
S2 Table. Types of mutation reported in previous studies of Korean patients with Li-Fraumeni 

syndrome 

Study 
Study design 

(patient number) 

Nucleotide 

alteration 

Amino acid 

alteration 

Mutation 

type 
Frequency 

Park et al. (2016) [1] Case series (14) c.78delT p.Pro27Leufs*17 Frameshift 1 

c.91G>A p.Val31Ile Missense 2 

c.293delC p.Pro98Leufs*25 Frameshift 1 

c.524G>A
a)

 p.Arg175His
a)

 Missense 3 

c.566C>T p.Ala189Val Missense 1 

c.742C>T
a)
 p.Arg248Trp

a)
 Missense 1 

c.818G>A
a)

 p.Arg273His
a)

 Missense 3 

c.817C>T
a)
 p.Arg273Cys

a)
 Missense 1 

c.859G>T p.Glu287* Nonsense 1 

Alyami et al. (2021) [2] Case series (12) c.78delT p.Pro27Leufs*17 Frameshift 1 

c.375G>A p.Thr125= Silent 1 

c.524G>A
a)

 p.Arg175His
a)

 Missense 1 

c.542G>A p.Arg181His Missense 1 

c.566C>T p.Ala189Val Missense 1 

c.590T>G p.Val197Gly Missense 1 

c.638G>A p.Arg213Gln Missense 1 

c.730G>A p.Gly244Ser Missense 1 

c.743G>A p.Arg248Gln Missense 2 

c.742C>T
a)
 p.Arg248Trp

a)
 Missense 1 

c.824G>A p.Cys275Tyr Missense 1 

Bang et al. (1995) [3] Case report (1) c.742C>T
a)
 p.Arg248Trp

a)
 Missense 1 

Kim et al. (2005) [4] Case report (1) c.859G>T p.Glu287* Nonsense 1 

Baek et al. (2019) [5] Case report (1) c.542G>A p.Arg181His Missense 1 

Hwang et al. (2008) [6] Case report (1) c.524G>A
a)

 p.Arg175His
a)

 Missense 1 

Shin et al. (2009) [7] Case report (1) c.818G>A
a)

 p.Arg273His
a)

 Missense 1 

Cho et al. (2013) [8] Case report (1) c.566C>T p.Ala189Val Missense 1 

Oh et al. (2014) [9] Case report (1) c.524G>A
a)

 p.Arg175His
a)

 Missense 1 

Ku et al. (2020) [10] Case report (1) c.743G>A p.Arg248Gln Missense 1 
a)

The same mutations as in this study. 
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