
Supplementary Figure 2. Venn diagrams of the mutations observed in the validation and discovery 
sets. The blue circles enclose the mutations in the validation set and the orange circles enclose the 
mutations in the discovery set. The amino acid change caused by the de novo mutations that occurred 
in both validation and discovery set is shown inside brackets. The numbers inside parenthesis are the 
frequency of the mutation in the validation and discovery set, respectively. The mutations in red font in 
Venn diagram (B) cause the amino acid changes p.R248Q and p.R248W in the p53 protein. 
 

A. de novo mutations in the validation and discovery set 
 

 
 
 
 
 

B. Familial mutations in the validation and discovery set 
 
 

 

NC_000017.11:g.7674230C>T
[p.G245S (1,2)]

NC_000017.11:g.7674945G>A
[p.R196* (2,2)]

NC_000017.11:g.7674894G>A
[p.R213* (1,1)]

NC_000017.11:g.7674220C>T
[p.R248Q (3,1)]

NC_000017.11:g.7673802C>T
[p.R273H (2,2)]

NC_000017.11:g.7673776G>A
[p.R282W (2,1)]

NC_000017.11:g.7670700G>A
[p.R337C (1,2)]

NC_000017.11:g.7674872T>G
[p.Y220S (1,1)]

NC_000017.11:g.7675136G>A

NC_000017.11:g.7675190C>T

NC_000017.11:g.7673823C>T

NC_000017.11:g.7675076T>C

NC_000017.11:g.7674199_7674201ATG[1]

NC_000017.11:g.7675216C>G

NC_000017.11:g.7675122T>C

NC_000017.11:g.7673787G>A

NC_000017.11:g.7673803G>A

NC_000017.11:g.7673802C>G

NC_000017.11:g.7673773G>A

NC_000017.11:g.7675232G>A

NC_000017.11:g.7674241G>A

NC_000017.11:g.7675152_7675164del

NC_000017.11:g.7674878A>C

NC_000017.11:g.7673799A>G

NC_000017.11:g.7674872T>C

NC_000017.11:g.7675209A>T

NC_000017.11:g.7675207_7675222del

NC_000017.11:g.7676040C>G

NC_000017.11:g.7675088C>T

NC_000017.11:g.7673781G>A

NC_000017.11:g.7673776G>C

NC_000017.11:g.7673775C>G

NC_000017.11:g.7670699C>T

NC_000017.11:g.7676051G>C

NC_000017.11:g.7675994C>A

NC_000017.11:g.7674894_7674896delinsTGG

NC_000017.11:g.7675157G>A

NC_000017.11:g.7670669G>T

NC_000017.11:g.7676253_7676254del

NC_000017.11:g.7673796C>T

NC_000017.11:g.7673779G>A

NC_000017.11:g.7676227del

NC_000017.11:g.7675073del

NC_000017.11:g.7673808T>A

NC_000017.11:g.7673764C>T

NC_000017.11:g.7674232C>T

NC_000017.11:g.7674953T>C

NC_000017.11:g.7674954G>A

NC_000017.11:g.7674212T>G

NC_000017.11:g.7674203T>C

NC_000017.11:g.7675217T>C

NC_000017.11:g.7676037A>G
NC_000017.11:g.7674252C>T

NC_000017.11:g.7674225C>T

NC_000017.11:g.7675160G>C

NC_000017.11:g.7675082G>C

NC_000017.11:g.7674962G>A

NC_000017.11:g.7673788G>C

NC_000017.11:g.7675140G>A

NC_000017.11:g.7675071G>A

NC_000017.11:g.7674944C>G

NC_000017.11:g.7674905del

NC_000017.11:g.7673820C>T

NC_000017.11:g.7673781C>G

NC_000017.11:g.7674888>G

NC_000017.11:g.42392220del

NC_000017.11:g.7674241G>T

NC_000017.11:g.7674878A>C

NC_000017.11:g.7675124T>C

NC_000017.11:g.7674872T>G

NC_000017.11:g.7772862_7772862delinsTCT

NC_000017.11:g.7674869delT

NC_000017.11:g.7674191C>A

NC_000017.11:g.7674191_7674192delinsAA

NC_000017.11:g.7670694C>A

NC_000017.11:g.7676185C>A
NC_000017.11:g.7673811A>C

NC_000017.11:g.7675149_7675155del

NC_000017.11:g.7674230C>A

NC_000017.11:g.7674953T>A

NC_000017.11:g.7675223A>T

NC_000017.11:g.7674951G>A

NC_000017.11:g.7675161G>C

NC_000017.11:g.7675206G>A
NC_000017.11:g.7673579G>A

NC_000017.11:g.7674893C>G
NC_000017.11:g.7670700G>A

NC_000017.11:g.7675143C>A

NC_000017.11:g.7674873A>G

NC_000017.11:g.7674230C>T (3,1)

NC_000017.11:g.7670709C>G (1,1)

NC_000017.11:g.7675223A>G (1,1)
NC_000017.11:g.7674227T>C (2,1)

NC_000017.11:g.7675157G>A (1,1)

NC_000017.11:g.7676040C>A (2,1)

NC_000017.11:g.7675139C>T (3,2)

NC_000017.11:g.7675088C>T (6,2)

NC_000017.11:g.7675070C>T (3,1)

NC_000017.11:g.7674945G>A (5,2)

NC_000017.11:g.7674894G>A(1,1)

NC_000017.11:g.7674893C>T(1,2)
NC_000017.11:g.7674220C>T (7,2)
NC_000017.11:g.7674221G>A (6,1)

NC_000017.11:g.7673821G>A (1,1)
NC_000017.11:g.7673803G>A (1,2)

NC_000017.11:g.7673802C>T (9,6)

NC_000017.11:g.7673776G>A(1,3)

NC_000017.11:g.7673773G>A (3,1)

NC_000017.11:g.7673751C>T (2,1)

NC_000017.11:g.7673704G>A (3,2)

NC_000017.11:g.7670699C>T (3,1)

NC_000017.11:g.7670685G>A (4,1)

NC_000017.11:g.7675994C>A (2,4)

NC_000017.11:g.7675174C>T (1,1)

NC_000017.11:g.7675125A>G (1,1)
NC_000017.11:g.7674917T>C (1,1)
NC_000017.11:g.7674872T>C (2,1)


