 — 06/30/2020 Role Site Mentor | mentor a junior faculty member on a project
focused on implementation of a program to improve the care of patients with Familial
Hypercholesterolemia.

A Genotype- Phenotype Archiving and Communication System (G-PACS) 1R43HG010322
09/19/2018 — 08/31/2019 Role: MPI The project proposes to develop a prototype platform for a
Genotype-Phenotype Archiving and Communication System, analogous to the radiology PACS,
with archiving and communication of 2 types of information — patient findings and annotated
genomic variants, enabling genome-phenome analysis using these components.

Clinically Relevant Genetic Variants Resource: A Unified Approach For Identifying Genetic
Variants For Clinical Use NHGRI Site P1 08/01/2017 — 07/31/2018

Goal: The goal of this project is to create an annotated genomic variant repository that is
available for use by laboratorians and clinicians. My role is to lead the team that will explore
interfaces between the resource and the electronic health record.



ENHANCING GENOMIC LABORATORY REPORTS TO ENHANCE COMMUNICATION
AND EMPOWER PATIENTS. PCORI PI 9/1/2013 12/31/2016 Goal: The goal of this project is
to create a patient facing genomic test report and do a prospective comparative effectiveness trial
using this report compared to standard of care.

GENOMIC MEDICINE IMPLEMENTATION: THE PERSONALIZED MEDICINE
PROGRAM U01 HG007269 Subaward FDSP00010620 (Economic modeling project for
pharmacogenomics prevention of Stevens-Johnson syndrome). 5/1/2014 to 4/30/2015 The goal
of this project is to create a generic decision model that will allow rapid determination of cost-
effectiveness through the input of a set of key variables.

U01GHO008679 (WILLIAMS, MARC) 9/1/2015 - 3/31/2020
2.4 cal. mos.
NIH (NHGRI) Role PI $577,739

EMR-LINKED BIOBANK FOR TRANSLATIONAL GENOMICS (EMERGE III)

The goals of this study are to use existing biospecimens, genotype and sequence data and EMR
generated phenotypes for discovery in the proposed disorders: familial hypercholesterolemia
(FH) and chronic rhinosinusitis (CRS), develop and test approaches for implementation of
genomic information in clinical practice and to explore, develop and implement novel
approaches for family-centered communication around clinically relevant genomic results. The
original grant period was to end 5/31/2019, but a one-year extension (through a supplement) was
approved so the project will now end 3/31/2020.

Overlap None.

No cost extension completed 8/31/2020.

1U41HG009650-01 (WILLIAMS, MARC) 9/12/2017 - 7/31/20211.56 cal. mos.
Subcontract to University of North Carolina (NIH-NHGRI) $35,454

THE CLINICAL GENOME RESOURCE — EXPERT CURATION AND EHR INTEGRATION
ClinGen is a National Institutes of Health (NIH)-funded resource dedicated to building an
authoritative central resource that defines the clinical relevance of genes and variants for use in
precision medicine and research.

Overlap None.

RESEARCH COORDINATION

Supervisor Genetics Summer Fellowship Gundersen Lutheran Medical Foundation 1996-2004.

EDITORIAL POSITIONS

Editorial Board Wisconsin Medical Journal 1998-2004.

Ad Hoc Peer Reviewer for: New England Journal of Medicine, Journal of the American Medical
Association (JAMA), Nature Medicine, Annals of Internal Medicine, Journal of the American
Heart Association, American Journal of Medical Genetics, Genetics in Medicine, Mayo Clinic
Proceedings, European Journal of Pediatrics, Clinical Dysmorphology, Clinical Genetics,
Medical Decision Making, Personalized Medicine, Journal of Medical Genetics, Effective Health



Care, Journal of Pediatrics, American Journal of Medical Quality, Science Translational
Medicine, Postgraduate Medical Journal, Journal of Personalized Medicine, Journal of
Healthcare Engineering, Molecular Diagnosis and Therapy, Applied Clinical Informatics,
Human Mutation, Learning Health Systems, BMC Medical Genetics, Health Affairs,
Neuroscience, Molecular Genetics and Metabolism Reports, Children.

Guest Editor: American Journal of Medical Genetics Part C (3 issues of Seminars in Medical
Genetics); Genetics in Medicine (1 special issue); BMC Medicine Big Data Article Collection
(2019)

Standing reviewer for American Medical Informatics Association Informatics Summit, and
Annual Meeting.

PUBLICATIONS

Available at NCBI:
http://www.ncbi.nlm.nih.gov/sites/myncbi/marc.williams.1/bibliography/46499458/public/?sort=
date&direction=ascending

Kivlin JD, Fineman RM, Williams MS. Phenotypic Variation in the del(12p) Syndrome. Am J
Med Genet 22:769-779, 1985.

Williams MS, Josephson KD, Wargowski DS. Marden-Walker Syndrome: a case report and a
critical review of the literature. Clin Dysmorphol 2:211-219(1993).

Williams MS, Rooney BL, Williams JL, Josephson KD, Pauli RM. Investigation of
Thermoregulatory Characteristics in Patients with Prader-Willi Syndrome. Am J Med Genet
49:302- 307(1994).

Williams MS, Josephson KD, Pauli RM. Patterson-Lowry Rhizomelic Dysplasia: a Possible
Second Example. Clin Dysmorphol 4:216-221, (1995).

Richards ML, Gundersen AE, Williams MS. Cystic Neuroblastoma of Infancy. J Pediatr Surg
30:1354-1357, 1995.

Pauli RM, Williams MS, Josephson KD, Tint GS. Smith-Lemli-Opitz Syndrome: Thirty Year
Follow-up of “S” of the “RSH” Syndrome. Am J Med Genet, 68:260-262, 1997.

Aswegan AL, Josephson KD, Mowbray R, Pauli RM Spritz RA, Williams MS. Autosomal
Dominant Hypohidrotic Ectodermal Dysplasia in a large family. Am J Med Genet 72:462-467,
1997.

Williams MS, Josephson KD. Unusual autosomal recessive lymphatic anomalies in two
unrelated Amish families. Am J Med Genet 73:286-289, 1997.


http://www.ncbi.nlm.nih.gov/sites/myncbi/marc.williams.1/bibliography/46499458/public/?sort=date&direction=ascending
http://www.ncbi.nlm.nih.gov/sites/myncbi/marc.williams.1/bibliography/46499458/public/?sort=date&direction=ascending

Blake KD, Davenport SLH, Hall BD, Hefner MA, Pagon RA, Williams MS, Lin AE, Graham
JM. CHARGE Association: An update and review for the primary pediatrician. Clin Pediatr
37:159-173, 1998

Williams MS, Josephson KD, Wargowski DS, Dewald GW. An Unusual Chromosome
rearrangement in a patient with features of Wolf-Hirschhorn Syndrome. WMJ April:42-45,
1998.

Ho L, Williams MS, Spritz RA. A Gene for Autosomal Dominant Hypohidrotic Ectodermal
Dysplasia (EDA3) Maps to Chromosome 2q11-13. Am J Hum Genet 62:1102-06, 1998.

Wittine LM, Josephson KD, Williams MS. Aortic Root Dilation in Apparent Lujan-Fryns
Syndrome. Am J Med Genet 86:405-409, 1999.

Williams MS, Williams JL, Wargowski DS, Pauli RM, Pletcher BA. Filippi Syndrome: Report
of Three Additional Cases. Am J Med Genet 87:128-133, 1999.

Williams MS. Advocating for genetics at the local level: The Medicare Part B Carrier Advisory
Committee. Genet Med 3:321-323, 2001.

Larson ARU, Josephson KD, Pauli RM, Opitz J, Williams MS. Klippel-Feil Anomaly with
Sprengel Anomaly, Omovertebral Bone, Thumb Abnormalities, and Flexion-Crease Changes: a
Novel Association or Syndrome? Am J Med Genet 101:158-162, 2001.

Williams MS, Josephson KD, Gursoy N, Jackson-Cook C. Suspected gonadal mosaicism for
isochromosomes 18p and 189 unsubstantiated by FISH analysis of sperm. Genet Med 3:318-
320, 2001.

Rosenberg MJ, Killoran C, Dziadzio L, Chang S, Stone DL, Meck J, Aughton D, Bird LM,
Bodurtha J, Cassidy SB, Graham JM Jr., Grix A, Guttmacher AE, Hudgins L, Kozma C,
Michaelis R, Pauli R, Peters KF, Rosenbaum KN, Tifft CJ, Wargowski D, Williams MS,
Biesecker LG. Scanning for telomeric deletions and duplications and uniparental disomy using
genetic markers in 120 children with malformations. Hum Genet, 109:311-18, 2001.

Williams MS. Genetics and managed care: policy statement of the American College of
Medical Genetics. Genet Med 3:430-5, 2001.

Williams MS. The role of genetics in Managed care: Seeking ways to better incorporate genetics
into regular practice. Healthplan 42:31-35, 2001.

Williams MS. Developmental anomalies of the scapula--the “omo”’st forgotten bone. Am J Med
Genet 120A:583-7, 2003.

Williams MS, Josephson KD. Macrocephaly, Distinct Craniofacial Appearance and Spastic
Paraplegia: A New Case and Expansion of the Phenotype. Am J Med Genet 121A:281-2, 2003.



Williams MS. The Genetic Future: Can Genomics Deliver on the Promise of Improved
Outcomes and Reduced Costs? Background and Recommedations for Health Insurers. Disease
Manage Health Outcomes (invited review article) 11:277-290, 2003.

Brock KE, Mathiason MA, Rooney BL, Williams MS. A quantitative assessment of limb
anomalies in CHARGE syndrome: Correlation with diagnosis and characteristic CHARGE
anomalies. Am J Med Genet 123A:111-21,2003.

Helga V. Toriello, John C. Carey, Marie-Claude Addor, William Allen, Leah Burke, Nicole
Chun, William Dobyns, Ellen Elias, Renata Gallagher, Roel Hordijk, Gene Hoyme, Mira Irons,
Tamison Jewett, Martine LeMerrer, Mark Lubinsky, Rick Martin, Donna McDonald-McGinn,
Luitgard Neumann, William Newman, Richard Pauli, Laurie Seaver, Anna Tsai, David
Wargowski, Marc Williams, Elaine Zackai. Toriello-Carey Syndrome: Delineation and review.
Am J Med Genet 123A:84-90, 2003.

Armstrong L, ElI Moneim AA, Aleck K, Aughton DJ, Baumann C, Braddock SR, Gillessen-
Kaesbach G, Graham JM, Grebe TA, Gripp KW, Hall BD, Hennekam R, Hunter A, Keppler-
Norcuil K, Lacombe D, Lin AE, Ming JE, Kokitsu-Nakata NM, Nikkel SM, Philip N, Raas-
Rothschild A, Sommer A, Verloes A, Walter C, Wieczorek D, Williams MS, Zackai E, Allanson
JE. Further delineation of Kabuki syndrome in 48 well-defined new individuals. Am J Med
Genet 132A:265-272, 2004.

DeScipio C, Schneider L, Young TL, Wasserman N, Yaeger D, Lu F, Wheeler PG, Williams
MS, Bason L, Jukofsky L, Menon A, Geschwindt R, Chudley AE, Saraiva J, Schinzel AAGI,
Guichey A, Dobyns WE, Toutain A, Spinner NB, Krantz ID. Subtelomeric deletions of
Chromosome 6p: Molecular and cytogenetic characterization of three new cases with phenotypic
overlap with Ritscher-Schinzel (3C) syndrome. Am J Med Genet 134A:3-11, 2005.

Williams MS. Speculations on the pathogenesis of CHARGE syndrome. Am J Med Genet
133A:318-325, 2005.

Hammes BJ, Klevan J, Kempf M, Williams MS. Pediatric Advance Care Planning. J Palliative
Med 8:766-73, 2005.

Williams MS, Ettinger RE, Hermanns P, Lee B, Carlsson G, Taskinen M, Mékitie O. The
Natural History of Severe Anemia in Cartilage-Hair Hypoplasia. Am J Med Genet 138A:35-40,
2005.

Hermanns P, Williams MS. Analysis of RPS19 in patients with cartilage-hair hypoplasia and
severe anemia:preliminary results. Am J Med Genet 138A:66-67, 2005.

Williams MS. Neuropsychological Evaluation in Lujan-Fryns Syndrome:Commentary and
Clinical Report. Am J Med Genet 140A:2812-2815, 2006.

Alsultan A, Williams MS, Lubner S, Goldman FD. Chronic Granulomatous Disease presenting
with disseminated intracranial Aspergillosis. Pediatr Blood Cancer 47:107-10, 2006.



Del Fiol G, Williams MS, Maram N, Rocha RA, Wood GM, Mitchell JA. Integrating genetic
information resources with an EHR. AMIA Annu Symp Proc. 2006:904.

Williams MS, Elliott CG, Bamshad MJ. Pulmonary Disease is a Component of Distal
Arthrogryposis Type 5. Am J Med Genet 143A:752-756, 2007.

Williams MS. Health Insurance and chronic illness: Is anything helping? Am J Med Genet
143A:718-720, 2007.

Williams MS. Adult dysmorphology: Perspectives on approach to diagnosis and care. Am J
Med Genet Part C Semin Med Genet 145C:227-2292007.

Maves SN, Williams MS, Williams JL, Levonian PJ, Josephson KD. Analysis of 88 adult
patients referred for genetics evaluation. Am J Med Genet Part C Semin Med Genet 145C:232-
240, 2007.

Gudgeon JM, McClain MR, Palomaki GE, Williams MS. Rapid-ACCE:
Experience with a rapid and structured approach for evaluating gene-based testing. Genet Med
9:473-478, 2007.

Williams MS. Insurance coverage for pharmacogenomic testing. Personalized Med 4:479-487,
2007.

Flockhart DA, O’Kane D, Williams MS, Watson MS. Pharmacogenetic testing of CYP2C9 and
VKORCI1 alleles for warfarin. Genet Med 10:139-150, 2008.

Ferreira-Gonzalez A, Teutsch S, Williams MS, FitzGerald KT, Miller PS, Famous C. US system
of oversight for genetic testing: A report from the Secretary’s Advisory Committee for Genetics,
Health and Society. Personalized Med 5:521-528, 2008.

Swensen JJ, Keyser J, Coffin CM, Biegel JA, Viskochil DH, Williams MS. Familial occurrence
of schwannomas and malignant rhabdoid tumor associated with a duplication in SMARCBL1. J
Med Genet 46:68-72, 20009.

Lubin IM, McGovern MM, Gibson Z, Gross SJ, Lyon E, Pagon RA, Pratt VM, Rashid J, Shaw
C, Stoddard L, Trotter TL, Williams MS, Wilson JA, Pass K. Clinician Perspectives about
Molecular Genetic Testing for Heritable Conditions and Developing a Clinician-Friendly
Laboratory Report. J Mol Diagn 11:162-171, 2009.

Zellerino BC, Milligan SA, Gray JR, Williams MS, Brooks R. Identification and prioritization
of quality indicators in clinical genetics: an international survey. Am J Med Genet C 151C:179-
90, 20009.



Zellerino B, Milligan SA, Brooks R, Freedenberg DL, Collingridge DS, Williams MS.
Development, Testing and Validation of a Patient Satisfaction Questionnaire for use in the
Clinical Genetics Setting. Am J Med Genet C 151C:191-199, 20009.

Williams MS. Quality in Clinical Genetics. Am J Med Genet C 151C:175-8, 2009.

Heras YZ, Mitchell JA, Williams MS, Brothman AR, Huff SM. Evaluation of LOINC for
Representing Constitutional Cytogenetic Test Result Reports. AMIA Annu Symp Proc.
2009:239-43, 20009.

Meckley LM, Gudgeon JM, Anderson JL, Williams MS, Veenstra DL. A Policy model to
evaluate the benefits, risks and costs of Warfarin pharmacogenomic testing. Pharmacoeconomics
28:61-74, 2010.

Hulse NC, Wood GM, Haug PJ, Williams MS. Deriving consumer-facing disease concepts for
family health histories using multi-source sampling. J Biomed Inform. 2010 43:716-24.

Taylor DP, Burt RW, Williams MS, Haug PJ, Cannon-Albright LA. Population-based family-
history-specific risks for colorectal cancer: a constellation approach. Gastroenterology. 2010
138:877-85.

Guthery SL, Mineau G, Pimental R, Williams MS, Kerber RA. Inflammatory Bowel Disease
Aggregation in Utah kindreds. Inflamm Bowel Dis. 17:823-30, 2011.

Williams JL, Collingridge DS, Williams MS. Primary Care Physician’s Experience with Family
History: An Exploratory Qualitative Study. Genet Med 13:21-25, 2011.

Taylor DP, Stoddard GJ, Burt RW, Williams MS, Mitchell JA, Haug PJ, Cannon-Albright LA.
How well does family history predict who will get colorectal cancer? Implications for cancer
screening and counseling. Genet Med 13:385-391, 2011.

Taylor DP, Cannon-Albright LA, Sweeney C, Williams MS, Haug PJ, Mitchell JA, Burt RW.
Comparison of compliance for colorectal cancer screening and surveillance by colonoscopy
based on risk. Genet Med. 13:737-743, 2011.

Crockett DK, Piccolo SR, Ridge PG, Margraf RL, Lyon E, Williams MS, Mitchell JA.
Predicting phenotypic severity of uncertain gene variants in the RET proto-oncogene. PLoS ONE
6(3): €18380. doi:10.1371/journal.pone.0018380.

O’Leary J, Edelson V, Gardner N, Gepp A, Kyler P, Moore P, Petruccio C, Williams M, Terry
S, Bowen D. Community Centered Family Health History: A Customized Approach to Increased
Health Communication and Awareness. Progress In Community Health Partnerships 5:113-122,
2011.



Grimmer JF, Williams MS, Pimental R, Mineau G, Wood GM, Bayrak-Toydemir P, Stevenson
DA. Familial Clustering of Hemangiomas. Arch Otolaryngol Head Neck Surg. 137:757-60,
2011.

Hoffman MA, Williams MS. Electronic Medical Records and Personalized Medicine.
Hum Genet. 130:33-9, 2011.

Gudgeon JM, Williams JL, Burt RW, Samowitz WS, Snow GL, Williams MS. Lynch Syndrome
Screening Implementation: Business Analysis by a Healthcare System. Am J Manag Care
17:€288-300, 2011.

Coates RJ, Melillo S, Williams M, Gudgeon J. Genetic testing for Lynch syndrome in
individuals newly diagnosed with colorectal cancer to reduce morbidity and mortality from
colorectal cancer in their relatives. PLOS Currents Evidence on Genomic Tests [Internet]. July,
2010. Available from: http://knol.google.com/k/ralph-coates/genetic-testing-for-lynch-syndrome-
in/lalqttjpq2sd5/11#/

Hulse NC, Ranade-Kharkar P, Post H, Wood GM, Williams MS, Haug PJ. Development and
early usage patterns of a consumer-facing family health history tool. AMIA Annu Symp Proc.
2011:578-87.

Khoury MJ, Coates RJ, Fennell M, Glasgow RE, Scheuner MT, Schully SD, Williams MS,
Clauser SB. Multilevel research and the challenges of implementing genomic medicine. J Natl
Cancer Inst 44:112-120, 2012

Grimmer JF, Williams MS, Pimental R, Mineau G, Wood GM, Bayrak-Toydemir P, Stevenson
DA. Hemangioma is associated with atopic disease. Otolaryngol Head Neck Surg. 2012
146:206-9.

Crockett DK, Lyon E, Williams MS, Narus SP, Facelli JC, Mitchell JA. Utility of gene-specific
algorithms for predicting pathogenicity of uncertain gene variants. Journal of the American
Medical Informatics Association (JAMIA) 19:207-11, 2012

Williams MS. The public health genomics translation gap: What we don’t have and why it
matters. Public Health Genomics. 15:132-138, 2012.

Crockett DK, Ridge PG, Wilson AR, Lyon E, Williams MS, Narus SP, Facelli JC, Mitchell JA.
Consensus: A framework for evaluation of uncertain gene variants in laboratory test reporting.
Genome Med 4:48, 2012.

Ellison JW, Ravnan JB, Rosenfeld JA, Morton A, Neill NJ, Williams MS, Lewis J, Torchia BS,
Walker C, Traylor RN, Moles K, Miller E, Lantz J, Valentin C, Minier SL, Leiser K, Powell BR,
Wilks TM, Shaffer LG. Clinical Utility of Chromosomal Microarray Analysis. Pediatrics 130:
e1085-95, 2012.


http://knol.google.com/k/ralph-coates/genetic-testing-for-lynch-syndrome-in/1alqttjpq2sd5/11#/
http://knol.google.com/k/ralph-coates/genetic-testing-for-lynch-syndrome-in/1alqttjpq2sd5/11#/

Heras Y, Brothman AR, Williams MS, Mitchell JA, McDonald CJ, Huff SM. Development of
LOINC for Integrating Constitutional Cytogenetic Test Result Reports into Electronic Health
Records. Eur J Bioinformatics 2012 8:en3-11

Gudgeon JM, Belnap TW, Williams JL, Williams MS. Impact of Age Cut-offs on a Lynch
Syndrome Screening Program. J Oncol Pract. 2013 9:175-9.

Kullo 13, Jarvik GP, Manolio TA, Williams MS, Roden DM. Leveraging the electronic health
record to implement genomic medicine. Genet Med 2013 15:270-1.

Manolio TA, Chisolm RL, Ozenberger B, Roden DM, Williams MS, Wilson R, Bick D,
Bottinger E, Brilliant MH, Eng C, Frazer KA, Korf B, Ledbetter DH, Lupski JR, Marsh C,
Mrazek D, Murray MF, O’Donnell PH, Rader D, Relling MV, Shuldiner AR, Valle D,
Weinshilboum R, Green ED, Ginsburg GS. Implementing Genomic Medicine in the Clinic: The
Future is Here. Genet Med. 2013 15:258-67.

Goddard KAB, Whitlock EP, Berg JS, Williams MS, Webber EM, Webster JA, Lin JS, Schrader
KA, Campos-Outcault D, Offit K, Feigelson HS, Hollombe C. Description and Pilot Results
from a Novel Method for Evaluating Return of Incidental Findings from Next Generation
Sequencing Technologies. Genet Med. 2013 15:721-8.

Starren J, Williams MS, Bottinger EP. Crossing the Omic Chasm: A Time for Omic Ancillary
Systems. JAMA 2013 309:1237-8.

Green RC, Berg JS, Grody WW, Kalia SS, Korf BR, Martin CL, McGuire A, Nussbaum RL,
O’Daniel JM, Ormond KE, Rehm HL, Watson MS, Williams MS, Biesecker LG. ACMG
Recommendations for Reporting of Incidental Findings in Clinical Exome and Genome
Sequencing. Genet Med. 2013 15:565-74.

http://www.acmg.net/docs/ACMG_Releases Recommendations_on_Incidental_Findings_in_Cli
nical_Exome_and_Genome_Sequencing.pdf

Segal MM, Williams MS, Gropman AL, Torre AR, Forsyth R, Connolly AM, El-Hattab AW,
Perlman SJ, Samanta D, Parikh S, Pavlakis SG, Feldman LK, Betensky RA, Gospe SM.
Evidence-Based Decision Support for Neurological Diagnosis Reduces Errors and Unnecessary
Workup. J Child Neurol 2014 29:487-492

Deneau M, Jensen MK, Holmen J, Bleyl S, Williams MS, Book L, Guthery SL. Primary
Sclerosing Cholangitis, Autoimmune Hepatitis and Overlap in Utah Children: Epidemiology and
Natural History. Hepatology. 2013 58:1392-400.

Gottesman O, Kuivaniemi H, Tromp G, Faucett WA, Li R, Manolio TA, Sanderson SC, Kannry
J, Zinberg R, Basford MA, Brilliant M, Carey DJ, Chisolm RL, Chute CG, Connolly JJ, Crosslin
D, Denny JC, Gallego CJ, Haines JL, Hakonarson H, Harley J, Jarvik GP, Kohane I, Kullo 1J,
Larson EB, McCarty C, Ritchie MD, Roden D, Smith ME, Bottinger EP, Williams MS. The
Electronic Medical Records and Genomics (eMERGE) Network: Past, Present and Future. Genet
Med 2013 15:761-71.



Kannry JL, Williams MS. Integration of Genomics into the Electronic Health Record: Mapping
Terra Incognita Genet Med. 2013 15:757-60.

Hazin R, Brothers KB, Malin BA, Koenig BA, Sanderson SC, Rothstein MA, Williams MS.
Clayton EW, Kullo 1J. Ethical, Legal and Social Implications of Incorporating Genomic
Information into Electronic Health Records. Genet Med. 2013 15:810-6.

Williams MS, Kannry JL. The Undiscovered Country: The Future of Integrating Genomic
Information into the EHR Genet Med. 2013 15:842-5.

Overby CL, Kohane I, Kannry J, Williams MS, Starren JB, Bottinger E, Gottesman O, Denny
JC, Weng C, Tarczy-Hornoch P, Hripcsak G. Opportunities for Genomic Clinical Decision
Support Interventions Genet Med. 2013 15:817-23.

Hartzler A, McCarty CA, Rasmussen LV, Williams MS, Brilliant M, Bowton EA, Clayton EW,
Faucett WA, Ferryman K, Field JR, Fullerton SM, Horowitz CR, Koenig BA, McCormick JB,
Ralston JD, Sanderson SC, Smith ME, Trinidad SB. Stakeholder Engagement: A Key
Component of Integrating Genomic Information into Electronic Health Records Genet Med.
2013 15:792-801.

Calonge N, Klein RD, Berg AO, Berg JS, Armstrong K, Botkin J, Campos-Outcalt D,
Djulbegovic B, Fisher NL, Ganiats TG, Haddow JE, Hayes M, Janssens ACJW, Kaye C, Lyman
DO, Offit K, Pauker SG, Phillips KA, Piper M, Richards CS, Scott JA, Strickland OL, Teutsch
S, Tunis SR, Veenstra DL, Williams MS, Zallen DT. The EGAPP Initiative: Lessons Learned.
Genet Med. 2014 16:217-24.

Muir AJ, Gong L, Johnson SG, Lee MTM, William MS, Klein TE, Nelson D. Clinical
Pharmacogenetics Implementation Consortium (CPIC) guidelines for 1L28B genotype with
peginterferon alpha based regimens. Clin Pharmacol Ther 2014 95:141-6.

Caudle KE, Klein TE, Hoffman JM, Miller DJ, Whirl-Carrillo M, Gong L, McDonagh EM,
Sangkuhl K, Thorn CF, Schwab M, Aglndez JAG, Freimuth RR, Huser V, Lee MTM,
Iwuchukwu OF, Crews KR, Scott SA, Wadelius M, Swen JJ, Tyndale RF, Stein CM, Roden D,
Relling MV, Williams MS, Johnson SG. Incorporation of Pharmacogenomics into Routine
Clinical Practice: the Clinical Pharmacogenetics Implementation Consortium (CPIC) Guideline
Development Process. Curr Drug Metab. 2014 15:209-17.

Kinney AY, Boonyasiriwat W, Walters ST, Stroup AM, Schwartz MD, Pappas LM, Edwards
SL, Rogers A, Kohlman WK, Boucher KM, Burt RW, Vernon SW, Simmons RG, Lowery JT,
Wiggins CL, Williams MS, Hill DA, Higginbotham JC. Telehealth Personalized Cancer Risk
Communication to Motivate Colonoscopy in Relatives of Colorectal Cancer Patients: The
Family CARE Randomized Controlled Trial. J Clin Oncol. 2014 32:654-62.



Ramos EM, Din-Lovinescu C, Berg JS, Brooks LD, Duncanson A, Dunn M, Good P, Hubbard
T, Jarvik GP, O’Donnell C, Sherry ST, Aronson N, Biesecker LG, Blumberg B, Calonge N,
Colhoun HM, Epstein RS, Flicek P, Gordon ES, Green ED, Green RC, Hurles M, Kawamoto K,
Knaus W, Ledbetter DH, Levy HP, Lyon E, Maglott D, McLeod HL, Rahman N, Randhawa G,
Wicklund C, Manolio TA, Chisholm RL, Williams MS. Characterizing Genetic Variants for
Clinical Action. Am J Med Genet C Semin Med Genet. 2014 166:93-104.

Williams JL, Faucett WA, Smith-Packard B, Wagner M, Williams MS. An assessment of time
involved in pre-test case review and counseling for a Whole Genome Sequencing Clinical
Research Program. J Genet Counsel 2014 23: 516-521.

Patel ZH, Kottyan LC, Lazaro S, Williams MS, Ledbetter DH, Tromp G, Rupert A, Kohram M,
Wagner M, Husami A, Qian Y, Valencia CA, Zhang K, Hostetter MK, Harley JB, Kaufman K.
The struggle to find reliable results in exome sequencing data: Filtering out Mendelian errors.
Front Genet 2014 5:16.

Williams MS. Genomic Medicine Implementation: Learning by Example. Am J Med Genet C
Semin Med Genet. 2014 166:8-14.

Wade JE, Ledbetter DH, Williams MS. Implementation of Genomic Medicine in a Health Care
Delivery System: A Value Proposition? Am J Med Genet C Semin Med Genet 2014 166:112-
116.

Kullo 1J, Haddad R, Prows CA, Holm I, Sanderson SC, Garrison NA, Sharp RR, Smith ME,
Kuivaniemi H, Bottinger EP, Connolly J, Keating BJ, McCarty CA, Williams MS, Jarvik GP.
Return of Genomic Results in the Genomic Medicine Projects of the eMERGE Network. Kullo
IJ, Haddad R, Prows CA, Holm I, Sanderson SC, Garrison NA, Sharp RR, Smith ME,
Kuivaniemi H, Bottinger EP, Connolly J, Keating BJ, McCarty CA, Williams MS, Jarvik GP.
Return of Genomic Results in the Genomic Medicine Projects of the eMERGE Network. Front
Genet. 2014 5:50.

Brownstein CA, ..., Williams MS, ... and Margulies DM. An international effort towards
developing standards for best practices in analysis, interpretation and reporting of clinical
genome sequencing results in the CLARITY Challenge. Genome Biol 2014 15:R53.

Jarvik GP, Amendola LM, Berg JS, Brothers K, Clayton EW, Chung W, Evans BJ, Evans JP,
Fullerton SM, Gallego CJ, Garrison NA, Gray SW, Holm IA, Kullo 1J, Lehmann LS, McCarty
C, Prows CA, Rehm HL, Sharp RR, Salama J, Sanderson S, Van Driest SL, Williams MS, Wolf
SM, Wolf WA, Burke W. Return of Genomic Results to Research Participants: The floor, the
ceiling, and choices in-between. Am J Hum Genet 2014 94:818-826.

McMillin MJ, Beck AE, Chong JX, Shively KM, Buckingham KJ, Gildersleeve HI, Aracena MI,
Aylsworth AS, Bitoun P, Carey JC, Clericuzio CL, Crow YJ, Curry CJ, Devriendt K), Everman
DB, Fryer A, Gibson K, Giovannucci Uzielli ML, Graham JM Jr, Hall JG, Hecht JT,
Heidenreich RA, Hurst JA, Irani S, Krapels IP, Leroy JG, Mowat D, Plant GT, Robertson SP,
Schorry EK, Scott RH, Seaver LH, Sherr E, Splitt M, Stewart H, Stumpel C, Temel SG, Weaver



DD, Whiteford M, Williams MS, Tabor HK, Smith JD, Shendure J, Nickerson DA; University
of Washington Center for Mendelian Genomics, Bamshad MJ. Mutations in PIEZO2 Cause
Gordon Syndrome, Marden-Walker Syndrome, and Distal Arthrogryposis Type 5. Am J Hum
Genet. 2014 94:734-44.

Rasmussen-Torvik LJ, Stallings SC, Gordon AS, Almoguera B, Basford MA, Bielinski SJ,
Brautbar A, Brilliant M, Carrell DS, Connolly J, Crosslin DR, Doheny KF, Gallego CJ,
Gottesman O, Kim DS, Leppig KA, Li R, Lin S, Manzi S, Mejia AR, Pacheco JA, Pan V, Pathak
J, Perry CL, Peterson JF, Prows CA, Ralston J, Rasmussen LV, Ritchie MD, Sadhasivam S,
Scott SA, Smith M, Vega A, Vinks AA, Volpi S, Wolf WA, Bottinger E, Chisholm RL, Chute
CG, Haines JL, Harley JB, Keating B, Holm IA, Kullo 1J, Jarvik GP, Larson EB, Manolio T,
McCarty CA, Nickerson DA, Scherer SE, Williams MS, Roden DM, Denny JC. Design and
Anticipated Outcomes of the eMERGE-PGx Project: A Multi-Center Pilot for Pre-Emptive
Pharmacogenomics in Electronic Health Record Systems. Clin Pharmacol Ther. 2014 96:482-9.

Schully SD, Dotson WD, Lam TK, Chang CQ, Aronson N, Birkeland ML, Brewster SJ, Boccia
S, Buchanan AH, Calonge N, Calzone K, Clyne M, Djulbegovic B, Goddard KAB, Klein RD,
Klein TE, Lau J, Long R, Lyman GH, Morgan RL, Palmer CGS, Relling MV, Rubinstein W,
Terry SF, Williams MS, Khoury MJ. Evidence Synthesis and Guideline Development in
Genomic Medicine: Current Status and Future Prospects. Genet Med. 2015 17:63-7.

Segal MM, Abdellateef M, El-Hattab AW, Hilbush BS, De La Vega FM, Tromp G, Williams
MS, Betensky RA, Gleeson J. Clinical pertinence metric enables hypothesis-independent
genome-phenome analysis for neurological diagnosis. J Child Neurol. 2015 30:881-8.

Cronin RM, Field JR, Bradford Y, Shaffer CM, Carroll RJ, Mosley JD, Bastarache L, Edwards
TL, Hebbring SJ, Lin S, Hindorff LA, Crane PK, Pendergrass S, Ritchie MD, Crawford DC,
Pathak J, Bielinski S, Carrell DS, Crosslin DR, Ledbetter DH, Carey DJ, Tromp G, Williams
MS, Larson EB, Jarvik GP, Peissig PL, Brilliant MH, McCarty CA, Chute CG, Kullo 1J,
Bottinger E, Chisholm R, Smith ME, Roden DM, Denny JC. Phenome Wide Association Studies
demonstrating pleiotropy of genetic variants within FTO with and without adjustment for body
mass index. Front Genet. 2014 5:250.

Bock JA, Fairley KJ, Smith RE, Maeng DD, Pitcavage JM, Inverso NA, Williams MS. Cost-
Effectiveness of IL28B Genotype-Guided Protease Inhibitor Triple Therapy versus Standard of
Care Treatment in Patients with Hepatitis C Genotypes 2 or 3 Infection. Public Health Genomics
2014 17:306-19.

Snyder SR, Mitropoulou C, Patrinos GP, Williams MS. Economic evaluation of
pharmacogenomics: A value-based approach to pragmatic decision-making in the face of
complexity. Public Health Genomics 2014 17:256-64.

Overby CL, Rasmussen LV, Hartzler A, Connolly JJ, Peterson JF, Hedberg RE, Friemuth RR,
Shirts BH, Denny JC, Larson EB, Chute CG, Jarvik GP, Ralston JD, Shuldiner AR, Starren J,
Kullo 1J, Tarczy-Hornoch P, Williams MS. A Template for Authoring and Adapting Genomic



Medicine Content in the eMERGE Infobutton Project. AMIA Annu Symp Proc. 2014 2014:944-
53.

Cooper DN, Brand A, Dolzan V, Fortina P, Innocenti F, Lee MTM, Macek M, Al-Mulla F,
Prainsack B, Squassina A, Vozikis EFA, Williams MS, Patrinos JP. Bridging genomics research
between developed and developing countries: the Genomic Medicine Alliance. Personalized
Med 11: 615-623, 2014

Henrikson NB, Webber E, Goddard K, Scrol A, Piper M, Williams MS, Zallen DT, Calonge N,
Ganiats TG, Janssens CIJW, Zauber A, Lansdorp-Vogelaar I, van Ballegooijen M, Whitlock E.
Family history and the natural history of colorectal cancer: systematic review. Genet Med
17:702-12, 2015.

Smith-Packard B, Myers SM, Williams MS. Girls with seizures due to the ¢.320A>G variant in
ALG13 do not show abnormal glycosylation pattern on standard testing. JIMD Rep. 22:95-8,
2015

Williams MS. Perspectives on What is Needed to Implement Genomic Medicine. Mol Genet
Genomic Med 3:155-159, 2015

Herr TM, Bielinski SJ, Bottinger E, Brautbar A, Brilliant M, Chute CG, Cobb BL, Denny J,
Hakonarson H, Hartzler A, Hripcsak G, Kannry J, Kohane I, Kullo I, Lin S, Manzi S, Marsolo K,
Overby CL, Pathak J, Peissig P, Pullet J, Ralston J, Rasmussen L, Roden D, Tromp G, Weng C,
Uphoff T, Wolf W, Williams MS, Starren J. Practical considerations in genomic decision
support: The eMERGE experience. J Patho Inform 6:50.

Stuckey H, Williams JL, Fan AL, Rahm AK, Green J, Feldman L, Bonhag M, Zallen DT, Segal
MM, Williams MS. Enhancing Genomic Laboratory Reports from the Patients’ View: A
Qualitative Analysis. Am J Med Genet A. 167:2238-43, 2015.

Shirts BH, Salama JS, Aronson SJ, Chung WK, Gray SW, Hindorff LA, Jarvik GP, Plon SE,
Stoffel EM, Tarczy-Hornoch PZ, Van Allen EM, Weck KE, Chute CG, Freimuth RR,
Grundmeier RW, Hartzler AL, Li R, Peissig PL, Petereson JF, Rasmussen LV, Starren JB,
Williams MS, Overby CL. CSER and eMERGE: Current and Potential State of the Display of
Genetic Information in the Electronic Health Record. J Am Med Inform Assoc 22:1231-42, 2015

Braddock SR, Lipinski RJ, Williams MS, Carey JC. 35th Annual David W Smith Workshop on
Malformations and Morphogenesis: Abstracts of the 2014 Annual Meeting. Am J Med Genet A
167A:1685-740, 2015

Williams MS. Is the genomic translational pipeline being disrupted? Human Genomics 2015
9:9.

Manolio TA, Abramowicz M, Al-Mulla F, Anderson W, Balling R, Berger AC, Bleyl S,
Chakravarti A, Chantratita W, Chisholm RL, W Dissanayake VH, Dunn M, Dzau VJ, Han BG,
Hubbard T, Kolbe A, Korf B, Kubo M, Lasko P, Leego E, Mahasirimongkol S, Majumdar PP,



Matthijs G, McLeod HL, Metspalu A, Meulien P, Miyano S, Naparstek Y, O'Rourke PP,
Patrinos GP, Rehm HL, Relling MV, Rennert G, Rodriguez LL, Roden DM, Shuldiner AR,
Sinha S, Tan P, Ulfendahl M, Ward R, Williams MS, L Wong JE, Green ED, Ginsburg GS.
Global implementation of genomic medicine: We are not alone. Sci Transl Med. 2015
7:290ps13.

Williams MS, Ritchie MD, Payne PRO. Interdisciplinary training to build an informatics
workforce for Precision Medicine. Appl Transl Genom. 6:28-30, 2015.

Herr TM, Bielinski SJ, Bottinger E, Brautbar A, Brilliant M, Chute CG, Denny J, Feimuth RR,
Hartzler A, Kannry J, Kohane IS, Kullo 1J, Lin S, Pathak J, Peissig P, Pulley J, Ralston J,
Rasmussen L, Roden D, Tromp G, Williams MS, Starren J. A conceptual model for translating
omic data into clinical action. J Pathol Inform. 2015 6:50.

Mo H, Thompson WK, Rasmussen LV, Pacheco JA, Jiang G, Kiefer R, Zhu Q, Xu J, Montague
E, Carell DS, Lingren T, Mentch FD, Ni Y, Wehbe F, Peissig PL, Tromp G, Larson EB, Chute
CG, Pathak J, Denny JC, Speltz P, Kho A, Jarvik GP, Bejan CA, Williams MS, Borthwick K,
Kitchner TE, Roden D, Harris P. Desiderata for computable representations of electronic health
record-driven phenotype algorithms. J Am Med Inform Assoc 22:1220-30, 2015

Gallego CJ, Burt A, Sundaresan AS, Ye Z, Shaw C, Crosslin DR, Crane PK, Fullerton SM,
Hansen K, Carrell D, Kuivaniemi H, Derr K, de Andrade M, McCarty CA, Kitchner TE, Ragon
BK, Stallings SC, Papa G, Bochenek J, Smith ME, Aufox SA, Pacheco JA, Patel V, Friesema
EM, Erwin AL, Gottesman O, Gerhard GS, Ritchie M, Motulsky AG, Kullo 1J, Larson EB,
Tromp G, Brilliant MH, Bottinger E, Denny JC, Roden DM, Williams MS, Jarvik GP.
Penetrance of Hemochromatosis in HFE Genotypes Resulting in p.Cys282Tyr and
p.Cys282Tyr/p.His63Asps in the eMERGE Network Am J Hum Genet 97:512-20, 2015

Namjou B, Marsolo K, Lingren T, Ritchie MD, Verma SS, Cobb BL, Perry C, Kitchner TE,
Brilliant MH, Peissig PL, Borthwick KM, Williams MS, Grafton J, Jarvik GP, Holm 1A, Harley
JB. A GWAS study on liver function test using eMERGE network participants. PLoS 1 2015 Sep
28;10(9):e0138677. doi: 10.1371/journal.pone.0138677. eCollection 2015.

Overby C, Heale B, Aronson S, Cherry JM, Dwight S, Milosavljevic A, Nelson T, Niehaus A,
Weaver MA, Ramos ER, Williams MS. Providing Access to Genomic Variant Knowledge in a
Healthcare Setting: A Vision for the ClinGen Electronic Health Records Workgroup. Clin
Pharmacol Ther. 2016 99:157-60.

Evaluation of Genomic Applications in Practice and Prevention (EGAPP) Working Group Does
the Use of Oncotype DX® Tumor Gene Expression Profiling to Guide Treatment Decisions
Improve Outcomes in Patients with Breast Cancer? Genet Med. 2016 18:770-9.

Van Driest SL, Wells QS, Stallings S, Bush WS, Gordon A, Nickerson DA, Kim JH, Crosslin
DR, Jarvik GP, Carrell DS, Ralston J, Larson EB, Bielinski SJ, Olson JE, Ye Z, Kullo 1J, Abul-
Husn NS, Scott SA, Bottinger E, Almoguera B, Connolly J, Chiavacci R, Hakonarson H,
Rasmussen-Torvik LJ, Pan V, Persell SD, Smith M, Chisholm RL, Kitchner TE, He M, Brilliant



MH, Wallace JR, Doheny KF, Shoemaker MB, Li R, Manolio TA, Callis TE, Macaya D,
Williams MS, Carey D, Kapplinger JD, Ackerman MJ, Ritchie MD, Denny JC, Roden DM,
Arrhythmia-related genetic variants associated with few phenotypes documented in electronic
health records. JAMA 315:47-57, 2016

Williams JL, Rahm AK, Stuckey H, Green J, Feldman L, Zallen DT, Bonhag M, Segal MM, Fan
AL, Williams MS. Enhancing Genomic Laboratory Reports: A Qualitative Analysis of Provider
Review. Am J Med Genet A. 2016 170:1134-41.

Aziz A, Kawamoto K, Eilbeck K, Williams MS, Freimuth RR, Hoffman MA, Rasmussen LV,
Overby CL, Shirts BH, Hoffman JM, Welch BM. The Genomic CDS Sandbox: An Assessment
Among Domain Experts. J Biomed Inform. 2016 Apr;60:84-94.

Hoffman JM, Dunnenberger HM, Hicks JK, Caudle KE, Carrillo MW, Freimuth RR, Williams
MS, Klein TE, Peterson JF. Developing Knowledge Resources to Support Precision Medicine:
Principles from the Clinical Pharmacogenetics Implementation Consortium. J Am Med Inform
Assoc. 2016 23:796-801. *** one of five highly cited articles for JAMIA from 2016

Bush W, Crosslin D, Owusu-Obeng A, Wallace J, Almoguera B, Basford M, Bielinski S, Carrell
D, Connolly J, Crawford D, Doheny K, Gallego C, Gordon A, Keating B, Kirby J, Kitchner T,
Manzi S, Mejia A, Pan V, Perry C, Peterson J, Prows C, Ralston J, Scott S, Scrol A, Smith M,
Stallings S, Veldhuizen T, Wolf W, Volpi S, Wiley K, Li R, Manolio T, Bottinger E, Brilliant M,
Carey D, Chisholm R, Chute C, Haines J, Hakonarson H, Harley J, Holm I, Kullo I, Jarvik G,
Larson E, McCarthy C, Williams MS, Denny J, Rasmussen-Torvik L, Roden D, Ritchie M.
Genetic Variation among 82 Pharmacogenes: the PGRN-Seq data from the eMERGE Network.
Clin Pharmacol Ther. 2016 100:160-9.

Hunter JE, Irving SA, Biesecker LG, Buchanan A, Jensen B, Lee K, Martin CL, Milko L,
Muessig K, Niehaus AD, O’Daniel J, Piper MA, Ramos EM, Schully SD, Scott AF, Slavotinek
A, Sobriera N, Strande N, Weaver M, Webber EM, Williams MS, Berg JS, Evans JP, Goddard
KAB. A standardized, evidence-based protocol to assess clinical actionability of genetic
disorders associated with genomic variation. Genet Med. 2016 18:1258-1268.

Heale BSE, Overby CL, Del Fiol G, Rubinstein WS, Maglott DR, Nelson TH, Milosavljevic A,
Martin CL, Goehringer, SR, Freimuth RR, Williams MS. Integrating Genomic Resources with
Electronic Health Records using the HL7 Infobutton Standard. Appl Clin Inform 3:817-831.

Lingren T, Thaker V, Brady C, Namjou B, Kennebeck S, Bicke J, Chen P, Patibandla N, Ni Y,
Van Driest SL, Chen L, Roach A, Cobb B, Kirby J, Denny J, Bailey-Davis L, Williams MS,
Marsolo K, Solti I, Holm 1A, Harley J, Kohane IS, Savova G, Crimmins N. Developing an
Algorithm to Detect Early Childhood Obesity in Two Tertiary Pediatric Medical Centers. Appl
Clin Inform 7:693-706, 2016

Cutting E, Banchero M, Cimino JJ, Del Fiol G, Hoffman MA, Kawamoto K, Keleman M, Pincus
HA, Shuldiner AR, Williams MS, Gurses A, Beitelshees A, Pollin T, Overby CO. Designing



with scenarios for multi-gene sequencing panel reporting:user-centered system design with
clinicians. J Biomed Inform. 63:1-10, 2016

Rasmussen LV, Overby CL, Connolly J, Chute CG, Denny JC, Freimuth RR, Hartzler AL, Holm
IA, Manzi S, Pathak J, Peissig PL, Smith M, Williams MS, Shirts BH, Stoffel EM, Tarczy-

Hornoch P, Vitek CRR, Wolf WA, Starren J. Practical considerations for implementing genomic
information resources: experiences from eMERGE and CSER. Appl Clin Inform. 2016 7:870-82.

Reynolds K, Go AS, Leong TK, Boudreau DM, Cassidy-Bushrow AE, Fortmann SP, Goldberg
RJ, Gurwitz JH, Magid DJ, Margolis KL, McNeal CJ, Newton KM, Novotny R, Quesenberry
CP, Rosamond WD, Smith DH, VanWormer JJ, Vupputuri S, Waring SC, Williams, MS,
Sidney S. Trends in Incidence of Hospitalized Acute Myocardial Infarction in the Cardiovascular
Research Network (CVRN) 2017 130:317-327.

Vozikis A, Cooper DN, Mitropoulou C, Kambouris ME, Brand A, Dolzan V, Fortina P,
Innocenti F, Lee MT, Leyens L, Macek M Jr, Al-Mulla F, Prainsack B, Squassina A, Taruscio D,
van Schaik RH, Vayena E, Williams MS, Patrinos GP. Test Pricing and Reimbursement in
Genomic Medicine: Towards a General Strategy. Public Health Genomics. 2016;19:352-363.

Dumitrescu L, Ritchie MD, Denny JC, El Rouby NM, McDonough CW, Bradford Y, Ramirez
AH, Bielinski SJ, Basford MA, Chai HS, Peissig P, Carrell D, Pathak J, Rasmussen LV, Wang
X, Pacheco JA, Kho AN, Hayes MG, Matsumoto M, Smith ME, Li R, Cooper-DeHoff RM,
Kullo 1J, Chute CG, Chisholm RL. Jarvik GP, Larson, EB, Carey D, McCarty CA, Williams
MS, Roden DM, Bottinger E, Johnson JA, de Andrade M, Crawford DC. Genome-wide study of
resistant hypertension identified from electronic health records. PLoS One. 2017 Feb
21;12(2):e0171745. doi: 10.1371/journal.pone.0171745

Manolio TA, Fowler DM , Starita LM, Haendel MA, MacArthur DG, Biesecker LG, Worthey E,
Chisholm RL, Green ED, Jacob HJ, McLeod HL Roden D, Rodriguez LL, Williams MS,
Cooper GM, Cox NJ, Herman GE, Kingsmore S, Lo C, Lutz C, MacRae CA, Nussbaum RL,
Ordovas JM, Ramos EM, Robinson PN, Rubinstein WS, Seidman C, Stranger BE, Wang H,
Westerfield M, Bult C. Bedside Back to Bench: Building Bridges between Basic and Clinical
Genomic Research. Cell 2017 169:6-12.

Schwartz MLB, Williams MS, Murray MF. Adding Protective Genetic Variants To Clinical
Reporting of Genomic Screening Results: Restoring Balance. JAMA 2017 317:1527-1528.

Haggerty CM, Leader JB, Hartzel DN, James CA, Calkins H, Tichnell C, Nevius CD,
Pendergrass SA, Barr M, Ritchie MD, Carey DJ, Ledbetter DH, Williams MS, Dewey FE,
Lopez A, Penn J, Overton JD, Reid JG, Lebo M, Mason-Suares H, Austin-Tse C, Rehm HL,
Delisle BP, Makowski DJ, Mehra VC, Murray MF, Fornwalt BK. Electronic Health Record
Phenotype in Subjects with Genetic Variants Associated with Arrhythmogenic Right Ventricular
Cardiomyopathy: A Study in 30,716 Subjects with Exome Sequencing. Genetics in Medicine
2017 19:1245-1252.



Caudle KE, Dunnenberger HM, Freimuth RR, Peterson JF, Burlison JD, Whirl-Carrillo M, Scott
SA, Rehm HL, Williams MS, Klein TE, Relling MV, Hoffman JM. Standardizing terms for
clinical pharmacogenetic test results: consensus terms from the Clinical Pharmacogenetics
Implementation Consortium (CPIC). Genet Med. 2017 19:215-223.

Lu CY, Williams MS, Ginsburg GS, Toh S, Brown J, Khoury MJ. A Proposed Paradigm for
Rapid Evidence Development for Genomic-based Technologies. Genet Med. 2018 20:390-396.

Segal MM, Rahm AK, Hulse NC, Wood G, Williams JL, Feldman L, Moore GJ, Gehrum D,
Yefko M, Mayernick S, Gilderstone R, Sunderland MC, Bleyl SB, Haug P, Williams MS.
Experience with Integrating Diagnostic Decision Support Software with Electronic Health
Records. EGEMS (Wash DC). 2017 Dec 6;5(1):23.

Buchanan AH, Manickam K, Meyer MN, Wagner JK, Hallquist M, Williams JL, Rahm AK,
Williams MS, Chen ZME, Shah CK, Garg TK, Lazzeri AL, Schwartz ML, Lindbuchler DM, Fan
AL, Leeming R, Servano Il PO, Vogel VG, Abul-Husn NS, Dewey FE, Lebo MS, Mason-
Suares HM, Ritchie MD, Davis FD, Carey DJ, Feinberg DT, Faucett WA, Ledbetter DH, Murray
MF. Early cancer diagnoses through BRCA1/2 screening of unselected adult biobank
participants. Genet Med 2018 20:554-558.

Naber SK, Kuntz KM, Henrikson NB, Williams MS, Calonge N, Goddard KAB, Zallen DT,
Ganiats TG, Webber EM, A. Janssens CJW, van Ballegooijen M, Zauber AG, Lansdorp-
Vogelaar I. Age-specific screening intervals for people with a family history of colorectal cancer:
A cost-effectiveness analysis. Gastroenterology. 2018 154:105-116.e20. *Selected by editors as
‘Hot Paper’

Peissig P, Schwei KM, Kadolph C, Finamore J, Cancel E, McCarty CA, Okorie A, Thomas KL,
Allen Pacheco J, Pathak J, Ellis SB, Denny JC, Rasmussen LV, Tromp G, Williams MS, Vrabec
TR, Brilliant MH. Prototype Development: Context-Driven Dynamic XML Ophthalmologic
Data Capture Application. JMIR Med Inform. 2017 5:e27.

Williams JL, Rahm AK, Zallen DT, Stuckey H, Fultz K, Fan AL, Bonhag M, Feldman L, Segal
MM, Williams MS. Impact of a patient-facing enhanced genomic results report to improve
understanding, engagement, and communication J Genet Counseling 2018 27:358-369

Rahimzadeh V, Schickhardt C, Knoppers BM, Sénecal K, Vears DF, Fernandez CV, Pfister S,
Plon S, Terry S, Williams J, Williams MS, Cornel M, Friedman JM. Key Implications of Data
Sharing in Pediatric Genomics. JAMA Pediatr. 2018 172:476-481. PubMed PMID: 29554172,

Jones LK, Rahm AK, Gionfriddo MR, Williams JL, Fan AL, Pulk RA, Wright EA, Williams
MS. Developing pharmacogenomic reports: Insights from patients and clinicians. Clin Transl
Sci. 2018 11:289-295. PMCID: PMC5944570

Volpi S, Bult C, Chisholm R, Deverka P, Ginsburg G, Jacob H, Kasapi M, McLeod H, Roden D,
Williams MS, Green E, Rodriguez L, Aronson S, Cavallari L, Denny J, Dressler L, Johnson J,
Klein T, Leeder JS, Piquette-Miller M, Perera M, Rasmussen-Torvik L, Rehm H, Ritchie M,



Skaar T, Wagle N, Weinshilboum R, Weitzel K, Wildin R, Wilson J, Manolio TA, Relling M.
Research directions in the clinical implementation of pharmacogenomics - An Overview of US
programs and projects Clin Pharmacol Ther. 2018 103:778-786.

Baumgartner C, Fan D, Fang MC, Singer DE, Witt DM, Schmelze J, Williams MS, Gurwitz J,
Sung S, Go AS. Anxiety, Depression and Adverse Clinical Outcomes in Patients with Atrial
Fibrillation Starting Warfarin: CVRN WAVE Study. J Am Heart Assoc. 2018 7(8).

Williams MS, Buchanan AH, Davis FD, Faucett WA, Hallguist MLG, Leader JB, Martin CL,
McCormick CZ, Meyer MN, Murray MF, Rahm AK, Schwartz MLB, Sturm AC, Wagner JK,
Williams JL, Willard HF, Ledbetter DH. Patient-Centered Precision Health In A Learning Health
Care System: Geisinger’s Genomic Medicine Experience. Health Aff (Millwood) 2018 37:757-
764.

Wei W, Li X, Qiping Feng Q, Kubo M, Kullo 1J, Peissig PL, Karlson EW, Jarvik GP, Lee MT,
Shang N, Larson EA, Edwards T, Shaffer CMosley JD, Maeda S, Horikoshi M, Ritchie MD,
Williams MS, Larson EB, Crosslin DR, Bland ST, Pacheco JA, Rasmussen-Torvik LJ, Cronkite
D, Hripcsak G, Cox NJ, Wilke RA, Stein CM, Rotter JI, Momozawa Y, Roden DM, Krauss RM,
Denny JC. LPA variants are associated with residual cardiovascular risk in patients receiving
statins. Circulation. 2018 138:1839-1849.

Aronson S, Babb L, Ames D, Gibbs RA, Venner E, Connelly JJ, Marsolo K, Weng C, Williams
MS, Hartzler AL, Liang WH, Ralston JD, Devine EB, Murphy S, Chute CG, Caraballo PJ, Kullo
1J, Freimuth RR, Rasmussen LV, Wehbe FH, Peterson JF, Robinson JR, Wiley K, Taylor CO.
Empowering Genomic Medicine by Establishing Critical Sequencing Result Data Flows: The
eMERGE Example. J Am Med Inform Assoc. 2018 25:1375-1381.

Williams MS, Kern M, Lerch V, Billet J, Williams JL, Moore G. Implementation of a patient-
facing genomic test report in the electronic health record using a web-application interface. BMC
Med Inform Decis Mak. 2018 18:32.

Goehringer JM, Bonhag MA, Jones LK, Schmidlen T, Schwartz M, Rahm AK, Williams JL,
Williams MS. Generation and Implementation of a Patient-Centered and Patient-Facing
Genomic Test Report in the EHR. EGEMS (Wash DC). 2018 6:14.

Mosley JD, Feng Q, Wells QS, Van Driest SL, Shaffer CM, Edwards TL, Bastarache L, Wei W,
Davis LK, McCarty CA, Thompson W, Chute CG, Jarvik GP, Gordon AS, Palmer MR, Crosslin
DR, Larson EB, Carrell DS, Kullo 1J, Pacheco JA, Peissig PL, Brilliant MH, Linneman JG,
Namjou B, Williams MS, Ritchie MD, Borthwick KM, Verma SS, Karnes JH, Weiss ST, Wang
TJ, Stein CM, Denny JC, Roden DM. A study paradigm to integrate prospective epidemiologic
cohorts and electronic health records to identify new disease biomarkers. Nature Comm 2018
9:3522.

Wei W, Li X, Qiping Feng Q, Kubo M, Kullo 1J, Peissig PL, Karlson EW, Jarvik GP, Lee MT,
Shang N, Larson EA, Edwards T, Shaffer CMosley JD, Maeda S, Horikoshi M, Ritchie MD,
Williams MS, Larson EB, Crosslin DR, Bland ST, Pacheco JA, Rasmussen-Torvik LJ, Cronkite



D, Hripcsak G, Cox NJ, Wilke RA, Stein CM, Rotter JI, Momozawa Y, Roden DM, Krauss RM,
Denny JC. LPA Variants Are Associated With Residual Cardiovascular Risk in Patients
Receiving Statins. Circulation 2018 138:1839-1849.

Chou AF, Mulvihill J, Kaye C, Mann S, Williams MS, Williamson L. Developing a genetic
services assessment tool to inform quality improvement efforts in state genetics services
delivery. Genet Med 2018 Sep 14. doi: 10.1038/s41436-018-0141-2. [Epub ahead of print]

Manickam K, Buchanan AH, Schwartz MLB, Hallquist MLG, Williams JL, Rahm AK, Rocha H,
Savatt JM, Evans AE, Butry LM, Lazzeri AL, Lindbuchler DM, Flansburg CN, Leeming R,
Vogel VG, Lebo MS, Mason-Suares HM, Hoskinson DC, Abul-Husn NS, Dewey FE, Overton
JD, Reid JG, Baras A, Willard HF, Mccormick CZ, Krishnamurthy SB, Hartzel DN, Kost KA,
Lavage DR, Sturm AC, Frisbie LR, Person TN, Metpally RP, Giovanni MA, Lowry LE, Leader
JB, Ritchie MD, Carey DJ, Justice AE, Kirchner HL, Faucett WA, Williams MS, Ledbetter DH,
Murray MF. Exome Sequencing-Based Screening for BRCA1/2 Expected Pathogenic Variants
Among Adult Biobank Participants. JAMA Netw Open. 2018 1(5):e182140.

Schwartz MLB, Mccormick CZ, Lazzeri AL, Lindbuchler DM, Hallquist MLG, Manickam K,
Buchanan AH, Rahm AK, Giovanni MA, Frisbie LR, Flansburg CN, Davis FD, Sturm AC,
Nicastro C, Lebo MS, Mason-Suares HM, Mahanta LM, Carey DJ, Williams JL, Williams MS,
Ledbetter DH, Faucett WA, Murray MF. A Model for Genome-First Care: Returning Secondary
Genomic Findings to Participants and Their Healthcare Providers in a Large Research Cohort.
Am J Hum Genet. 2018 103:328-337.

Williams JL, Chung WK, Fedotov A, Kiryluk K, Weng C, Connolly JJ, Harr M, Hakonarson H,
Leppig KA, Larson EB, Jarvik GP, Veenstra DL, Hoell C, Smith ME, Holm IA, Peterson JF,
Williams MS. Harmonizing Outcomes for Genomic Medicine: Comparison of eMERGE
Outcomes to ClinGen Outcome/Intervention Pairs. Healthcare (Basel). 2018 6(3).

Crump JK, Del Fiol G, Williams MS, Freimuth RR. Prototype of a Standards-Based
EHR and Genetic Test Reporting Tool Coupled with HL7-Compliant Infobuttons. AMIA
Jt Summits Transl Sci Proc. 2018 May 18;2017:330-339. eCollection 2018.

Webber EM, Hunter JE, Biesecker LG, Buchanan A, Clarke E, Erin Currey E, Dagan-Rosenfeld
O, Lee K, Lindor N, Martin CL, Milosavljevic A, Mittendorf K, Muessig KR, O’Daniel J, Patel
RY, Ramos EM, Rego S, Slavotinek A, Sobriera N, Weaver M, Williams MS, Evans JP,
Goddard KAB; on behalf of the ClinGen Resource. Evidence-Based Assessments of Clinical
Actionability in the Context of Secondary Findings: Updates from ClinGen’s Actionability
Working Group. Hum Mutat. 2018 39:1677-1685.

Rahm AK, Cragun D, Hunter JE, Epstein MM, Lowery J, Lu CY, Pawloski PA, Sharaf R, Liang
SY, Burnett-Hartman AN, Gudgeon JM, Hao J, Snyder S, Gogoi R, Ladd I, Williams MS.
Implementing Universal Lynch Syndrome Screening (IMPULSS): protocol for a multi-site study
to identify strategies to implement, adapt, and sustain genomic medicine programs in different
organizational contexts. BMC Health Serv Res 2018 18:824.



Williams MS. Early lessons from the implementation of genomic medicine programs. Annu Rev
Genomics Hum Genet. 2019 20:389-411. doi: 10.1146/annurev-genom-083118-014924. PMID:
30811224

Safarova MS, Satterfield BA, Fan X, Austin EE, Ye Z, Bastarache L, Zheng N, Ritchie MD,
Borthwick KM, Williams MS, Larson EB, Scrol A, Jarvik GP, Crosslin DR, Leppig K,
Rasmussen-Torvik LJ, Pendergrass SA, Sturm AC, Namjou B, Shah AS, Carroll RJ, Chung WK,
Wei WQ, Feng Q, Stein CM, Roden DM, Manolio TA, Schaid DJ, Denny JC, Hebbring SJ, de
Andrade M, Kullo 1J. A phenome-wide association study to discover pleiotropic effects of
PCSKO9, APOB, and LDLR. NPJ Genom Med. 2019 4:3. doi: 10.1038/s41525-019-0078-7.
eCollection 2019. PMID: 30774981; PMCID: PMC6370860.

Williams MS, Williams JL, Rahm AK, et al. 2018. Enhancing Genomic Laboratory Reports to
Enhance Communication and Empower Patients. Washington, DC: Patient-Centered Outcomes
Research Institute (PCORI). https://doi.org/10.25302/10.2018.CD.13046987

Patel P, Hu Y, Kolinovsky A, Tripathi B, Geng Z, Ruhl J, Krishnamurthy S deRichemond C,
Khan A, Kirchner L, Raghu Metpally R, Jones L, Schwartz M, Sturm A, Ledbetter DH, Carey
DJ, Snyder S, Williams MS, Blankenship J, Mehra VC. The Hidden Burden of EHR-Identified
Familial Hypercholesterolemia: Clinical Outcomes and Cost of Medical Care. J Am Heart Assoc
(in press)

Paquin RS, Kathleen F. KF, Lewis MA, Hunter JE, Lee K, Berg JS, Williams MS, Goddard
KAB. Expert and lay perspectives on burden, risk, tolerability, and acceptability of clinical
interventions for genetic disorders. Genet Med. 2019 Apr 26. doi: 10.1038/s41436-019-0524-z.
[Epub ahead of print] PubMed PMID:31028355.

Snyder SR, Hao J, Cavallari LH, Geng Z, Elsey A, Johnson JA, Mohamed Z, Chaiyakunapruk N,
Chong HY, Dahlui M, Shabaruddin FH, Patrinos GP, Mitropoulou C, Williams MS. Generic
Cost Effectiveness Models: A Proof of Concept of a Tool for Informed Decision-making for
Public Health Precision Medicine. Public Health Genomics. 2018;21(5-6):217-227. doi:
10.1159/000500725. Epub 2019 Jun 12. PMID: 31189173.

Zarate YA, Bosanko K, Caffrey AR, Mark PR, Manning MA, Williams MS, Bhambhani V,
Seeley AH, Estrada-Veras JI, van Dooren M, Schwab M, Vanderver A, Melis D, Alsadah A,
Sadler L, Van Esch H, Berry-Kravis EM, Callewaert B, Oostra A, Maclean J, Bernstein JA,
Dentici ML, Lipson M, Sparagana SP, Maarup TJ, Alsters SIM, Martin DM, Brautbar A, Thropp
EK, SnijdersBlock L, Naidu S, Lees M, Smith DM, Turner L, Raggio V, Spangenberg L,
Martinez-Monseny A, Garica-Mifiadr S, Roeder E, Grange D, Gavrilova R42, Pfotenhauer J,
Jones M, Balasubramanian M, Fish JL. Mutation update for the SATB2 gene. Hum Mutation
2019 40:1013-1029. PMID: 31021519

Edwards TL, Giri A, Hellwege JN, Hartmann KE, Stewart EA, Jeff JM, Bray MJ, Pendergrass
SA, Torstenson ES, Keaton JM, Jones SH, Gogoi RP, Kuivaniemi H, Jackson KL, Kho AN,
Kullo 1J, McCarty CA, Im HK, Pacheco JA, Pathak J, Williams MS, Tromp G, Kenny EE,
Peissig PL, Denny JC, Roden DM, Velez Edwards DR. A trans-ethnic genome-wide association


https://doi.org/10.25302/10.2018.CD.13046987

study of uterine fibroids. Front Genet. 2019 10:511. eCollection 2019. PMID: 31249589;
PMCID: PMC6582231.

Gudgeon JM, Varner MW, Hashibe M, Williams MS. Is Immunohistochemistry-based
Screening for Lynch Syndrome in Endometrial Cancer Effective? The Consent's the Thing.
Gynecol Oncol. 2019 154:131-137. PMID: 31130287.

Roden DM, McLeod HL, Relling MV, Williams MS, Mensah GA, Peterson JF, Van Driest SL.
Pharmacogenomics Lancet 2019 394:521-532. PMID: 31395440

Wise AL, Manolio TA, Mensah GA, Peterson JF, Roden DM, Tamburro C, Williams MS,
Green ED. Genomic Medicine for Undiagnosed Diseases. Lancet 2019 394:604-610. PMCID:
PMC6730663

Peterson JF, Roden DM, Orlando LA, Ramirez A, Mensah GA, Williams MS. Building
Evidence and Measuring Clinical Outcomes for Genomic Medicine. Lancet 2019 394:604-610.
PMCID: PMC6730663

Manolio TA, Rowley R, Williams MS Roden DM, Ginsburg GS, Bult C, Chisholm RL, Deverka
PA, McLeod HL, Mensah GA, Relling MV Rodriguez LL, Tamburro C, Green ED.
Opportunities, Resources, and Techniques for Implementing Genomics in Clinical Care. Lancet
2019 394:511-520. PMCID: PMC6699751

Namjou B, Lingren T, Huang Y, Parameswaran S, Cobb BL, Stanaway 1B, Connolly JJ, Mentch
FD, Benoit B, Niu X, Wei WQ, Carroll RJ, Pacheco JA, Harley ITW, Divanovic S, Carrell DS,
Larson EB, Carey DJ, Verma S, Ritchie MD, Gharavi AG, Murphy S, Williams MS, Crosslin
DR, Jarvik GP Kullo 1J. Hakonarson H, Li R, Xanthakos SA, Harley JB. GWAS and enrichment
analyses of Non-alcoholic fatty liver disease identify new trait-associated genes and pathways
across eMERGE network. BMC Medicine 2019 17:135. PMCID: PMC6636057

Safarova MS, Satterfield BA, Fan X, Austin EE, Ye Z, Bastarache L, Zheng N, Ritchie MD,
Borthwick KM, Williams MS, Larson EB, Scrol A, Jarvik GP, Crosslin DR, Leppig K,
Rasmussen-Torvik LJ, Pendergrass SA, Sturm AC, Namjou B, Shah AS, Carroll RJ, Chung WK,
Wei WQ, Feng Q, Stein CM, Roden DM, Manolio TA, Schaid DJ, Denny JC, Hebbring SJ, de
Andrade M, Kullo 1J. A phenome-wide association study to discover pleiotropic effects of
PCSKO9, APOB, and LDLR. NPJ Genom Med. 2019 4:3. doi: 10.1038/s41525-019-0078-7.
eCollection 2019. PubMed PMID: 30774981; PubMed Central PMCID: PMC6370860.

Fang MC, Fan D, Sung SH, Witt DM, Schmelzer JR, Williams MS, Yale SH, Baumgartner C,
Go AS. Treatment and Outcomes of Acute Pulmonary Embolism and Deep Venous Thrombosis:
The Cardiovascular Research Network Venous Thromboembolism (CVRN VTE) Study. Am J
Med 2019 Jun 25. pii:S0002-9343(19)30522-4. doi: 10.1016/j.amjmed.2019.05.040. [Epub
ahead of print] PMID: 31247183.

Patel P, Hu Y, Kolinovsky A, Tripathi B, Geng Z, Ruhl J, Krishnamurthy S, deRichemond C,
Khan A, Kirchner L, Metpally R, Jones L, Schwartz M, Sturm A, Ledbetter D, Carey D, Snyder



S, Williams MS, Blankenship J, Mehra VVC. The Hidden Burden of EHR-Identified Familial
Hypercholesterolemia: Clinical Outcomes and Cost of Medical Care. J Am Heart Assoc
8:e011822 PMCID: PMC6662375

Zhang Y, Zafar W, Hartzel DN, Williams M, Tin A, Chang AR, Lee MTM. GSTM1 copy
number is not associated with risk of kidney failure in a large cohort. Front Genet 2019 Aug
30;10:765. doi: 10.3389/fgene.2019.00765. eCollection 2019. PMCID: PMC6728412

Jones LK, Gidding S, Seaton TL, Goldberg A, Gregor C, Sturm AC, Brownson RC, Rahm AK,
Williams MS. Developing implementation strategies to improve uptake of guideline-
recommended treatments for individuals with familial hypercholesterolemia: a protocol. Res
Social Adm Pharm 2019 Jun 15. pii: S1551-7411(19)30458-9. doi:
10.1016/j.sapharm.2019.06.006. [Epub ahead of print] PMID: 31229402

Car J, Sheikh A, Wicks P, Williams MS. Beyond the hype of big data and artificial intelligence:
building foundations for knowledge and wisdom. BMC Med 2019 17:143. PMCID:
PMC6636050

Zhang Y, Poler SM, Li J, Abedi V, Pendergrass SA, Williams MS, Lee MTM. Dissecting
genetic factors affecting phenylephrine infusion rates during anesthesia: a genome-wide
association study employing EHR data BMC Med 2019 17:168. PMCID: PMC6712853

Williams MS, Taylor CO, Walton NA, Goehringer SR, Aronson S, Freimuth RR, Rasmussen
LV, Hall ES, Prows CA, Chung WK, Fedotov F, Nestor J, Weng C, Rowley RK, Wiesner GL,
Jarvik GP, Del Fiol G. Genomic Information for Clinicians in the Electronic Health Record:
Lessons Learned from ClinGen and eMERGE. Front Genet 29 October 2019
https://doi.org/10.3389/fgene.2019.01059

McGrath SP, Walton NA, Williams MS, Kim K, PhD, Bastola K. Are providers prepared for
genomic medicine: Interpretation of Direct-to-Consumer genetic testing (DTC-GT) results and
genetic self-efficacy by medical professionals. BMC Health Services Research [In Press].

Manolio TA, Bult CJ, Chisholm RL, Deverka PA, Ginsburg GS, Jarvik GP, McLeod HL,
Mensah GA, Relling MV, Roden DM, Rowley R, Tamburro C, Williams MS, Green ED.
Genomic Medicine Year in Review: 2019 Am J Hum Genet 2019 105:1072-1075.

Davis FD, Williams MS, Stametz RA. Geisinger’s Effort to Realize Its Potential as a Learning
Health Care System: A Progress Report. Learn Health Sys. 2021;5:€10221. PMCID:
PMCB8051344willard

Hao J, Hassen D, Manickam K, Murray MF, Hartzel DN, Hu Y, Liu K, Rahm AK, Williams
MS, Lazzerri A, Buchanan A, Sturm A, Snyder SR. Healthcare Utilization and Costs after
Receiving a Positive BRCA1/2 Result from a Genomic Screening Program. J Pers Med 2020 Feb
3;10(1). pii: E7. d0i:10.3390/jpm10010007.



Hallquist MLG, Tricou EP, Hallquist MN, Savatt JM, Rocha H, Evans AE, Deckard N, Hu Y,
Kirchner L, Pervola J, Rahm AK, Rashkin M, Schmidlen TJ, Schwartz MLB, Williams JL,
Williams MS, Buchanan AH. Positive impact of genetic counseling assistants on genetic
counseling efficiency, patient volume, and cost in a cancer genetics clinic. Genet Med 22:1348-
1354, 2020.

Gordon AS, Zouk H, Venner E, Eng CM, Funke BH, Amendola LM, Carrell DS, Chisholm RL,
Chung WK, Denny JC, Hakonarson H, Kullo 1J, Larson EB, Leduc MS, Leppig KA, Lennon NJ,
Linder JE, Muzny DM, Prows CA, Rasmussen-Torvik LJ, Rasouly HM, Roden DM, Rosenthal
EA, Smith ME, Stanaway IB, Van Driest SL, Walker K, Wiesner GL, Williams MS, Witkowski
L, Crosslin DR, Gibbs RA, Rehm HL, The eMERGE Clinical Annotation Working Group,
Jarvik GP. Rates and characteristics of incidental findings drawn from panel sequencing of
21,915 eMERGE network participants. Genet Med 22:1470-1477, 2020.

Baumgartner C, Go AS, Fan D, Sung SH, Witt DM, Schmelzer JR, Williams MS, Yale SH,
VanWormer JJ, Fang MC. Administrative Codes Inaccurately Identify Recurrent Venous
Thromboembolism: The CVRN VTE Study Thrombosis Research Thromb Res 189:112-118,
2020.

Naber SK, Kundu S, Kuntz KM, Dotson WD, Williams MS, Zauber AG, Calonge N, Zallen DT,
Ganiats TG, Webber EM, Goddard KAB, Henrikson NB, Ballegooijen MV, Janssens ACJW, Iris
Lansdorp-VVogelaar I. Cost-Effectiveness of Risk-Stratified Colorectal Cancer Screening Based
on Polygenic Risk: Current Status and Future Potential. JNCI Cancer Spectr. 2019 Oct
14;4(1):pkz086. doi:10.1093/jncics/pkz086. eCollection 2020

Buchanan AH, Kirchner HL, Schwartz MLB, Kelly MA, Schmidlen T, Jones LK, Hallquist
MLG, Rocha H, Betts M, Schwiter R, Butry L, Lazzeri AL, Frisbie LR, Rahm AK, Hao J,
Willard HF, Martin CL, Ledbetter DH, Williams MS, Sturm AC. Clinical outcomes of a
genomic screening program for actionable genetic conditions. Genet Med 2020 22:1874-
1882.willard

Namjou B, Stanaway IB, Lingren T, Mentch FD, Benoit B, Dikilitas O, Niu X, Shang N,
Shoemaker AH, Carey DJ, Mirshahi T, Singh R, Nestor JG, Hakonarson H, Denny JC, Crosslin
DR, Jarvik GP, Kullo 1J, Williams MS, The eMERGE Network, Harley JB. Evaluation of the
MC4R gene across eMERGE network identifies many unreported obesity-associated variants. Int
J Obes (Lond) 2020 Sep 20. doi: 10.1038/s41366-020-00675-4. Online ahead of print. PMID:
32952152

Palmer MR, Kim DS, Crosslin DR, Stanaway 1B, Rosenthal EA, Carrell DS, Cronkite DJ,
Gordon A, Du X, Li YK, Williams MS, Weng C, Feng Q, Li R, Pendergrass SA, Hakonarson H,
Fasel F, Sohn S, Sleiman P, Handelman SK, Speliotes E, Kullo IK, Larson E, The eMERGE
consortium, Jarvik GP. Loci identified by a genome-wide association study of carotid artery
stenosis in the eMERGE Network. Genet Epidemiol. 2020 Sep 22. doi: 10.1002/gepi.22360.
Epub ahead of print. PMID: 32964493.



Guzauskas GF, Garbett S, Zhou Z, Spencer SJ, Smith HS, Hao J, Hassen D, Snyder SR, Graves
JA, Peterson JF, Williams MS, Veenstra DL. Cost-effectiveness of Population-wide Genomic
Screening for Hereditary Breast and Ovarian Cancer in the United States. JAMA Netw Open.
2020;3(10):e2022874. PMID: 33119106 PMCID: PMC7596578

McDonald WS, Wagner JK, Deverka PA, Woods LA, Peterson J, Williams MS. Genetic Testing
and Employer-Sponsored Wellness Programs: An Overview of Current Vendors, Products, and
Practices. Mol Genet Genomic Med 2020 8:e1414. doi: 10.1002/mgg3.1414. Epub 2020 Jul 26.
PMID: 32715662; PMCID: PMC7549551.

Williams MS. Misdiagnosis: Burnout, Moral Injury and implications for the electronic health
record. J Am Med Inform Assoc 2021 28:1047-1050. PMID: 33164089 PMCID: PMC8068430

Manolio TA, Bult CG, Chisholm RL, Deverka, PA, Ginsburg GS, Goldrich M, Jarvik GP,
Mensah GA, Relling MV, Roden DM, Rowley R, Tamburro C, Williams MS, Green ED.
Genomic Medicine Year in Review: 2020 Am J Hum Genet 2020 107:1007-1010. PMID:
33275910 PMCID: PMC7820801

Zhang Y, Grant RA, Shivakumar MK, Zaleski M, Sofoluke N, Slotkin JR, Williams MS, Lee
MTM. Genome-wide association analysis across 16,956 patients identifies a novel genetic
association between BMP6, NIPAL1, CNGAL and spondylosis. Spine 2021 46:E625-E631
PMID: 33332786

Jones LK, Sturm AC, Seaton TL, Gregor C, Gidding SS, Williams MS, Rahm AK. Barriers,
facilitators, and solutions to familial hypercholesterolemia treatment. PLoS ONE
15(12):e0244193, 2020. PMID: 33362269 PMCID: PMC7757879

Walton NA, Johnson DK, Person TN, Reynolds JC, Williams MS. Pilot Implementation of
Clinical Genomic Data into the Native Electronic Health Record:Challenges of Scalability. ACI
Open 2020;4:2162—166.

Campbell-Salome G, Jones LK, Masnick MF, Walton NA, Ahmed CD, Buchanan AH, Brangan
A,. Esplin ED, Kann DG, Ladd IG, Kelly MA, Kindt I, Kirchner HL, McGowan MP, McMinn
MN, Morales A, Myers KD, Oetjens MT, Rahm AK, Schmidlen TJ, Sheldon A, Simmons E,
Snir M, Strande NT, Walters NL, Wilemon K, Williams MS, Gidding SS, Sturm AC.
Developing and optimizing innovative tools to address familial hypercholesterolemia
underdiagnosis: Identification Methods, Patient Activation, and Cascade Testing for Familial
Hypercholesterolemia (IMPACT-FH). Circ Genom Precis Med 2021 14:e003120 PMID:
33480803 PMCID: PMC7892261

eMERGE Consortium. Lessons learned from the eMERGE Network: balancing genomics in
discovery and practice. Human Genetics and Genomics Advances 2, 100018, January 14, 2021

Yuliwulandari, Shin JG, Kristin E, Suyatna FD, Prahasto 1D, Prayuni K, Mahasirimongkol S,
Cavallari LH, Mitropoulou C, Patrinos GP, Hao J, Williams MS, Snyder SR. Cost-effectiveness



analysis of genotyping for HLA-B*15:02 in Indonesian patients with epilepsy using a generic
model. Pharmacogenomics J [Accepted]

Yeh JM, Stout NK, Chaudhry A, Christensen KD, Gooch M, McMahon PM, O’Brien G,
Rehman N, Blout C, Green RC, Lu C, Rehm HL, Williams MS, Diller L, Wu AC. Universal
newborn genetic screening for pediatric cancer predisposition syndromes: model-based insights.
Genet Med (2021). https://doi.org/10.1038/s41436-021-01124-x

Starren JB, Tierney WM, Williams MS, Tang P, Weir C, Koppel R, Payne P, Hripsak G, Detmer
DE. A retrospective look at the predictions and recommendations from the 2009 AMIA policy
meeting: did we see EHR-related clinician burnout coming? J Am Med Inform Assoc 2021
28:948-954. PMID: 33585936 PMCID: PMC8068422

Tekendo-Ngongang C, Williams KJ, Williams MS. Cross-cultural Representations of Conjoined
Twins. Am J Med Genet C 2021 187:240-253. PMID: 33982866

Gudgeon JM, Varner MW, Hao J, Williams MS. A Model-based Reexamination of the
Effectiveness of Tumor/Immunohistochemistry and Direct-to-Sequencing Protocols for Lynch
Syndrome Case-finding in Endometrial Cancer. JCO Oncol Pract. 2021 17:¢1785-e1793. PMID:
33886346

Jones LK, McMinn M, Kann D, Lesko M, Sturm AC, Walters N, Chen N, Fry K, Brownson RC,
Gidding SS, Williams MS, Rahm AK. Evaluation of a multidisciplinary lipid clinic to improve
the care of individuals with severe lipid conditions: a RE-AIM Framework Analysis. Implement
Sci Commun. 2021 2:32. PMID: 33741054 PMCID: PMC7977494

Li J, Zhang Y, Jilg AL, Wolk DM, Khara HS, Kolinovsky A, Rolston DDK, Regeneron Genetics
Center, Hontecillas R, Bassaganya-Riera J, Williams MS, Abedi V, Lee MTM. Variants at the
MHC region associate with susceptibility to Clostridioides difficile infection: a genome-wide
association study using comprehensive electronic health records. Front Immunol 2021
12:638913. PMID: 33841421 PMCID: PMC8026859

Rasmussen LV, Connolly JJ, Del Fiol G, Freimuth RR, Pet DB, Peterson JF, Shirts BH, Starren
JB, Williams MS, Walton N, Taylor CO. Infobuttons for Genomic Medicine: Requirements and
Barriers. Appl Clin Inform 2021; 12: 383-390 PMID: 33979874 PMCID: PMC8116174

Jones LK, Tilberry S, Gregor C, Yaeger LH, Hu Y, Sturm AC, Seaton TL, Waltz TJ, Rahm AK,
Goldberg A, Brownson RC, Gidding SS, Williams MS, Gionfriddo MR. Implementation
strategies to improve statin utilization in individuals with hypercholesterolemia: a systematic
review and meta-analysis. Implement Sci 2021 16:40. PMID: 33849601 PMCID:
PMC8045284

Rahm AK, Walton NA, Feldman LK, Jenkins C, Jenkins T, Person TN, Peterson J, Reynolds JC,
Robinson PN, Woltz MA, Williams MS, Segal MM. User Testing of a Diagnostic Decision
Support System with Machine-assisted Chart Review to Facilitate Clinical Genomic Diagnosis
BMJ Health Care Inform 2021 May;28(1):e100331 PMID: 33962988


https://doi.org/10.1038/s41436-021-01124-x

Khalifa A, Mason CC, Garvin JH, Williams MS, Del Fiol G, Jackson BR, Bleyl SB, Huff SM. A
Qualitative Study of Prevalent Laboratory Information Systems and Data Communication
Patterns for Genetic Test Reporting. Genet Med 2021 Jul 6. doi: 10.1038/s41436-021-01251-5.
Online ahead of print. PMID: 34230635

Zhang Y, Movva VC, Williams MS, Lee MTM. Polycystic ovary syndrome susceptibility loci
inform disease etiological heterogeneity. J Clin Med 2021 10:2688 PMID: 34207127 PMCID:
PMC8234947

Khalifa A, Mason CC, Garvin JH, Williams MS, Del Fiol G, Jackson BR, Bleyl SB, Huff SM. A
Qualitative Investigation of Biomedical Informatics Interoperability Standards for Genetic Test
Reporting: Benefits, Challenges, and Motivations from the Testing Laboratory's Perspective.
Genet Med (2021). https://doi.org/10.1038/s41436-021-01301-y IF 8.9

Khalifa A, Mason CC, Garvin JH, Williams MS, Del Fiol G, Jackson BR, Bleyl SB, Huff SM.
Interoperable genetic lab test reports: Mapping key data elements to HL7 FHIR specifications
and professional reporting guidelines. JAMIA 2021;, ocab201,
https://doi.org/10.1093/jamia/ocab201 IF 4.11

Zouk H, Yu W, Oza AM, Hawley MH, Kumar PKV, Koch C, Mahanta LM, Harley JB, Jarvik
GP, Karlson EW, Leppig KA, Meyers MF, Prows CA, Williams MS, Weiss ST, Lebo MS,
Rehm HL. Reanalysis of eMERGE Phase 11l sequence variants in 10,500 participants and
infrastructure to support the automated return of knowledge updates. Genet Med [Accepted] IF
8.9

Rehm HL, ..., Williams MS, ...Birney E. GA4GH: International policies and standards for data
sharing across genomic research and healthcare. Cell Genomics [In press] IF New journal,
pending.

Jones LK, Brownson RC, Williams MS. Applying implementation science to improve care for
familial hypercholesterolemia. Curr Opin Endocrinol Diabetes Obes 2022 29:141-151. IF 3.24

Hao J, Hassen D, Gudgeon JM, Snyder SR, Hampel H, Williams MS, Sharaf RN, Lu C,
Williams JL, Schlieder VV, Rahm AK. Economic Evaluation of Universal Lynch Syndrome
Screening Protocols Among Newly Diagnosed Patients with Colorectal Cancer. J Pers Med
(Special Issue) 2021, 11:1284. https://doi.org/10.3390/jpm11121284 IF 4.99

Manolio TA, Bult CJ, Chisholm RL, Deverka PA, Ginsburg GS, Goldrich M, Jarvik GP, Mensah
GA, Ramos EM, Relling MV, Roden DM, Rowley R, Williams MS, Green ED. Genomic
medicine year in review: 2021. Am J Hum Genet 108:2210-2214. IF 9.0

Guzauskas GF, Jiang S, Garbett S, Zhou Z, Spencer SJ, Snyder SR, Graves JA, Williams MS,
Hao J, Peterson JF, Veenstra DL. Cost-effectiveness of Population-wide Genomic Screening for
Lynch Syndrome in the United States. Genet Med 2022 Feb 25:51098-3600(22)00033-8. doi:
10.1016/j.gim.2022.01.017. Epub ahead of print. IF 8.9


https://doi.org/10.1038/s41436-021-01301-y
https://doi.org/10.1093/jamia/ocab201%20IF%204.11
https://doi.org/10.3390/jpm11121284

Zeng C, Lisa A. Bastarache LA, Tao R, Venner E, Hebbring S, Andujar JD, Bland ST, Crosslin
DR, Pratap S, Cooley A, Pacheco JA, Christensen KD, Perez E, Blout Zawatsky CL, Witkowski
L, Zouk H, Weng C, Leppig KA, Sleiman PMA, Hakonarson H, Williams MS, Luo Y, Jarvik
GP, Green RC, Chung WK, Gharavi AG, Lennon NJ, Rehm HL, Gibbs RA, Peterson JF, Roden
DM, Wiesner GL, Denny JC. Association of pathogenic variants in hereditary cancer genes with
multiple diseases: a phenome-wide association study of 229,369 participants. JAMA Oncol
[Accepted] IF 31.78

Leppig K, Appelbaum P, Aufox S, Bland ST, Buchanan A, Christensen KD, Chung WK,
Clayton EW, Crosslin D, Denny J, DeVange S, Gordon A, Green RC, Hakonarson H, Harr MH,
Henrikson N, Hoell C, Holm IA, Kullo 13, Jarvik GP, Lammers PE, Larson EB, Lindor NM,
Marasa M, Myers MF, Perez E, Peterson JF, Pratap S, Prows CA, Rahm AK, Ralston JD,
Rasouly HM, Roden D, Sharp RR, Singh R, Shaibi G, Smith ME, Sturm A, Thiese H, Van Driest
SL, Wiesner GL, Williams JL, Williams MS, Wynn J, Blout Zawatsky CL. The Reckoning: The
Return of Genomic Results to 1,444 Participants Across the eMERGE3 Network. Genet Med
[Accepted] IF 8.9

Hunter JE, Jenkins CL, Bulkley JE, Gilmore MJ, Lee K, Pak CM, Wallace KE, Buchanan AH,
Foreman AKM, Freed AS, Goehringer S, Manickam K, Meeks NJL, Ramos EM, Shah N,
Steiner RD, Subramanian SL, Trotter T, Webber EM, Williams MS, Goddard KAB, Powell BC,
on behalf of the ClinGen Resource. ClinGen’s Pediatric Actionability Working Group: Clinical
Actionability of Secondary Findings from Genome-Scale Sequencing in Children and
Adolescents. Genet Med [Accepted] IF 8.9

Williams MS. Population Genetic Screening in Health Systems. Annu Rev Genomics Hum
Genet Vol. 23:- first posted online on February 17, 2022. https://doi.org/10.1146/annurev-
genom-111221-115239 IF 8.93

BOOKS

Fragoulakis V, Mitropoulou C, Williams MS, Patrinos G. Economic Evaluation in Genomic
Medicine. 2015 Elsevier Academic Press.

CHAPTERS

Williams MS. Urinary tract anomalies. In CHARGE Syndrome: a Management Manual for
Parents--Version 2.1 (2002)

Williams MS. Musculoskeletal anomalies. In CHARGE Syndrome: a Management Manual for
Parents--Version 2.1 (2002)

Williams MS. Approach to Rare Monogenic and Chromosomal Disorders. In Encyclopedia of
Genetics, Genomics, Proteomics and Bioinformatics (Section ed. Korf B, Jorde L Ed.) John
Wiley & Sons: London 2004.


https://doi.org/10.1146/annurev-genom-111221-115239
https://doi.org/10.1146/annurev-genom-111221-115239

Gudgeon JM, Palomaki GE, Williams MS. Rapid Evaluation of genetic tests in the face of
incomplete information. In Human Genome Epidemiology: Building the evidence for using
genetic information to improve health and prevent disease 2" Edition (Ed. Khoury MJ,
Bedrosian SR, Gwinn M, Higgins JPT, loannidis JPA and Little J.) Oxford University Press
USA:New York, NY 2009

Williams MS. Chapter 15 Renal and Urinary Anomalies. Chapter 18 Musculoskeletal
Anomalies. In CHARGE syndrome ed. Hartshorne TS, Hefner MA, Davenport SLH, Thelin JW.
Plural Publishing, San Diego, CA, USA, 2011.

Williams MS. Personalized Medicine in the Clinic. In: Personalized Medicine: Prescriptions and
Prospects. Ed. Hawana J, Runkle D. Food and Drug Law Institute, Washington, DC, USA, 2011.

Williams MS. Information Technology and Primary Care Genetics. In: American Academy of
Pediatrics. Medical Genetics in Pediatric Practice. Saul RA, ed. Elk Grove Village, IL:
American Academy of Pediatrics; 2013:397-420.

Williams MS. Chapter 29 Delivery of Personalized Medicine in an Integrated Healthcare
System In: Genomics and Personalized Medicine. 2" Ed. Ginsburg GS and Willard HF. Elsevier
Academic Press London, 2013:340-52.

Kannry J, Kushniruk A, Denny J, Hoffman M, Levy H, Williams MS. Integrating Genomic Test
Results and Decision Support at the Point of Care: Genomics and the EHR. In ACP Clinical
Genetics ED. Murray M., Babyatsky M, Giovanni M. McGraw-Hill Companies, Inc. 2012

Williams MS. Personalizing Prevention. pp. 181-192 In Prevention Practice in Primary Care
Sherri Sheinfeld Gorin ed. Oxford University Press, Oxford, New York City, 2014.

Aronson SJ and Williams MS. Chapter 14 Genetics Aware Clinical Decision Support. In:
Genomic and Precision Medicine: Foundations, Translation, and Implementation. 3™ edition. Ed:
Ginsburg GS and Willard HF. Elsevier Academic Press London, 2016: 205-15.

Williams MS. Chapter 15 Implementation Science and Integration into Healthcare Systems. In:
Genomic and Precision Medicine: Foundations, Translation, and Implementation. 3rd edition.
Ed: Ginsburg GS and Willard HF. Elsevier Academic Press London, 2016: 217-32.

Williams MS. Medical Genomics: Personalized Precision Chapter 10 in: Managing Discovery in
the Life Sciences: Harnessing Creativity to Drive Biomedical Innovation. Editors: Rea PA, Pauly
MV, Burns LR. Cambridge University Press, Cambridge, UK, 2018

Pulk RA, Graham J, Lichtenberg FR, Maeng D, Williams MS, Wright E. Chapter 10 The Value
of Cytochrome P450 2C19 Pharmacogenomic Information for Patients Receiving Clopidogrel
Therapy following a Major Cardiovascular Event:Evidence from Geisinger. In Economic
Dimensions of Personalized and Precision Medicine Eds. Ernst Berndt, Dana Goldman, and John
Rowe. University of Chicago Press Chicago, IL, USA, 2018



Cooper DN, Mitropoulou C, Brand A, Dolzan V, Fortina P, Innocenti F, Lee MTM, Macek M,
Mitropoulos K, Al-Mulla F, van Schaik RH, Squassina A, Taruscio D, Vayena E, Vozikis A,
Williams MS, Yilstra B, Patrinos GP. The Genomic Medicine Alliance: A global effort to
facilitate the introduction of genomics into healthcare in developing nations. Chapter 10 in:
Genomic Medicine in Emerging Economies Genomics for Every Nation. Academic Press,
Elsevier, London, UK, 2018

Williams MS. The Genomic Health Record: Current Status and Vision for the Future. Chapter
12 In: Emery and Rimoin's Principles and Practice of Medical Genetics and Genomics Clinical
Principles and Applications Eds. Reed E. Pyeritz, Bruce R. Korf and Wayne W. Grody
Academic Press, Elsevier, London, UK, 2019

Williams MS. Informatics for a Precision Learning Healthcare System. Chapter 16. In:
Personalized and Precision Medicine Informatics - A Workflow-Based View. Eds.: Terrence
Adam and Constantin Aliferis. Springer Nature Switzerland AG, 2020.

Williams MS. Assessing the psychological impact of next-generation sequencing information in
the clinic: An attempt to map terra incognita? In: Genome Sequencing in Clinical Practice:
Psychological Considerations. Eds.: Aad Tibben and Barbara B. Biesecker. Academic Press,
Elsevier, UK, London, 2019

Williams JL, Chung WK, Fedotov A, Kiryluk K, Weng C, Connolly JJ, Harr M, Hakonarson H,
Leppig KA, Larson EB, Jarvik GP, Veenstra DL, Hoell C, Smith ME, Holm IA, Peterson JF,
Williams MS. Harmonizing Outcomes for Genomic Medicine: Comparison of eMERGE
Outcomes to ClinGen Outcome/ Intervention Pairs. (2019). In: S. A. Mousa, R. Bawa and G. F.
Audette (Editors): The Road from Nanomedicine to Precision Medicine, Pan Stanford Publishing
volume 4 Pan Stanford Series on Nanomedicine Publishing, Singapore (2019).

Williams MS. Musculoskeletal System. Chapter 16. In CHARGE Syndrome 2" Edition. Eds.
Timothy S. Hartshorne, Margaret A. Hefner, Kim D. Blake. Plural Publishing. San Diego, CA,
USA, 2021.

EDITORIAL

Manual on Reimbursement for Medical Genetic Services, 1st edition Kendall/Hunt Publishing
Company. Marc S. Williams, MD editor-in-chief (This is the official publication of the
American College of Medical Genetics and represents a compendium of the economic issues that
affect payment for genetic services).

Schrander-Stumpel CTRM, Williams MS. Co-editors Am J of Med Genet Part C Seminars in
Medical Genetics Adult Dysmorphology. 145C number 3. August 15, 2007.

Williams MS Editor Am J Med Genet Part C Seminars in Medical Genetics Quality
Improvement in Clinical Genetics 151C no. 3 August 15, 2009

Kannry JM, Williams MS. Co-editors Genet Med Special Issue: Genomics and the Electronic
Health Record. Volume 15 no. 10, 2013.



Williams MS Editor Am J Med Genet Part C Seminars in Medical Genetics Implementation of
Genomic Medicine 166C no. 1, March 15, 2014.

LETTERS

Williams, MS. Rarity of Fatty Liver of Pregnancy (FLP) should be known. Wis Med J 95:334,
1996.

Williams, MS. Fatty liver of pregnancy and LCHAD deficiency. New Eng J Med 336(5):377.,
1997.

Williams, MS. Bicycle-Riding Circumstance and Injuries in School-aged Children. Arch Dis
Child Adoles Med, 151:1067, 1997.

Williams, MS. More on Craniosynostosis. Pediatr Ann, 26:711, 1997.

Williams, MS. Moebius syndrome, Pituitary dwarfism and Hypoplastic optic disc. Acta
Paediatr Jpn, 40:1998.

Williams, MS. More on Pediatric Dermatology. Pediatr Ann, 27:322, 1998.

Williams, MS. Long-term anticoagulation and home monitoring. Drug Benefit Trends 12:15,
2000.

Williams MS, Williams JL. Red-Green Colorblind. Genet in Med, 2(6):350-1, 2000.
Williams MS Nongenetic male pseudohermaphroditism. New Eng J Med 346:628, 2002.

Williams MS. Myostatin mutation associated with gross muscle hypertrophy in a child. New
Eng J Med 351:1030-1, 2004.

Williams MS. Re: “Impact of direct to consumer advertising for hereditary breast cancer testing
on genetic services at a managed care organization: A naturally occurring experiment. Genet
Med 7:514 , 2005.

Williams MS. Response to Clinical and genetic aspects of Ehlers-Danlos syndrome, classic type.
Genet Med 13:77.

Williams JL, Williams MS. Informed consent and immunohistochemistry screening for Lynch
syndrome. Genet Med 13:848-9, 2011.

Veenstra D, Guzauskas GF, Peterson JF, Hassen DA, Hao J, Williams MS. Cost effectiveness of
population genomic screening. Genet Med 21:2842-2843, 2019.



