chromosome 12

ql3.3

breakpointl
chr12:570931?5

176151

Coverage

chromosome 12

ql3.3

breakpoint2
cll1r12:57099078

Tes NAB2

translocation deletion
duplication inversion

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)

STAT6

ENST00000556155.5

NAB conserved region 2 (NCD2)

2 kbp |

NAB2

STAT6
STAT6 C—terminal

introns not to scale

SUPPORTING READ COUNT

Split reads = 9146
Discordant mates = 56



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2

chr12:57093195 chr12:57099113
176151 : :

Coverage

STAT6
ENST00000556155.5

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)
NAB conserved region 2 (NCD2)

SUPPORTING READ COUNT

Split reads = 268
Discordant mates = 56

NAB2 STAT6
STAT6 C—terminal

translocation deletion
duplication inversion



chromosome 12

ql3.3

breakpointl
chr12:570931?5

176151

Coverage

chromosome 12

ql3.3

breakpoint2
cr|1r12:57098902

Tes NAB2

translocation deletion
duplication inversion

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)
NAB conserved region

STAT6

ENST00000556155.5

2 (NCD2)

2 kbp |

NAB2

STAT6
STAT6 C—terminal

introns not to scale

SUPPORTING READ COUNT

Split reads = 204
Discordant mates = 17



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2

chr12:57093195 chr12:57099327
176151 : :

Coverage

S~ NAB2 Tl - STAT6
= ENST00000556155.5

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)
NAB conserved region 2 (NCD2)

SUPPORTING READ COUNT

Split reads = 57
Discordant mates = 59

NAB2 STAT6
STAT6 C—terminal

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2
chr12:5709467|3 cr|1r12:57102306

176151

Coverage

RES NAB2 AN Te-al -7 STAT6

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)
NAB conserved region 2 (NCD2)

SUPPORTING READ COUNT

Split reads = 8
Discordant mates = 62

NAB2 STAT6
SH2 domain
STAT6 C—terminal

translocation deletion
duplication inversion



chromosome 12

ql3.3

breakpointl
chr12:5709332|3

176151

Coverage

T NAB2

translocation deletion
duplication inversion

chromosome 12

ql3.3

breakpoint2
cr|1r12:57099367

RS - STAT6
ENST00000556155.5
\ 2 kbp |
' introns not to scale '
RETAINED PROTEIN DOMAINS
reading frame unclear
NAB conserved region 1 (NCD1)
NAB conserved region 2 (NCD2)
SUPPORTING READ COUNT
Split reads =5
Discordant mates = 62
NAB2 STAT6

SH2 domain

STAT6 C—terminal



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2

chr12:57094811 chr12:57104805
176151 : !

Coverage

. NAB2 . UL <TATe

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)
NAB conserved region 2 (NCD2)

SUPPORTING READ COUNT

Split reads =5
Discordant mates = 62

NAB2 STAT6
STAT protein, DNA binding domain
SH2 domain
STAT6 C-terminal

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2

chr12:57094825 chr12:57107698
176151 : !

Coverage

. NAB2 . _STAT6

ENST00000556155.5.

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)

NAB conserved region 2 (NCD2)
SUPPORTING READ COUNT
Split reads =5
Discordant mates = 62
TAT6
in

NAB2

STAT protein, protein interaction domain

STAT protein, all-alpha domal
STAT protein, DNA binding domain

SH2 domain-

translocation deletion STAT6 C—terminal-
duplication inversion




chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2

chr12:57093195 chr12:57099330
176151 ! !

Coverage

S~ NAB2 Tl el -7 STAT6
= ENST00000556155.5

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)
NAB conserved region 2 (NCD2)

SUPPORTING READ COUNT

Split reads =5
Discordant mates = 59

NAB2 STAT6
STAT6 C—terminal

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2

chr12:57094918 chr12:57107640
176151 : !

Coverage

s NAB2 N

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)

NAB conserved region 2 (NCD2)

SUPPORTING READ COUNT
Split reads = 4

Discordant mates = 62

NAB2 TAT6
STAT protein, protein interaction domain
in
omain

STAT protein, all-alpha domal
STAT protein, DNA binding d

SH2 domain-

translocation deletion STAT6 C—terminal-
duplication inversion




chromosome 12

ql3.3

breakpointl
chr12:570931?5

176151

Coverage

Tes NAB2

translocation deletion
duplication inversion

chromosome 12

ql3.3

breakpoint2
cI|1r12:57099180

STAT6
ENST00000556155.5

RETAINED PROTEIN DOMAINS

reading frame unclear

NAB conserved region 1 (NCD1)

NAB2

NAB conserved region 2 (NCD2)

2 kbp |

STAT6
STAT6 C—terminal

introns not to scale

SUPPORTING READ COUNT

Split reads =5
Discordant mates = 57



chromosome 12

ql3.3

breakpointl

chr12:57094709
176151 U

Coverage

chromosome 12

ql3.3

breakpoint2
ck|1r12:57105523

RES NAB2

translocation deletion
duplication inversion

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)

NAB2
STAT protein, DNA binding domain

NAB conserved region 2 (NCD2)

2 kbp |

STAT6

SH2 domain
STAT6 C—terminal

introns not to scale

SUPPORTING READ COUNT

Split reads =3
Discordant mates = 62



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2

chr12:57094809 chr12:57102463
176151 : !

Coverage

S NAB2 AN Tt--l -7 STAT6

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)
NAB conserved region 2 (NCD2)

SUPPORTING READ COUNT

Split reads =3
Discordant mates = 62

NAB2 TAT6
SH2 domain
STAT6 C—terminal

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3
breakpointl breakpoint2
chr12:57092491 chr12:57098580

176151 ! :
S 0 |
o J !
[ ! |
3 ! 1
O ! 1
0 1 1

STAT6
ENST00000556155.5

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)
NAB conserved region 2 (NCD2)

SUPPORTING READ COUNT

Split reads = 8
Discordant mates = 0

NAB2 STAT6
STAT6 C—terminal

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2
chr12:5709307|9 cr|1r12:57098833

176151

Coverage

~ ~ -~ _ENST00000300131.8 -~ IR ENST00000556155.5

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)
NAB conserved region 2 (NCD2)

SUPPORTING READ COUNT

Split reads = 6
Discordant mates = 0

NAB2 STAT6
STAT6 C—terminal

translocation deletion
duplication inversion



chromosome 12

ql3.3

chromosome 12

ql3.3

breakpointl breakpoint2
chr12:5709294}9 cl;nr12:57098539

176151

Coverage

R NAB2  Tt-.__ NN STAT6

~ ~ENST00000300131.8 T-a -7 ENST00000556155.5

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)
NAB conserved region 2 (NCD2)

2 kbp |

NAB2 STAT6
STAT6 C—terminal

translocation deletion
duplication inversion

introns not to scale

SUPPORTING READ COUNT

Split reads =5
Discordant mates = 0



chromosome 12

ql3.3

breakpointl

chr12:57093166
176151 ;

Coverage

translocation deletion
duplication inversion

chromosome 12

ql3.3

breakpoint2
cll1r12:57098544

STAT6
ENST00000556155.5

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)

NAB2

NAB conserved region 2 (NCD2)

2 kbp |

STAT6
STAT6 C—terminal

introns not to scale

SUPPORTING READ COUNT

Split reads =5
Discordant mates = 0



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2

chr12:57093118 chr12:57098589
176151 ! !

Coverage

BN cons IR IR cons £ asigas 1 cass N A

Tt--a NAB2 TTe-ol
Tt ENST00000300131.8 - PN ENST00000555318.1

\ 1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1 (NCD1)
NAB conserved region 2 (NCD2)

SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 0

NAB2 STAT!
STAT6 C—terminal

translocation deletion
duplication inversion



chromosome 12

ql3.3

breakpointl
chr12:570931?5

176151

Coverage

chromosome 12

ql3.3

breakpoint2
cr|1r12:57096978

Tes NAB2

translocation deletion
duplication inversion

STAT6
ENST00000556155.5

RETAINED PROTEIN DOMAINS
reading frame unclear

NAB conserved region 1

NAB2

(NCD1)
NAB conserved region 2 (NCD2)

2 kbp |

STAT6
STAT6 C—terminal

introns not to scale

SUPPORTING READ COUNT

Split reads =3
Discordant mates = 0



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2

chr12:57102290 chr12:57094612
176151 : !

Coverage

e -- __NABZ T _---

ENST00000556155.5 _ _ _ - -~~~ Tl _ - - -~ TENST00000300131.8

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

STAT protein, protein interaction domain

STAT protein, all-alpha domain
STAT protein, DNA binding domain

SUPPORTING READ COUNT

Split reads = 2055
Discordant mates = 95

STAT6 NAB2

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2

chr12:57100846 chr12:57094612
176151 ; !

Coverage

PP e

1
-1 _ -

__NABZ -7
- - -~ ~ENSTQ0060300131.8

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

STAT protein, protein interaction domain
STAT protein, all-alpha domain
STAT protein, DNA binding domain
SUPPORTING READ COUNT
Split reads = 1914
Discordant mates = 144

STAT6 NAB2

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3
breakpointl breakpoint2
chrl12:57098834 chr12:57093107
176151 ! !
S
o
[
3
o
0

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

—STAT protein, protein interaction domain
STAT protein, all-alpha domain

STAT protein, DNA binding domain
SH2 domain
STAT6 C-terminal
l SUPPORTING READ COUNT
Split reads = 15
Discordant mates = 144

STAT6 NAB2

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3
breakpointl breakpoint2
chr12:57098827 chr12:57092941

176151 : !
S ' |
o ! !
[} 1 1
3 0 1
(&) | |
0 1 1

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

—STAT protein, protein interaction domain
STAT protein, all-alpha domain

STAT protein, DNA binding domain
SH2 domain
STAT6 C-terminal
l SUPPORTING READ COUNT
Split reads =9
Discordant mates = 144

STAT6 NAB2

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3
breakpointl breakpoint2
chr12:57098516 chr12:57092940

176151 : :
S ' |
o ! !
[ ! |
3 | 1
O ! 1
0 1 1

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

—STAT protein, protein interaction domain
STAT protein, all-alpha domain

STAT protein, DNA binding domain
SH2 domain
STAT6 C-terminal
l [ SUPPORTING READ COUNT
Split reads = 8
Discordant mates = 144

STAT6 NAB2

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3
breakpointl breakpoint2
chr12:57098885 chr12:57093107
176151 ! !
S
o
[
3
o
0

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

— STAT protein, protein interaction domain
STAT protein, all-alpha domain

STAT protein, DNA binding domain
SH2 domain
STAT6 C-terminal
l SUPPORTING READ COUNT
Split reads = 6
Discordant mates = 144

STAT6 NAB2

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3
breakpointl breakpoint2
chr12:57098524 chr12:57091395
176151 ! !
g, 1
IS 1
[ 1
3 1
(§] 1
0 1

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

—STAT protein, protein interaction domain
STAT protein, all-alpha domain
STAT protein, DNA binding domain
SH2 domain
STAT6 C-terminal

SUPPORTING READ COUNT

Split reads = 6
Discordant mates = 144

STAT6 NAB
NAB conserved region 2 (NCD2)

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpoint2

breakpointl
cl;1r12:57091973

chr12:57096860
1 1 !

Coverage o
Q

o

STAT6 . e--mmmoT T - NAB2 .-
______________________ - ENST00000300131.8 _ -~

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

— STAT protein, protein interaction domain
STAT protein, all-alpha domain
STAT protein, DNA binding domain
SH2 domain
|'STAT6 C-terminal

SUPPORTING READ COUNT

Split reads = 6
Discordant mates = 144

STAT6 NAB2
NAB conserved region 2 (NCD2)

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3
breakpointl breakpoint2
chr12:57098791 chr12:57093113

176151 : !
S ' |
o ! !
o | ]
3 | 1
() 1 1
0 f 1

-~ NAB2 B

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

—STAT protein, protein interaction domain
STAT protein, all-alpha domain

STAT protein, DNA binding domain
SH2 domain
STAT6 C-terminal
l SUPPORTING READ COUNT
Split reads = 6
Discordant mates = 144

STAT6 NAB2

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2

chr12:57100851 chr12:57094608
176151 ! !

Coverage

STAT6 "~ "=---____ . T __NABZ T _.---
ENST00000556155.5 _ _ _ - ---~7"" ~““=---___ _ _---- "~ TENST00060300131.8
| 2 kbp |

introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

STAT protein, protein interaction domain

STAT protein, all-alpha domain
STAT protein, DNA binding domain

SUPPORTING READ COUNT

Split reads =5
Discordant mates = 144

STAT6 NAB2

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpoint2

breakpointl
cr|1r12:57093150

1 chr12:570968£|37

Coverage o
Q

) 2 P399
-Il _
1
1

_---"NAB2 T

-7 ENST00000300131% ~

o

2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

— STAT protein, protein interaction domain
STAT protein, all-alpha domain

STAT protein, DNA binding domain
SH2 domain
STAT6 C-terminal
l [ SUPPORTING READ COUNT
Split reads = 4
Discordant mates = 144

STAT6 NAB2

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2

chr12:57100846 chr12:57094614
176151 : !

Coverage

PP e

1
-1 _ -

_NABZ -7
_ - - -~ “ENSTQ0080300131.8

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

STAT protein, protein interaction domain
STAT protein, all-alpha domain
STAT protein, DNA binding domain
SUPPORTING READ COUNT
Split reads = 4
Discordant mates = 143

STAT6 NAB2

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3
breakpointl breakpoint2
chr12:57098836 chr12:57092940

176151 : :
S ' |
o ! !
[ ! |
3 1 1
O ! 1
0 1 1

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

—STAT protein, protein interaction domain
STAT protein, all-alpha domain

STAT protein, DNA binding domain
SH2 domain
STAT6 C—-terminal
l SUPPORTING READ COUNT
Split reads =3
Discordant mates = 144

STAT6 NAB2

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2

chr12:57099016 chr12:57091566
176151 ! !

Coverage

P NAB2 -7

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

STAT protein, protein interaction domain
STAT protein, all-alpha domain
STAT protein, DNA binding domain
|fSH2 domain

SUPPORTING READ COUNT

Split reads =3
Discordant mates = 144

STAT6 NAB2
NAB conserved region 2 (NCD2)

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3
breakpointl breakpoint2
chr12:57098505 chr12:57092917

176151 ! !
S ' |
E 1 1
) | |
3 | [
() 1 |
0 f 1

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

— STAT protein, protein interaction domain
STAT protein, all-alpha domain

STAT protein, DNA binding domain
SH2 domain
STAT6 C-terminal
l [ SUPPORTING READ COUNT
Splitreads =1
Discordant mates = 144

STAT6 NAB2
NAB conserved region 2 (NCD2) -

translocation deletion
duplication inversion



chromosome 12 chromosome 12

ql3.3 ql3.3

breakpointl breakpoint2

chr12:57102309 chr12:57094629
176151 : !

Coverage

_____ o NABZ T L
ENSTO00000556155.5 - T _---" —EI\I_S_TOOOGO300—131.8

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

STAT protein, protein interaction domain

STAT protein, all-alpha domain
STAT protein, DNA binding domain

SUPPORTING READ COUNT

Split reads =5
Discordant mates = 62

STAT6 NAB2

translocation deletion
duplication inversion



7401

Coverage

= =

~
~

chromoso

me 5

q31.3

breakpointl
chr5:1408367:|38

~

PCDHA7
> ENST00000356878.5

~
~
~

chromosome 5

g31.3

breakpoint2
cll1r5:140978949

@ 14 15 16 7,

translocation
duplication

deletion
inversion

I
1 'i 4
! e |
1
UL " PCDHAC2 e
-7 ENST00000289269.7  _ _ - ---c
| .
4
d
\ 2 kbp |

Cadherin-like
Cadherin domain

RETAINED PROTEIN DOMAINS
reading frame unclear

PCDHA7 PCDHAQ2

Cadherin C-terminal cytoplasmic tail, catenin—binding region

introns not to scale

SUPPORTING READ COUNT

Split reads = 160
Discordant mates = 8



chromosome 5

chromosome 5

q31.3 g31.3
— —
breakpointl breakpoint2
chr5:140835985 chr5:140978949
7401 ! ;
S 0 [
g ! '
[ | [}
3 l [
O | [
0 1 1
1 : I ﬁ 1
1 X 1 2 4
1 1
Tl PCDHA7 =~ __ IO "7 PCDHAC2 PR
"~ ~ [ENST00000356878.5 Tee -7 ENST00000289269.7  _ __ - ---
- .- | -
1 2 4
d
2 kbp |

‘s RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin-like
Cadherin domain

PCDHA7 PCDHAC2

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

@ 14 15 16 7,

translocation deletion
duplication inversion

introns not to scale

SUPPORTING READ COUNT

Split reads = 10
Discordant mates = 2



breakpointl
chr17:15503098
211 !

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 = 140
Discordant mates = 4

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



breakpointl
chr17:15503098
211 !

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 = 48
Discordant mates = 2



5211

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 = 32
Discordant mates = 0



chromosome 17 chromosome 17

pl2 pl2
— —
breakpointl breakpoint2
chr17:1554578|5 cr|1r17:15440285
5211 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 = 25
Discordant mates = 0

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



chromosome 17

pl2

breakpointl
chr17:15540433
5211 !

Coverage

chromosome 17

pl2

breakpoint2
cl:nr17:15438200

1 kbp

introns not to scale

SUPPORTING READ COUNT

Split reads = 8
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

pl12 pl2

breakpoint2

breakpointl
cr|1r17:15440285

chr17:155164:|L9

ey
o
)
N

Coverage

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 = 7
Discordant mates = 0

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



5211

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 =3
Discordant mates = 0



chromosome 17 chromosome 17

pl12 pl2
T —
breakpointl breakpoint2
chrl7:15516419 chr17:15438200
4072 ! !
S 0 |
o ! !
o | |
3 0 |
() 1 |
0 ' 1
1

H
H
IN

~ e

TVP23G-_ -7 T ie---
ENST000005812735 ™ ~ ~ _ -

- ~e e ==

800 bp |

introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

SUPPORTING READ COUNT

Splitreads = 1
Discordant mates = 0

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



chromosome 17 chromosome 17
p12 pl2

breakpoint2

breakpointl
chr17:155457§5 ct|1r17:15453085

5211

Coverage

TVP23C el __--TTT T e _CDRT4-

ENST00000428082.6 C_LeTTES.L e =T 5

1 kbp
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 0

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



17102

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 = 80
Discordant mates = 2
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

17102 ! !

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 = 4
Discordant mates = 0

STX16
M17 aminopeptidase N-terminal domain 2

NPEPL1

Cytosol aminopeptidase family, catalytic domain

translocation deletion
duplication inversion



Coverage

067

p22.3

breakpointl
chr1:85496166

AC092807.3~ _ .
ENST00000498304.5

@ 14 15 16 7,

translocation
duplication

chromosome 1

’

~

deletion
inversion

chromosome 1

)

breakpoint2
cr|1r1:85358847

o

-——— e = = =

Arginine deiminase

RETAINED PROTEIN DOMAINS

reading frame unclear

DDAH1

\ 1 kbp |
introns not to scale

SUPPORTING READ COUNT

Split reads = 73
Discordant mates = 4



Coverage

chromosome 1 chromosome 1

p22.3
(LCLLEE e O AN AL O L
— T
breakpointl breakpoint2
chr1:85488291 chr1:85358847
067 ! |
E E
] !
] !
0 : :
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 = 6
Discordant mates = 4

DDAH1

Arginine deiminase

translocation deletion
duplication inversion



1067

Coverage

chromosome 1

p22.3

breakpointl
chrl:855779£|34

AC092807.3

ENST00000498304.5 I’\ S

14 15 16
<}
> L |

translocation
duplication

chromosome 1

)

breakpoint2
cr|1r1:85358847

—————

1

deletion
inversion

Arginine deiminase

RETAINED PROTEIN DOMAINS

reading frame unclear

DDAH1

\ 1 kbp |
introns not to scale

SUPPORTING READ COUNT

Split reads = 6
Discordant mates = 1



Coverage
o

chromosome 1 chromosome 1

p22.3
(LALLM RN LG DD
— )
breakpointl breakpoint2
7chr1:8549472|9 ck|1r1:85358847
: :
1 1
1 1
1 1
1 1
0 ! 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

Splitreads =1
Discordant mates = 4

DDAH1

Arginine deiminase

translocation deletion
duplication inversion



chromosome 1 chromosome 1
p22.3

(LML A
— —

breakpointl breakpoint2
chr1:8557665|7 cr|1r1:85358847

1067

Coverage

1 1
(ot 1] | 6 : Q
o X
1 1
1

1
8

- =

£ S T O

AC092807.3 ~
ENST00000467666.2 ,' AN

_DDAHL

\ 1 kbp |
introns not to scale

1

14 15 16
<}
> L |

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 1

DDAH1

Arginine deiminase

translocation deletion
duplication inversion



chromosome 17

p13.3

chromosome 17
g23.2
ﬁ I//_/J\‘

breakpoint2
cr|1r17:106864

breakpointl
chrl7:62560126
3348 [
S
]
[
3
(s}
0

- L AC2405651
__ - - “ENST00000624936.2

2 kbp |
' introns not to scale '

SUPPORTING READ COUNT

Split reads = 60
Discordant mates = 0

No protein domains retained in fusion.

deletion
inversion

translocation
duplication



chromosome 17 chromosome 4

Coverage

ql2 q26
breakpointl breakpoint2
chrl7:34039043 chr4:118595912
1096 ! !
1 1
1 1
1 1
[} 1
) 1
0 1 i
! 1 ! 1
1
» 3
1 : I gH{e - 8 10
1 1
: l :
TLK2P1 AN 7 AC110079.1 o
ENST00000530992.1 R L7 ENST00000567913.2 R
h h 5
[ 1 [Pb e B-pepp-{e B 10
\ 2 kbp |

introns not to scale

SUPPORTING READ COUNT

Split reads = 43

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

S b

AC110079.1

translocation deletion
duplication inversion



chromosome 5

chromosome 5

g31.3

~ L Il

g31.3
- T —
breakpointl breakpoint2
chr5:141341395 chr5:141409268

59947 ! !
g) ! 1
o ! !
o | |
3 1 |
O 1 1
0 1 1
1 1
1 1
] ]
)

T PCDHGA2 RO - PCDHGB6
Te.l ENST00000528330.2 ..l .- ENST00000520790.1

- ~ o -

2 kbp

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

Cadherin-like

Cadherin domain
ECadhern cytoplasmic C-terminal

PCDHGA2
Cadherin domain

PCDHGB6

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

translocation deletion
duplication inversion

introns not to scale

SUPPORTING READ COUNT

Splitreads =7
Discordant mates = 137



chromosome 6

q22.33

—

breakpointl
chr6:127473080
041 U

Coverage

0

]

TTTT---SQGA3  __---"77
'ENST00000465909.2 - - - _ _

@ 14 15 16 7,

translocation deletion
duplication inversion

chromosome 6

q22.33

breakpoint2
cr|1r6:127454101

3 kbp |

RETAINED PROTEIN DOMAINS
reading frame unclear

Protein SOGA

Domain of unknown function (DUF4482)

introns not to scale

SUPPORTING READ COUNT

Split reads = 28
Discordant mates = 11



chromosome 6

q22.33

—

breakpointl
chr6:127473080
041 U

Coverage

0

]

TTTT---SQGA3  __---"77
'ENST00000465909.2 - - - _ _

@ 14 15 16 7,

deletion
inversion

translocation
duplication

chromosome 6

q22.33

breakpoint2
cI;|r6:127454087

RETAINED PROTEIN DOMAINS
reading frame unclear

Protein SOGA

SOGA3
Domain of unknown function (DUF4482)

KIAA0408

\ 3 kbp |
introns not to scale

SUPPORTING READ COUNT

Split reads =3
Discordant mates = 11



chromosome X chromosome X

p21.1 p21.1
— T
breakpointl breakpoint2
chrx:33725628 chrX:33020200
3180 ! !
S 0 |
o ! !
o | |
3 0 |
O ! 1
0 ! 1
1

i‘.'E

\

\
AL591378.1 ‘|
ENST00000653485.1 “\\ ______________

} HHH - I = ||
7 kbp

' introns not to scale

@ 14 15 16 7,

O 1)
13!

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 20
Discordant mates = 1
M

WW domain
EF hand-
deletion EF-hand—

Calponin homology (CH) domain
Spectrin repeat

translocation
duplication inversion o
Zinc finger, ZZ type-

EF-hand-




chromosome X chromosome X

p21.1 p21.1
— T
breakpointl breakpoint2
3180 cth:3372395|8 cr|1rX:33020200

Coverage

e O e e

\ ______________

AL591378.1 |
ENST00000653485.1

e

\ 7 kbp
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT
Split reads = 4
Discordant mates = 2
M
Spectrin repeat

Calponin homology (CH) domain

WW domain
EF hand-
translocation deletion EF-hand-
duplication inversion

Zinc finger, ZZ type-
EF-hand-




chromosome X chromosome X

p21.1 p21.1
-— )
breakpointl breakpoint2
chrx:33725628 chrX:32699293
3180 ! !
S 0 |
o ! !
o | |
3 0 |
() 1 |
0 ! 1
1

@ e i i - o o T L A= 32 S5 18 64 64 84 ‘|,, 0 R 2 72 AR L £ %0 42 l! !l !l

=

\

AL591378.1 ‘;
ENST00000653485.1 “

7 kbp
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 0
DND

Calponin homology (CH) domain-
Spectrin repeat

WW domain
EF hand-
translocation deletion EF-hand-
duplication inversion o
Zinc finger, ZZ type-

EF-hand-



chromosome 13 chromosome 13

Coverage

ql3.3 ql3.3
breakpointl breakpoint2
155 chr13:362486(|)6 ct|1r13:36202093
| |
] ]
1 ]
[} I
0 : :
1 1 n
(el eI dThee e e e
| | : ] I —I
1 )
" tepeiey . oo Tt SOHLH2 o -----mmmTTTTTTT
ENSTO0000508%735™ ~~--__ L _----77T ENST00000379883.8 - _ _ _ _
- I —— - T
L | I

1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Domain of unknown function (DUF4600)

SUPPORTING READ COUNT

Split reads = 15
Discordant mates = 0

CCDC169 SOHLH
Helix—loop—helix DNA-binding domain

translocation deletion
duplication inversion



chromosome 7

chromosome 8
p23.3 p1l.2
— —
breakpointl breakpoint2

chr8:219290 chr7:55796092
2249 ! :
> ' )
© ! ]
o 1 1
3 ! 1
(&) 1 ]
0 ' 1

! 1

1

N 1
’

RPL23AP53 ~. ./ ~-
ENST00000606975.1 /'~ « _
7 ~ -=--" -

’ ~ -

ﬁl: lgl 10

@ 1 15 16 4,
S y

deletion

translocation
inversion

duplication

No protein domains retained in fusion.

SEPTIN14
ENST00000388975.4

1 kbp |
introns not to scale

SUPPORTING READ COUNT

Split reads = 12
Discordant mates = 2



chromosome 7

chromosome 8
p23.3 p1l.2
— —
breakpointl breakpoint2

chr8:23212|9 cr|1r7:55796092
2249 ! |
(] ] ]
g ' )
9] 1 )
g 1 )
(&) 1 ]
0 f 1

! 1

1

RPL23AP53
ENST00000606975.1

LY
\
I‘ 10

@ 14 15 16 7,

deletion
inversion

translocation
duplication

No protein domains retained in fusion.

SEPTIN14
ENST00000388975.4

1 kbp |
introns not to scale

SUPPORTING READ COUNT

Split reads =5
Discordant mates = 0



7401

Coverage

chromosome 5

breakpointl
chr5:1408359§5

q31.3

1
1
1
1
1
I
1
1
1
I

1
L

BRI PCDHA7
”~ ~ ENST00000356878.5

@ 14 15 16 7,

translocation
duplication

chromosome 5

g31.3

breakpoint2
cl;nr5:140978949

deletion
inversion

' A
1 2 4
. I s :
1
1
___-----""77" PCDHAC1 -
eemmm T ENST00000253807.3 -
: -
4
\ 2 kbp

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin-like
Cadherin domain

PCDHA7 PCDHAC1

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

introns not to scale

SUPPORTING READ COUNT

Split reads = 10
Discordant mates = 2



