
Age/Sex Aortic valve 
disease

Symptom of
lower limb Gene site

Mutation of the NT5E gene

Variant (zygosity) Amino acid

81/F

74/F

Aortic valve 
stenosis

Aortic valve 
stenosis

exon 1 c.3G>C (homo) p.M1l

exon 1 c.3G>C (homo) p.M1l

Table 1

Intermittent
claudication

Intermittent 
claudication

Patient 2

Patient 1


