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Standard Measures Needed — ¢c2006

Type 2 Diabetes GWAS (>380K SNPs) o
* To detect loci with moderate

effect sizeand Gx G; Gx E
iInteractions, large sample
sizes needed.
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« Standard (common) measures
facilitates replication of study
findings.

EE oo o =n 7= —on = m—an—em=ar] | o Potential for cross-study
analysis increases with
common measures

(www.broad.mit.edu/diabetes/scandinavs/type2.html)
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The PhenX Toolkit

¢ Catalog Of recommended méphenx Toolkit ‘ [ Register ‘ Togln‘ & My Toolkit
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Facilitate cross-study
analysis, increasing impact of do

. . . Toolkit include?
IndIVIduaI StUdIeS « Measurement protocols that address

a wide range of research domains

+ Information about each protocol to
ensure consistent data collection

Collections of protocols that add

+ Funding: NHGRI + 7 NIH ICs ||l SEmismsi.,
 Pl: Carol Hamilton, RTI -
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Substance Tobacco Mental Blood Sciences Social Determinants CoviID-19
Abuse and Regulatory Health Research of Health Research
Addiction Research Research
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Content

o 863 Protocols from 28 Research Domains

o Domain Examples:
o Demographics, Substance Use, Physical Activity
o Reproductive Health, Pregnancy, Pediatric Development, Geriatrics
o Diabetes, Cardiovascular, Oral Health

o Special Collections:
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Substance Tobacco Mental Blood Sciences Social Determinants COVID-19
Abuse and Regulatory Health Research of Health Research
Addiction Research Research
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Steering Committee

BUiIding NIH Institutes and Centers

Consensus Expert Working Groups

Outreach

Expert Review Panels

I i L ' é consensus measures for Phenotypes and eXposures

NHGR



Standard protocol exists

Criteria for Broadly applicable

Protocol

. L burden
Selection oW bL

Valid & reproducible

Open source
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NHGRI

Home Protocols ~ Search~ Resources~ News~ Help~ About ¥ Contact #& Tree

Search: nicotine dependence

Home » Search = Search Results

Search Results
with filters:

NIl [ Ac|(Fi|[kol[Ps|[Tz

Refine by:
Showing 1 to 36 of 36 protocols
Data Collection Mode »
. PhenX Protocol
Bioassay (3) -

| 4 Select Al | | 4 Add Selected to Toolkit |

Domain/Collection

Clinical Examination (3) 2 z g
Cigarette Nicotine Dependence

Interviewer-administered questionnaire kS :
Fagerstrom Test for Nicotine Dependence

(19)
Medical records abstraction (0)

Bl el & it e 48 Substances - Lifetime Abuse and Dependence
National Epidemiologic Survey on Alcohol and Related Conditions-IIl (NESARC-III)

Lifestage &

Infant (2) A | Withdrawal from Tobacco Use

Toddler (1)

Child (6) . . =

Adolescent (15) Standardized Tobacco Assessment for Retail Settings

Adult (28) v

Electronic Nicotine Product Device Type
Time to Complete i . 3

Population Assessment of Tobacco and Health (PATH) Study: Wave 3
<=15 minutes (33) ES
»15 minutes (3) Alcohol - Lifetime Use Disorder
National Epidemiologic Survey on Alcohol and Related Conditions-III (NESARC-III)

Alcohol, Tobacco and
Other Substances

Alcohol, Tobacco and
Other Substances

Tobacco Regulatory
Research

Tobacco Regulatory
Research

Tobacco Regulatory
Research

Alcohol, Tobacco and
Other Substances
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Current Every-Day or Current Some-Day Smokers: Instructions to interviewer: The following six questions are
asked twice: once with the lead-in statement about current usage and, if appropriate, a second time with the lead-in
statement about the period of maximum usage. a. Currently,... (ask 6 questions) b. Was there a 6-month period
when you smoked more than you do now? (If "Yes," then continue to ask 6 questions again. If "No," stop.)

1. How soon after you wake up do/did you smoke your first cigarette?

1 [ ] Within 5 minutes [3 points]

(A%

[]16-30 minutes [2 points]
3 [131-60 minutes [1 point]

4 [] After 60 minutes [0 points] 2. Do/Did you find it difficult to refrain from smoking in places where it is
forbidden, e.g., in church, at the library, in a cinema, etc.?

1 []Yes [1 point]
2 [1No [0 points]
3. Which cigarette would you hate most to give up?
1 [] The first one in the morning [1 point]
2 []All others [0 points]
4. How many cigarettes per day do/did you smoke?

1 []110 or less [0 points]

(48]

[111-20 [1 point]
3 [121-30 [2 points]
4 [131 or more [3 points]

5. Do/did you smoke more frequently during the first hours after waking than during the rest of the day?
1 []Yes [1 point]

2 []1No [0 points]

Il

Protocol Administration Details Source Variables Measure

Protocol ID:
31001

Variables:

& Export Variables

Variable Name Variable ID Variable Description

PX031001_Current_Smoker_1stSmoke_Givingup

PX031001030000  Current Every-Day or Current Some-Day more

PX031001_Current_Smoker_1stSmoke_Time

PX031001010000  Current Every-Day or Current Some-Day more

dbGaP
Mapping

Variable
Mapping

Variable
Mapping

en the respondent was smoking the most.

led to be used for other tobacco products and could be difficult
lay is a key variable.

NHGRI
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Linking PhenX and dbGaP Variables for Data
Harmonization and Cross-Study Analysis

en |n s for Mapped dbGaP Studies
* PhenX links for 13,655
J .
PhenX Protocol Mappin dbGaP
. PhenX Variable Name PPIng dbGaP Study .
d b G a P Va ri a b I eS Variable ID Name level Variable
J
PX030301010000 PX030301_Alcohol_30Day_Frequency Alcohol - 30-Day ~ comparable GenADA/LONG/Imaging (Genetic phv00081806
a CCGSS i b | e at . Quantity and Alzheimer’'s Disease Associations)
" Frequency
PY d b( ;a P - a C D E PX030301010000 PX030301_Alcohol_30Day_Frequency Alcohol - 30-Day ~ comparable  Genetic Multiple Sclerosis phw00072936
Quantity and Associations - GeneMSA
f t b d Frequency
ace rowse r a n a PX030301010000 PX030301_Alcohol_30Day_Frequency Alcohol - 30-Day ~ comparable NEIGHBOR Consortium Glaucoma — phv00129665
. Quantity and GWAS
Sea rCh fl Ite r Frequency
. PX030301010000 PX030301_Alcohol_30Day_Frequency Alcohol - 30-Day ~ comparable The Vaginal Microbiome: Disease, phv00090478
L4 P h e nx TOOl klt _a Quantity and Genetics and the Environment
Frequency
Sea rCh tOOI a n d I I n kS PX030301010000 PX030301_Alcohol_30Day_Frequency Alcohol - 30-Day  comparable The Vaginal Microbiome: Disease, phv00090481
Quantity and Genetics and the Environment
at variable page
PX030301010100 PX030301_Alcohol_30Day_Frequency_Coded  Alcohol - 30-Day ~ comparable GWAS on Cataract and HDL inthe  phv00181344
Quantity and PMRP
Frequency

HiPhenX
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Genomic Medicine Implementation

Scope:

« Understanding of baseline
genetic information and their
implications

* Impact of genomic
Interventions on patients,
families, and providers

« Assessment of organizational
characteristics and readiness
to adopt genetic services

NHGRI

Adoption of Genetic Services: Healthcare Settings

Reach Effectiveness Adoption Implementation Maintenance (RE-AIM) Checklist for 5tudy or Intervention Planning

Awareness of Pharmacogenomics

Daud, A. N. A. et al. (2017). Knowledge and attitude regarding pharmacogenetics among formerly pregnant women in
the Metherlands and their interest in pharmacogenetic research. BEMC Pregnancy Childbirth, 17(1), 120.

Baseline Knowledge of Genomics
University of North Carolina Genomic Knowledge Scale (UNC-GKS)

Clinician Confidence in Returning Genetic Test Results

Clinical Sequencing Evidence-Generating Research Consortium (C5ER) Provider Measures - Post-Return of Results
Follow-up #1 & Electronic Medical Records and Genomics (eMERGE) Post-Return of Results Provider Follow-up
Questionnaire

Information Sources for Patients after Return of Results

nformation Seeking V2 from the Clinical Sequencing Evidence-Generating Research (CSER) Adult Patient Measures -
Post-Return of Results Follow-up #2 (5-7 months post-Return of Results)

Organizational Readiness for Change
Organizational Readiness for Implementing Change (ORIC)

Patient Empowerment After Genetic Services and Counseling - Genomics Outcome Scale
(GOS)

Genomics Outcome Scale (GOS)

niPhenX Co-chairs: Wendy Chung, MD PhD & Kyle Brothers, MD PHD 1




Social Determinants of Health

I

PhenX Social
Determinants of
Health Assessments
Collection

An open-access resource for

standard social determinants
of health measures.

f 3

oy,
Ty National Institute

on Minority Health
‘\,__ and Health Disparities

WALy

* Individual
o Discrimination, Food
Insecurity, Spirituality

e Structural

o Concentrated poverty, Social
vulnerability

* Aims to understand factors that
have led to disproportionate
burden of the COVID19
pandemic on the underserved
and/or vulnerable populations

.R,) n‘véph?nx Co-chairs: Barbara Entwisle, PhD & Alicia Fernandez, MD
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COVID-19 Research Collection

Behaviors and Risks
History, Treatment and
PhenX Outcome

* [nformation Resources
COVID-13 « Psychosocial and Mental
-Health
Collections » Race, Ethnicity and
Demographics
Socioeconomic

Research

Funding: Office of Behavioral and Social Sciences Research (OBSSR);
National Institute on Drug Abuse (NIDA); National Institute on Minority
Health and Health Disparities (NIMHD); National Cancer Institute (NCI) .

NHGRI



Toolkit Use & Statistics

394 NIH Funding Opportunity

1.6M page visits & nearly 7,000
Announcements Reference PhenX report downloads

Top 10 Protocols

Ethnicity and Race

Current Employment Status
Current Age

Educational Attainment - Individual
Annual Family Income

Gender Identity

Access to Health Services

Food Insecurity

Health Literacy

English Proficiency
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7000 -

6000 -

5000 -

4000 -

= Total registered users

Total reports downloaded
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