chromosome 17

p13.3

chromosome 17
g23.2
ﬁ I//_/J\‘

breakpoint2
cr|1r17:106864

breakpointl
chrl7:62560126
4118 [
S
]
[
3
(s}
0

- L AC2405651
__ - - “ENST00000624936.2

2 kbp |
' introns not to scale

SUPPORTING READ COUNT

Split reads = 157
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
1109 ! !
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 = 120

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

S b

AC110079.1

translocation deletion
duplication inversion



chromosome 1

chromosome 1

p22.3 p22.3

(LALLM RN LA B ) (L A A LR L)

Y — )

breakpointl breakpoint2

chr1:85496166 chr1:85358847
2868 ! 1
o | |
] ! |
9] l )
3 1 1
O \ 1
0 f 1

1

m—

w
[ ]
-]
o
_ o]
= ]
S
]

AC092807.3 S _ _DDAHL
ENST00000467530.5 AN e eemmmmmmTTT ENST00006284031.13_ _ _
6

2 kbp |
introns not to scale

@ 1 15 16 4,
L |

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 115
Discordant mates = 7

DDAH1

Arginine deiminase

translocation deletion
duplication inversion



chromosome 1 chromosome 1

p22.3 p22.3

Y — )
breakpointl breakpoint2

chr1:85577984 chr1:85358847
2868 : :
S ! 1
o J !
[ | I
3 1 1
(&) 1 1
0 T 1

1

| |

3 Hax 6 1
1
1

AC092807.3 N
ENST00000467530.5 \

-——=

2 kbp |
introns not to scale

1

14 15 16
>
> L |

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 13
Discordant mates = 1

DDAH1

Arginine deiminase

translocation deletion
duplication inversion



chromosome 1 chromosome 1

p22.3 p22.3

Y — )
breakpointl breakpoint2
chr1:85496166 chr1:85351579
2868 : :
S ! 1
o J |
[ | |
3 1 1
O \ 1
0 f 1
1

1 1

3 (1] | 6 432 1
1
1

AC092807.3 B DDAH1-
ENST00000467530.5 AAN o

2 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 1
p22.3

chromosome 1

JE—

breakpointl

chr1:85576657
2868 !
g’ ]
E 1
[ 1
3 1
(§] ]
0 1
1
1

)

breakpoint2
cr|1r1:85358847

1

(o (o o] 1 ]
o

1

1

8

AC092807.3 ~
ENST00000467666.2 ,' AN

@ 1 15 16 4,
S M

£ S T O

_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

breakpointl breakpoint2
chr1:854961(?‘6 ckllr1:85324883

2868

Coverage

4

AC092807.3 N Uy -DDAH1
ENST00000467530.5 SN0 aemmmT T ~ = - - ENST00000284031.13

2 kbp |
introns not to scale

SUPPORTING READ COUNT

Splitreads =1

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

translocation deletion
duplication inversion



chromosome 4 chromosome 4

g21.3 g21.3

breakpointl breakpoint2
7c9h7r4:8694857|1 cl?r4:86891593

Coverage o

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 = 112
Discordant mates = 3

C4orf36
Protein of unknown function (DUF4522)

AFF1

translocation deletion
duplication inversion



chromosome 4 chromosome 4

g21.3 g21.3

breakpointl breakpoint2
7c9h7r4:8694857|1 cr|1r4:86891557

Coverage o

0

% | B

____ *. _C4orf36
g ENSTQ0000295898.8

3 kbp |
introns not to scale

@ 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads =5
Discordant mates = 1

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
797 ;

Coverage o

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 4 chromosome 4

q21.3 q21.3

breakpointl breakpoint2
7<:9I;r4:8694857|1 cr|1r4:86888271

Coverage o

0

21 |
1
1

)
1

)

’
,/  C4orf36
,ENST00000504371.1

i ’

\ 3 kbp |
introns not to scale

SUPPORTING READ COUNT

Splitreads =1

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

translocation deletion
duplication inversion



breakpointl
chr17:15503098
625 — !

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 = 85
Discordant mates = 2

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



ey
(23
N
(&)

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 = 62
Discordant mates = 2



breakpointl
chr17:15503098
625 — !

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 = 11
Discordant mates = 1



chromosome 17 chromosome 17

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

3361 ! !
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 = 8
Discordant mates = 2

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



chromosome 17

chromosome 17

pl2 pl2
— —
breakpointl breakpoint2
chrl7:15540433 chrl7:15438200
4625 ! :
S | |
¢ [ |
9] [ |
3 ¢ 1
O ! 1
0 ! 1
1
i o eul ; Hls
| X X ]
TVP23C T -ol_ o= .-l L-- corTa”
ENST00000428082.6 _ _--~~ ~~~--___ ____---77 ~ 7 7 - -ENSTQ0000619038.5
- bl :
| 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 = 1
TVP23C CDRT4

translocation deletion
duplication inversion

CMT1A duplicated region transcript 4 protein



chromosome 17 chromosome 17

p12 pl2

breakpointl breakpoint2
chr17:%22030?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 = 4
Discordant mates = 2

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



chromosome 12 chromosome 12

w
Coverage &

gl3.3 pl3.31
— - )
breakpointl breakpoint2
CO%%LZ:57460291 cI?r12:6363710

: :

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 = 38
Discordant mates = 1

SCNN1A
Amiloride-sensitive sodium channel

translocation deletion
duplication inversion



chromosome 12 chromosome 12

gl3.3 pl3.31
— )
breakpointl breakpoint2
chr12:57460555 chrl12:6363710
35098 ! !
s ! '
: :
3 0 )
() 1 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 = 1

SCNN1A
Amiloride-sensitive sodium channel

translocation deletion
duplication inversion



chromosome 12 chromosome 9

pl2.1 p23
T — )
breakpointl breakpoint2

chr12:22506711 chr9:9574781
2780 : :
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 = 25
Discordant mates = 0

C2CD5

Immunoglobulin I-set domain

Immunoglobulin domain
Fibronectin type Ill domain

Protein—tyrosine phosphatase

translocation deletion
duplication inversion



chromosome 19 chromosome 9

ql3.42 gq34.2

breakpointl breakpoint2
chr1397:0549533§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 = 18
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



1139

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 = 16
Discordant mates = 0

SH3BGRL2



IS
N
w
~

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 = 15
Discordant mates = 0

Mitochondrial 28S ribosomal protein S32



chromosome 12 chromosome 12

Coverage

ql5 ql4.3
JE—
breakpointl breakpoint2
g5 chr12:7024279|7 cl:nr12:66596927

I I

1 1

1 1

1 ]

1 ]
0 ' 1

1

3
1
1
PRANCR

ENST00000668518.1

\ 3 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 14
Discordant mates = 0

GRIP1

PDZ domain

PDZ domain
PDZ domain

translocation deletion
duplication inversion



