chromosome 8 chromosome 8

g23.1 g23.1
— —_—
breakpointl breakpoint2
chr8:108248613 chr8:108082807
33272 ! !

Coverage

EIF3E N T TTte---.___ . _RsPO2
ENST00000676698.1 & EN

\ 2 kbp
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

|feIF3 subunit 6 N terminal domain

SUPPORTING READ COUNT

Split reads = 809
Discordant mates = 1
EIF3E RSPO2

Furin-like repeat, cysteine-rich

translocation deletion
duplication inversion



chromosome 8

chromosome 8
g23.1 g23.1
— —_—
breakpointl breakpoint2
chr8:108248613 chr8:107989244
33272 ! !
S
o
[
3
o
0

ENST00000676698.1

\ 2 kbp

introns not to scale '

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

EIF3E

|feIF3 subunit 6 N terminal domain
RSPO?

SUPPORTING READ COUNT

Splitreads =7
Discordant mates = 0

EIF3E

Furin—like repeat, cysteine-rich

translocation deletion
duplication inversion



chromosome 8

g23.1

chromosome 8

q23.1

breakpoint2
ct|1r8:107960817

~ = - - ENST00000276659.10

) —
breakpointl
chr8:108248613
33272 :
o i
g 1
5] i
3 i
O [
0 1

1

| 6

:~

EIF3E M "“\\\\__
ENST00000676698.1 \:\ ee-mm T -
[T -
14 15 16
g 17 2
RETAINED PROTEIN DOMAINS
reading frame unclear
elF3 subunit 6 N terminal domain

E\F:SE2
rsPO

EIF3E

Furin-like repeat, cysteine-rich

RSPO2

translocation deletion
duplication inversion

2 kbp

introns not to scale

SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 0



16960

Coverage

chromosome 10

q21.2

@ 14 15 16 7,

translocation
duplication

CCDC6
ENST00000263102.7

deletion
inversion

Chr1025990612|2

chromosome 10

ql1.21

_

breakpointl breakpoint2
ck|1r10:43116584

-7 RET

- ENST00000355710.8 _ _---~ -

20

20

3 kbp

RETAINED PROTEIN DOMAINS
reading frame unclear

|fUncharacterized conserved protein H4 (DUF2046)

CCDC6 RET

Protein kinase domain

introns not to scale

SUPPORTING READ COUNT

Split reads = 702
Discordant mates = 12



16960

Coverage

chromosome 10

q21.2

@ 14 15 16 7,

translocation
duplication

CCDC6
ENST00000263102.7

deletion
inversion

breakpointl
chr10:5990612|2

chromosome 10

ql1.21

_

breakpoint2
cl|1r10:43114480

RET
ENST00000355710.8

20

20

3 kbp

RETAINED PROTEIN DOMAINS
reading frame unclear

|fUncharacterized conserved protein H4 (DUF2046)

CCDC6 RET

Protein kinase domain

introns not to scale

SUPPORTING READ COUNT

Split reads = 175
Discordant mates = 13



chromosome 10 chromosome 10

q21.2

gl1.21
— —
breakpointl breakpoint2
chr10:59906122 chr10:43114587
16960 ! !

Coverage

20

CCDC6

- RET -7
ENST00000263102.7

ENST00000355710.8 -

20

\ 3 kbp
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

|fUncharacterized conserved protein H4 (DUF2046)

SUPPORTING READ COUNT

Split reads = 18
Discordant mates = 12

CCDC6 RET

Protein kinase domain

translocation deletion
duplication inversion



chromosome 10 chromosome 10

q21.2 gl1.21
— —
breakpointl breakpoint2
chr10:59906122 chr10:43118373

16960 ! !

]

g

[

3

o

0

20

cCcDcé . ----""7" RET e T

1
1
|
. o P
ENST00000263102.7 b -7 ENST00000355710.8 _ - - -~~~
. =t
1

20

\ 3 kbp
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

|fUncharacterized conserved protein H4 (DUF2046)

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 0

CCDC6 RET

Protein kinase domain

translocation deletion
duplication inversion



chromosome 22

chromosome 22
ql1.21 ql1.21
breakpointl breakpoint2
chr22:19911377 chr22:19802216

2427 : U
(] [}
g ;
5} i
3 [
(§] 1

0 [

N

TXNRD2 -l .- a7 GNBI1L
ENST00000400521.7 -7 - Pk ENST00000403325.5

2 kbp |
' introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

Pyridine nucleotide—disulphide oxidoreductase

SUPPORTING READ COUNT

Split reads = 151
Discordant mates = 2

GNB1L
WD domain, G-beta repeat

TXNRD2

translocation deletion
duplication inversion



breakpointl
chr17:15503098
171 !

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 = 47
Discordant mates = 1

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



5171

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 = 36
Discordant mates = 0



chromosome 17 chromosome 17

pl2 pl2
— —
breakpointl breakpoint2
chrl7:155457§5 cf|1r17:15440285
5171 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 = 20
Discordant mates = 0

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



chromosome 17 chromosome 17

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

3850 ! !
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 = 15
Discordant mates = 0

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



breakpointl
chr17:15503098
171 !

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 =9
Discordant mates = 0



5171

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 =5
Discordant mates = 0



chromosome 17

pl2

breakpointl
chr17:15540433
5171 !

Coverage

chromosome 17

pl2

breakpoint2
cl:nr17:15438200

1 kbp

introns not to scale

SUPPORTING READ COUNT

Split reads = 4
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
T —
breakpointl breakpoint2
chrl7:15516419 chr17:15438200
3850 ! !
S 0 |
o ! !
o | |
3 0 |
() 1 |
0 ' 1
1

H
H
IN

~ e

TVP23G-_ -7 T ie---
ENSTO00005812735°~~~_ ____---- 7T

- ~

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 3

chromosome 17
q29

923.2

—_

breakpoint2
cr|1r3:198180755

breakpointl
chr17:6256012|6

3035 X X
o

g I |
9] ] |
3 | 1
(&) ) 1
0 1 [

! 1

15
! |
--a -~ _ /‘ /’
“~~___~ TLK2“‘~~__§ , FAM157A 7
T ENST00000326270.13 TTe-ol 0 ENST00000634862.1 ,’
Tt N ’
15
\ 3 kbp |

introns not to scale

SUPPORTING READ COUNT

No protein domains retained in fusion. Split reads = 46
Discordant mates = 1

translocation deletion
duplication inversion



chromosome 1 chromosome 7

p36.33 pl1.2

breakpointl breakpoint2
chr%é€g0572?9 C|'|1r7155796092

Coverage

o

| | [_
1 |: _
1

-’

AL6O8314  TTeeell UL SEPTIN14
ENSTO0000890817.3 oo T oo o ENST00000388975.4
z S == = -=a
3 10
A

\ 1 kbp |
introns not to scale

@ 14 15 16 7,

AL669831.4
SUPPORTING READ COUNT

Split reads = 46

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

translocation deletion
duplication inversion



16119

Coverage

chromosome 22

ql3.2

BT

@ 14 15 16 7,

translocation
duplication

deletion
inversion

e

CYB5R3
ENST00000402438.5

breakpointl
chr22:426367}5

CYB5R3

RETAINED PROTEIN DOMAINS
reading frame unclear

Oxidoreductase FAD-binding domain

NDUFA6
Complex 1 protein (LYR family)

chromosome 22

ql3.2

__ NDUFAB

_ - -~~~ ENSTQ0000498737.8

=
d

900 bp

akee{ <«

introns not to scale

breakpoint2
cl|1r22:42087175

SUPPORTING READ COUNT

Split reads = 44

Discordant mates = 0



Coverage

799

chromosome 17

chromosome 4

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

1 1

1 1

1 1

[} I

[} [}

L} [}

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 = 42

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

S b

AC110079.1

translocation deletion
duplication inversion



chromosome 1 chromosome 1

gq25.2

g25.2

- —
breakpointl breakpoint2
chr1:178026155 chr1:177968039

5729 ! !
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 = 35
Lop Discordant mates = 2

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

5729 ! !
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 = 3
Lop Discordant mates = 2

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

5720 chr1:1780347(|)5 cr|1r1:177968039
1 1
S 0 |
o J !
[ | |
§ : :
0 1 1
1 1

10

CRYZL2P
ENST00000476232.6

3 kbp |

introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

C
),2163 Split reads = 2
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
(LA L e RN L R ) (LAt B A )
— —
breakpointl breakpoint2
5720 chr1:1780347(|)5 cl?r1:177966005
1
g :
|
O 1
0 1
1

10

CRYZL2P
ENST00000476232.6

3 kbp |
' introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

SEC
165 Splitreads =1
Discordant mates = 0

SEC16B

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

translocation deletion
duplication inversion



chromosome X chromosome X

Coverage

g22.1 g22.1
breakpointl breakpoint2
34 cth:10165907|6 crler:101371701

: |
1 ]
1 ]
1 ]
1 ]

0 ' 1
1

ARMCX2
ENST00000328766.9

2 kbp |

introns not to scale

@ 1 15 16 4,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 17
Discordant mates = 0

BTK
PH domain
BTK motif
SH3 domain
Protein kinase domain—
translocation deletion SH2 domain

duplication inversion o .
Protein kinase domain-



1812

Coverage

@ 14 15 16 7,

translocation
duplication

>
(@]
o
[{e]
o]
B
[ee]
~
[N

chromosome 4

q24

chromosome 4

gq24

deletion
inversion

breakpointl breakpoint2
chr4:10267391|9 cl|1r41102450067

MANBA
ENST00000642252.1

o - ">~ AC098487.1
e o _ _ENST00000512915.5

\ 2 kbp

introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Glycosyl hydrolases family 2, TIM barrel domain

SUPPORTING READ COUNT

Split reads = 16
Discordant mates = 0

MANBA



chromosome 4 chromosome 4

q24 q24

breakpointl breakpoint2
1812 chr4:10267391|9 Cfl1r4:102418988

Coverage

L

MANBA TTte--l L ---7T .~ AC098487.1
ENST00000642252.1 s T T T 7! ENST00000512915.5

- - .

\ 2 kbp
introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

Glycosyl hydrolases family 2, TIM barrel domain

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 0

MANBA

1'.8¥8600V

translocation deletion
duplication inversion



Coverage o
N

chromosome 2 chromosome 2

g37.2 g37.2
— ) —
breakpointl breakpoint2
2hr2:23549484|19 cr|1r2:234995303
: :
) ]
) ]
) ]
0 : :
1

! |
1

. SH3BP4 R
ENST00000336665:F =~ ===~ -~ _ ___ . ENST00000392011.7 L7
-‘--——_:_—:1‘_‘_: _____ /, ,'
| 3 kbp |

introns not to scale

@ 14 15 16 7,

RETAINED PROTEIN DOMAINS
reading frame unclear

SUPPORTING READ COUNT

Split reads = 11
Discordant mates = 0

AGAP1 SH3BP4
SH3 domain

ZU5 domain
Variant SH3 domain

translocation deletion
duplication inversion



