chromosome 3

chromosome 17
q29

923.2

— — |
breakpointl breakpoint2
chrl7:62560126 chr3:198180755

4993 ! :
g’ | |
E ! ]
[ | |
3 | i
() | |
0 1 [

! 1

15
; |
Tl TLR2 T -o J/ FAM157A
~ T ENST00000326270.13 .-l . ENST00000634862.1 !
15
\ 3 kbp |

introns not to scale

SUPPORTING READ COUNT

Split reads = 115

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

translocation deletion
duplication inversion



chromosome 17 chromosome 4

Coverage

ql2 q26
breakpointl breakpoint2
chrl7:34039043 chr4:118595912
1449 ! !
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 = 88

Genes are not protein—coding. Di dant mat 1
iscordant mates =

S b

AC110079.1

translocation deletion
duplication inversion



chromosome 4 chromosome 4

g21.3 g21.3

breakpointl breakpoint2
cst})r4:8694857|1 cl?r4:86891593

Coverage 5
w

0

% | B

AFFL *. CAoif36
= - ENST00000295898.8

3 kbp |
introns not to scale

@ 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 85
Discordant mates = 0

C4orf36
Protein of unknown function (DUF4522)

AFF1

translocation deletion
duplication inversion



chromosome 4

chromosome 4
g21.3

g21.3

breakpoint2

breakpointl
cI;nr4:86888275

chr4:86948571
55 ;

Coverage 5
w

0

21 |

"\ -Clorf36
ENST00000295898.8
e \

- \

3 kbp |
' introns not to scale

@ 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads =3
Discordant mates = 0

C4orf36
Protein of unknown function (DUF4522)

AFF1

translocation deletion
duplication inversion



chromosome 3 chromosome 3

g22.1 g22.1
- D -
breakpointl breakpoint2
chr3:132681914 chr3:132644896
3266 ! !
S ' |
@ 1 ]
o 1 ]
3 ¥ 1
(&) | |
0 ! 1

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

NPHP3 -
— = - - - “ENST0000026499Q.11_

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 = 60
Discordant mates = 0

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



Coverage

125

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 = 57
Discordant mates = 3



3125

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 = 12
Discordant mates = 0



chromosome 1
p22.3

chromosome 1

JE—

breakpointl

chr1:85575832
3125 !
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 = 0



breakpointl
chr17:15503098
559 — !

Coverage n

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 = 51
Discordant mates = 0

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



N
a1
a
©

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 = 21
Discordant mates = 0



breakpointl
chr17:15503098
559 — !

Coverage n

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 = 14
Discordant mates = 0



chromosome 17 chromosome 17

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

3394 ! !
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 = 6
Discordant mates = 0

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



chromosome 17 chromosome 17

p12 pl2

breakpointl breakpoint2
chr17:%g8030?8 cll1r17:15453085

Coverage n

0

—
7 d 4
S|

\ 1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

SUPPORTING READ COUNT

Split reads =5
Discordant mates = 0

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



chromosome 12 chromosome 12

w
Coverage %

gl3.3 pl3.31
- - T
breakpointl breakpoint2
chr12:5746020 chr12:6363710
907 ! !
1 1
1 1
1 1
: :
0 1 1
1

2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 24
Discordant mates = 0

SCNN1A
Amiloride-sensitive sodium channel

translocation deletion
duplication inversion



chromosome 12 chromosome 12

gl3.3 pl3.31
— )
breakpointl breakpoint2
chr12:57460555 chrl12:6363710
37907 ! !
s ! '
: :
3 0 |
() 1 ]
0 ! 1
1

12

[~]
Ll
o
-

0°°~*G\LJ\:I:
ENST00000528432.1 _

12

1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Splitreads = 1
Discordant mates = 0

SCNN1A
Amiloride-sensitive sodium channel

translocation deletion
duplication inversion



N
o
~
-

Coverage

chromosome 12

g22

—

breakpointl
chr12:9344185|5

translocation
duplication

deletion
inversion

UBE2N
ENST00000318066.7

RETAINED PROTEIN DOMAINS
reading frame unclear

Ubiquitin—conjugating enzyme

UBE2N MRPL42

chromosome 12

q22

breakpoint2
ct|1r12:93476954

N L7 MRPLA42 -
Y ENST00000549561.6 .~
\‘ N P ) . -’
i
| 1 kbp |

" introns not to scale

SUPPORTING READ COUNT

Split reads = 17
Discordant mates = 0

Mitochondrial 28S ribosomal protein S32



N
o
~
-

Coverage

chromosome 12

g22

—

breakpointl
chr12:9344185|5

translocation
duplication

deletion
inversion

UBE2N
ENST00000318066.7

RETAINED PROTEIN DOMAINS
reading frame unclear

Ubiquitin—conjugating enzyme

UBE2N MRPL42

chromosome 12

q22

breakpoint2
cr|1r12:93477005

MRPL42 -

-,

-’ ENST00000549561.6 _ -

‘\ /, ’//
B ]

1 kbp |
" introns notto scale '

SUPPORTING READ COUNT

Split reads = 6
Discordant mates = 0

Mitochondrial 28S ribosomal protein S32



chromosome 19 chromosome 9

ql3.42 gq34.2

breakpointl breakpoint2
chr1495:3549533§9 cll1r9:133423101

Coverage

0

NLRR2 -7 ADAMTS13 -7
ENSTOOOO@&BS’J\.QZ.S -7 ENST00000371929.7 Pid

\ 2 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

- Split reads = 16
I: Discordant mates = 0

ADAMT$13

Metallo—peptidase family M12B Reprolysin—like—
ADAMTS cysteine-rich domain 2

Reprolysin (M12B) family zinc metalloprotease

ADAMTS cysteine-rich domain 2-

translocation deletion Thrombospondin type 1 domain-
duplication inversion

Thrombospondin type 1 domain



chromosome 12 chromosome 9

pl2.1 p23
T — )
breakpointl breakpoint2

chr12:22506711 chr9:9574781
3073 : :
S ! |
¢ [ |
9] [ |
3 | 1
O ! 1
0 | 1
1

5 kbp |
' introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

C2 domain

SUPPORTING READ COUNT

Split reads = 12
Discordant mates = 0

C2CD5

Immunoglobulin I-set domain

Immunoglobulin domain
Fibronectin type Ill domain

Protein—tyrosine phosphatase

translocation deletion
duplication inversion



chromosome 12 chromosome 9

pl2.1 p23
T — T
breakpointl breakpoint2

chr12:2253525|8 Cll1l’9:9183363

3073

Coverage

—

43

C2CD5 N
ENST00000446597.5

43

5 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

C2 domain
SUPPORTING READ COUNT
Splitreads =1
Discordant mates = 0
C2CD5 PRD

Immunoglobulin I-set domain
Immunoglobulin domain

Fibronectin type Ill domain

Protein—tyrosine phosphatase

translocation deletion
duplication inversion



1415

Coverage

chromosome 6

ql4.

breakpointl
chr6:796737?9

@ 14 15 16

translocation
duplication

1

chromosome X

p22.33

— —

breakpoint2
crler:3829392

17

deletion
inversion

N
(4]
[~
o]
N
-

_____________ -SH3BGRL2 _ S-- . BX8906041
ENSTO0D00369838:6- -~ "~~~ ----_______ __ .- -~ ENST0000662024.1
B
Y — ;
| 1 kbp |

introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SH3-binding, glutamic acid-rich protein
[ SUPPORTING READ COUNT

Split reads = 12
Discordant mates = 0

SH3BGRL2



