Tables

[bookmark: _Hlk47166334][bookmark: _Hlk47167040][bookmark: OLE_LINK8]TABLE 1 Summary of EDAR mutations in patients with non-syndromic tooth agenesis (NSTA).
	Nucleotide change
	Amino acid change 
	Mutant type
	Exon 
	Ref 

	c.338 G>A
	p.Cys113Tyr
	Missense
	4
	---

	c.73C>T
	p.Arg25*
	Nonsense
	3
	Zeng et al., 2017

	c.973C>T
	p.Arg325Trp
	Missense
	11
	Arte et al., 2013

	c.1073G>A
	p.Arg358Gln
	
	12
	

	c.1135G>A
	p.Glu379Lys
	
	12
	

	c.1172T>A
	p.Met391Lys
	
	12
	

	c.1258C>T
	p.Arg420Trp
	Missense
	12
	Jonsson et al., 2018

	c.1302G>A
	p.Trp434*
	Nonsense
	12
	Mumtaz et al., 2020


Ref: reference.




[bookmark: OLE_LINK13][bookmark: OLE_LINK14]TABLE 2 Phenotypes of NSTA patients with EDAR mutations.
	Mutation  
	Ref
	MT#
	
	Right
	Left

	
	
	
	
	7
	6
	5
	4
	3
	2
	1
	1
	2
	3
	4
	5
	6
	7

	c.73C>T
	Zeng et al., 2017
	6/28
	Max
	
	
	*
	
	
	
	
	
	*
	
	
	*
	
	

	
	
	
	Mand
	
	
	
	
	
	
	*
	*
	
	
	
	*
	
	

	c.338G>A1
	---
	18/28
	Max
	*
	*
	*
	
	
	*
	*
	*
	
	*
	
	*
	*
	*

	
	
	
	Mand
	*
	*
	*
	
	
	
	*
	*
	*
	
	
	*
	
	*

	c.338G>A2
	---
	17/28
	Max
	*
	*
	
	
	*
	
	*
	*
	
	
	*
	*
	*
	*

	
	
	
	Mand
	*
	*
	*
	
	
	
	*
	
	
	
	*
	*
	*
	*

	c.973C>T
	Arte et al., 2013
	2/28
	Max
	
	
	
	
	
	*
	
	
	*
	
	
	
	
	

	
	
	
	Mand
	
	
	
	
	
	
	
	
	
	
	
	
	
	

	c.973C>T
	Arte et al., 2013
	4/28
	Max
	
	
	
	
	
	
	
	
	*
	
	
	
	
	

	
	
	
	Mand
	
	
	
	
	
	*
	*
	*
	
	
	
	
	
	

	c.973C>T
	Arte et al., 2013
	9/28
	Max
	
	
	*
	
	*
	*
	
	
	*
	*
	
	*
	
	

	
	
	
	Mand
	
	
	
	
	
	*
	
	
	*
	
	
	*
	
	

	c.1073G>A
	Arte et al., 2013
	5/28
	Max
	
	
	
	
	
	*
	
	
	*
	
	
	
	
	

	
	
	
	Mand
	
	
	
	
	
	
	*
	*
	*
	
	
	
	
	

	c.1135G>A
	Arte et al., 2013
	4/28
	Max
	
	
	
	
	
	*
	
	
	*
	
	
	
	
	

	
	
	
	Mand
	
	
	
	
	
	*
	
	
	*
	
	
	
	
	

	c.1135G>A
	Arte et al., 2013
	3/28
	Max
	
	
	
	
	
	*
	
	
	*
	
	
	
	
	

	
	
	
	Mand
	
	
	*
	
	
	
	
	
	
	
	
	
	
	

	c.1135G>A
	Arte et al., 2013
	10/28
	Max
	
	
	*
	*
	*
	*
	
	
	*
	*
	
	*
	
	

	
	
	
	Mand
	
	
	
	*
	
	
	
	
	
	
	*
	*
	
	

	c.1172T>A
	Arte et al., 2013
	6/28
	Max
	
	
	
	
	
	*
	
	
	*
	
	
	
	
	

	
	
	
	Mand
	　
	　
	*
	　
	　
	*
	　
	　
	*
	　
	　
	*
	　
	　

	c.1302G>A
	Mumtaz et al., 2020
	4/28
	Max
	
	
	
	
	*
	*
	*
	
	*
	
	
	
	
	

	
	
	
	Mand
	
	
	
	
	
	
	
	
	
	
	
	
	
	

	c.1302G>A
	Mumtaz et al., 2020
	8/28
	Max
	
	
	
	
	
	*
	
	
	*
	
	
	
	
	

	
	
	
	Mand
	
	
	
	
	
	*
	*
	
	*
	*
	*
	
	*
	

	c.1302G>A
	Mumtaz et al., 2020
	5/28
	Max
	
	
	*
	
	
	*
	
	
	*
	
	
	
	
	

	
	
	
	Mand
	
	
	
	
	
	
	*
	*
	
	
	
	
	
	

	c.1302G>A
	Mumtaz et al., 2020
	6/28
	Max
	
	
	
	
	
	*
	
	
	*
	
	
	
	
	

	
	
	
	Mand
	
	
	
	
	*
	*
	
	
	*
	*
	
	
	
	



[bookmark: _Hlk47167900]1, Phenotype of proband 4; 2, Phenotype of proband 4’s mother, Family 4; MT#: number of missing permanent teeth, excluding the third molars; * indicate missing teeth; Max: maxillary; Mand: mandibular. Ref: reference.







TABLE 3 Phenotypes of NSTA patients with EDA1 mutations at codon 289.
	Mutation  
	Amino acid change
	Ref
	MT#
	
	Right
	Left

	
	
	
	
	
	7
	6
	5
	4
	3
	2
	1
	1
	2
	3
	4
	5
	6
	7

	c.865C>T1
	p.Arg289Cys
	---
	8/28
	Max
	
	
	
	
	
	*
	
	
	*
	
	
	
	
	

	
	
	
	
	Mand
	
	
	*
	
	
	*
	*
	*
	*
	
	
	*
	
	

	c.865C>T
	p.Arg289Cys
	Song et al., 2009
	15/28
	Max
	
	
	*
	*
	*
	*
	
	
	*
	*
	*
	*
	
	

	
	
	
	
	Mand
	
	
	*
	*
	*
	*
	*
	
	
	
	*
	*
	
	

	c.866G>A2
	p.Arg289His
	---
	10/28
	Max
	
	
	*
	
	
	*
	
	
	*
	
	
	*
	
	

	
	
	
	
	Mand
	
	
	*
	
	
	*
	*
	*
	*
	
	
	*
	
	

	c.866G>A
	p.Arg289His
	Ruiz-Heiland et al., 2016
	6/28
	Max
	
	
	
	
	
	*
	
	
	*
	
	
	
	
	

	
	
	
	
	Mand
	
	
	
	
	
	*
	*
	*
	*
	
	
	
	
	

	c.866G>A
	p.Arg289His
	
	12/28
	Max
	
	
	
	*
	*
	*
	
	
	*
	*
	*
	
	
	

	
	
	
	
	Mand
	
	
	
	*
	
	*
	*
	*
	*
	
	
	*
	
	

	c.866G>T
	 p.Arg289Leu
	Lee et al., 2014
	24/28
	Max
	*
	
	*
	*
	*
	*
	*
	*
	*
	*
	*
	*
	
	

	
	
	
	
	Mand
	
	*
	*
	*
	*
	*
	*
	*
	*
	*
	*
	*
	*
	*



1, Phenotype of proband 1; 2, Phenotype of proband 2; MT#, number of missing permanent teeth, excluding the third molars; *, indicate missing teeth; Max: maxillary; Mand: mandibular. Ref: reference.
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  T ables     T ABLE   1   Summary of  EDAR   mutations in patients with non - syndromic tooth  agenesis (NSTA) .  

Nucleotide  change  Amino acid  change   Mutant type  Exon   Ref   

c.338 G>A  p.Cys113Tyr  Missense  4  ---  

c.73C>T  p.Arg25*  Nonsense  3  Zeng et al.,  2017  

c.973C>T  p.Arg325Trp  Missense  11  Arte et al., 2013  

c.1073G>A  p.Arg358Gln   12  

c.1135G>A  p.Glu379Lys   12  

c.1172T>A  p.Met391Lys   12  

c.1258C>T  p.Arg420Trp  Missense  12  Jonsson et al.,  2018  

c.1302G>A  p.Trp434*  Nonsense  12  Mumtaz et al.,  2020  

Ref: reference.    

