Improving Reporting Standards
for Polygenic Scores in Risk Prediction Studies G
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State whether study describes risk score development or
external validation of a *previously published risk score.

*Include identifiers (PMID, PGS Catalog ID)

Why? Specify the predicted clinical end outcome.

e el <l IS this a feature/endpoint of a specific
to understand the nuance BNG[EEEREY.
in measured risk.

E.g., there can be a
mismatch in risk-score

predicted outcome (e.g.
CAD) and the measured

henotype of interest (e.g
P P LDL).

Methods: Study Design

Include study design details.

State recruitment details, i.e. method & years.
The "who, Where and
If performing secondary analyses, reference when,” of risk depend

recruitment details. on the population used
to derive the risk model.

Include details defining the phenotype of interest.

Methods: Variable Definitions

-®  Ancestry: Include the distribution* of ancestral

e’.": background and the data source. Use the
.‘0 NHGRI-EBI standardized reporting framework.
Sex: Include counts and percentages. d
State if sex was inferred from self-report or genetic information. Q
— Age: Include age distribution using the mean,
Eﬁ standard deviation and range.
*Include by case/control status, if applicable.

NG ﬁ Why?
ClimGen The details needed to reproduce or criticall

analyze a risk score are often underreported.

Clinical Genome Resource

Vietnods: Analysis

PRS
Estimation

Describe how

data are
Sub-Group transformed Model Fitting
Analyses INto ajscore. Procedure
If performed Describe how
provide the final
details. model was
selected.
Validation Model Type
If performed, Describe
outline . ” b methods used
procedures for to estimate
validation. risk.
Discrimination Calibration
Describe Describe
measures measures
used to assess used to assess
discrimination. calibration.

’_i

Q

NeSsults

Risk Score Distribution I
Include a general description of the risk score, as well as l I|
model fit measures.

Risk Score Discrimination and Calibration (o
Include metrics assessing discrimination & calibration, and ‘O’
whether other variables are included beyond the risk score.

Subgroup Analyses

Report all measures for any
subgroup analyses.

Discussion

Risk Model Interpretation:
What does it predict? How well? In whom?

Limitations:

Outline limitations and their impact to interpretation of the risk score.

Why?

By explicitly describing the risk model’s interpretation and outlining potential
limitations to the generalizability of their model, authors will empower readers
and the wider community to better understand the risk score and its relative

merits.

Risk Score Intended Purpose:
@ If there is an intended clinical purpose, discuss “clinic readiness.”
How is the model benchmarked against current standard of care?

Generalizability:
Discuss which populations this score may be
applied to, and any issues with generalizability.

Data Transparency & Availability:
Information sufficient to calculate the PRS and/or risk @l

model should be made available.

Read the full paper at:
https://tinyurl.com/y7fwzb4e
clinicalgenome.org | pgscatalog.org C
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