chromosome 5 chromosome 5

g31.3 q31.3

breakpointl breakpoint2

chr5:141362556 chr5:141494807
12018 ; :

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 = 1181
Discordant mates =5

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
12018 ; !

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 = 1181
Discordant mates =5

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
12018 ; :

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 = 1181
Discordant mates =5

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
12018 ; !

Coverage

\ PCDHGB2 * - T PCDHGAS8 ----7
\ ENST00000622527.1 N ---"" ENST00000398604.3 _ __----""

\ 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 = 1181
Discordant mates =5

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
12018 ; !

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 = 1181
Discordant mates =5

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
12018 ; !

Coverage

: - :

1 1
1 v 3
\

\ \ _-- -

R PCDHGB2 , -----°"" PCDHGC3 ___.- -
\ ENST00000622527.1 \ -7 ENST00000308177.5 _ __----~ -

\ 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 = 1181
Discordant mates =5

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
12018 ; !

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 = 1181
Discordant mates =5

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
12018 ; :

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 = 1181
Discordant mates =5

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

translocation deletion
duplication inversion



breakpointl
chr17:15503098
371 !

Coverage o

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 = 326
Discordant mates = 6

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



breakpointl
chr17:15503098
371 !

Coverage o

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 = 174
Discordant mates = 1



chromosome 17 chromosome 17

pl2 pl2
— —
breakpointl breakpoint2
chr17:1554578|5 cr|1r17:15440285
9371 X X
(] ] 1
g ' |
o 1 1
3 | 1
O ! 1
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 = 168
Discordant mates = 3

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



9371

Coverage

chromosome 17

pl2

breakpointl
chr17:155457§5

translocation
duplication

TVP23C

ENST00000428082.6 _--" RN

deletion
inversion

chromosome 17

pl2

- -~ 777 -ENSTQ0000619038.5

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 = 93
Discordant mates = 0



chromosome 17 chromosome 17

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

6658 ! !
S 0 |
I | |
9] ! |
3 0 |
() 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 = 17
Discordant mates = 3

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



breakpointl
chr17:15506798
371 !

Coverage o

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 =3
Discordant mates = 4

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



chromosome 17

chromosome 17
pl2

pl2

breakpoint2

breakpointl
chr17:1554709|8 ck|1r17:15440242

9371 X
(4] ]
g |
[ 1
g 1
(§] ]
0 1
1
7 | 4
3
TVP23C el .-t el
ENST00000428082.6 - RN - eeemmmTTT ENSTQOOQO_GJ;9038.5
I -
0 = ;
I [ |

1 kbp |
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



14885

Coverage

chromosome 20 chromosome 20

gq13.32 gq13.32
- —_—
breakpointl breakpoint2
chr20:586737:|[1 cr|1r20:58691724

1
[ 1 MR s e s 5 |
1

1

-- - . NPEPL1 K
T ==~ . _ _ ENST00000371141.8 Tl Pt ENST00000525967.5 4

\ 2 kbp

introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Syntaxin
SNARE domain
|7 SUPPORTING READ COUNT
Split reads = 180
Discordant mates = 1
STX16 NPEPL1

M17 aminopeptidase N-terminal domain 2

Cytosol aminopeptidase family, catalytic domain

translocation deletion
duplication inversion



chromosome 20 chromosome 20

gq13.32 gq13.32
— —
breakpointl breakpoint2
chr20:58652087 chr20:58691724

14885 ! !

g) ]

IS )

[ |

3 1

O 1

0 1

[ 1 PesbHa P s -7 M 5 |

. . NPEPL1 .
ENSTO00000355957-9- "~~~ =~ - - - _ _ _ . ENST00000525967.5 4

\ 2 kbp

introns not to scale '

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 11
Discordant mates = 0

STX16
M17 aminopeptidase N-terminal domain 2

NPEPL1

Cytosol aminopeptidase family, catalytic domain

translocation deletion
duplication inversion



chromosome 20

q13.32

breakpointl

chr20:58671297
14885 ;

Coverage

translocation deletion
duplication inversion

chromosome 20

q13.32

—

breakpoint2
cr|1r20:58691724

RETAINED PROTEIN DOMAINS
reading frame unclear

|'Syntaxin

STX16 NPEPL1
M17 aminopeptidase N—-terminal domain 2

Cytosol aminopeptidase family, catalytic domain

NPEPL1 ’
ENST00000525967.5 ’

\ 2 kbp

introns not to scale

SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 1



chromosome 20 chromosome 20

gq13.32 gq13.32
- —_—
breakpointl breakpoint2
chr20:58652138 chr20:58691724

14885 ! !

g) ]

E 1

[} 1

3 1

O |

0 1

6___ . NPEPL1 .
_____________ . ENST00000525967.5 '

\ 2 kbp

introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 0

STX16 NPEPL1
M17 aminopeptidase N—-terminal domain 2

Cytosol aminopeptidase family, catalytic domain

translocation deletion
duplication inversion



chromosome 7 chromosome 7

g21.3 g21.3
—
breakpointl breakpoint2
chr7:97928082 chr7:97872449
4087 — ! :
g, [ 1
g ' [
[} [ 1
3 ! |
o ! |
0 f 1
: 1 1 — 1 ] 1 :
= e eeeeecfiee eI e T ]
' X ;o e I | | '
S L :
AcO79781.4 e ASNS  _ _ _ oee-mm-mmmTTTTTTTTOT
ENSTOOOO0B21908.1 L ------mTTTC ENST00000175506.8 - =~ - -~ - - __ _______
1 \\_ ______________________________
i ] Chr{prfi) Be=
e e S

\ 1 kbp |
introns not to scale

RS 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads =171
Discordant mates = 0

ASNS

Glutamine amidotransferase domain
Asparagine synthase

translocation deletion
duplication inversion



chromosome 7 chromosome 7

g21.3 g21.3
——
breakpointl breakpoint2
chr7:97928082 chr7:97869813
4087 : :
g, [ 1
© ! !
[] ! 1
3 | |
O ! 1
0 ! 1
: ! ! i — — — !
e [N 10 OO OO0 00 O O OO 00 PO DO o s
! : X B B [ [ '
S N X
Aco79781.4 e - ASNS -------"""7"7777
ENSTOOOOOIB211908.1 ______________________ ~ 7 T "ENST00000175806.8 _ _ _ _ _
! \""'--_--_—_-__— — ; ----------
TRt 8 PP Bligae ) sautl s ]
e B B

\ 1 kbp |
introns not to scale

RS 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 18
Discordant mates = 0

ASNS

Glutamine amidotransferase domain

Asparagine synthase

translocation deletion
duplication inversion



chromosome 7 chromosome 7

g21.3 g21.3
——
breakpointl breakpoint2
chr7:97928082 chr7:97859398
4087 — ! !
) ' |
g ' '
[ | |
3 1 )
O | 1
0 ! 1
I ! -
T [ ke 1014444 9 444 5 | e:::s<<<_4|}-(—(—(—|§k—(—(-42|(-(-(-(-|1|
i ) . S S S S
1 1
l\ II e e 4
ACO79781.4 T TTee-eol L aee-mmmTTTT ASNS
_______________ ENST00000175506.8

ENST0000016211908. 1

i N a—e=mm T TTT T T s .- L

| ]
= 7] PR -
e e

\ 1 kbp |
introns not to scale

@ 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 2
Discordant mates = 0

ASNS

Glutamine amidotransferase domain-
Asparagine synthase

translocation deletion
duplication inversion



chromosome 7 chromosome 7

g21.3 g21.3
——
breakpointl breakpoint2
chr7:97928082 chr7:97869179
4087 : :
g, [ 1
o ] !
(7] ! 1
3 [ |
O | 1
0 ! 1
: ! ! i — ] — !
= e EeeeedBecclBecclBecc e BT e
i ) . S S S S i
S L :
ACOTOTELA T ASNG- - - -
ENST0000018211908.1 _________________________ ENST00000175506.8

~ ] ] ] - -
[ lE] s
e E— [

\ 1 kbp |
introns not to scale

RS 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 0

ASNS

Glutamine amidotransferase domain
Asparagine synthase

translocation deletion
duplication inversion



chromosome 11 chromosome 11

q13.2 p15.4

b

breakpointl breakpoint2
chr11:6795548|2 ckllrll:3508396

859

Coverage

1 1

: s I ;
1 1
1 1

3 - ~ -

AC004923.1 R -7 RS -7 . AC127526.2
ENST00000527543.2 PR -7 T~ ENST00000526533.1

\ 500 bp |
introns not to scale

4@0 > 14 15 16 7,

SUPPORTING READ COUNT

Split reads = 162

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

translocation deletion
duplication inversion



chromosome 11 chromosome 11

q13.2 pl5.4
o - Y
breakpointl breakpoint2
chr11:67955482 chr11:3515198
859 : :
(]
g | |
[ [} 1
3 ! 1
o | |
0 1 1
1 | | 1
1
¢ 1 | | 3
I ; ; I
AC004923.1 el LT CTTte-ol_. __AcE275%62
ENST00000527543.2 PR - ---" " TENST00000526533.1
1 [ 2 P 3
\ 500 bp |
' introns not to scale '
< 14 15 16,
be
% ¥ T %

SUPPORTING READ COUNT

Split reads = 15

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

translocation deletion
duplication inversion



chromosome 17

p13.3

chromosome 17
g23.2
ﬁ I//_/J\‘

breakpoint2
cr|1r17:106864

breakpointl
chrl7:62560126
6605 U
S
]
[
3
(s}
0

- L AC2405651
__ - - “ENST00000624936.2

2 kbp |
' introns not to scale '

SUPPORTING READ COUNT

Split reads = 157
Discordant mates = 1

No protein domains retained in fusion.

deletion
inversion

translocation
duplication



chromosome 17

chromosome 8
p13.3

' (RN
— I/-/\\

breakpoint2
ct|1r17:106864

breakpointl
chr8:435707
2329 U

Coverage

10

T~ AC240565.1
_ _ ENST00000624936.2

3 kbp |
' introns not to scale

SUPPORTING READ COUNT

No protein domains retained in fusion. Split reads = 155
Discordant mates = 0

translocation deletion
duplication inversion



Coverage

431

chromosome 1

p22.3

breakpointl
chr1:8549616|36

AC092807 3+ _

ENST00000498304.5 ~ « _

@ 14 15 16 7,

translocation
duplication

’

deletion
inversion

chromosome 1

)

breakpoint2
cr|1r1:85358847

o

-

Arginine deiminase

RETAINED PROTEIN DOMAINS

reading frame unclear

DDAH1

1 kbp |
introns not to scale

SUPPORTING READ COUNT

Split reads = 127
Discordant mates = 3



5431

Coverage

p22.3

breakpointl
chrl:855779£|34

AC092807.3

ENST00000498304.5

14 15 16
<}
> L |

translocation
duplication

1

chromoso

me 1

chromosome 1

)

breakpoint2
cr|1r1:85358847

—————

deletion
inversion

Arginine deiminase

RETAINED PROTEIN DOMAINS

reading frame unclear

DDAH1

\ 1 kbp |
introns not to scale

SUPPORTING READ COUNT

Split reads = 25
Discordant mates = 1



chromosome 1 chromosome 1

p22.3

P
j—

)

breakpoint2

breakpointl
chr1:85488291 chr1:85358847
5431 : :
S 0 '
E 1 1
[ ! |
3 1 1
O ! 1
0 ! 1
1

| |
eee{Be® | : 5 e+ Heeelseed 2| L

1

1

1 kbp |
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads =5
Discordant mates = 3

DDAH1

Arginine deiminase

translocation deletion
duplication inversion



Coverage
N

chromosome 1 chromosome 1

p22.3
(LALLM RN LG DD
— )
breakpointl breakpoint2
1chr1:8549472|9 ck|1r1:85358847
: :
1 1
1 1
1 1
1 1
0 1 1
1

——

2]
Qo
]
I
o
o]
-3
_ w0 ]
B

AC0928073 -~
ENST000004983045~ _ _

-

\ 1 kbp |
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 2
Discordant mates = 3

DDAH1

Arginine deiminase

translocation deletion
duplication inversion



chromosome 1
p22.3

chromosome 1

JE—

breakpointl

chr1:85575832
5431 !
g’ ]
E 1
[ 1
3 1
(§] ]
0 1
1

)

breakpoint2
cr|1r1:85358847

1
N E e B s IO
, |

1

t s

AC092807.3"~_ ,*
ENST00000467666.2, 7 ~ < -
d

@ 1 15 16 4,
LN NIl

_DDAHL - - - -

RETAINED PROTEIN DOMAINS

translocation deletion
duplication inversion

Arginine deiminase

reading frame unclear

DDAH1

1 kbp |
introns not to scale

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 1



chromosome 1 chromosome 1

p22.3 p22.3
(LA B G ] ) (LAC AL G o L )
—
breakpointl breakpoint2
chr1:85496166 chr1:85351579
5431 ' '
N | |
o ! J
! :
o i :
1

2]
e
]
I
o
o
> ]
~ w0 ]
T ]
L_H_I’|

1 kbp |
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 1

DDAH1

Arginine deiminase

translocation deletion
duplication inversion



chromosome 3 chromosome 3

g22.1 g22.1
- N —
breakpointl breakpoint2
chr3:132681914 chr3:132644896
4215 ! |
> ! |
] ! |
o ! I
3 | |
(&) | |
0 1 1

NPHR3 _ _AC
i - - - “ENST0000026499Q.11_ _

______________ TTe--ol ACADJ_L—-""——_—

4 kbp |
' introns not to scale

14 15 16,
D ‘ 71

LA S RETAINED PROTEIN DOMAINS
reading frame unclear

Tetratricopeptide repeat
Tetratricopeptide repeat
SUPPORTING READ COUNT

Split reads = 85
Discordant mates = 2

NPHP3 ACAD11
Phosphotransferase enzyme family
Acyl-CoA dehydrogenase, N-terminal domain
Acyl-CoA dehydrogenase, middle domain
Acyl-CoA dehydrogenase, C-terminal domain-

translocation deletion
duplication inversion



chromosome 11

p15.4

breakpointl
:3580927
251 ]

chril
15

Coverage

0

chromosome 3

g22.1

breakpoint2
cII'|r3:130167943

1 1
1 | | 1
' | |
Il_ _—I I~ _
------------ APQ06294.2_ _ - ----"""" "~ TTTte-.l___ ___---ENPP7P3
_ _ _ENST00000641667.1 e ~ENST00000509123.1

@ 14 15 16 7,

translocation
duplication

deletion
inversion

Genes are not protein—coding.

1
1
1
1
1
1
1
1
1
1
]
1
1
Il

90 bp |

introns not to scale

SUPPORTING READ COUNT

Split reads = 65
Discordant mates = 1



Coverage

chromosome 13 chromosome 13

ql3.3 ql3.3

breakpoint2

breakpointl
chr13:36248696 ct|1r13:36202093

1 1 n
(el eI dThee e e e
| : ] I I
1 | | 1
TTTebciey . --- e SOMM2 e
ENST000005031735™ ~~--___ __e---7T ENST00000379882.8 - _ _ _ _
B | - T
I I

1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Domain of unknown function (DUF4600)

SUPPORTING READ COUNT

Split reads = 62
Discordant mates = 0

CCDC169 SOHLH
Helix—loop—helix DNA-binding domain

translocation deletion
duplication inversion



chromosome 13 chromosome 13

ql3.3 ql3.3

breakpointl breakpoint2
chr1%53962271?9 ct|1r13:36202093

Coverage

]
oeefefBrecdecBlee et hecleedThefpeeleedeciecThec
H— |

=
=
[
o

TT---.CcCDC169 - ---"" SOHL
_ ENST000005031735 --____ L oa---moC ENST00000379884.8 - - _ _
- T
“jas Faaat s Dins M sas Ui g N oo e
I I

\ 1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Domain of unknown function (DUF4600)

SUPPORTING READ COUNT

Split reads =9
Discordant mates = 0

CCDC169 SOHLH2
Helix-loop—helix DNA-binding domain

translocation deletion
duplication inversion



chromosome 8

921.3

chromosome 8

q21.3

breakpointl

chr8:86815317
889 !

Coverage

RN AC0905722 ~. i
~~ . _ ENST00000520649.1 ~< >

@ 14 15 16 7,

translocation deletion
duplication inversion

TR {E 2

breakpoint2
ct|1r8:86887542

46 H

CNBD1
ENST00000518476.6

1
H 10 3 1

10

0 s e s

1 kbp |

RETAINED PROTEIN DOMAINS
reading frame unclear

CNBD1
Cyclic nucleotide-binding domain

introns not to scale

SUPPORTING READ COUNT

Split reads = 57
Discordant mates = 2



chromosome 8 chromosome 8

921.3 921.3

breakpointl breakpoint2
889 chr8:8681531|7 cr|1r8:86905081

Coverage

1
4 6 H H 10 3 1

RN AC090572.2 sl -7 CNBD1 e
R _ ENST00000520649.1 T - - - ENSTO00000518476.6 - -
l: 46 H H 10 B 1
| 1 kbp |

introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 28
Discordant mates = 0

CNBD1
Cyclic nucleotide-binding domain

translocation deletion
duplication inversion



chromosome 8

921.3

chromosome 8

q21.3

breakpointl breakpoint2
889 chr8:8677247|3 ct|1r8:86887542

Coverage

46 H

TS~ AC030572.2. _ CNBD1
EN\STOOOOD52_O§49.1 R g ENSTO00000518476.6

< - o -

1
H 10 3 1

10

2 |2 : 46

1 kbp |

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

CNBD1
Cyclic nucleotide-binding domain

translocation deletion
duplication inversion

introns not to scale

SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 0



chromosome 8

921.3

breakpointl

chr8:86815317
889 !

Coverage

S. o AC090572.2 Tl
~~ < _ ENST00000520649.1 R

breakpoint2
ct|1r8:86939596

46

CNBD1
ENST00000518476.6

@ 14 15 16 7,

translocation deletion
duplication inversion

RETAINED PROTEIN DOMAINS

reading frame unclear

CNBD1
Cyclic nucleotide-binding domain

1 kbp

chromosome 8

921.3

10

introns not to scale

Split reads = 4
Discordant mates = 0

SUPPORTING READ COUNT



chromosome 8 chromosome 8

921.3 921.3

breakpointl breakpoint2
a8 chr8:868166%4 cr|1r8:86905081

Coverage

1
4 6 H H 10 3 1

Ss R AC090572.2 S R -7 CNBD1 -
RN R ENST00000520649.1 S - - ENST00000518476.6 - -
el borl s bl o b o braad w0 bl
\ 1 kbp |

introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads =3
Discordant mates = 0

CNBD1
Cyclic nucleotide-binding domain

translocation deletion
duplication inversion



chromosome 8

921.3

chromosome 8

q21.3

breakpointl breakpoint2

chr8:86816624 chr8:86887542
889 ! !

Coverage

46 H

s AC090572.2 A - CNBD1
AN ENST00000520649.1 S -7 ENST00000518476.6

1
H 10 3 1

10

3igaa g 00 gl g Ul g gy

1 kbp |

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

CNBD1
Cyclic nucleotide-binding domain

translocation deletion
duplication inversion

introns not to scale

SUPPORTING READ COUNT

Split reads = 2
Discordant mates = 2



Coverage

chromosome 8

breakpointl
chr8:86766097
889 !

0

1!

@ 14 15 16 7,

translocation
duplication

921.3

~12AG090572.2

ENST00000520649:1~ - - -

deletion
inversion

chromosome 8

921.3

br

eakpoint2

Cf|1r8:86905081

46

CNBD1
ENST00000518476.6

0™ i s Vs Vs

10

1
H 10 3 1

RETAINED PROTEIN DOMAINS
reading frame unclear

CNBD1
Cyclic nucleotide-binding domain

1 kbp |

introns not to scale

SUPPORTING READ COUNT

Split reads = 2
Discordant mates = 0



chromosome 8

921.3

chromosome 8

921.3

breakpointl breakpoint2
889 chr8:8681531|7 cII'|r8:87205993

Coverage

1
T @ n T3] (3 0300095 500d & ool 5 bl o oo 7|

Tl AC090572.2 BREN -7 CNBD1
~~ < _ ENST00000520649.1 RS -7 ENST00000518476.6

[4] 5 D 6 n H: 10 P 1

1

1 kbp |

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

CNBD1
Cyclic nucleotide—-binding domain

translocation deletion
duplication inversion

introns not to scale

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 0



Coverage

797

chromosome 5

g31.3

breakpointl
chr5:14080957|2

PCDHA4
ENST00000672575.1

chromosome 5

g31.3

breakpoint2
cI|1r5:140978949

@ 14 15 16 7,

translocation
duplication

deletion
inversion

I _‘ 1
1 i 4
! o |
1
___-----""77" PCDHAC1 et
e--mm T ENST00000253807.3 --7
| -
;
d
\ 2 kbp |

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin-like
Cadherin domain

PCDHA4 PCDHAQ1
Cadherin C-terminal cytoplasmic tail, catenin—binding region

introns not to scale

SUPPORTING READ COUNT

Split reads = 57
Discordant mates = 1



Coverage

797

chromosome 5

g31.3

breakpointl
chr5:1408095?2

PR —

~

~

~
~

PCDHA4

ENST00000672575.1

@ 14 15 16 7,

translocation
duplication

deletion
inversion

chromosome 5

g31.3

—_—

breakpoint2
cr|1r5:140978949

l ﬁ 1
1 ? 4
! e |
-1 _I
P """ PCDHAC2 P T
a--- --T ENST00000289269.7  _ _ - -~ -
ﬁ .-
4
d
. 2 kbp |

Cadherin-like
Cadherin domain

RETAINED PROTEIN DOMAINS
reading frame unclear

PCDHA4 PCDHAQ2

Cadherin C-terminal cytoplasmic tail, catenin—binding region

introns not to scale

SUPPORTING READ COUNT

Split reads = 57
Discordant mates = 1



2314

Coverage

chromosome 17

ql2

breakpointl
chr17:340390£|13

chromosome 4

S b

AC110079.1

translocation
duplication

TLK2P1

ENST00000530992.1

deletion
inversion

1
1
1
1
1
[}
1
1
1
1
]
1
1
L

Genes are not protein—coding.

introns not to scale

SUPPORTING READ COUNT

Split reads = 52
Discordant mates = 0

q26
breakpoint2
ck|1r4:118595912
1
1
1
1
1
I
1 ! 1
| B He - 8 10
: 5 !
AC110079.1
R L7 ENST00000567913.2 7
[t Psbe P-Hebi-{a e 10
. 2 kbp |



1004

Coverage

chromosome 2 chromosome 2

pl6.3 pl16.3
g — —
breakpointl breakpoint2
chr2:486716£|30 ct|1r2:48776280

-

H

‘...“-:k
PO T O T ==

3 J -

1

DR GTF2ALL Tee STONI-GTF2A1L
T ENST00000403751.8 Tl . 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 = 36
Discordant mates = 1

GTF2A1L

«=== translocation deletion
duplication inversion



chromosome 2 chromosome 2

Coverage

pl6.3 pl16.3
g — —
breakpointl breakpoint2
chr2:48671680 chr2:48776283

1004 . :

“ I I

] ]

1 ]

]
1 ! 1
2 4] 5| 8 8 | 9
! . | !

1

DR GTF2ALL Tee STONI=GTF2A1L
T ENST00000403751.8 Tl . ENSTOO’0004,70560.1

~ -

. 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 =3
Discordant mates = 1

GTF2A1L

«=== translocation deletion
duplication inversion



chromosome 9 chromosome 9

q22.33 q22.33
J—
breakpointl breakpoint2
chr9:97294991 chr9:97307736
3844 ! !
(4] 1 1
e | |
9] | |
3 ' |
° o : :
1 1
AN AL512590.2 AN . 7 CCDC180 L’
AN ENST00000531758.2 N ENST00000494917.6 L
| 2 kbp |
' introns not to scale '
CCbcigy
AL512590.2

SUPPORTING READ COUNT

Genes are not protein—coding. gp"t redadst = 2? 5
iscordant mates =

translocation deletion
duplication inversion



chromosome 9

chromosome 9
g22.33

022.33

—_—

breakpoint2
C|’|1r9197307736

breakpointl
chr9:9729066|55

3844 . .
& I :
9] 1 |
3 ! !
0 1 I
1 1
TTTeeil. ALSI259037 - , CCDC180
~ ENST00000531758.2 el . ENST00000494917.6 L
| 2 kbp |
' introns not to scale '
14 15 16
D . 17%9
AL512590.2
SUPPORTING READ COUNT
Genes are not protein—coding. gp"t redadst = Gt 1
iscordant mates =

translocation deletion
duplication inversion



chromosome 9 chromosome 9

022.33 422.33
J—
breakpointl breakpoint2
chr9:97291487 chr9:97307736

3844 : :
g) ! 1
E 1 1
1 1

g | |
0 1 1

1 1

RS - AL512590.2 Tl -~ 7 CCDC180 L’
~~ . _ ENST00000531758.2 Tl e ENST00000494917.6 L’
| 2 kbp |
' introns not to scale '
A 15 16
D v . 17%9
AL512590.2
SUPPORTING READ COUNT
Genes are not protein—coding. Split reads = 2
Discordant mates = 2

translocation deletion
duplication inversion



chromosome 9

chromosome 9

022.33 g22.33
—_—
breakpointl breakpoint2
chr9:97290902 chr9:97307736
3844 ! !
g’ | |
I ! !
[ ! 1
§ : :
0 1 [
1 1
Tes ol AL512590.2 "~ -- - . CCDC180 L/
~ = ~ ENST00000531758.2 el e ENST00000494917.6 L’
| 2 kbp |
' introns not to scale '
1 15 16 4,
’\«?’ T 48
AL512590.2

SUPPORTING READ COUNT

Splitreads =1

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

translocation deletion
duplication inversion



chromosome 9 chromosome 9

022.33 022.33
J—
breakpointl breakpoint2
chr9:97294110 chr9:97307736
3844 ! !
(4]
Q | |
1 1
§ : |
0 1 1
1 1
N AL512590.2 Sl 7 CCDC180 L’
S. ENST00000531758.2 S~ . ENST00000494917.6 ,’
\ 2 kbp |
' introns not to scale '
AL512590.2
SUPPORTING READ COUNT
Genes are not protein—coding. Split reads = 1
Discordant mates = 2

translocation deletion
duplication inversion



chromosome 3 chromosome 3

Coverage

q13.31 ql13.31
— —
breakpointl breakpoint2
470 chr3:11537017|6 ct|1r3:115676013
:
1
i
1
0 1

1
1
1
1
1
1
1
1
1
1
]
1
1
L

N AC026341.1 S _--"" GAP43 -7
N ENST00000656753.1 S -7 ENST00000393780.3 -

~ N -

900 bp ,
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 19
Discordant mates = 0

GAP43

b Q. Gap junction protein N—terminal region
. IQ calmodulin-binding motif
Neuromodulin

translocation deletion
duplication inversion



chromosome 3 chromosome 3

gl3.31 ql13.31

—_—  —

breakpointl breakpoint2

470 chr3:11526293|’0 Cll1l’32115676013

Coverage

RN AC026341.1 S~ -7 GAP43 -
S~ ENST00000656753.1 S < - ENST00000393780.3 =T -

900 bp ,
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 8
Discordant mates = 0

GAP43

b Q. Gap junction protein N—terminal region
Lo IQ calmodulin-binding motif
Neuromodulin

translocation deletion
duplication inversion



chromosome 4 chromosome 4

p15.32 p15.33
— T
breakpointl breakpoint2
chr4:15066258 chr4:14859616

12000 : :
S ' |
o ! J
[ [ |
3 | 1
O ! 1
0 f 1
1 1

CL1QTNF7-ASL -~
ENST00000513384.1 /, ~~ .
7’

\ 1 kbp |
introns not to scale

@ 14 15 16 7,

SUPPORTING READ COUNT

Genes are not protein—coding. gp"t redadst = 1t2 1
iscordant mates =

translocation deletion
duplication inversion



Coverage &
o

o

chromosome 4

p15.32

breakpointl

8hr4:150104£|)3

1
1
L

C1QTNF7=ASL -~
ENST00000513384.% - _

@ 14 15 16 7,

translocation
duplication

deletion
inversion

chromosome 4

p15.33

(NN AR SR RRRED

Genes are not protein—coding.

1 kbp

)

breakpoint2
ck|1r4:14859616

introns not to scale

SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 1



chromosome 4 chromosome 4

p15.32 p15.33
— T
breakpointl breakpoint2

Chr4:150178(|)2

chr4:14859616
12000 U

Coverage

1

Bl aaa o F sl o FY R 7
1

L ! I

C1QTNF7-ASL -~

o LINC00504
ENSTO0000513384.1~~_ oo TT “ENST00000505080:6- - - - - _ _ _ __
7
\ 1 kbp |
" introns notto scale '
SUPPORTING READ COUNT
Genes are not protein—coding. Split reads = 1

Discordant mates = 1

translocation deletion
duplication inversion



chromosome 3 chromosome 3

ql13.32 gl13.32
- ) —
breakpointl breakpoint2
chr3:119216240 chr3:118930275
8211 : :
S ] )
E 1 !
) | |
3 | 1
() [ 1
0 f 1

.
-
o
]
]
B
-3
H

BAGALTA--_ . ___--

ENST00000393765.7- =~ ~ =~~~ _ _ _

2 kbp |
' introns not to scale

14 15 16,
D ‘ 71

LA S RETAINED PROTEIN DOMAINS
reading frame unclear

N-terminal region of glycosyl transferase group 7
N-terminal domain of galactosyltransferase
SUPPORTING READ COUNT
Split reads = 11
Discordant mates = 0
IGBF11

BAGALT4
Immunoglobulin V-set domain

Immunoglobulin domain

translocation deletion
duplication inversion



chromosome 3 chromosome 3

g13.32 g13.32
- ) —
breakpointl breakpoint2
chr3:119216240 chr3:119112778
8211 : !
S ' |
o ! !
[ [ |
3 | 1
O ! 1
0 | 1
1

CBAGACTA- - __---cTTTT T e _IGSF11

ENSTO0000393765.2 - =~~~ ~==~______---oT ENST00000441144.6

Oy Wy W O, N W W W e
S

1 kbp |
introns not to scale

14 15 16,
D 71

LA S RETAINED PROTEIN DOMAINS
reading frame unclear

N-terminal region of glycosyl transferase group 7
N-terminal domain of galactosyltransferase
SUPPORTING READ COUNT
Split reads = 4
Discordant mates = 0

BAGALT4 IGSF11
Immunoglobulin V-set domain

Immunoglobulin domain

translocation deletion
duplication inversion



