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Table 1. Current classification system of Amelogenesis imperfecta

Hypoplastic: Enamel layer is thin, but hard

ﬂOﬁO‘l»-lkOJl\')b—*

. Autosomal dominant pitted hypoplastic amelogenesis imperfecta
. Autosomal dominant local hypoplastic amelogenesis imperfecta
. Autosomal dominant smooth hypoplastic amelogenesis imperfecta
. Autosomal dominant rough hypoplastic amelogenesis imperfecta
. Autosomal recessive rough amelogenesis imperfecta (enamel agenesis)
. Autosomal recessive smooth hypoplastic amelogenesis imperfecta
. X-linked (dominant) smooth hypoplastic amelogenesis imperfecta

Hypocalcification: Enamel is soft, may have normal thickness
8. Autosomal dominant hypocalcified amelogenesis imperfecta

9. Autosomal recessive hypocalcified amelogenesis imperfecta
Hypomaturation: Soft, brown enamel, normal thickness

10. X-linked (recessive) hypomaturation amelogenesis imperfecta

11. Autosomal recessive pigmented hypomaturation amelogenesis imperfecta

12. Snow-capped teeth

I ion-hvpoplastic witl lontism:

13. Autosomal dominant hypomaturation-hypoplastic Al with taurodontism
14. Autosomal dominant hypoplasticchypomaturation AI with taurodontism
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Table 2. Known mutations in amelogenesis imperfecta
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cDNA Protein Notes references
Mutations in AMELX gene
¢.2T)C p.MIT hypoplastic Kim et al. 2004
c.11G)C p. W48 hypoplastic Kim et al. 2004
c.11G)A p.W4X hypoplastic Sekiguchi et al. 2001
c.14_22del p.I5-A8delinsT hypoplastic Lagerstrom-Fermer et al. 1995
EX3_EXT7del p.18del hypomaturation Lagerstrom et al. 1991
c.1520)T p.TH11 hypomaturation Lench and Winter 1995
c.155delC p.PH2fsX53 hypomaturation Aldred et al. 1992; Lench et al. 1994
¢.155C)G p.P52R hypomaturation Kida et al. 2007
¢.208CHA p.P70T hypomaturation Collier et al. 1997; Hart et al. 2000
c.230A)T p.H77L hypomaturation Hart et al. 2001
¢.385delC p.H129fsX187 hypoplastic Sekiguchi et al. 2001
c.420delC p.Y141fsX187 hypoplastic Green et al. 2000
c.473delC p.P158fsX187 hypoplastic Lench and Winter 1995
c.b41delC p.L181fsX187 hypoplastic Kindelan et al. 2000; Hart et al. 2001
c.571G)T p.E191X hypoplastic Lench and Winter 1995
Mutations in ENAM gene
c.157A)T p.K53X AD Mardh et al. 2002
c.211-2A)C p.M71-Q157del AD Kim et al. 2005
c.534+1GA p.A158-Q178del AD Rajpar et al. 2001
¢.536G)>T p.R179M AD Gutierrez et al., 2007
c.588+ 1delG p.N197fsX277 AD Kida et al. 2001, Hart et al. 2003, Kim et al. 2005
c.737CHA p.S246X AD Ozdemir et al. 2005
¢.1020-1021ins p.V340-M341ins .
AGTCAGTACC SQYQYCV AR/AD Ozdemir et al. 2005
AGTACTGTGTC
¢.1258-1259insAG p.P422fsX448 AR/AD Hart et al. 2003

Mutations in MMP20 gene

Kim et al. 2005

Ozdemir et al. 2005

Papagerakis et al.

2008

Hart et al. 2004

€.954-2A)T p.1319Fs338X or p.1319X
c.678THA p.H226Q

c.102G)A p.W34X

Mutations in KLK4 gene

¢.458G)A p.W153X

Mutations in FAM83H gene

¢.973C)T p.R325X

c.1192C)T p.Q398X

Kim et al. 2008
Kim et al. 2008

AD: autosomal dominant, AR: autosomal recessive
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