chromosome 6

chromosome 6
g22.33 g22.33
- o
breakpointl breakpoint2
chr6:128520259 chr6:127148648
19131 ! !
S
o
[
3
o
0

!
! 4
PTPRK \: RSPO3 .
ENST00000368207.7 b L7 ENST00000368317.3
l| T e L7 ’
=iy ighgya
| 3 kbp |

introns not to scale '

@ 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 1767
Discordant mates = 29

PTPRK RSPO3

Furin-like repeat, cysteine-rich

Spondin-like TSP1 domain

translocation deletion
duplication inversion



chromosome 6

q22.33

W S LR i

—

breakpointl

chr6:128491732
19131 ;

1
: et Tpeeed 2 feeed ]

Coverage

PTPRK el T
ENST00000392449.4 -7 T~

chromosome 6

q22.33

breakpoint2
cr|1r6:127148648

@ 1 15 16 4,

PTPRK

Furin—like repeat, cysteine-rich

1
P 3 B 4 B s »—)—)—)—)EI!
S e S |
,' K
- RSPO3 .-
- ENST00000368317.3 7
. P 4 PP s -)-)-)-)-EIl
S e S

| 900 bp
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 8
Discordant mates = 29

RSPO3

Spondin-like TSP1 domain

deletion
inversion

translocation
duplication



chromosome 6

chromosome 6
g22.33 g22.33
- o
breakpointl breakpoint2
chr6:128520259 chr6:127150426
19131 ! !
S
o
[
3
o
0

1
: rd
PTPRK o .-~ RSpPO3 .-~
ENST00000368207.7 DN -7 ENST00000368317.3
lI A N - -
3 - &
| 3 kbp |

introns not to scale '

@ 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 12
Discordant mates = 1

PTPRK

RSPO3

Furin-like repeat, cysteine-rich

Spondin-like TSP1 domain

translocation deletion
duplication inversion



chromosome 6

chromosome 6
g22.33 g22.33
- o
breakpointl breakpoint2
chr6:128520259 chr6:127148649
19131 ! !
S
o
[
3
o
0

!
! 4
PTPRK \: RSPO3 .
ENST00000368207.7 b I ENST00000368317.3
l| ) A ’ L7 ‘
=iy gy
| 3 kbp |

introns not to scale '

@ 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 29

PTPRK RSPO3

Furin-like repeat, cysteine-rich

Spondin-like TSP1 domain

translocation deletion
duplication inversion



chromosome 6

chromosome 6
q22.33

022.33

—

breakpointl
chr6:128520259
19131 !

breakpoint2
cll1r6:127195823

Coverage

1
1
N | _ - - — - -
PTPRK N _RSPO3.-""~
ENST00000368207.7 DN _ -ENST00060368317.3
|I \\ .- e
£y
| 3 kbp |

introns not to scale '

@ 14 15 16 7,

SUPPORTING READ COUNT

No protein domains retained in fusion. Split reads = 4

Discordant mates = 0

translocation deletion
duplication inversion



chromosome 10 chromosome 10

g22.3 g22.3
breakpointl breakpoint2
chr10:77856730 chr10:77121048
19036 ! !

1

o 1
& 1
© [
3 [
O [
I

ENST00000372391.7

\ 5 kbp

introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

*<
= < Takusan
SUPPORTING READ COUNT
Split reads = 160
Discordant mates = 15
DLG5 KCNMA1

lon transport protein

Calcium—activated BK potassium channel alpha subunit
TrkA-N domain

Calcium-activated BK potassium channel alpha subunit-

translocation deletion
duplication inversion



chromosome 10 chromosome 10

922.3

g22.3
breakpointl breakpoint2
chr10:77869129 chr10:77121048
19036 ! !

Coverage

ENST00000372391.7

\ 5 kbp

introns not to scale
@ 1 15 16 4,

> RETAINED PROTEIN DOMAINS
2 reading frame unclear
=<

SUPPORTING READ COUNT

Split reads = 23
Discordant mates = 0

DLG5 KCNMA1
lon transport protein
Calcium-activated BK potassium channel alpha subunit
TrkA-N domain
Calcium-activated BK potassium channel alpha subunit-

translocation deletion
duplication inversion



chromosome 10

q22.3

I

chromosome 10

922.3

breakpointl
chrl0:77926217
19036 !

Coverage

breakpoint2
ct|1r10:77121048

ENST00000372391.7

@ 14 15 16 7,

DLG5
lon transport protein
Calcium-activated BK potassium channel alpha subunit
TrkA-N domain

Calcium-activated BK potassium channel alpha subunit-
translocation deletion
duplication inversion

RETAINED PROTEIN DOMAINS
reading frame unclear

KCNMA1

5 kbp

introns not to scale

SUPPORTING READ COUNT

Split reads =9
Discordant mates = 0



Coverage
a

0

chromosome 4

pl4

pl3

chromosome 4

(U O TR RS RERRD

breakpointl

(():hr4:3919465|9

)

breakpoint2
ct|1r4:42581732

@ 14 15 16 7,

translocation
duplication

deletion
inversion

RETAINED PROTEIN DOMAINS
reading frame unclear

WDR19 ATP8AL1

E1-E2 ATPase

Cation transport ATPase (P-type)
Phospholipid—translocating P-type ATPase C-terminal

5 kbp |

introns not to scale

SUPPORTING READ COUNT

Split reads = 91
Discordant mates = 2



chromosome 17

p13.3

chromosome 17
g23.2
ﬁ I//_/J\‘

breakpoint2
cr|1r17:106864

breakpointl
chrl7:62560126
3361 U
S
]
[
3
(s}
0

- L AC2405651
__ - - “ENST00000624936.2

2 kbp |
' introns not to scale '

SUPPORTING READ COUNT

Split reads = 67
Discordant mates = 0

No protein domains retained in fusion.

deletion
inversion

translocation
duplication



chromosome 19

p13.3

=

18811

Coverage

chromosome 19

pl3.2

_

breakpointl breakpoint2
chr19:109525|9 cI|1r19:10492262

translocation
duplication

1
0 T3 2 ]
1

POLR2E

ENST00000615234.5

N Te-o __,—-'KEAlE’JT
8 -7 - - ENST00000171111.10

\ 2 kbp
introns not to scale '

RETAINED PROTEIN DOMAINS
reading frame unclear

RNA polymerase Rpb5, N-terminal domain

SUPPORTING READ COUNT
Split reads = 64
Discordant mates = 0
POLR2E KEAP1
BTB And C-terminal Kelch
Kelch motif

deletion
inversion



chromosome 4 chromosome 12

pl4 pl3.1
N —
breakpointl breakpoint2
chr4:39327524 chrl12:12908243
15298 ! !

Coverage

RFC1 Teol -7 L GPRC5A )/
ENST00000381897.5 - R R L ENST00000648791.1 )/
Ve S~ ~ 4 7
s R
B
| 2 kbp |

introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 56
Discordant mates = 0

RFC1 GPRC5A

7 transmembrane sweet-taste receptor of 3 GCPR

translocation deletion
duplication inversion



15298

Coverage

pl4

chromosome 4

translocation
duplication

deletion
inversion

RFC1
ENST00000381897.5

breakpointl
chr4:3932752|4

No protein domains retained in fusion.

chromosome 12

p13.1

breakpoint2
Cfl1r12:12912084

_-~"GPRCBA .-~
- -7 ENST00000648791.1

2 kbp

introns not to scale

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 0



Coverage

859

chromosome 17

chromosome 4

ql2 q26
breakpointl breakpoint2
Chr17:340390£|13 ck|1r4:118595912

1 1

1 1

1 1

[} I

[} I

[} 1

1 1

! 1 ! 1
1

» 3
L : | B He - 8 10
a .
TLK2P1 AN 7 AC110079.1 o
ENST00000530992.1 R 4 ENST00000567913.2 R
h h 5
IENE! o EY e PN g o s Cing g Eleg 10
| 2 kbp |

introns not to scale

SUPPORTING READ COUNT

Split reads = 49

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

S b

AC110079.1

translocation deletion
duplication inversion



chromosome 12 chromosome 4

pl4

p13.1
T — )
breakpointl breakpoint2
chr12:12891664 chr4:39327756
15298 ! !

g’ ]
5 :
3 1
(§] ]
0 1

-GPRC5A
ENST00000014912:6

3 kbp |

introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 37
Discordant mates = 0

RFC1

BRCA1 C Terminus (BRCT) domain
ATPase family associated with various cellular activities (AAA)
Replication factor RFC1 C terminal domain

translocation deletion
duplication inversion



3717

Coverage

chromosome 17

pl2

breakpointl
chr17:1554043|’3

translocation
duplication

TVP23C T -ol_ -
ENST00000428082.6 - —--

deletion
inversion

chromosome 17

pl2

breakpoint2
ck|1r17:15440285

RETAINED PROTEIN DOMAINS

TVP23C

reading frame unclear

Eukaryotic protein of unknown function (DUF846)

CDRT4
CMT1A duplicated region transcript 4 protein

1 kbp |
introns not to scale

SUPPORTING READ COUNT

Split reads = 34
Discordant mates = 1



breakpointl
chr17:15503098
717 !

Coverage

0

chromosome 17 chromosome 17

p12 pl2

breakpoint2
ct|1r17:15440285

- CDRT4

T TENST00000619038.5

\ 1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

SUPPORTING READ COUNT

Split reads = 30
Discordant mates = 1

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



chromosome 17

pl2

breakpointl
chr17:15540433
3717 !

Coverage

chromosome 17

pl2

breakpoint2
cl:nr17:15438200

1 kbp

introns not to scale

SUPPORTING READ COUNT

Split reads = 14
Discordant mates = 0

1
7 n 3 | ;
| |
TVP23CT TT-ol -7 TTTteeellll L l-- CORTA™
ENST00000428082.6 - T Te-o R -t ‘ENSJ’QO_OQOGlQOSS.S
~~ bl :
I
I
RETAINED PROTEIN DOMAINS
reading frame unclear
Eukaryotic protein of unknown function (DUF846)
TVP23C CDRT4

translocation deletion
duplication inversion

CMT1A duplicated region transcript 4 protein



chromosome 17 chromosome 17

pl2 pl2
— —
breakpointl breakpoint2
chrl7:155457§5 cf|1r17:15440285
3717 X X
(] ] 1
g ' |
o 1 1
3 ! 1
O ! |
0 f 1
1

TVP23C el _L-- i
ENST00000428082.6 T -~ e

1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

SUPPORTING READ COUNT

Split reads = 13
Discordant mates = 0

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



breakpointl
chr17:15503098
717 !

Coverage

0

chromosome 17

p12

chromosome 17

pl2

translocation
duplication

deletion
inversion

breakpoint2
cI|1r17:15438200

=

_--CDRT4 ~

- - -~ 77 - ENST00000619038.5

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 = 13
Discordant mates = 0



chromosome 17 chromosome 17

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

2586 ! !
S 0 |
I | |
9] ! |
3 0 |
O ! |
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 = 4
Discordant mates = 1

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



3717

Coverage

chromosome 17

pl2

breakpointl
chr17:155457§5

translocation
duplication

TVP23C

ENST00000428082.6 _--" RN

deletion
inversion

chromosome 17

pl2

o ----7 777> -ENST00000619038.5

breakpoint2
cI:nr17:15438200

1 kbp

RETAINED PROTEIN DOMAINS

TVP23C

Eukaryotic protein of unknown function (DUF846)

reading frame unclear

CDRT4
CMT1A duplicated region transcript 4 protein

introns not to scale

SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 0



chromosome 10 chromosome 10

q22.3 q23.2
N
breakpointl breakpoint2
chr10:77926217 chr10:87390214
19036 ! !

Coverage

DLG5 N TS. CTSLPL
ENST00000372391.7 I~ ’EN8T0"000Q457530. 1

(AN _ -
1 N -7 S e
(2 [SEEEERE

\ 3 kbp
introns not to scale

@ 14 15 16 7,

SUPPORTING READ COUNT

No protein domains retained in fusion. Split reads = 31
Discordant mates = 0

translocation deletion
duplication inversion



590

Coverage

chromosome 5

q31.3

(LR D R i

—

breakpointl
chrs: 14085841?6

chromosome 5

q31.3

breakpoint2
cr|1r5:140978949

@ 14 15 16 4

translocation
duplication

N —

il | | 1
| |
! I
_______________ PC-DHAJ.O_____ _,f—"‘PCDHAC1 _,-—"——
" ENST00060562220.2_ T T .- . ENST00000253807.3~ ~
Ijl_ :
\ 4 kbp |

7

deletion
inversion

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin-like
Cadherin domain

PCDHA10 PCDHAQ1
Cadherin C-terminal cytoplasmic tail, catenin—binding region

introns not to scale

SUPPORTING READ COUNT

Split reads = 25
Discordant mates = 0



590

Coverage

chromosome 5

(A RS AR T REIED

—

breakpointl
chr5:14085764}7

g31.3

chromosome 5

g31.3

breakpoint2
cr|1r5:140978949

|
1 S
1

@ 14 15 16 7,

translocation
duplication

_____________________ PCDHALD _.--" " PCDHAC1 -

deletion
inversion

1
il

ENSTO0D005622202 "~~~ =~--___ ___ T ENST00000253807.3 - ~

\ 4 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin-like
Cadherin domain
SUPPORTING READ COUNT
Split reads = 6
Discordant mates = 0

PCDHA10 PCDHAC1
Cadherin C—-terminal cytoplasmic tail, catenin—binding region




Coverage

590

chromosome 5

(R RS AR TR D

—

breakpointl
chr5:1408584§6

@ 14 15 16 7,

translocation
duplication

g31.3

chromosome 5

g31.3

breakpoint2
cr|1r5:140978949

deletion
inversion

L —

1
il

______ _--~" PCDHAC2 -7
ENST00000562220.2 _ _ ~ """ ----o___ -7 ENST00000289269.7- = ~
El— :
| 4 kbp |

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin-like
Cadherin domain

PCDHA10 PCDHAQ2
Cadherin C-terminal cytoplasmic tail, catenin—binding region

introns not to scale

SUPPORTING READ COUNT

Split reads = 25
Discordant mates = 0



Coverage

590

chromosome 5

(R RS AR TR D

—

breakpointl
chr5:l4085764|17

g31.3

chromosome 5

g31.3

breakpoint2
cr|1r5:140978949

@ 14 15 16 7,

translocation
duplication

deletion
inversion

L —

1
il

PCDHAC2 -7

ENST00000289269.7- ~

RETAINED PROTEIN DOMAINS
reading frame unclear

4 kbp |

Cadherin-like
Cadherin domain

PCDHA10 PCDHAC2

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

introns not to scale

SUPPORTING READ COUNT

Split reads = 6
Discordant mates = 0



chromosome 1 chromosome 1

gq25.2

g25.2

- —
breakpointl breakpoint2
chr1:178026155 chr1:177968039

3050 ! !
S ! |
o ! !
o | |
3 ! 1
(&) 1 |
0 ! 1

1 1

10

CRYZL2P Tteel -
ENST00000476232.6 Tt

3 kbp |
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

C
),2163 Split reads = 24
Lop Discordant mates = 0

SEC16B

Vesicle coat trafficking protein Sec16 mid-region
Sec23-binding domain of Sec16

translocation deletion
duplication inversion



chromosome 1 chromosome 1

g25.2 gq25.2

(ARt AN AL B ) CALALCALCE AL G LA L)

— —

breakpointl breakpoint2
chr1:178022440 chr1:177968039

3050 ! !
S ' |
¢ ! |
9] ! |
§ : :
0 1 1
1 1

10

CRYZL2P "~ ~-__ .-

ENST00000476232.6 _ .-~ ~~~__ L o----~

3 kbp |
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

C
),2163 Split reads = 5
Lop Discordant mates = 0

SEC16B

Vesicle coat trafficking protein Sec16 mid-region
Sec23-binding domain of Sec16

translocation deletion
duplication inversion



Coverage -
a

chromosome 12

p13.32

breakpointl

4Chr12:465492|2

0

translocation
duplication

deletion
inversion

RETAINED PROTEIN DOMAINS
reading frame unclear

|'NAD dependent epimerase/dehydratase family

NDUFA9 C12orf4
Uncharacterised conserved protein (DUF2362)

chromosome 12

p13.32

breakpoint2
cl;1r12:4491234

Cl2orf4
ENST00000545746.5

\ 3 kbp |
introns not to scale

SUPPORTING READ COUNT

Split reads = 22
Discordant mates = 0



1089

Coverage

chromosome 2 chromosome 2

pl6.3 pl16.3
g — —
breakpointl breakpoint2
chr2:48671680 chr2:48776280
1 1
1 1
1 1
1
et i . E = SR
1 ! 1
2 4 5 | 8 | 9
1
A ' ! I
Tl GTF2A1L Tteell STONI-GTF2A1L
.o ENST00000403751.8 R - _ ENST00’000470560.1

~
-
~ - .

. 3 = 8 (8| 2 |

700 bp
introns not to scale

RS 1 15 16 4,
A NI

RETAINED PROTEIN DOMAINS
reading frame unclear

Transcription factor IIA, alpha/beta subunit

SUPPORTING READ COUNT

Split reads = 16
Discordant mates = 0

GTF2A1L

«=== translocation deletion
duplication inversion



Coverage o
N

chromosome 12 chromosome 2

gl3.12 p23.3

—

breakpointl breakpoint2
%hr12:5064085|2 cr|1r2:24790581

=

0

38 |

Il

| \PTRHD1
ENST00000301T80 10 =~ ===~ wmwm o o _ _ ENsT00000328379.6
s \

\ 3 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

DMAP1-binding Domain

SUPPORTING READ COUNT

Split reads = 11
Discordant mates = 0

DIP2B PTRHD1
Peptidyl-tRNA hydrolase PTH2

translocation deletion
duplication inversion



