
Corin-deficiency 
AKA

CHAF-LA syndrome

Chofit Chai Gadot, PhD
The Translational Genetics
and Genomics Research lab

May 2024
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• Both siblings were sequenced

• CORIN (NM_006587.4): c.684dupG; p.Met229Aspfs*16
• Homozygous in both
• gnomAD MAF=0.000092 (0.001304 in East Asians)
• Homozygous LOF variants were never described in humans

• Sister also het for PKP2: c.1843T>A; p.Ser615Thr 
• Arrhythmogenic right ventricular dysplasia 9, AD (nonsense variants)

• Segregation in available family members

Exome sequencing
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Since then… 2024

100,000 Pakistani exomes (Dominy et al. 2024)



• Atrial natriuretic peptide (ANP)
• Carperitide - recombinant ANP
• Half life ~2 min
• Requires continuous IV at low doses

ANP therapeutics

Prof. John Burnett 
Mayo clinic

• Modified ANP
• M-atrial natriuretic peptide (MANP) -

ANP analog that was engineered to be more 
potent and long-lasting than native ANP

Planned collaboration
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