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Enamel renal syndrome (ERS; OMIM 
204690) is a rare autosomal recessive 
disorder characterized by hypoplastic 
amelogenesis imperfecta, failed tooth 
eruption, intrapulpal calcifications, gingival 
enlargement, and nephrocalcinosis.1,2

A 12-year-old boy presented with poor 
enamel formation, noticed by his parents, 
since early infancy. He was otherwise 
asymptomatic and developmentally normal 
for his age, with weight and height being 
between the 75th and 90th centile for his 
age. He was normotensive and had normal 
head-to-toe and systemic examination, except 
small widely spaced teeth with a yellowish 
brown discoloration with absent enamel 
layer [Figure 1a]. His investigations were all 
within normal limits, except nephrocalcinosis 
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and multiple small calculi in both the kidneys 
on ultrasonography of the kidneys [Figure 
1b]. Histopathology of gingival tissue from 
the upper premaxillary region showed 
dystrophic gingival calcifications. Genetic 
workup proved compound heterozygous 
pathogenic mutation in FAM20A gene and 
the patient was diagnosed with amelogenesis 
imperfecta type 1G (enamel renal syndrome 
or ERS). This mutation was also confirmed on 
Sanger sequencing [Figure 1c].

ERS is a rare autosomal recessive disorder that 
is characterized by amelogenesis imperfecta 
of the hypoplastic type and nephrocalcinosis 
(OMIM #204690). It presents with presence 
of a thin enamel or absence of it, delayed 
dental eruption, intrapulpal calcifications, 
bilateral nephrocalcinosis with normal plasma 
calcium level, and normal renal function tests 
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Images in Nephrology

Figure 1: Yellowish brown discoloration of teeth with absent enamel layer and gingival thickening. (a) Amelogenesis imperfecta with thin 
enamel, (b) bilateral nephrocalcinosis seen on Ultrasound of the kidneys, (c) compound heterzygous pathogenic variant detected in the 
child on Whole exome sequencing with bold values highlighting the pathogenic variant. OMIM: Online Mendelian Inheritance in Man.
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Legend of the figure are as below
Fig 1a : Amelogenesis imperfecta with thin enamel
Fig 1b : Bilateral nephrocalcinosis seen on Ultrasound of the kidneys
Fig 1 c : Compound heterzygous pathogenic variant detected in the child on
Whole exome sequencing with bold values highlighting the pathogenic variant
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due to an underlying mutation in the FAM20A gene. Only a 
few cases have been reported worldwide with the complete 
spectrum of hypoplastic enamel and nephrocalcinosis as 
described first by MacGibbon.3 ERS should be suspected in 
children with absent/abnormal enamel.
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