chromosome 5 chromosome 5

g31.3 q31.3

breakpointl breakpoint2

chr5:141362556 chr5:141494807
19620 ; )

Coverage

1 X 1 4

1

1 1 !
1 v N 1
\ -

N N - -

N PCDHGB2 \ _.----"""" PCDHGC4 -
N ENST00000622527.1 . - ENSTO0000306593.1 _ _ ----

\ 2 kbp |
introns not to scale

o 14 15 16 > RETAINED PROTEIN DOMAINS
L s reading frame unclear

Cadherin-like
Cadherin domain
Cadherin cytoplasmic C-terminal
|7 SUPPORTING READ COUNT
Split reads = 813
Discordant mates = 3

PCDHGB2 PCDHGC4
Cadherin C-terminal cytoplasmic tail, catenin—binding region

translocation deletion
duplication inversion



chromosome 5 chromosome 5

g31.3 q31.3

breakpointl breakpoint2

chr5:141362556 chr5:141494807
19620 ; ;

Coverage

1

1
1
4

\ t - _

. -
' PCDHGB2 : -7 PCDHGA10 --"
\ ENST00000622527.1 v ---" ENST00000398610.2 _ ---"

N N -- -

\ 2 kbp
introns not to scale

o 14 15 16 > RETAINED PROTEIN DOMAINS
L s reading frame unclear

Cadherin-like
Cadherin domain
Cadherin cytoplasmic C-terminal
|7 SUPPORTING READ COUNT
Split reads = 812
Discordant mates = 3

PCDHGB2 PCDHGALO
Cadherin C-terminal cytoplasmic tail, catenin—binding region

translocation deletion
duplication inversion



chromosome 5 chromosome 5

g31.3 q31.3

breakpointl breakpoint2

chr5:141362556 chr5:141494807
19620 ; !

Coverage

| 1
1 . )
\ ----"
\ \ -

\ PCDHGB2 : . _----"""7" PCDHGAIL1 -t
. ENST00000622527.1 et ENST00000398587.7 _ _ _ - - -~~~

\ --- -
\ - - S

\ 2 kbp
introns not to scale

o 14 15 16 > RETAINED PROTEIN DOMAINS
L 48 reading frame unclear

Cadherin-like
Cadherin domain
Cadherin cytoplasmic C-terminal
|7 SUPPORTING READ COUNT
Split reads = 812
Discordant mates = 3

PCDHGB2 PCDHGAL1
Cadherin C-terminal cytoplasmic tail, catenin—binding region

translocation deletion
duplication inversion



chromosome 5 chromosome 5

g31.3 q31.3

breakpointl breakpoint2

chr5:141362556 chr5:141494807
19620 ; ;

Coverage

\ PCDHGB2 N CeeemmmTT ~ 7 PCDHGA12 PSS
. ENST00000622527.1 . B ENST00000252085.4 ---T

\ 2 kbp
introns not to scale

o 14 15 16 > RETAINED PROTEIN DOMAINS
L 48 reading frame unclear

Cadherin-like
Cadherin domain
Cadherin cytoplasmic C-terminal
|7 SUPPORTING READ COUNT
Split reads = 812
Discordant mates = 3

PCDHGB2 PCDHGAL2
Cadherin C-terminal cytoplasmic tail, catenin—binding region

translocation deletion
duplication inversion



chromosome 5 chromosome 5

g31.3 q31.3

breakpointl breakpoint2

chr5:141362556 chr5:141494807
19620 ; !

Coverage

\ PCDHGB2 A pCcDHGA8 - --"" -

\ ENST00000622527.1 A ENST00000398604.3 _ __----""

\ 2 kbp |
introns not to scale

o 14 15 16 > RETAINED PROTEIN DOMAINS
L s reading frame unclear

Cadherin-like
Cadherin domain
Cadherin cytoplasmic C-terminal
|7 SUPPORTING READ COUNT
Split reads = 812
Discordant mates = 3

PCDHGB2 PCDHGAS8
Cadherin C-terminal cytoplasmic tail, catenin—binding region

translocation deletion
duplication inversion



chromosome 5 chromosome 5

g31.3 q31.3

breakpointl breakpoint2

chr5:141362556 chr5:141494807
19620 ; )

Coverage

. R -
' PCDHGB2 : - PCDHGA9 ---"
\ ENST00000622527.1 . - ENST00000573521.1  _ __---""

N \ - ---

\ 2 kbp |
introns not to scale

o 14 15 16 > RETAINED PROTEIN DOMAINS
L s reading frame unclear

Cadherin-like
Cadherin domain
Cadherin cytoplasmic C-terminal
|7 SUPPORTING READ COUNT
Split reads = 812
Discordant mates = 3

PCDHGB2 PCDHGA9
Cadherin C-terminal cytoplasmic tail, catenin—binding region

translocation deletion
duplication inversion



chromosome 5 chromosome 5

g31.3 q31.3

breakpointl breakpoint2

chr5:141362556 chr5:141494807
19620 ; L

Coverage

1 . 1 4

| 1
1 v 4
\ -—" --
\ \ -

N PCDHGB2 e PCDHGC3 .- ---
\ ENST00000622527.1 \ -7 ENST00000308177.5 _ __----~ -

\ 2 kbp |
introns not to scale

o 14 15 16 > RETAINED PROTEIN DOMAINS
L s reading frame unclear

Cadherin-like
Cadherin domain
Cadherin cytoplasmic C-terminal
|7 SUPPORTING READ COUNT
Split reads = 812
Discordant mates = 3

PCDHGB2 PCDHGC3
Cadherin C-terminal cytoplasmic tail, catenin—binding region

translocation deletion
duplication inversion



chromosome 5 chromosome 5

g31.3 q31.3

breakpointl breakpoint2

chr5:141362556 chr5:141494807
19620 ; ;

Coverage

\ PCDHGB2 N Laee T PCDHGCS ~___---"77T
N ENST00000622527.1 et ENST00000252087.3 _ _ - -~~~ "~

\ 2 kbp
introns not to scale

o 14 15 16 > RETAINED PROTEIN DOMAINS
L s reading frame unclear

Cadherin-like
Cadherin domain
Cadherin cytoplasmic C-terminal
|7 SUPPORTING READ COUNT
Split reads = 812
Discordant mates = 3

PCDHGB2 PCDHGC5
Cadherin C-terminal cytoplasmic tail, catenin—binding region

translocation deletion
duplication inversion



chromosome 7 chromosome 7

q11.23 g32.1
— —
breakpointl breakpoint2
chr7:73005693 chr7:128608118

8751 : :
g’ 1 1
© 1 [}
@ i i
3 [ |
(&) | |
0 [ [
1 1

8 4 L6 | Elgag il

STAG3L3 N ___AC090114.3 S
ENST00000428423.5 l" N -7 - EN_S'[0_0000479267.2

1 kbp |
introns not to scale

@ 14 15 16 7,

SUPPORTING READ COUNT

Split reads = 791

Genes are not protein—coding. Di dant mat 13
iscordant mates =

translocation deletion
duplication inversion



chromosome 7 chromosome 7

q11.23 g32.1
— —
breakpointl breakpoint2
chr7:7300557|6 cl:nr7:128608118

8751 X X
] 1 [}
g i i
o 1 [
3 ! 1
O [ [
0 i i

1 1

- __-AGO90IT43  ___---

STAG3L3 o L
ENST00000423834.6 RARR TR ENST00000479267.27

1 kbp |
' introns not to scale

@ 14 15 16 7,

SUPPORTING READ COUNT

Genes are not protein—coding. gp"t redadst = 1?5 1
iscordant mates =

translocation deletion
duplication inversion



chromosome 7 chromosome 7

q11.23 g32.1
— —
breakpointl breakpoint2
chr7:73005693 chr7:128615860
8751 : :
g) ! 1
© 1 1
9] 1 !
3 | [
(&) | 1
0 ' [
1 1 |
8 4 L6 | Elgag il
1

STAG3L3 N AC090114.3 -~~~
ENST00000428423.5 AN - --~~—-ENST00000479267.2

1 kbp |
introns not to scale

@ 14 15 16 7,

SUPPORTING READ COUNT

Split reads = 6

Genes are not protein—coding. Di dant mat 0
iscordant mates =

translocation deletion
duplication inversion



chromosome 2 chromosome 2

p21

p23.2
— — —
breakpointl breakpoint2

Chr2:4226495|l

chr2:29223528
22283 U

Coverage

28

| Tl

ALK
ENST00000618119.4

A
=3
w
53
=

~--e___ TTTEME4 - _

" ENST00000401738.

1w,

\ 4 kbp
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 735
Discordant mates = 0

EML4 ALK

Protein kinase domain

translocation deletion
duplication inversion



chromosome 2 chromosome 2

p21 p23.2
— — —
breakpointl breakpoint2

Chr2:4226471?1

chr2:29223528
22283 U

Coverage

A
=3
w
53
=

Tl

ALK
ENST00000618119.4

\ 4 kbp
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 440
Discordant mates = 0

EML4 ALK

Protein kinase domain

translocation deletion
duplication inversion



chromosome 2 chromosome 2

p21

p23.2
— — —
breakpointl breakpoint2

chr2:4226495|0

chr2:29223530
22283 U

Coverage

28

| Tl

ALK
ENST00000618119.4

A
=3
w
53
=

~--e___ TTTEME4 - _

" ENST00000401738.

1w,

\ 4 kbp
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 12
Discordant mates = 0

EML4 ALK

Protein kinase domain

translocation deletion
duplication inversion



22283

Coverage

p21

chromosome 2

breakpointl
Chr2:4226473|1

—

@ 14 15 16 7,

translocation
duplication

deletion
inversion

p23.2

chromosome 2

—

breakpoint2
cI:nr2:29224678

.- __ALK- -

________ "ENST00000431873.6

No protein domains retained in fusion.

\ 3 kbp

introns not to scale

SUPPORTING READ COUNT

Splitreads =7
Discordant mates = 0



chromosome 2 chromosome 2

p21 p23.2
D o
breakpointl breakpoint2
chr2:42264951 chr2:29224678
22283 ! !
S ' |
E 1 1
[ ! |
3 ! 1
O ! 1
0 1 1

______ Sl __ALK--
ENSTO0000401738.3 " T----____ -7 ENST00000431873.6

\ 3 kbp

introns not to scale

@ 14 15 16 7,

SUPPORTING READ COUNT

No protein domains retained in fusion. Splitreads = 5
Discordant mates = 0

translocation deletion
duplication inversion



chromosome 3

chromosome 3

gl2.1 g13.33
—
breakpointl breakpoint2
chr3:98808081 chr3:121318475
47138 ! !
S ! '
E 1 1
o | |
3 \ 1
O [ 1
0 f [
1
27
:
[T STXBP5L PP
-7 ENST00000471454.6 -7
27
\ 4 kbp |

@ 14 15 16 7,

introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

deletion
inversion

translocation
duplication

CUB domain
LCCL domain
F5/8 type C domain
[ SUPPORTING READ COUNT
Split reads = 500
Discordant mates = 4
DCBLD2 STXBP5L

Lethal giant larvae(Lgl) like, C-terminal



chromosome 3

gl2.1

chromosome 3

—_—

breakpointl

chr3:98849461
47138 !

Coverage

DCBLD2
ENST00000326857.9

@ 14 15 16 7,

CUB domain

DCBLD2

deletion
inversion

translocation
duplication

Lethal giant larvae(Lgl) like, C-terminal

q13.33
breakpoint2
chr3:121318475
]
]
]
]
]
]
I
1
27
|
-7 STXBP5L PP
ENST00000471454.6 ---""
27
4 kbp ,

RETAINED PROTEIN DOMAINS

reading frame unclear

STXBP5L

introns not to scale

SUPPORTING READ COUNT

Split reads =9
Discordant mates = 0



chromosome 3 chromosome 3

gl2.1 q13.33
J—
breakpointl breakpoint2
chr3:98808081 chr3:121378716
47138 : :
S ' '
E 1 1
o | |
3 \ 1
(@] [ 1
0 f 1
1
27
I
T STXBP5L T
---7 ENST00000471454.6 I
27
\ 4 kbp
' introns not to scale
14 15 16 > RETAINED PROTEIN DOMAINS
15 il s reading frame unclear
CUB domain
LCCL domain
F5/8 type C domain
[ SUPPORTING READ COUNT
Split reads =3
Discordant mates = 3
DCBLD2 STXBP5L

Lethal giant larvae(Lgl) like, C-terminal

translocation deletion
duplication inversion



chromosome 3

chromosome 3

gql2.1 q13.33
J—
breakpointl breakpoint2
chr3:98881540 chr3:121378716
47138 ! !
g’ | |
g [ [
[ ! 1
g i 1
O 1 1
0 ' 1
1
27
L - - :
DCBLD2 e TT STXBP5L CeemmTTT
ENST00000326857.9 ---" ENST00000471454.6 ---"
27
4 kbp |

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

CUB domain

DCBLD2 STXBP5L

Lethal giant larvae(Lgl) like, C—terminal

translocation deletion
duplication inversion

introns not to scale

SUPPORTING READ COUNT

Split reads = 2
Discordant mates = 0



chromosome 3 chromosome 3

gl2.1 q13.33
J—
breakpointl breakpoint2
chr3:98849461 chr3:121378716
47138 ! !
g’ | |
E 1 1
[ [} 1
8 ! 1
O [ 1
0 ' 1
1
27
:
DCBLD2 I STXBP5L CeemmTTT
ENST00000326857.9 ---" ENST00000471454.6 L
27
\ 4 kbp |

introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

CUB domain
SUPPORTING READ COUNT
Splitreads =1
Discordant mates = 0
DCBLD2 STXBP5L

Lethal giant larvae(Lgl) like, C—terminal

translocation deletion
duplication inversion



chromosome 3 chromosome 3

gl2.1 q13.33
J—
breakpointl breakpoint2
chr3:98849461 chr3:121407243
47138 ! !
g’ | |
g [ [
[ [} ]
8 ! 1
o [ 1
0 [ 1
1
27
DCBLD2 N e STXBPSL TR
ENST00000326857.9 AN . -7 - ENST00000471454.6  _ _ _---"" -
’ ~ ____——" __———__——
PR -
'l
\ 4 kbp |

introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

CUB domain
SUPPORTING READ COUNT
Splitreads =1
Discordant mates = 0
DCBLD2 STXBH5L

Lethal giant larvae(Lgl) like, C-terminal

translocation deletion
duplication inversion



chromosome 3

chromosome 3

gql2.1 g13.33
J—
breakpointl breakpoint2
chr3:98901122 chr3:121318475
47138 ! !
] ] I
g ) '
[ [} 1
8 [ 1
(&) | 1
0 [ 1
1
27
:
DCBLD2 [T STXBP5L PP
ENST00000326857.9 -7 ENST00000471454.6 -7
27
4 kbp |

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

DCBLD2 STXBP5L

Lethal giant larvae(Lgl) like, C-terminal

translocation deletion
duplication inversion

introns not to scale

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 0



chromosome 3

chromosome 3

gql2.1 q13.33
J—
breakpointl breakpoint2
chr3:98901122 chr3:121381293
47138 ! !
] 1 1
g ' '
[ [} |
2 [ 1
3 . |
0 ' 1
1
27
:
DCBLD2 N e STXBP5L et
ENST00000326857.9 N --- ENST00000471454.6 o--m7T
W == - -
e z
\ 4 kbp |

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

DCBLD2 STXBP5L

Lethal giant larvae(Lgl) like, C-terminal

deletion
inversion

translocation
duplication

introns not to scale

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 0



chromosome 5 chromosome 5

g31.3 g31.3
- -
breakpointl breakpoint2
chr5:140870702 chr5:140978949

9655 ! :
S ! [
o J !
[ | |
3 1 [
O ! [

1 1

1

1

]

0
i: "] I:: i
1 . 1 i 4
! ] 1
! L

~
~
~ ~

S~ PCDHA11 ~.

RN ENST00000616325.1 ol e ENST00000289269.7 _ - ----"__

2 kbp |
introns not to scale

‘s RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin-like
Cadherin domain
SUPPORTING READ COUNT
Split reads = 490
Discordant mates = 3

PCDHA11l PCDHAC2

Cadherin C—-terminal cytoplasmic tail, catenin—binding region

@ 14 15 16 7,

translocation deletion
duplication inversion



chromosome 5 chromosome 5

g31.3 g31.3
— —
breakpointl breakpoint2
chr5:140871494 chr5:140978949

9655 : :
g) ! 1
o 0 !
[ ! [}
3 1 [
(&) | 1
0 1 1

1

1

]

I:' |
1 . 1 2 4
I ]

. PCDHA11 '
IR ENST00000616325.1 R

2 kbp |
introns not to scale

‘s RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin-like
Cadherin domain
SUPPORTING READ COUNT
Split reads = 149
Discordant mates =5

PCDHA11 PCDHAQ2
Cadherin C—-terminal cytoplasmic tail, catenin—binding region

@ 14 15 16 7,

translocation deletion
duplication inversion



chromosome 5 chromosome 5

g31.3 g31.3
- -
breakpointl breakpoint2
chr5:140870702 chr5:141009627

9655 ! !
S ! 1
o J !
[ | |
8 ! 1
O ! [
0 1 1

1

1

]

1 l ﬁ
1 . 1 2 4
|:|—|j I:" I =

s PCDHA11 ol e -~ " PCDHAC2 --

= ENST00000616325.1 ~~_ === ENST00000289269.7_ - - - -

2 kbp |
introns not to scale

‘s RETAINED PROTEIN DOMAINS
reading frame unclear

S EEn

PCDHA11
Cadherin C-terminal cytoplasmic tail, catenin—binding region

@ 14 15 16 7,

Cadherin domain

SUPPORTING READ COUNT

Split reads = 8
Discordant mates = 1

translocation deletion
duplication inversion



chromosome 2 chromosome 9

p23.2 g31.3
— —
breakpointl breakpoint2
chr2:292750£|)9 cl|1r9:109457399
9961 X X
() ] 1
g ' |
o 1 1
3 [ |
O ! 1
0 f 1

ALK

4 kbp |

' introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

—MAM domain, meprin/A5/mu
SUPPORTING READ COUNT

Split reads = 363
Discordant mates = 2

ALK PTPN3

FERM N-terminal domain
FERM central domain
FERM C-terminal PH-like domain

PDZ domain-
Protein—tyrosine phosphatase—

translocation deletion
duplication inversion



chromosome 7

g32.1
—
breakpointl
chr7:127991056
72907 :
> |
E 1
[ 1
3 1
O 1
0 1

chromosome 7

q31.2

breakpoint2
cl;1r7:117627522

DR SND1

@ 1 15 16 4,

translocation deletion
duplication inversion

3 kbp

RETAINED PROTEIN DOMAINS
reading frame unclear

SND1

Staphylococcal nuclease homologue

CFTR
ABC transporter

introns not to scale

SUPPORTING READ COUNT

Split reads = 204
Discordant mates = 0



chromosome 7 chromosome 7

g32.1 q31.2
- . —
breakpointl breakpoint2
chr7:127991056 chr7:117642438
72907 : :
S 0 |
o J !
[ | |
3 ' |
O 1 1
0 1 1

--. SND1 s~

\ 3 kbp
introns not to scale

@ 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

Staphylococcal nuclease homologue

SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 0

SND1 CFIR
ABC transporter

translocation deletion
duplication inversion



chromosome 7

g32.1
—
breakpointl
chr7:127929329
72907 :
g’ ]
E 1
[ 1
3 1
O 1
0 1

chromosome 7

q31.2

breakpoint2
cl;1r7:117627522

@ 1 15 16 4,

translocation deletion
duplication inversion

3 kbp

RETAINED PROTEIN DOMAINS

reading frame unclear

Staphylococcal nuclease homologue

SND1

CFTR
ABC transporter

introns not to scale

SUPPORTING READ COUNT

Split reads =3
Discordant mates = 0



chromosome 7

g32.1
—
breakpointl
chr7:127904819
72907 :
g’ ]
E 1
[ 1
3 1
O 1
0 1

chromosome 7

q31.2

breakpoint2
cl;1r7:117627522

@ 1 15 16 4,

translocation deletion
duplication inversion

RETAINED PROTEIN DOMAINS

reading frame unclear

Staphylococcal nuclease homologue

SND1

CFTR
ABC transporter

3 kbp

introns not to scale

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 0



chromosome 13

chromosome 13
g12.3 q14.13
— —
breakpointl breakpoint2
chr13:30307331 chr13:45989097
4354 X :
> |
© 1
5] )
3 1
O 1
0 1

11

KATNAL1
ENST00000380615.8

4 kbp |

' introns not to scale

SUPPORTING READ COUNT

No protein domains retained in fusion. Split reads = 196
Discordant mates = 0

translocation deletion
duplication inversion



chromosome 13

chromosome 13
ql14.13

ql2.3

breakpoint2

breakpointl
chr13:3030694|10 cl|1r13:45989097

4354 !
(4] ]
g |
[ 1
g 1
o 1
0 1
! 1
| 19 18 16 15 6
: — N —
I—
KATNALL N T e -
T T - - - ENST00000679008.1

ENST00000380617.7 N leemmmm T

1012-)-H))- 14 = 15 !! 19

3 kbp |

introns not to scale

SUPPORTING READ COUNT

No protein domains retained in fusion. Split reads = 33
Discordant mates = 0

translocation deletion
duplication inversion



chromosome 13

chromosome 13
ql14.13

ql2.3

breakpoint2

breakpointl
chr13:3030667|9 cl|1r13:45989097

4354 !
(4] ]
g |
[ 1
g 1
o 1
0 1
! 1
| 19 18 16 15 6
: — N —
I—
KATNALL N T e -
T T - - - ENST00000679008.1

ENST00000380617.7 N leemmmm T

1012-)-H))- 14 = 15 !! 19

3 kbp |

introns not to scale

SUPPORTING READ COUNT

No protein domains retained in fusion. Split reads = 23
Discordant mates = 2

translocation deletion
duplication inversion



chromosome 13

chromosome 13
ql14.13

ql2.3

breakpoint2

breakpointl
chr13:303067§0 cl|1r13:45989097

4354 !
(4] ]
g |
[ 1
g 1
o 1
0 1
! 1
| 19 18 16 15 6
: — N —
I—
KATNALL N T e -
T T - - - ENST00000679008.1

ENST00000380617.7 N leemmmm T

@)—1012-)—&)— 14 = 15 !! 19
1 1 - g

3 kbp |

introns not to scale

SUPPORTING READ COUNT

No protein domains retained in fusion. Splitreads = 8
Discordant mates = 0

translocation deletion
duplication inversion



chromosome 13 chromosome 13

g12.3 q14.13
—
breakpointl breakpoint2
chr13:30306713 chr13:45989097

4354 : U
g’ ]
I l
[ 1
3 1
(§] ]
0 1
1

10 12)-)H—)- 14 - 15 |=~I 19

3 kbp |

' introns not to scale

SUPPORTING READ COUNT

Splitreads =7

No protein domains retained in fusion. )
Discordant mates = 1

translocation deletion
duplication inversion



chromosome 13

chromosome 13
ql2.3 ql4.13
—
breakpointl breakpoint2
chr13:30306764 chr13:45989097
4354 ! !
g’ ]
E 1
[ 1
3 1
() 1
0 1
1

1
II
II

)
\\
\

KATNALL Y,
ENST00000414289.5\“

3 kbp |
' introns not to scale

SUPPORTING READ COUNT

No protein domains retained in fusion. Splitreads = 3
Discordant mates = 0

translocation deletion
duplication inversion



chromosome 13 chromosome 13

g12.3 q14.13
—
breakpointl breakpoint2
chr13:30306713 chr13:45970465
4354 : :
g ! !
o ! J
[ ! (|
3 0 1
O 1 1
0 ' 1
! 1 1
Vo ; .
l\l __________________ 4
KATNALL v, T TTeeeel o leemmtTTTT ZC3H13

ENST00000441394.1' «
A

1 -
w bl e bl 5

3 kbp |
introns not to scale

SUPPORTING READ COUNT

Splitreads =1

No protein domains retained in fusion. )
Discordant mates = 0

translocation deletion
duplication inversion



chromosome 5 chromosome 5

q22.3 922.3

_

breakpointl breakpoint2

chr5:115616318 chr5:115581315
10907 ! !

Coverage

TMED? Tl Lot Te--l __TCAM2 -7
ENST00000456936.4 N “ENST00000427199.3

\ 2 kbp
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

|femp24/gp25L/p24 family/GOLD

SUPPORTING READ COUNT

Split reads = 189
Discordant mates = 7

TMED7 TICAM2
emp24/gp25L/p24 family/GOLD-

TIR domain

translocation deletion
duplication inversion



chromosome 5 chromosome 5

g22.3 g22.3
— —
breakpointl breakpoint2
chr5:115616318 chr5:115581197

10907 ! !
g) ! 1
© ! [
[ ! 1
3 1 1
O ! |
0 1 1

TMED7 Tl Lt Se-.l___ ___TiICAM2 "
ENST00000456936.4 -7 S~ __-=- - —ENSTGOOO_O§2_7199.3

\ 2 kbp
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

|femp24/gp25L/p24 family/GOLD

SUPPORTING READ COUNT

Split reads = 73
Discordant mates = 1

TMED7 TICAM2
emp24/gp25L/p24 family/GOLD-

TIR domain

translocation deletion
duplication inversion



chromosome 5

922.3

10907

Coverage

chromosome 5

922.3

_

breakpointl
chr5:1156204?|>5

breakpoint2
cll1r5:115581315

TMED7
ENST00000456936.4

@ 14 15 16 7,

translocation deletion
duplication inversion

__TCAM2 -7
ENST00000427199.3

RETAINED PROTEIN DOMAINS
reading frame unclear

|femp24/gp25L/p24 family/GOLD

TMED7
emp24/gp25L/p24 family/GOLD-

2 kbp

TICAM2

TIR domain

introns not to scale

SUPPORTING READ COUNT

Split reads = 11
Discordant mates = 0



chromosome 5 chromosome 5

q22.3 922.3

_

breakpointl breakpoint2
chr5:115616276 chr5:115581315
10907 ! !

Coverage

TMED7 RE T -l __TCAM2 -7
ENST00000456936.4 T “ENST00000427199.3

\ 2 kbp
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

|femp24/gp25L/p24 family/GOLD

SUPPORTING READ COUNT

Split reads =5
Discordant mates = 7

TMED7 TICAM2
emp24/gp25L/p24 family/GOLD-

TIR domain

translocation deletion
duplication inversion



chromosome 7 chromosome 7

q32.2

g32.1
— N —
breakpointl breakpoint2
chr7:129611362 chr7:127694828
72907 : U
(] 1
g |
5} |
3 '
O 1
0 1
! 1
1
1 ! |
Lo
o
AC078846.1 AN e SND1 L7
ENST00000608694.1 ® L e
| 3 kbp |
' introns not to scale '
14 15 16
S 1728
RETAINED PROTEIN DOMAINS
* reading frame unclear
1 <
- SUPPORTING READ COUNT

Split reads = 166
Discordant mates = 2

SND1

Staphylococcal nuclease homologue

Tudor domain
Staphylococcal nuclease homologue

translocation deletion
duplication inversion



chromosome 7 chromosome 7

gq32.2 g32.1
- T —
breakpointl breakpoint2
chr7:129611318 chr7:127694828
72907 ! !
S |
© |
[ 1
3 1
(§] ]
0 1
! 1
1
1 ! |
Do
-
AC078846.1 . e SND1 -7

ENST00000608694.1

\ 3 kbp

introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

IS SUPPORTING READ COUNT

Split reads = 89
Discordant mates = 7

SND1

Staphylococcal nuclease homologue

Tudor domain
Staphylococcal nuclease homologue

translocation deletion
duplication inversion



chromosome 7 chromosome 7

gq32.2 g32.1
— T —
breakpointl breakpoint2
chr7:129611321 chr7:127694828

72907 ! !
S |
E 1
[ 1
3 [
O [
0 1

1
1
1
1
1
1
1
1
1
1
]
1
1
)

AC078846.1 AN
ENST00000608694.1

e SND1 -7

\ 3 kbp |
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

IS SUPPORTING READ COUNT

Split reads = 78
Discordant mates = 7

SND1

Staphylococcal nuclease homologue

Tudor domain
Staphylococcal nuclease homologue

translocation deletion
duplication inversion



chromosome 7 chromosome 7

gq32.2 g32.1
— N —
breakpointl breakpoint2
chr7:129606696 chr7:127694828
72907 : U
g’ ]
© |
[ ]
3 1
o 1
0 1
! 1
1
: 1 l
: |
Co . i
ACOTSBA6A- . __---" L SND1
ENST00000608694.5 =~~~ ~=--__ __ L7 ENST00000354725.8 I
1
\ 3 kbp |
' introns not to scale '
1 15 16 4,
» T 8
RETAINED PROTEIN DOMAINS
* reading frame unclear
1 <
- SUPPORTING READ COUNT

Split reads = 18
Discordant mates = 7

SND1

Staphylococcal nuclease homologue

Tudor domain
Staphylococcal nuclease homologue

translocation deletion
duplication inversion



chromosome 7 chromosome 7

gq32.2 g32.1
— T —
breakpointl breakpoint2
chr7:129606956 chr7:127694828

72907 ! !
S |
© |
[ [}
3 [
(§] 1
I

1
1
1
1
1
1
0 1
1
|
1
1
[
1

1
1 |
1
1
ACO788484- - - ___--"" SND1
ENST00000608694.1 - - T T e-al _ e ENST00000354725.8 L 4
1
\ 3 kbp |
' introns not to scale '
14 15 16
(g 1728
RETAINED PROTEIN DOMAINS
* reading frame unclear
= <
- SUPPORTING READ COUNT

Split reads = 16
Discordant mates = 7

SND1

Staphylococcal nuclease homologue

Tudor domain
Staphylococcal nuclease homologue

translocation deletion
duplication inversion



chromosome 7 chromosome 7

gq32.2 g32.1
- T —
breakpointl breakpoint2
chr7:129611069 chr7:127694828
72907 ! !
> |
E 1
[ 1
g 1
(§] ]
0 1
X |
1 ! |
X |
N 1
N 1
AC078846.1 N e SND1 -7

ENST00000608694.1

\ 3 kbp

introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

IS SUPPORTING READ COUNT

Split reads = 15
Discordant mates = 7

SND1

Staphylococcal nuclease homologue

Tudor domain
Staphylococcal nuclease homologue

translocation deletion
duplication inversion



chromosome 7 chromosome 7

gq32.2 g32.1
— N —
breakpointl breakpoint2
chr7:129607080 chr7:127694828
72907 : U
g’ ]
E 1
[ 1
3 1
(§] ]
0 1
! |
: 1 l
! '
Co L . i
ACO788461- -~ ___  ___--"" . SND1
ENST00000608_6_94,1L - T T T -l - e ’ ENST00000354725.8 L 4
1
\ 3 kbp |
' introns not to scale '
14 15 16
D e 17{(9
RETAINED PROTEIN DOMAINS
* reading frame unclear
1 <
- SUPPORTING READ COUNT

Split reads = 14
Discordant mates = 7

SND1

Staphylococcal nuclease homologue

Tudor domain
Staphylococcal nuclease homologue

translocation deletion
duplication inversion



chromosome 7 chromosome 7

gq32.2 g32.1
— T —
breakpointl breakpoint2
chr7:129606888 chr7:127694828

72907 ! !
S |
© |
[ [}
3 [
(§] 1
I

1
1
1
1
1
1
0 1
1
|
1
1
[
1

1
1 |
1
1
ACO78846.% - - _ __ PP SND1
ENST00000698_694.L ST T T e ENSTO00000354725.8 L e
1
\ 3 kbp |
' introns not to scale '
14 15 16
(g 17 2
RETAINED PROTEIN DOMAINS
* reading frame unclear
= <
- SUPPORTING READ COUNT

Split reads = 8
Discordant mates = 7

SND1

Staphylococcal nuclease homologue

Tudor domain
Staphylococcal nuclease homologue

translocation deletion
duplication inversion



chromosome 7 chromosome 7

gq32.2 g32.1
— T —
breakpointl breakpoint2
chr7:129605658 chr7:127694828

72907 ! !
S |
© |
[ [}
3 [
(§] 1
I

1
1
1
1
1
1
0 1
1
|
1
1
[
1

\ 3 kbp
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

IS SUPPORTING READ COUNT

Split reads =5
Discordant mates = 8

SND1

Staphylococcal nuclease homologue

Tudor domain
Staphylococcal nuclease homologue

translocation deletion
duplication inversion



chromosome 7 chromosome 7

gq32.2 g32.1
- T —
breakpointl breakpoint2
chr7:12960499 chr7:127694828
72907 ! !
(] 1
g |
[ 1
g 1
() 1
0 1
X !
: 1 l
X !
CeLL_ 1
------- ACO788461 _ ___----""""_ - SND1

\ 3 kbp |
introns not to scale

@ 14 15 16 7,

> RETAINED PROTEIN DOMAINS
2 reading frame unclear
=<

SUPPORTING READ COUNT

Split reads =5
Discordant mates = 8

SND1

Staphylococcal nuclease homologue
Tudor domain
Staphylococcal nuclease homologue

translocation deletion
duplication inversion



chromosome 7 chromosome 7

gq32.2 g32.1
- T —
breakpointl breakpoint2
chr7:129611420 chr7:127694924
72907 ! !
S ' |
© 1 [
[ ] ]
3 ' !
O 1 1
0 1 1
! 1
1
1 ! |
o
o
ACO078846.1 A e SND1 -7

ENST00000608694.1

\ 3 kbp

introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 6
Discordant mates = 0

5ND1

Staphylococcal nuclease homologue

Tudor domain
Staphylococcal nuclease homologue

translocation deletion
duplication inversion



chromosome 2 chromosome 2
p23.2

p23.2
— )
breakpointl breakpoint2
chr2:28869579 chr2:29297057
9961 : :
S ! |
¢ ! |
o 1 1
3 ! 1
O ! |
0 f 1

TRMT61B
ENST00000306108.10

3 kbp |
' introns not to scale

@ 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

tRNA methyltransferase complex GCD14 subunit
SUPPORTING READ COUNT

Split reads = 125
Discordant mates = 1

TRMT61B ALK
MAM domain, meprin/A5/mu
Glycine rich protein
Protein kinase domain

translocation deletion
duplication inversion



chromosome 2 chromosome 2
p23.2

p23.2
— )
breakpointl breakpoint2
chr2:28865017 chr2:29297057
9961 ! !
S ' |
¢ ! |
9] ! |
3 ! 1
(&) 1 |
0 f 1

TRMT61B
ENST00000306108.10

3 kbp |
' introns not to scale

@ 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

tRNA methyltransferase complex GCD14 subunit
SUPPORTING READ COUNT

Split reads = 83
Discordant mates = 2

TRMT61B ALK
MAM domain, meprin/A5/mu
Glycine rich protein
Protein kinase domain

translocation deletion
duplication inversion



chromosome 2 chromosome 2
p23.2

p23.2
— )
breakpointl breakpoint2
chr2:28869560 chr2:29297057
9961 ! !
S ! |
I | |
9] ! |
3 1 1
(&) 1 |
0 f 1

TRMT61B
ENST00000306108.10

3 kbp |
' introns not to scale

@ 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

tRNA methyltransferase complex GCD14 subunit
SUPPORTING READ COUNT

Split reads = 6
Discordant mates = 1

TRMT61B ALK
MAM domain, meprin/A5/mu
Glycine rich protein
Protein kinase domain

translocation deletion
duplication inversion



chromosome 2 chromosome 2

p23.2 p23.2
— )
breakpointl breakpoint2
chr2:28869662 chr2:29297057
9961 ! !
S ! |
¢ ! |
9] ! |
3 ! 1
O | |
0 T 1

TRMT61B
ENST00000306108.10

3 kbp |
' introns not to scale

@ 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads =5
Discordant mates = 0

TRMT61B ALK
MAM domain, meprin/A5/mu
Glycine rich protein
Protein kinase domain

translocation deletion
duplication inversion



chromosome 2

chromosome 9
p23.2

q31.3

)
breakpointl breakpoint2
chr9:1094632?7 ci|1r2:29275496

9961 !
() |
g '
[ ]
3 1
(§] [}
0 i

26
! -
PTPN3 a TTte-Ll_ . __--AKKT
’ -~ T “ENSTQ0000618119.4

ENST00000374541.4 \ _
N --"" T -~
28

4 kbp |
' introns not to scale

@ 14 15 16 1>
RETAINED PROTEIN DOMAINS
reading frame unclear

FERM N-terminal domain
SUPPORTING READ COUNT

Split reads = 85
Discordant mates = 2

PTPN ALK

MAM domain, meprin/A5/mu
Glycine rich protein
Protein kinase domain

translocation deletion
duplication inversion



chromosome 2

chromosome 9
p23.2

q31.3

)
breakpointl breakpoint2
chr9:1094632?7 ck|1r2:29275227

9961 !
o 1
g 1
S 1
s 1
8 1
O I

26
1 - -
PTPN3 3 el ---o AR
N e 7= = ~ENST00000618119.4

ENST00000374541.4 \ _
N - T -~

3 B 20 34 4HL 5164 FLE-19202 122232429262 F 28
4 kbp |

' introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads =5

FERM N-terminal domain
‘7 Discordant mates = 0

PTPN3 ALK

Glycine rich protein
Protein kinase domain

translocation deletion
duplication inversion



1000

Coverage

chromosome 14

q24.2

breakpointl
chr14:719084(|34

T BT

AC005993.1 ~~ . __

” ENST00000655301.1

translocation
duplication

deletion
inversion

chromosome 14

q24.2

—_—

breakpoint2
cI|1r14:71964772

.7 RGS6 P
’ ENST00000556437.5 .

\ 1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 81
« Discordant mates = 2
X
RGS6
Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP)

Regulator of G—protein signalling DHEX domain
GGL domain
Regulator of G protein signaling domain-




chromosome 14 chromosome 14

q24.2 q24.2

breakpointl breakpoint2
chrél.c;‘b:718487il’>6 ct|1r14:71964772

Coverage

0

~

Cijauiiass?

AC805993.1 L7 RGS6 7
ENSTOOOOD555\58~1.\1 L7 ENSTO00000556437.5 e

\ 1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

E Split reads = 70
N Discordant mates = 1
X
RGS6
Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP)
Regulator of G—protein signalling DHEX domain

GGL domain
Regulator of G protein signaling domain-

translocation deletion
duplication inversion



chromosome 14 chromosome 14

q24.2 gq24.2
—_—
breakpointl breakpoint2
chr14:71916030 chrl4:71964772
1000 ! !
g) ! |
o 0 !
[ ! [}
8 ! 1
o | 1
0 1 [
1 1

[N AC0059931 "~ . RGS6 .
=~ .ENST00000655301.1 Teo 4 ENST00000556437.5 .

~

\ 1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 60
Discordant mates = 3
RGS6
Regulator of G—protein signalling DHEX domain

Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP)

GGL domain
Regulator of G protein signaling domain-

translocation deletion
duplication inversion



1000

Coverage

chromosome 14

q24.2

chromosome 14

q24.2

breakpointl
chr14:7190843|0

translocation
duplication

_ AC005393.% - _ _
ENST60000656145.1  ~

deletion
inversion

breakpoint2
ct|1r14:71964772

X E
RGS6
Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP)
Regulator of G—protein signalling DHEX domain

RGS6

RETAINED PROTEIN DOMAINS
reading frame unclear

GGL domain
Regulator of G protein signaling domain-

1 kbp |

introns not to scale

SUPPORTING READ COUNT

Split reads = 12
Discordant mates = 2



1000

Coverage

chromosome 14

q24.2

breakpointl

chr14:7191603|’0

AC005993.1

~ ~ .ENST00000655301.1

translocation
duplication

~

Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP)

deletion
inversion

chromosome 14

gq24.2

breakpoint2
cI:lr14:72352095

Regulator of G-protein signalling

RGS6
ENST00000556437.5

RETAINED PROTEIN DOMAINS
reading frame unclear

RGS6
DHEX domain

GGL domain
Regulator of G protein signaling domain-

1 kbp |

introns not to scale

SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 0



chromosome 14 chromosome 14

Coverage

q24.2 gq24.2
—_—
breakpointl breakpoint2
chr14:71908434 chr14:72352095

1000 ! !

1 1

1 1

] 1

] 1

) 1

0 1 [
1

BN et o WETN cog W oo o B as INENN

Ts-__  AC005993.I~-.__ - RGS6 -
ENSIOQOOO655301.1 T~a -7 ENSTO00000556437.5 g

\ 1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

E Split reads = 2
N Discordant mates = 0
[T
RGS6
Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP)
Regulator of G-protein signalling DHEX domain

GGL domain
Regulator of G protein signaling domain-

translocation deletion
duplication inversion



1000

Coverage

chromosome 14

q24.2

breakpointl
chr14:718699$|34

BN et o WET cog W oo B as INENN

-~ LI

translocation
duplication

-~ - . _AC005993.1 _
ENST00008655301.1 = ~ - -

deletion
inversion

chromosome 14

q24.2

—_—

breakpoint2
cI|1r14:71964772

X E
RGS6
Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP)
Regulator of G—protein signalling DHEX domain

RGS6
ENST00000556437.5

RETAINED PROTEIN DOMAINS
reading frame unclear

GGL domain
Regulator of G protein signaling domain-

1 kbp |

introns not to scale

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 1



1000

Coverage

chromosome 14

q24.2

chromosome 14

gq24.2

breakpointl
chr14:7190843|0

AC005993.% - _ _

ENSTE0000656145.1

translocation
duplication

Domain found in Dishevelled, Egl-10, and Pleckstrin (DEP)

deletion
inversion

breakpoint2
cr|1r14:72352095

-7 RGS6 -

\ 1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 0

RGS6

Regulator of G-protein signalling DHEX domain
GGL domain
Regulator of G protein signaling domain-




chromosome 17 chromosome 17

p12 pl2
— —
breakpointl breakpoint2
chr17:]‘.82030?8 ck|1r17:15440285

Coverage o

0

\ 1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

SUPPORTING READ COUNT

Split reads = 70
Discordant mates = 0

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



chromosome 17

pl2

chromosome 17

pl2

breakpointl

chrl7:15545785
3438 :
> |
E 1
[ 1
g 1
O [
0 [

TVP23C

translocation deletion
duplication inversion

breakpoint2
ct|1r17:15440285

RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

1 kbp |
introns not to scale

SUPPORTING READ COUNT

Split reads = 68
Discordant mates = 0



breakpointl
chr17:15503098
438 — !

Coverage o

0

chromosome 17

chromosome 17

p12 pl2
— J—
breakpoint2
cr|1r17:15438200

1
1
1
1
1
I

1 —

| & h (1]

X S
1

1 1
____________ TTtc---.___ ___-<corRTd
___________ ____----7"777" - ENST00000619038.5
----- ﬁ Te--
7 |— 4
|

translocation
duplication

deletion
inversion

RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

\ 1 kbp |
introns not to scale

SUPPORTING READ COUNT

Split reads = 10
Discordant mates = 0



chromosome 17 chromosome 17
p12 pl2

breakpoint2

breakpointl
chrl7:15545785 chrl17:15438200
3438 ! :
S 0 |
g ! '
o 1 1
3 ! 1
(&) [ 1
0 f 1

TVP23C el - .
ENST00000438826.7 e Tl - -

1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

SUPPORTING READ COUNT

Split reads = 10
Discordant mates = 0

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



chromosome 17 chromosome 17

pl12 pl2
T —
breakpointl breakpoint2
chrl7:15516419 chrl7:15440285

2166 ! !
S 0 |
I | |
9] ! |
3 0 |
() 1 1
0 ' 1

1 1

H
H
IN
]

H

-

VP3G -7 T CDR¥4
ENST000005812735 ™ ~ ~ _ _ -

- ~

800 bp ,
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

SUPPORTING READ COUNT

Split reads = 3
Discordant mates = 0

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



8501

Coverage

chromosome 7

chromosome 9
g22.32 q34
breakpointl breakpoint2
cr|1r7:139376062

Chr9:955064(|)7

24

PTCH1 <. 7 LUCT7L2 .
ENST00000331920.11 RN L ENST00000354926.9 L ’

4 kbp |
' introns not to scale '

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 43
Discordant mates = 1

LUC7L2
LUC7 N_terminus

PTCH1

deletion

translocation
inversion

duplication



chromosome 7

chromosome 9
q22.32 q34
breakpointl breakpoint2
chr9:95506407 chr7:139374401
8501 ! !
(]
g
[
3
o
0
24 & (L 7€
LUC7L2 e

PTCH1 S ,
ENST00000331920.11 A . ENST00000619796.4 L’

4 kbp |
' introns not to scale '

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 2
Discordant mates = 1

LUC7L2
LUC7 N_terminus

PTCH1

deletion

translocation
inversion

duplication



chromosome 7

chromosome 9
422.32 q34
breakpointl breakpoint2
chr9:95516469 chr7:139376062
8501 : :
(] 1 1
% 1 1
5 1 1
3 ' i
(&) 1 |
0 1 [
24
1
!
PTCH1 ¥ LUCT7L2 .
ENST00000437951.5 " R L7 ENST00000354926.9 L’ ’
| N , ’ , d
' o0 o]
1 p=3 l : H :
N (i
\ 3 kbp |

' introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 0

PTCH1 LUC7L2
LUC7 N_terminus

translocation deletion
duplication inversion



chromosome 15 chromosome 9

Coverage

gq25.2 g21.12
M l —
breakpointl breakpoint2
531 chr15:8187092|8 cr|1r9:69476143

: :
1 1
1 ]
1 1

0 : :
1

1 1
| 13
1 1
1

)
\

\

AC104041.1
ENSTO0000560054.6 . __-----777C

2 kbp |
introns not to scale

AC104041.1

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 32
Discordant mates = 0

APBA1
Phosphotyrosine interaction domain (PTB/PID)

PDZ domain

translocation deletion
duplication inversion



chromosome 9 chromosome 3

g33.1 ql2.3

breakpointl breakpoint2
6 chr9:11508745|4 cr|1r3:101459052

Coverage o
N

0

\ 2 kbp |
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 20
Discordant mates = 0

SENP7
Ulp1 protease family, C—terminal catalytic domain

translocation deletion
duplication inversion



chromosome 3

chromosome 9
g33.1 ql2.3

—
breakpoint2
cr|1r3:101459052

breakpointl
chr9:115084383
3416 !

Coverage

24

-
[~]
[oo]
~]
[o]
o]

.. DELEC1 .
ENST00000648852.1

2 kbp |

' introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 17
Discordant mates = 0

SENP7
Ulp1 protease family, C—terminal catalytic domain

translocation deletion
duplication inversion



chromosome 3

chromosome 9
ql2.3

g33.1

—
breakpoint2
cr|1r3:101417790

breakpointl
chr9:115069070
416 !

Coverage o

< _ DELEC1 “.
ENSTGO\000648852.1 AN

2 kbp |
' introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 0

SENP7
Ulp1 protease family, C—terminal catalytic domain

translocation deletion
duplication inversion



1477

Coverage

chromosome 9

022.32

chromosome 7

24

translocation
duplication

deletion
inversion

L |

PTCH1
ENST00000331920.11

No protein domains retained in fusion.

q34
—
breakpointl breakpoint2
chr9:955064(|)7 C|’|1r71139345501

~ e 7 ’
.l . FMC1,”
LT TNl [ENIST00000297534.7
e RN ’ 4
T bl 2]
| 3 kbp ,

introns not to scale

SUPPORTING READ COUNT

Split reads = 20
Discordant mates = 0



chromosome 2 chromosome 2
p22.1

p21
- )
breakpointl breakpoint2
chr2:42361090 chr2:39315388
9889 : :
S | |
© [} 1
9] [ |
3 ! 1
O ! 1
0 I 1
3
COX7A2L

ENST00000234301.3

3 kbp |
' introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 17
Discordant mates = 0

COX7A2L MAP4K3
CNH domain

translocation deletion
duplication inversion



chromosome 2 chrom

p22.1

osome 2

p21
i@ M —

(URRTR RRATR NN SR ED

breakpointl breakpoint2
chr2:42333667 chr2:39315388
9889 [ !

<] 1
2 !
o |
3 |
(§] ]
0 1
1
1

TT--cox7A2L -7
ENSTQ0000234361%3. _

3 kbp

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

|nytochrome ¢ oxidase subunit VII

COX7A2L MAP4K3

CNH domain

deletion
inversion

translocation
duplication

introns not to scale

SUPPORTING READ COUNT

Split reads = 13
Discordant mates = 0



chromosome 2 chromosome 2
p22.1

p21
— T
breakpointl breakpoint2
chr2:42353212 chr2:39315388
9889 ! !
S ! |
o ! !
[ [ |
3 | 1
(&) [ 1
0 f 1
3
COX7A2L

ENST00000234301.3

3 kbp |
' introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

Cytochrome c¢ oxidase subunit VII
SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 0

COX7A2L MAP4K3
CNH domain

translocation deletion
duplication inversion



Coverage n

chromosome 16

qll.2

breakpointl

chr16:46884958
449 i

0

translocation
duplication

deletion
inversion

chromosome 16

pl11.2

breakpoint2
cfllr16:31082971

u T

No protein domains retained in fusion.

ZNFE646

\ 3 kbp

introns not to scale

SUPPORTING READ COUNT

Split reads = 16

Discordant mates = 0



Coverage 2

chromosome 16

qll.2

breakpointl
chr16:46884958

0 ‘”‘hll.u‘l -

GPT2

chromosome 16

pll.2

—_—

breakpoint2
cr|1r16:31076246

st ol lishe hoi |

A 2 0 NA-HSY 6 H-MenorHio-il 0 12 0000 | > 2 N 3 |
I
I
J

R ZNF646 L7
e ENST00000300850.5 L7
-z IT--_ 7’ ’
3
| 3 kbp |

introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

7
”"I I I Split reads = 4

Discordant mates = 0

Zinc finger, C2H2 type

«=== translocation deletion
duplication == inversion

C2H2-type zinc finger

Zinc finger, C2H2 type
C2H2-type zinc finger



Coverage

chromosome 16 chromosome 16

qll.2 pll.2
— —
breakpointl breakpoint2
9chr16:4688557|7 cl|1r16:31076246
: ‘ I | L :
] ]
] ]
] ]
o T ) v e TR WY vy YR
1 1 \
! 1
) )
TTTeRiiiiiiio--oer2 e
ENST00000440783.2. 7.~ ~ - - - . ENST00000300850.5 e

\ 3 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 0

Zinc finger, C2H2 type
C2H2-type zinc finger

Zinc finger, C2H2 type

C2H2-type zinc finger
=== translocation deletion
duplication == inversion



Coverage n
>

chromosome 16 chromosome 16

ql1.2 pll.2
— JEE
breakpointl breakpoint2
0 chrl6:46885577 Cf|1r16:31082971

1
1 245 I =110 12
0 "
| 1

kS

ENSTO0000440783.2. -~ <~~~ ___ . _----7T ENST06000300850.5

\ 3 kbp |
introns not to scale

SUPPORTING READ COUNT

Splitreads =1

No protein domains retained in fusion. )
Discordant mates = 0

translocation deletion
duplication inversion



chromosome 5 chromosome 5

g31.3 g31.3
- —
breakpointl breakpoint2
chr5:140870702 chr5:141009627

9655 ! !
S ! 1
E ] 1
[ ] 1
3 ! [
O ! [
0 1 1

1

1

]

' I:: A
1 . 1 26 4
I:|—|t| 1 =

el PCDHA11 T [P PCDHAC1 -
- ENST00000616325.1 S~ ae=mT ENST00000253807.3 - - - -~~~ ~

2 kbp |
introns not to scale

‘s RETAINED PROTEIN DOMAINS
reading frame unclear

S EEn

PCDHA11
Cadherin C-terminal cytoplasmic tail, catenin—binding region

@ 14 15 16 7,

Cadherin domain

SUPPORTING READ COUNT

Split reads = 8
Discordant mates = 1

translocation deletion
duplication inversion



