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Genomic Medicine Working Group of National
Advisory Council on Human Genome Research

Assist in advising NHGRI on research needed to
evaluate and implement genomic medicine

Review current progress, identify research gaps
and approaches for filling them

ldentify and publicize key advances

Plan genomic medicine meetings focusing on
timely themes

Facilitate collaborations, coordination
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Explore models for long-term infrastructure and
sustainability of groups arising from genomic
medicine meetings.
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Genomic Medicine Colloquium, June 2011 GM IV: Physician Education, Jan 2013

Genetics
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Implementing genomic medicine in the clinic:
the future is here

Teri A. Manolio, MD, PhD', Rex L. Chisholm, PhD?, Brad Ozenberger, PhD', Dan M. Roden, MD3,
Marc S. Williams, MD**, Richard Wilson, PhD?, David Bick, MD’, Erwin P. Bottinger, MD?,
Murray H. Brilliant, PhD?, Charis Eng, MD, PhD', Kelly A. Frazer, PhD"!, Bruce Korf, MD, PhD",
David H. Ledbetter, PhD®, James R. Lupski, MD, PhD', Clay Marsh, MD'%, David Mrazek, MD",
Michael F. Murray, MD', Peter H. O’'Donnell, MD", Daniel J. Rader, MD'¢, Mary V. Relling, PharmD‘g
Alan R. Shuldiner, MD?, David Valle, MD?¥, Richard Weinshilboum, 2 Eric D. Green, MD, PhD!
and Geoffrey S. Ginsburg, MD, PhD2

A Genomic Medicine
Policy Framework

The College of American Pathologists
Debra G.B. Leonard, MD, PhD, FCAP

GM VI: Global Leaders, Jan 2014
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Technology Assessment Supports Health Plans
and Other Stakeholders in Developing Evidence-
based Policies
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GM VIIIlI: NHGRI

GM VII: Genomic CDS, Oct 2014 Medicine Programs; June 2015

Bethesda, MD =— October 2-3, 2014




NHGRI Genomic Medicine Meetings, 2014-2015
GM VI, Jan 8-9, 2014, Bethesda MD
Engage international agencies
Explore current activities, needs, obstacles

ldentify common research gaps to ensure
evidence only need be generated once

Develop plans for international collaboration




Singapore: Stromal Corneal Dystrophies
and 7GFB/ Testing

Inherited disorders leading to loss of
corneal transparency.

TGFB/ mutations underlie the majority of
stromal corneal dystrophies.

Disease Diagnosis
TGFBI / Treatment Selection for

Testing \i Patients
Screening of family

Clinical Utility
members

Courtesy P Tan, Duke-Natl U Singapore POLARI




Estonian Program for Personalized Medicine

Pilot project for 2015-2018 approved by the Estonian
Government on 15.12.2014.

- Health care
- Educating health care professionals
- Educating patients

- Further development of the eHealth including
decision support systems

- Research and Development

- Seguencing 5,000 individuals, Estonian Chip and
analysis software

- International collaboration
- Commercialization
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Carbamazepine and SJS/TEN: Allele
Frequency of HLA-B*15:02

' ALLELE FREQUENCIES
HLA B*1502

CMAJ o MARCH 23, 2010 182(5) /

Courtesy W Chantratita, Ramathibodi Hospital



ngh Incidence of SJS/TEN in Thailand

Drug induced SJS/TENs in Thailand 1998-2008

(Reference: Thai FDA 2008)

1. SULFAMETHOXAZONE+ TRIMETHOPRIM @g 1,234
4

. CARBAMAZEPINE ) 703
. ALLOPURINOL Y 664
. PHENYTOIN 6 451
. AMOXYCILLIN 342
. STAVUDINE + LAMIVUDINE+NEVIRAPINE 6 313
. PHNOBARBITAL () 189
. IBUPROFEN 156
. NEVIRAPINE 1) 122

10. TETRACYCLINE 113

; iGenomic markers have been found and utilized as predictive tools by our group.

Courtesy W Chantratita, Ramathibodi Hospital



Suggestion: According to
update information, this person
has HLA -B*1502 which has a
high risk to develop a severe
skin disorder (SJS/TEN), if he
takes carbamazepine or drug
structurally similar.

Need more information : please
contact our PGx laboratory.
Tel 02-200-4330- «

Wz

—

Name & Family
Name

Outcome of the PGX
assay

8 Jan 201 4

PGx Interpretation

High Risk of SJS/TEN from
Carbamazepine, according
to update information

Courtesy W Chantratita

Signature of molecular
clinical pharmacist.




