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Abstract 

The aim of this study was to assess the association betweenIRF6single nucleotide polymorphisms and 

nonsyndromic cleft lip, with or without cleft palate (NSCL/P), in a Chilean population, based on a case-

control sample and confirmed in a case-parent trio population. In a sample of 150 Chilean case-parent 

trios and 164 controls (cohort 1), we evaluated the association between three commonIRF6variants 

(rs764093, rs2236909, rs2235375) and NSCL/P using odds ratio (OR) for case-control and case-parent 

trios and in a combined OR of both designs. To confirm associations from the cohort 1, we increased the 

sample size to 215 triads and 320 controls (cohort 1 + cohort 2). The combined OR for the cohort 1 

reveals that the rs2235375 C allele is associated with NSCL/P in Chile (OR 1.34;p = 0.013), which was 

supported by the results for the two cohorts (OR 1.29;p = 0.006). Bioinformatic prediction showed that 

this variant, located 27 bp downstream fromIRF6exon 6, potentially alters the splicing process and based 

on functional annotations is associated with a decrease of gene expression. We propose that the C allele 

of rs2235375 fromIRF6gene seems to be a risk factor for NSCL/P in a Chilean population. However, we 

cannot discard a population stratification bias in our findings. On the other hand, further studies are 

necessary to confirm the biological role of rs2235375 inIRF6function at craniofacial development level. 

Keywords 

Author Keywords:Nonsyndromic cleft lip with or without cleft palate; IRF6; Case-control; Case-parent 

trios 

KeyWords Plus:REGULATORY FACTOR 6; LINKAGE 

DISEQUILIBRIUM; IRF6; POLYMORPHISMS; VARIANTS; FAMILY; BIRTH; RISK 

Author Information 

Reprint Address: 

Universidad de Chile Univ Chile, Fac Odontol, Inst Invest Ciencias Odontol, Sergio Livingstone 943, 

Santiago, Chile. 

Corresponding Address: Suazo, J (corresponding author) 

 

Univ Chile, Fac Odontol, Inst Invest Ciencias Odontol, Sergio Livingstone 943, Santiago, Chile. 

Addresses: 

http://apps.webofknowledge.com/OutboundService.do?SID=8FUlmc6WMRFjhF24JSC&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=8356444
javascript:sup_focus('addressWOS:000551436300001-1')
http://apps.webofknowledge.com/OutboundService.do?SID=8FUlmc6WMRFjhF24JSC&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=31976663
javascript:sup_focus('addressWOS:000551436300001-1')
http://apps.webofknowledge.com/OutboundService.do?SID=8FUlmc6WMRFjhF24JSC&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=40784932
javascript:sup_focus('addressWOS:000551436300001-1')
http://apps.webofknowledge.com/OutboundService.do?SID=8FUlmc6WMRFjhF24JSC&mode=rrcAuthorRecordService&action=go&product=WOS&lang=en_US&daisIds=1169451
javascript:sup_focus('addressWOS:000551436300001-2')
javascript:;
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=8FUlmc6WMRFjhF24JSC&field=TS&value=Nonsyndromic+cleft+lip+with+or+without+cleft+palate&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=8FUlmc6WMRFjhF24JSC&field=TS&value=IRF6&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=8FUlmc6WMRFjhF24JSC&field=TS&value=Case-control&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=8FUlmc6WMRFjhF24JSC&field=TS&value=Case-parent+trios&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=8FUlmc6WMRFjhF24JSC&field=TS&value=Case-parent+trios&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=8FUlmc6WMRFjhF24JSC&field=TS&value=REGULATORY+FACTOR+6&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=8FUlmc6WMRFjhF24JSC&field=TS&value=LINKAGE+DISEQUILIBRIUM&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=8FUlmc6WMRFjhF24JSC&field=TS&value=LINKAGE+DISEQUILIBRIUM&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=8FUlmc6WMRFjhF24JSC&field=TS&value=IRF6&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=8FUlmc6WMRFjhF24JSC&field=TS&value=POLYMORPHISMS&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=8FUlmc6WMRFjhF24JSC&field=TS&value=VARIANTS&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=8FUlmc6WMRFjhF24JSC&field=TS&value=FAMILY&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=8FUlmc6WMRFjhF24JSC&field=TS&value=BIRTH&uncondQuotes=true
http://apps.webofknowledge.com/OneClickSearch.do?product=WOS&search_mode=OneClickSearch&excludeEventConfig=ExcludeIfFromFullRecPage&colName=WOS&SID=8FUlmc6WMRFjhF24JSC&field=TS&value=RISK&uncondQuotes=true
javascript:hide_show('reprint_pref_org_exp_link_1', 'inline');hide_show('show_reprint_pref_org_exp_link_1', 'none');hide_show('hide_reprint_pref_org_exp_link_1', 'inline')


 

[ 1 ] Univ Chile, Fac Odontol, Inst Invest Ciencias Odontol, Sergio Livingstone 943, Santiago, Chile 

 

[ 2 ] Univ Chile, Fac Med, Programa Genet Humana, Inst Ciencias Biomed, Santiago, Chile 

E-mail Addresses:jsuazo@odontologia.uchile.cl 

Funding 

Funding AgencyShow details Grant Number 

Comision Nacional de Investigacion Cientifica y Tecnologica (CONICYT) 

CONICYT FONDECYT 
1061078 

View funding text    

Publisher 

SPRINGER HEIDELBERG, TIERGARTENSTRASSE 17, D-69121 HEIDELBERG, GERMANY 

Journal Information 

 Impact Factor: Journal Citation Reports 

Categories / Classification 

Research Areas:Obstetrics & Gynecology; Reproductive Biology 

Web of Science Categories:Obstetrics & Gynecology; Reproductive Biology 

Document Information 

Language:English 

Accession Number: WOS:000551436300001 

PubMed ID: 32533457 

ISSN: 1933-7191 

eISSN: 1933-7205 

 

mailto:jsuazo@odontologia.uchile.cl
javascript:toggle_unified_funding()
javascript:hide_show('show_fund_blurb',%20'inline');hide_show('show_fund_blurb_link',%20'none');hide_show('hide_fund_blurb_link',%20'inline')
javascript:;
javascript:hide_show('research_pref_org_exp_link_1', 'inline');hide_show('show_research_pref_org_exp_link_1', 'none');hide_show('hide_research_pref_org_exp_link_1', 'inline')
javascript:hide_show('research_pref_org_exp_link_2', 'inline');hide_show('show_research_pref_org_exp_link_2', 'none');hide_show('hide_research_pref_org_exp_link_2', 'inline')

