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TABLE S1: Genomic alterations identified in the samples TU and PB. 

Gen
e 

Chro
mos
ome 

Coding 
Aminoa

cid 
change 

Variant 
Classific

ation 

Gene 
Classifi
cation 

Vari
ant 

class 
Variant effect 

Clinical 
signific

ance 

T
U 

P
B 

CIC 19q1
3.2 

c.4533_4534
delCCinsTT, 
c.4533C>T 

p.Arg15
12Cys, 
p.(=) 

Hotspot Gain 
SNV,
MN

V 

Synonymous, 
Missense, 

Synonymous 
Benign 1 0 

ATRX Xq21
.1 c.6391C>T p.Arg21

31Ter 
Deletio

n Lost SNV Nonsense Patoge
nic 1 0 

NSD
2 

4p16
.3 c.4023C>T *** ** ** SNV Synonymous Benign 0 1 

ASXL
1 

20q1
1.21 c.3306G>T p.Glu11

02Asp Hotspot Lost SNV Missense *** 0 1 

MET 7q31
.2 c.2962C>T p.Arg98

8Cys Hotspot Gain SNV Missense  1 0 

PAX5 9p13
.2 c.77T>G p.Val26

Gly Hotspot Gain SNV Missense VOUS 0 1 

ASXL
1 

20q1
1.21 

c.1953_1954i
nsA 

p.Gly65
2ArgfsT

er6 

Truncati
ng 

mutatio
n  

Lost Indel Frameshift 
Insertion *** 0 1 

KMT
2D 

12q1
3.12 

c.6554_6555i
nsC 

p.Glu21
86fs 

Deletio
n Lost Indel Frameshift 

Insertion 

Patoge
nic 

Probab
ly 

0 2 

ARID
1A 

1p36
.11 

c.3428_3429
delGG 

p.Gly11
43Alafs
Ter49  

Truncati
ng 

mutatio
n  

Lost Indel Frameshift 
deletion 

Patoge
nic 

Probab
ly 

0 1 

ARID
1A 

1p36
.11 c.3429delG 

p.Gln11
45Argfs
Ter16 

Truncati
ng 

mutatio
n  

Lost Indel Frameshift 
deletion *** 0 1 

NF1 17q1
1.2 

c.6462_6463i
nsA 

p.Glu21
55fs 

Deletio
n Lost Indel Frameshift 

Insertion 
Patoge

nic 0 1 

NSD
2 

4p16
.3 c.4028delC p.Pro13

43fs 
Deletio

n Lost Indel Frameshift 
deletion 

Patoge
nic 0 1 

TSC1 9q34
.13 

c.2921_2922i
nsA 

p.Leu97
5fs 

Deletio
n Lost Indel Frameshift 

Insertion 
Patoge

nic 0 1 

PTC
H1 

9q22
.32 

c.4324_4325
delCG 

p.Arg14
42fs 

Deletio
n Lost Indel Frameshift 

deletion 

Patoge
nic 

Probab
ly 

0 1 

PTC
H1 

9q22
.32 

c.921_922ins
C 

p.Ala30
8fs 

Deletio
n Lost Indel Frameshift 

Insertion 
Patoge

nic 0 1 



NTH
L1 / 
TSC2 

16p1
3.3 

c.-867A>TA, 
c.102_103ins

A 

p.?, 
p.Gln35

fs 

Deletio
n Lost Indel 

Unknown, 
Frameshift 
Insertion 

*** 0 1 

CBL 11q2
3.3 

c.1380_1382
delTGA 

p.Asp46
0del Hotspot Gain Indel Nonframeshif

t Deletion VOUS 1 0 

ABL2 1q25
.2 *** *** Amplific

ation Gain CNV *** *** 4 0 

MD
M4 

1q32
.1 *** *** Amplific

ation Gain CNV *** *** 1 0 

MYC
N 

2p24
.3 *** *** Amplific

ation Gain CNV *** *** 3 0 

ALK 

2p23
.2-

p23.
1 

*** *** Amplific
ation Gain CNV *** *** 1 0 

VOUS - unknown clinical significance 

 

TABLE S2: Genomic alterations identified in the paired (TU, AH, and PB). 

Pati
ent 
ID 

Lat
eral
ity 

Sa
m
pl
e 

Ge
ne 

Chro
moso

me 
Coding 

Aminoa
cid 

change 

Variant 
Classific

ation 

Gene 
Classifi
cation 

Varia
nt 

class 

Variant 
effect 

Clinical 
signific

ance 

RB 
32 UL PB 

PT
CH
1 

9q22.
32 

c.4324_
4325de

lCG 

p.Arg14
42fs Deletion Lost Indel 

Frames
hift 

Deletio
n 

Patoge
nic 

Probabl
y 

9q22.
32 

c.921_9
22insC 

p.Ala308
fs Deletion Lost Indel 

Frames
hift 

Insertio
n 

Patoge
nic 

RB 
36 UL 

FG
/A
H 

AB
L2 

1q25.
2 *** *** Amplific

ation Gain CNV *** *** 

FG 

M
D
M
4 

1q25.
2 *** *** Amplific

ation Gain CNV *** *** 

RB 
37 UL 

FG
/A
H 

AB
L2 

1q25.
2 *** *** Amplific

ation Gain CNV *** *** 

FG 

M
D
M
4 

1q25.
2 *** *** Amplific

ation Gain CNV *** *** 

RB 
41 UL PB 

K
M
T2
D 

12q1
3.12 

c.6554_
6555ins

C 

p.Glu21
86fs Deletion Lost Indel 

Frames
hift 

Insertio
n 

Patoge
nic 

Probabl
y 



RB4
5 UL FG 

AB
L2 

1q25.
2 *** *** Amplific

ation Gain CNV *** *** 

M
YC
N 

2p24.
3 *** *** Amplific

ation Gain CNV *** *** 

RB 
47 BL 

FG
/A
H 

AB
L2 

1q25.
2 *** *** Amplific

ation Gain CNV *** *** 

FG
/A
H 

M
D
M
4 

1q32.
1 *** *** Amplific

ation Gain CNV *** *** 

AH 
M
YC
N 

2p24.
3 *** *** Amplific

ation Gain CNV *** *** 

RB 
50 UL 

FG
/A
H 

AB
L2 

1q25.
2 *** *** Amplific

ation Gain CNV *** *** 

RB 
51 UL 

FG
/A
H 

M
YC
N 

2p24.
3 *** *** Amplific

ation Gain CNV *** *** 

RB6
3 UL FG 

M
YC
N 

2p24.
3 *** *** Amplific

ation Gain CNV *** *** 

AL
K 

2p23.
2-

p23.1 
*** *** Amplific

ation Gain CNV *** *** 

RB 
67 BL PB 

AS
XL
1 

20q1
1.21 

c.1953_
1954ins

A 

p.Gly65
2ArgfsTe

r6 

Truncati
ng 

mutatio
n  

Lost Indel 

Frames
hift 

Insertio
n 

*** 

RB 
69 UL 

FG 

M
D
M
4 

1q32.
1 *** *** Amplific

ation Gain CNV *** *** 

PB 
AR
ID
1A 

1p36.
11 

c.3428_
3429de

lGG 

p.Gly11
43AlafsT

er49 

Truncati
ng 

mutatio
n  

Lost Indel 

Frames
hift 

Deletio
n 

*** 

c.3429d
elG 

p.Gln11
45ArgfsT

er16 

Truncati
ng 

mutatio
n  

Lost Indel 

Frames
hift 

Deletio
n 

*** 

 


