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Abstract

People with COPD vary substantially on their pulmonary (e.g., airway obstruction) and extra-pulmonary (e.g., symptoms, functional

status) manifestations. The aim of this study was to relate this high heterogeneity to the patient’s genetic Background, namely

focusing on polymorphisms associated with COPD and COPD-associated phenotypes and features.

Summary statistics for COPD and COPD-associated phenotypes and features (emphysema, FEV1, FEV1/FVC, smoking, BMI,

asthma, airway responsiveness, coronary heart disease, blood pressure, pulmonary artery enlargement, resting heart rate and resting

oxygen saturation) were obtained from GWAS Catalog (https://www.ebi.ac.uk/gwas/ accessed in August 2021). A local COPD cohort

was genotyped using Global Screening Arrays (GSA-Illumina) and polygenic risk scores were calculated per phenotype/feature. A

cluster analysis was then carried out to determine how patients would group according to their assessed genetic risks.

The study currently includes 255 participants with COPD (68 [61, 74] years old; 79.61% male; FEV /FVC 53.02 [41.24, 61.94]). Our

preliminary results show that people cluster into 3 main groups based on their genetic risk for emphysema, followed by COPD, whilst

their clinical characteristics remained similar among groups. Future work is currently being conducted to further explore these clusters

and perform their validation.

This work was funded by FEDER funds through COMPETE 2020, Operational Programme for Competitiveness and

Internationalization (POCI-01-0145-FEDER-028806), CENTRO 2020 (CENTRO-01-0246-FEDER-000018; CENTRO-08-5864-FSE-

000039) and by Fundação para a Ciência e a Tecnologia (UI/BD/151337/2021). The iBiMED is supported by FCT funds under

UIDP/04501/2020.

COPD Genomics Genetics

Footnotes

Cite this article as Eur Respir J 2022; 60: Suppl. 66, 1811.

This article was presented at the 2022 ERS International Congress, in session “-”.

1

https://erj.ersjournals.com/
https://erj.ersjournals.com/content/60/suppl_66/1811
https://erj.ersjournals.com/content/60/suppl_66/1811.article-info
https://www.ebi.ac.uk/gwas/
https://erj.ersjournals.com/keyword/copd
https://erj.ersjournals.com/keyword/genomics
https://erj.ersjournals.com/keyword/genetics


 Previous

This is an ERS International Congress abstract. No full-text version is available. Further material to accompany this abstract may be

available at www.ers-education.org (ERS member access only).

Copyright ©the authors 2022

 Back to top

We recommend

Powered by

Cluster analysis of World Trade Center (WTC) related lower
airway diseases
Rafael E. de la Hoz et al., European Respiratory Journal

Novel QCT textures are associated with sRAGE and IL-6 in
SPIROMICS
H A Awan et al., European Respiratory Journal, 2022

Relationship between emphysema extent and pulmonary
function test in chronic obstructive pulmonary disease
Mariana Barreira Calheiros Barbosa Cabral et al., European
Respiratory Journal

Lung volumes differentiate the predominance of emphysema
versus airway disease phenotype in early COPD
S Zeng et al., European Respiratory Journal, 2022

A Comparison of Survival in IPF, Emphysema and CPFE
Syndrome
C C Huntley et al., European Respiratory Journal, 2022

Mendelian randomisation of eosinophils and other cell types in
relation to lung function and disease
Anna Guyatt et al., Thorax, 2022

Subtyping emphysematous COPD by respiratory volume
change distributions on CT
Hiroshi Shima et al., Thorax, 2022

Severity of chronic obstructive pulmonary disease with
‘exacerbator with emphysema phenotype’ is associated with
potential biomarkers
Wendong Hao et al., Postgrad Med J, 2020

The DIAMOND trial explores patiromer for K + control and
RAASi enablement in HFrEF
Sponsored by CSL Vifor

Small airway function measured using forced expiratory flow
between 25% and 75% of vital capacity and its relationship to
airflow limitation in symptomatic ever-smokers: a cross-
sectional study
Nowaf Y Alobaidi et al., Open Resp Res, 2022

Table of Contents
Index by author

Vol 60 Issue suppl 66 Table of Contents

Jump To

Tweet Gosto 0

Email

Citation Tools

Request Permissions©
Share

Article

Info & Metrics

 More in this TOC SectionMore in this TOC Section

  Related Articles Related Articles









https://erj.ersjournals.com/content/60/2/1951302
http://www.ers-education.org/
https://www.trendmd.com/how-it-works-readers
https://erj.ersjournals.com/content/58/suppl_65/PA3350?utm_source=TrendMD&utm_medium=cpc&utm_campaign=European_Respiratory_Journal_TrendMD_0
https://erj.ersjournals.com/content/60/suppl_66/4443?utm_source=TrendMD&utm_medium=cpc&utm_campaign=European_Respiratory_Journal_TrendMD_0
https://erj.ersjournals.com/content/56/suppl_64/1035?utm_source=TrendMD&utm_medium=cpc&utm_campaign=European_Respiratory_Journal_TrendMD_0
https://erj.ersjournals.com/content/60/suppl_66/4674?utm_source=TrendMD&utm_medium=cpc&utm_campaign=European_Respiratory_Journal_TrendMD_0
https://erj.ersjournals.com/content/60/suppl_66/3296?utm_source=TrendMD&utm_medium=cpc&utm_campaign=European_Respiratory_Journal_TrendMD_0
https://thorax.bmj.com/content/early/2022/05/10/thoraxjnl-2021-217993?utm_source=trendmd&utm_medium=trendmd&utm_campaign=institutional&utm_content=BMJUK_TMD_CM_2022&utm_term=thorax
https://thorax.bmj.com/content/early/2022/06/29/thoraxjnl-2021-218288?utm_source=trendmd&utm_medium=trendmd&utm_campaign=institutional&utm_content=BMJUK_TMD_CM_2022&utm_term=thorax
https://pmj.bmj.com/content/96/1131/28?utm_source=trendmd&utm_medium=trendmd&utm_campaign=institutional&utm_content=BMJUK_TMD_CM_2022&utm_term=pmj
https://hosted.bmj.com/vifor-veltassa?utm_source=TrendMD&utm_medium=cpc&utm_campaign=Sponsored_by_CSL_Vifor_TrendMD_1
https://bmjopenrespres.bmj.com/content/9/1/e001385?utm_source=trendmd&utm_medium=trendmd&utm_campaign=institutional&utm_content=BMJUK_TMD_CM_2022&utm_term=bmjorr
https://erj.ersjournals.com/content/60/suppl_66.toc
https://erj.ersjournals.com/content/60/suppl_66.index-by-author
https://erj.ersjournals.com/content/60/suppl_66
https://twitter.com/intent/tweet?original_referer=https%3A%2F%2Ferj.ersjournals.com%2F&ref_src=twsrc%5Etfw%7Ctwcamp%5Ebuttonembed%7Ctwterm%5Eshare%7Ctwgr%5E&text=COPD%3A%20can%20genetic%20Background%20inform%20about%20disease%20heterogeneity%3F&url=https%3A%2F%2Ferj.ersjournals.com%2Fcontent%2F60%2Fsuppl_66%2F1811
https://erj.ersjournals.com/
https://erj.ersjournals.com/highwire/citation/186595/download
https://www.copyright.com/openurl.do?contentIdType=doi&issn=13993003&contentId=10.1183/13993003.congress-2022.1811
https://erj.ersjournals.com/
https://erj.ersjournals.com/content/60/suppl_66/1811
https://erj.ersjournals.com/content/60/suppl_66/1811.article-info

