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PhenX: consensus measures for Phenotypes and
eXposures

PhenX is funded by the National Human Genome Research Institute (NHGRI),
Project Scientist, Dr. Erin Ramos with co-funding from the National Institute on Drug
Abuse (NIDA)

In September 2007, RTI International was awarded a Cooperative Agreement (U01)
to select and define high priority measures for GWAS (phase 1)

In July 2013, RTI International was awarded a Genomics Resource grant (U41) to
expand the Toolkit, review existing measure and add features (phase 2)

PhenX uses an established consensus based process, and is driven by the scientific
community

Initially focused on measures for genome-wide association studies, the scope has
broadened to clinical, translational and epidemiological research
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Standard Measures Needed — ¢2006

Type 2 Diabetes GWAS (>380K SNPs)
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Combining studies
Increases ability to detect
loci with moderate effect
size (GXxG;GXE
Interactions)

Replication of GWAS
results

Potential for cross-study
analysis and replication
limited by lack of
standardized measures
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The PhenX Project

Goal: Produce an online
resource of standard phenotypic
& environmental exposure
measures

‘PhenX ool

Browse ard Registration Resources
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New Sickle Cell Disease Research measures available, August 13, 2015 here

Welcome to the PhenX Toolkit
e %s g . )
\"\ The Toolkit provides standard measures related to complex diseases, phenotypic traits and .‘
X environmental exposures. Use of PhenX measures facilitates combining data from a variety
Resaarch Domains of studies, and makes it easy for investigators to expand a study design beyond the primary Registrati

Coope rative Ag reement (2007 research focus. All Toolkit content is available to the public at n cost.
UOl % 2013 U41) Information about the project is available at www.phenx.org /-1

» More
Featured o b‘ 6 l

New Domain

© Please Read Toolkit Guidance Browse

How to cite use of PhenX measures:

—~ 450 measures addreSSing 21 N"b ) Ma\ uosmﬂ u'[:vme in thssg« mr@s@.lwtﬁxl from the PhenX Toolkit version \
domains e | | o e e e To >

How to cite the PhenX Toolkit: Soarch
Hamilton, et al. (2011) The PhenX Toolkit: Get the Most From Your Measures.
A American Journal of Epidemiology, 174(3), 253-60.
-2
PhenX is funded by a Genomic Resource Grant, U41 HG007050, from NHGRI with 3

Protocols, data element g | | A8 'N
dictionaries, data collections
worksheets

DhanV T

(www.phenxtoolkit.org)
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Selecting PhenX Measures

= Criteria for selecting measures include: SC defines scope
- Well-established and broadly i
validated o WG refines scope
Low burden to participants & ]
Investigators
- Applicable across population groups WG selects prelim
Freely available protocols measures
(preferred) g
Useful to investigators who are not Community
domain experts Qutreach
U
WG selects final
measures
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PhenX Project Organization

[ Research J [ NIH IC J
Community Liaisons

A
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Why Use Standard Measures?

« Study findings require validation

— Initial findings need to be replicated, standard measures aid
comparisons

* Increased sample size provides greater statistical power

— For GWAS, to identify moderate associations and more complex
Interactions

— For other types of studies, increases statistical confidence in
results

« Cross-study analyses increase the impact of individual studies
— Many diseases and conditions share common risk factors

— Use of standard (common) measures facilitates cross-study
analyses

DRTI miPhenX

sssssssssssssssss for Phenotypes and eXposures



PhenX Measures Enable Cross-Study Analysis

Increased
Sample
Size Detect More
Measures - Subtle and/or
from the More Complex
Toolkit Increased Gene Associations
Statistical
Power
Future
Studies
8
Q
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PhenX Terminology

DOMAIN: Topical area with a unifying theme

Sickle Cell Disease Neurology, Quality of Life, and Domain
Health Services

MEASURE: A certain characteristic of, or related to, a
study subject
Quality of Life in Sickle Cell Disease

PROTOCOL.: Standard procedure recommended by a
Working Group to collect and record a PhenX measure

— Adult Sickle Cell Quality of Life Measurement
Information System (ASCQ-Me)

— PedsQL Sickle Cell Disease Module 9

MRTI MiPhenX
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PhenX - Research Domains

- Alcohol, Tobacco, and Other
Substances

* Anthropometrics

- Cancer

» Cardiovascular

- Demographics

« Diabetes

« Environmental Exposures

-+ Gastrointestinal

« Geriatrics

 Infectious Diseases and Immunity
* Neurology

« Nutrition and Dietary Supplements

Obesity
Ocular
Oral Health

Physical Activity and Physical
Fitness

Pregnancy

Psychiatric

Psychosocial

Rare Genetic Conditions
Reproductive Health
Respiratory

Skin, Bone, Muscle, and Joint
Social Environments

Speech and Hearing
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Criteria for Selecting PhenX Measures

» Clearly defined

«  Well established

- Broadly applicable

- Validated

* Reproducible

« Specific

- Reliable

- Standard measurement protocols exist

 Criteria defined by the PhenX Steering Committee
«  Working Groups select measures to be included in the Toolkit
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PhenX Supplements - adding depth to the Toolkit

New!

- PhenX Measures for Sickle Cell Disease Research (funded by NHLBI) )
— Ellen Werner, Project Scientist 0
— Sickle Cell Disease Research and Scientific Panel (SRSP) W R
— Collaborating with H3Africa (Human Heredity and Health in Africa) on a Sickle Cell

Disease ontology
«  PhenX Measures for Mental Health Research (funded by NIMH) @
— Greg Farber, Project Scientist v
— Mental Health Research Scientific Panel (MHRP) e
*  PhenX Measures for Tobacco Regulatory Science (funded by TRSP)
— Kay Wanke, Project Scientist %

— Tobacco Regulatory Research Scientific Panel (TRRP) . 0
- PhenX Measures for Substance Abuse and Addiction (funded by NIDA) —

— Kevin Conway, Project Scientist |

— Substance Abuse and Addiction Scientific Panel (SSP)

Substance Abuse
and Addiction J

MRTI miPhenX
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miPhenX W
Home Browse Search Registration Resources News Help About
mmmmm  Welcome to the PhenX Toolkit =i

The PhenX (consensus measures for Phenotypes and eXposures) Toolkit is a catalog of recommended, standard measures of
phenotypes and environmental exposures for use in biomedical research. PhenX measures can be used to expand a study design
beyond the primary research focus. Use of PhenX measures facilitates cross-study analysis, potentially increasing the scientific
impact of individual studies. The PhenX Toolkit is a Web-based resource and is available for use at no cost. More >>

i @ =

Reqister Your Newsletter
Research Domains Study .

g
%S

Citation and
Guidance

Mental Health Slckle Cell Disease Substance Abuse Tobacco Regulatory
Research Research and Addiction Research
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Types of PhenX Measures
P henX Toolkit

Register | Log In

Home Browse Registration Resources About

Smart Query Tool

Search pre-defined search filters listed below
Search by entering your own terms in the box below

Data Collection Mode Lifestage Time to Complete Language
Interviewer-administered questionnaire E Infant <=15 minutes E English
Self-administered questionnaire L1 Toddler E =15 minutes E Spanish
L] Bioassay L1} child E Other
Clinical Examination [ Adolescent

1] Physical Measurement L] Adult

[ Medical records abstraction L1 Senior

O] secondary Data Analysis O} Pregnancy

Enter search term or PhenX ID:

|DEprE551’Dn

Show 1[] results per page

| Smart Search | | Text Search

WRTI WiPhenX

INTERNATIONAL consensus measures for Phenotypes and eXposures



e“e = > S—
WYy §P hen X oolkt L =

Home i : SV el About

Protocol Overview

Show Tree [

Browse = Domains » Diabetes » Urinary Creatinine Assay for Kidney Function » Urinary Creatinine Assay for Kidney Function Protocol

Mote: Some Protocols contain images. You may click the thumbnails to preview the full image. To print Protocols with full size images, please add those Protocols to your Toolkit and Generate a
Report.

Urinary CrReaTinine Assay FoR Kioner Funcion #141601
|.Jump to section: v || Show Details |

Protocol Release Date =
Description of Protocol =
Specific Instructions ==
Protocol Text =
Selection Rationale =
Source

Personnel and Training Required =
Equipment Needs =
Standards =

General References =
Protocol Type =

Derived Variables ==

Requirements =

19
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ilisPhenX Toolkit S

Register | Log In

Home

Registration Resources

About

Review Measure

Show Tree O

Browse » Domains » Diabetes » Urinary Creatinine Assay for Kidney Function

-

& m Urinary Creatinine Assay for Kidney Function 141600

Definition: A bioassay to measure urine concentration of creatinine, a muscle metabolite that is filtered out of blood by the kidneys.

Purpose: The urinary creatinine measure should be done in conjunction with urinary microablumin to determine ratio of urine albumin to urine creatinine which

can predict the risk of nephropathy (Mational Health and Nutrition Examination Survey and University of Minnesota Laboratory Procedure Manual for Urinary
Creatinine, Z00E).

Protocols:

Add to My Toolkit. 141601 Urinary Creatinine Assay for Kidney Function »

Related Measu resﬂ Col Iections::

Blood Pressure (Adult/Primary) Organ Function
Personal History of Kidney Failure Kidney Failure
Current A2e serum Creatinine Assay for Kidney Funct... Maternal Complications

Gender Urinary Microalbumin Assay for Kidney F... Sickle Cell Disease: Cardiovascular, Pulmonary, and Renal Specialty Collection

Keywords: Centers for Disease Control and Prevention, CDC, Mational Center for Health Statistics, NCHS, Mational Health and Mutrition Examination Survey
Questionnaire, NHAMES, University of Minnesota, Fairview University Medical Center, Nephropathy, diabetic nephropathy, kidney, kidney disease, kidney failure,
Cardiovascular disease, Microalbuminaria, Macroalbuminaria, Diabetes

Measure Release Date: May 12, 2010

< Sy Add this Measure* to My Toolkit

+ &9 Add this Measure® and all Essential Measures to My Toolkit

ERTI WwPhenX
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PhenX and Data Science

« Customized for each Toolkit
- Data Collection Worksheets (DCW) and
- Data Dictionaries (DD)

dbGaP compatible format
REDCap compatible format
Web-based data collection (electronic Case Report Form (eCRF)

 ldentify common measures across studies
« Link Your Study — compare with ongoing studies

« dbGaP mapping — legacy studies
790 studies 200K variables in dbGaP
636 protocols, 22K variables in PhenX

17
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PhenX Collaborations

- The database of Genotypes and Phenotypes
(dbGaP)

- REDCap (Research Electronic Data Capture)
» PhenX in NIH CDE Resources
- H3Africa Sickle Cell Disease Ontology
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i dbGaP

® The database of Genotypes and Phenotypes (dbGaP) was developed to archive and distribute the results of studies
% that have investigated the interaction of genotype and phenotype.

+ ldentify database of Genotypes and Phenotypes (dbGaP) studies
using PhenX measures for potential use in cross-study analysis

« Investigators can search dbGaP and find studies that included
measures comparable or related to PhenX measures

« Mapping PhenX variable to dbGaP study variables retrospectively
(PhenX has relatively small number of variables compared to dbGaP)

* In the future, investigators submitting data to doGaP will be asked to
self-identify PhenX measures

MRTI miPhenX
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dbGaP dbGaP -

)
o
o
=
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—
=
=
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X

Create alert Limits Advanced

20 per page -

Search results

ltems: 18

Search results: 218 Variables, 0 Analyses, 0 Documents, and 0 Datasets in 18 Studies

Studies (18) | Variables (218)

Study Embargo Release

“Versions 1-25: passed embargo
Wersion 26: 2016-08-07
Wersion 27: 2017-01-15

phsD0O0D07.wv27.pl0
Framingham Cohort

phs000763.v1.pl
The Collaborative Study onthe  “ersion 1: passed embargo
Genetics of Alcoholism (COGA)

phs000285.v3.p2
CARDTA Cohort

“ersions 1-3: passed embargo

phsD0OD256.v3.p2

The Vaginal Microbiome:
Disease, Genetics and the
Environment

“ersions 1-3: passed embargo

phsD00170.v2.pl
GWAS on Cataract and HOL in
the PMRFP

Yersion 1: passed embargo
Version 2: 2016-03-09

Details

16172

3557

3622

3474

3989

Participants Type Of Study

Longitudinal

Family

Longitudinal

Twin, Clinical
Cohort

Case-Control

Links

Links

Links

Platform

HuGeneFocused S0K_Afy
Mapping250K_Msp
Mapping250K_Sty

Mapping=0K_Hind240
MappingS0K_xba240

HumanOmmExpress-12v1_
OmniExpress 1M Duo

Ty

1000 Genomes

454 G5 FLX Titanium
454 G5 FLX Titanium

HumanGe0W-Cuad_vi1_A




dbGaP dbGaP

20 per page =

Search results
Items: 1 to 20 of 218

2[s_discriminator] AND alcohol[PhenX]

Create alet Limits Advanced

Page [1 |of 11 Next= Last==

Search results: 218 Variables, 0 Analyses, 0 Documents, and 0 Datasets in 18 Studies

studies (18) | Variables (218)

Clinical Variable

G3A113
Framingham Cohort

G3A137
Framingham Cohort

a3b0114
Framingham Cohort

age first drink
The Collaborstive Study on the Genetics of

Dataset

3 1s

ric Exam, Generation 3 Exam 1

&

[

3 1s

nic Exam, Generation 3 Exam 1

&

]

g exam 2011 m 00175

Clinic Exam: Interview, Physical Exam, BCG, Generation 3,

Mew Offspring Spouse, and Omni 2, Bxamn 2. The inclusion
criteria for this dataset is at lesst 18 years old &t Exam 1,
gt least one parent in the Framingham Heart Study, signed
BUMC |RE consent &t exam 1 for participation in the FHS
Third Generstion exam and participstion in FHS genetic
research.

COGA Family GWAS Subject Phenotypes
The dataset provides data collected for alcohol sbuse,
dependence (e.g. onset, stetus at first disgnosis, and
presence of misdamel symptorns besed on informiation

Variable Description Variable ID

IF EVER. CONSUMED
ALCOHOL: HOW OLD WERE

YO WHEN YOLU FIRST phv00020968.v4.p10

STARTED DRIMKING
ALCOHOLIC BEVERAGE?

IF EVER COMSUMED
ALCOHOL: WHAT WAS THE

MAXIMUM NUMBER OF phv00020992.v4.p10

DRINKS YOU HAD IN 24
HOUR. PERIOD DURING THE
PAST MONTH?

Madical History-Alcohaol
Consumption: What was the

maximum number of drinks  phv00177321.v2.p10

you had in 24 hr. period
during the past month?

Age of first whole drink phv00217597 v1.p1

Filter
A

Find
Datal

Rece

™y

~% T P
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Research Electronic Data Capture (REDCap)

Study design tool for CTSA funded studies

All PhenX protocols have REDCap Zip Instruments, which can
be downloaded then upload directly to REDCap

Web-based data collection for PhenX protocols
Accessible at both REDCap (a link to PhenX) and PhenX sites
REDCap available for use on mobile devices
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iitPhenXToolkit W

Browse Search Registration Resources News Help About

Home

My Toolkit

show Tres

=« Return to last visited browse page

Download Report Download Data Collection Worksheet Download Data Dicfionary Download iE_DQap' Instrument Zip
_| Empty My Toolkit

Measure Protocol Requi rements  Essential Measurest?

Birth Weight Birth Weight - Measured Weight at Birth remowe &\ Essential Measures are not in the cart

remove | Related Measures Review additional Essential Measures:
[JEthnicity
[Gender
[Race

{1\ Essential Measures are needed to interpret your data. Add al Essential Measures to your Toolkit »
Share this Toolkit -

PRI
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4 Consortium Wiki (Login Required;

REDCap

Research Electronic Data Capture

Introduction Software Consortium Partners Become a Partner Video Resources Citing REDCap Library REDCapCon

REDCap "Instrument ZIP" files

REDCap 6.5.0 and later provides a way to easily add new data collection instruments to a REDCap project by uploading an "instrument ZIP" file. These
instrument ZIP files may be downloaded from an external instrument library (e.g., PhenX Toolkit, Medical Data-Models) or from another REDCap project or
user, and then uploaded on the Online Designer page in a REDCap project so that they get added as a new data collection instrument. These ZIP files can
contain attachment files for "descriptive" fields, which makes it very easy to obtain or share an instrument containing several attachment files.

NOTE: An instrument ZIP file contains only one instrument that gets "added” to a project, whereas a REDCap data dictionary CSV file contains ALL the
instruments in a project and would thus *replace all” instruments in the project when uploaded.

MRTI miPhenX
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REDCap

& Logged in as hpan67@yahoo.com
@ Logout

.’ Iy Projects
ﬁ Project Home
r:j Project Setup
Project status: Development

)ata Collection ./ Edit instruments

Record Status Dashbeoard

- View data collection status of all records
= Add/ Edit Records
- Create new records or edit/view existing ones

Data Collection Instruments:

v First Instrument

SCD-demo1

@ Project Setup = Online Designer @“ Data Dictionary

%% VIDEO: How to use this page

The Cnline Designer will allow you to make project modifications to fields and data collection instruments very easily using only your
web browser. NOTE: While in development status, all field changes will take effect immediately in real time.

Add new instrument:

Data Collection ¢ Create | a new instrument from scratch
Instruments ¥ Import | a new instrument from the official REDCap Shared Library &)

& Upload |instrument ZIP file from another project/user or external libraries &)

Fields YEW

Instrument hame PDF Instrument actions

FIRTI

INTERNATIONAL

WiPhenX

consensus measures for Phenotypes and eXposures



NIH U.S. National Library of Medicine

i, Rend earn | Expore N | Renearch st i

N|H> Common Data Element (CDE) Resource Portal

Home

Summary Table for NIH CDE Initiatives

This table lists summary information for NIH COE Initiatives. More information on NIH CDE Initiatives: Subject Areas, Detailed Summaries.

Home | Resource Summaries | Glossary

Show [s0 v | entries Search:
Link to Homepage Link ta Brief Summa Number of Studies and Re;::?uErce
pag CDEs v Elements Publications
Contact
Standardized Asthma Asthma The standardized asthma cutcemes for clinical research represent recemmendations for core (required in future studies), 10 (adults), 25 == NHLBI, NIAID
Outcomes for Clinical CDE= supplemental (to be used according to study aims). and emerging (requiring validation and standardization) outcomes for 7 (children)
Rezearch domains of asthma clinical research outcome measures. Subject Areas | More...
Chronic Low Back Pain cLBP Fecommended minimum dataset for research on chronic low back pain. Subject Areas | More... 40 - NCCAM
CDEs
Early Detection Research EDRNMN CDEsz for use in describing samples and data collected as part of cancer biomarker research. Subject Areaz | More... 1,600 Publications NCI
Program
eveSENE eyeGENE Az part of eyeGENE, common data elements have been developed for collecting phenotypic data asscciated with maore than 30 | 300+ Studies NEIL
inherited ophthalmic diseases. Subject Areas | More...
Global Rare Diseases GRDR CDEsz to facilitate standardized data collection into the GRDR and to assist arganizations in establizshing rare disease registries 70 Publications ORDR
Patient Registry and Data that contribute information to GRDR. Subject Areas | More...
Repositony
Quality of Life Qutcomes in Meurs-00L | A core set of quality-of-life questions that address chronic neurclogic disorders, plus sets of supplemental questions specific to 500 Publications NINDS
Meurclegical Disorders targeted diseases or subgroups of patients. Subject Areas | More...
MIDA Substance Abuse MIDA EHR A set of brief screening and initial assessment tools for substance use disorders (SUDs) for use in general medical settings. 20+ - NIDA
Electronic Health Record Subject Areas | More...
Data Elements
NIH T x for Assessment | NIH An integrated set of tools for measuring cognitive, emotional, motor and sensory function. Subject Areas | More... 4 batteries of tests, Publications NIH
of Neu gical and Toolbox each with 5-24 tests
Behavicral Functisn
NIMD'S Commeon Data NINDS A core set of data elements for use in NINDS-funded studies, including core and supplementary sets of data elements for use in | 10,000 unigue Studies NINDS
EE e CDEs disease-specific studies. Subject Areas | More... variables, 550+
- instruments
Consensus Measures for PhenX Standard measures related to complex diseases, phenotypic traits and environmental exposures for inclusion in genome-wide 15,000+ variables, Publications NHGRI
Phenotypes and eXposures association studies (GWAS) and other large-scale genomic and epidemiclegic research efforts. Subject Areas | More... 428 protocols
Patient Reported Outcomes | PROMIS A system of item banks measuring patient-reported health status for varicus domains of physical, mental, and social health 50 item banks Publications NIAMS
Measurement Information across clinical populations (i.e. not disease-specific). Subject Areas | More...
System

Showing 1 to 11 of 11 entries

o

Jump to top of page

4 Previous Next

0
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National Cancer Institute

U.S. National Institutes of Health | www.cancer.gov

oy I

cADSR

Refresh tree

4 =

2T capsk Contexts
-
& ABTC (Adult Brain Tumor Consortium})
—_—
-] L.—JAECC [Albert Einstein Cancer Center)
—_—
=]

L.-JAIIianoe Alliance)

=] BOLD (Breast Oncology Local Disease)

=] DBRlDG BRIDG Collaboration)

2 rL:jl::.auEII(}: [MCI cancer Biomedical Informatics Grid)
=] D Classifications

H | ~ 10 PROMI S Global Health Questionnaire

[ T
2 D phenx
'E’Amhmgometrics

'\E’ATOS {Alcohol, Tobacco. and Other Substances)
'&'Ca NCET

t’Cardiovascular

'E"Demggraghics
1 Diabetes
'\E’Envimnmental Exposures

'\E’PhgsicalAcﬁ\r'@g and Physical Fitness
o

'E’Ps:.{chiatric

'E’Psxchosocial

'E"Rﬂre Genetic Conditions
'E’Regmductive Health
'E"Resgiratou

= 'E’Sickle Cell Disease Collection

'\’3“ Sickle Cell Disease Core Tier 1:
'&' Sickle Cell Disease Core Tier 2:

'E"Sickle Cell Disease WG 1: Cardiovascular, Pulmonai

'\E’Sickle Cell Disease WG 2: Neurolo:

. Quali

o2

Admin Tool Curation Tool NCI Metathesaurus MNCI Terminology Server Sentinel Tool UML Model Browser

I"{"i_;-'r. /-lr.. |\>£f ?
. — \ —
CDE Home FormBuilder Help.
Cart

Whats new Available Downloadsie¥!

Search for Data Elements
caDSR Contexts
= Exact phrase
All of the words
At least one of the words

Data Element Search

Advanced searc|

Search preferences

and Renal

of Life. and Health §

Name v
o: This is an exect metch search. To search for cartisl words or ohrases use the * as & wildeard.
| e Best Language NINDS |caBIG RELEASED 321024810
0 BL']L'BS"""& Scale Bvaluafion gy of NIHSS NINDS |caBIG RELEASED  [3201206|1.0
| — INIH Stroke Scale Evaluation )
O Dvsarthria Score Dysarthria NINDS |caBIG RELEASED 3210249(1.0
NIH Stroke Scale Evaluation . -
O BB ARGt Limb ataxia NINDS |caBIG RELEASED 3210246(1.0
NIH Stroke Scale Evaluation -
O Motor Arm Right Score Mator arm right NINDS |caBIG RELEASED 3204336(1.0
_kIIIJ Ciemlen Canla Conlivndine
L ;CS;).r;suc‘ilgllj‘srn;;;.él:gs:ﬁtljr;IScore LOC questions NINDS  |cabBl RELEASED 3201204910
—_ ) o GErETETsE NINDS |caBIG RELEASED  [3201208|1.0
Consciousness Score
[ 51 Stroke Scale Motor Amm Lef ;1o o feft NINDS |caBIG RELEASED  [3204316/1.0
[1|NIH Stroke Scale Visual Score  Misual NINDS |caBIG RELEASED 320121110
Vineland Adaptive Behavior What was the vineland
[[]|Scales Performed Assessment  |[adaptive behavior scales NHLBI |DCP,caBIG RELEASED 3057303 (1.0
Score Value value?
Vineland Adaptive Behavior ‘Were the vineland adaptive
U Scales Performed Indicator behavior scales performed? e el sialndB
. ) 'What is the vineland adaptive
vineland Adaptive Henavior 3
[ |gneland Adaptive Behaviol |y opyvior scalles performance |NHLBI |[DCPcaBIG RELEASED  [3085846(1.0

|
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Toward Data Interoperability: Cross-reference Table for
PhenX Measures and Variables

« dbGaP, by mapping at the variable level (by PhenX domain)

« LOINC codes for the first 21 domains at the domain, measure, protocol
and variable levels

« caDSR CDEs for each PhenX measure at the protocol level

PhenX PhenX ID dbGaP LOINC caDSR
variable variable Code CDE

Currrent Age PX010101020000 phv00023938.v1 21612-7 2423393
Ethnicity PX010501010000 phv00023941.v1 56050-8 2200284

Gender PX010701010000 phv00023939.v1 46607-8 2179640

28
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PhenX Measures are Connected to
Standards and Resources

-~ (fd) LOINC®

CDEs
Standards
i¥ig
Resources
PhenX
Toolkit
Ontologies

—> O BioPortal

.
.
-
.

e N|H> Common Data Element (CDE) Resource Portal
O SN Y R e—

HIN Vocabulary Access and Distribution System (VADS)

Lacgs P

% : SNOMED CT®

.
-4
.

Lices Human Phenotype Ontology
29
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PhenX and Data Harmonization

- Use of PhenX measures reduces the need for data
harmonization

- Aim Is to enhance data interoperabillity, via standards
and collaborations

+ Looking to extend PhenX ontology (supports SQT) to
support development of data harmonization tools

INTERNATIONAL  BWF /A consensus measures for Phenotypes and eXposures



Ontology Relationships between the PhenX Variables

p—_——————— - ———————

i ,
£ ,
/ Diabetes Mellitus
(Concept ID: CUI CO011849)

(Concept ID: CUI C3165788)

|
|
|
|
|
: |
Fasting Plasma Glucose PHE";"?[' H'sg"! of Type 1 |
(Concept ID: CUI C0392201) and Type 2 Diabetes : PhenX Measures
|
|
|
|
|
|
|
: PhenX Variables
{

G e o et e s o e o e s e e e gy
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PhenX Toolkit in the Community

* Registered Users (2,286)
* Funding Opportunity Announcements (184)
* NIH Initiatives and Funded Studies
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PhenX Measures Being Included in Current
Initiatives and NIH-Funded Studies

NIH Research Initiative/Study Number of PhenX Sample size
Measures
Adolescent Brain Cognitive Development (ABCD) Study 43 10,000*
Precision Medicine Initiative (PMI) 16 1 million*
Population Assessment of Tobacco and Health (PATH) 16 46,000
Tobacco Centers of Regulatory Science (TCORS) 38 unknown
Environmental influences on Child Health Outcomes: Patient PhenX recommended in 50,000*
Reported Outcomes Research Resource Center Core (ECHO RFA
PRO Core)
Data Coordinating Center for Sickle Cell Disease Implementation PhenX recommended in 2,100*
Consortium (SCDIC): RFA
* Planned
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Resources

«  www.phenxtoolkit.org
— Find PhenX measures for inclusion in your study
— Quick Start guide
— Tutorial
*  www.phenx.org
— Provides general information about the PhenX project

— Register to receive periodic updates via e-mail of the PhenX Newsletter and notification of
new surveys
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Questions?
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