Coverage

396

chromosome 9

p21.3

breakpointl
chr9:218182(|)2

Tao. MTAPT~__

translocation
duplication

deletion
inversion

chromosome 16

p13.13

breakpoint2

ck|1r16:12199601

21

SNX29
ENST00000566228.6

21

RETAINED PROTEIN DOMAINS
reading frame unclear

Phosphorylase superfamily

MTAP

SNX29
PX domain

3 kbp |

introns not to scale

SUPPORTING READ COUNT

Split reads = 484
Discordant mates = 4



chromosome 5 chromosome 5

g31.3 q31.3

breakpointl breakpoint2

chr5:141357621 chr5:141494807
13928 ; !

Coverage

[
1 . 1 4
! S|

[ 1

1 . )

\ -
\ N -

. PCDHGA4 \ 3 --~"7"  PCDHGB6 s
\ ENST00000612927.1 N ---7 ENST00000520790.1 _ -7

1
1
1
1
1
!
1
1
1
I

\ 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
[ SUPPORTING READ COUNT
Split reads = 424
Discordant mates = 0

PCDHGA4 PCDHGBE6
Cadherin C-terminal cytoplasmic tail, catenin—binding region

translocation deletion
duplication inversion



chromosome 5

g31.3

breakpointl

chr5:141357621
13928 ;

Coverage

. PCDHGA4 :
\ ENST00000612927.1

1
1
1
1
1
I
1
1
1
I

chromosome 5

q31.3

breakpoint2
ct|1r5:141494807

@ 14 15 16 7,

translocation
duplication

deletion
inversion

1
_—‘

PCDHGB7 - mmTT T
ENST00000398594.4 _ _ _---""

\ 2 kbp
introns not to scale

RETAINED PROTEIN DOMAINS

reading frame unclear

o

PCDHGA4

Cadherin domain

|'Cadherin cytoplasmic C-terminal

SUPPORTING READ COUNT

Split reads = 424
Discordant mates = 0

PCDHGRE7

Cadherin C-terminal cytoplasmic tail, catenin—binding region



chromosome 5 chromosome 5

g31.3 q31.3

breakpointl breakpoint2

chr5:141357621 chr5:141494807
13928 ; !

Coverage

[
5 : o 1 ;
X S

1
1
1
1
1
I
1
1
1
I

[} - -
N \ -7 ____—"—
. PCDHGA4 N I PCDHGC3 UL
\ ENST00000612927.1 N -7 - ENST00000308177.5 _ _----""
. - 7S5 |
\ N -7 .

\ 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
[ SUPPORTING READ COUNT
Split reads = 424
Discordant mates = 0

PCDHGA4 PCDHGC3
Cadherin C-terminal cytoplasmic tail, catenin—binding region

translocation deletion
duplication inversion



chromosome 5 chromosome 5

g31.3 q31.3

breakpointl breakpoint2

chr5:141357621 chr5:141494807
13928 : !

Coverage

1 . 1 ? 4
1

\ \ --

N PCDHGA4 ' _----"""" PCDHGC4 et
\ ENST00000612927.1 N -7 ENST00000306593.1 _ -=-"

\ \ -- ="

\ 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
[ SUPPORTING READ COUNT
Split reads = 424
Discordant mates = 0

PCDHGA4 PCDHGC4
Cadherin C-terminal cytoplasmic tail, catenin—binding region

translocation deletion
duplication inversion



chromosome 5 chromosome 5

g31.3 q31.3

breakpointl breakpoint2

chr5:141357621 chr5:141494807
13928 ; !

Coverage

[
1 . I:: 1 C 4
X S|

1
1 1 !
1 . N 1
\

1
1
1
1
1
I
1
1
1
I

R PCDHGA4 . —----""""" PCDHGC5 - ---
N ENST00000612927.1 A - ENST00000252087.3_ _ -

\ \ P ="

\ 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
[ SUPPORTING READ COUNT
Split reads = 424
Discordant mates = 0

PCDHGA4 PCDHGC5
Cadherin C-terminal cytoplasmic tail, catenin—binding region

translocation deletion
duplication inversion



chromosome 3

chromosome 17
q29

923.2

—_

breakpoint2
cr|1r3:198180755

breakpointl
chr17:6256012|6

5065 X X
o

g I |
9] ] !
3 | [
O ) 1
0 1 [

! 1

15
! |
~-— -~ /‘ /’
“~~___‘ TLK2“‘~~__§ , FAM157A e
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 = 115
Discordant mates = 0

translocation deletion
duplication inversion



chromosome 16

chromosome 1
g24.3

q42.12

breakpointl
16982

breakpoint2
chr16:893052(|)6 cl|1r1:226239096

Coverage

Rl 'y S R—

ANKRD11 S, NPT LINO
ENST00000642600.1

\ 3 kbp
introns not to scale '

SUPPORTING READ COUNT

No protein domains retained in fusion. Split reads = 84

Discordant mates = 1

translocation deletion
duplication inversion



chromosome 17 chromosome 17

p12 pl2
— JE—
breakpointl breakpoint2
chr17:15503098 chr17:15440285

5516 ! !
S ' |
E 1 1
[ ! |
3 | 1
O ! 1
0 1 1

1

CTVPZRC---_ . _--- .

ENST00000228576.7 -~~~ ~=~~-____  _____----7

e s o dbor s bl e :
S|

1 kbp |
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

SUPPORTING READ COUNT

Split reads = 74
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

3840 ! !
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 = 5
Discordant mates = 0

TVP23C CDRT4
CMT1A duplicated region transcript 4 protein

translocation deletion
duplication inversion



chromosome 17 chromosome 17

p12 pl2
— JE—
breakpointl breakpoint2
chr17:15503098 chrl17:15438200

5516 ! !

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

TUPZC-~-___  __o--"" " Tte--.__ . ____--€DRTA
ENST00000225576.7 - ~ ~\‘~~__~_ __________ -~“‘~ENSI09900619038.5

I Wy W W :

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



5516

Coverage

chromosome 17

chromosome 17

pl2 pl2
— —
breakpointl breakpoint2
Chr17:1554578|5 ck|1r17:15438200

I I

1 1

1 1

] )

) !

I 1
1 —
| i 3
. B
X ]

TVP23C T -7 e -eorTT T

ENST00000225576.7 _ - -~ Tt -al

~ = - -ENST00000619038.5

Higestiess Bl

RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

CDRT4
CMT1A duplicated region transcript 4 protein

TVP23C

deletion
inversion

translocation
duplication

1 kbp |
introns not to scale

SUPPORTING READ COUNT

Split reads = 2
Discordant mates = 0



5516

Coverage

chromosome 17

pl2

breakpointl
chr17:155457§5

TVP23C -l -
ENST00000225576.7 P - -

deletion
inversion

translocation
duplication

chromosome 17

pl2
—
breakpoint2
ck|1r17:15440285
1
1
1
1
1
I
! — :
| i 3
r — 1
L. !
-------------- ____CDR'F4'""____
___________ ~” "ENST00000619038.5
e ee——mmmTTTTTT T e
BE 4
B

RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

1 kbp |
introns not to scale

SUPPORTING READ COUNT

CDRT4
CMT1A duplicated region transcript 4 protein

TVP23C

Splitreads =1
Discordant mates = 0



90452

Coverage

chromosome 16

p13.11

chromosome 16

pl2.2

translocation deletion
duplication inversion

_ _ ENST00000396410.9 Tte-s ’ ENST00000424340.5 !

breakpointl
chr16:150300§6

breakpoint2
cr|1r16:22513522

== -

PDXDC1 " T---__ ! NPIPB5

- - ’

\ 3 kbp
introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Pyridoxal-dependent decarboxylase conserved domain

SUPPORTING READ COUNT

Split reads = 59
Discordant mates = 11

PDXDC1
Nuclear pore complex interacting protein (NPIP)

NPIPB5




chromosome 21 chromosome 1

q22.3

breakpointl breakpoint2

chr21:46551743 chr1:9595890
12060 ! !

Coverage

S-al DIP2A T . J TMEM201 /
TTee-al . ENST00000651436.1 TTe--ol ,/ ENST00000340381.11 ’

\ 4 kbp

introns not to scale

@ 14 15 16 7,

s RETAINED PROTEIN DOMAINS
\{ reading frame unclear

DMAP1-binding Domain

AMP-binding enzyme
TMEM201 [

SUPPORTING READ COUNT

Split reads = 23
Discordant mates = 0

DIP2A
Imal N-terminal domain
Protein of unknown function C-terminus (DUF2448)

TME

translocation deletion
duplication inversion



chromosome 20

q13.13

breakpointl

chr20:49855581
5539 :
g’ ]
E 1
[ 1
3 1
O 1
0 1

translocation
duplication

deletion
inversion

SLC9A8

chromosome 1

)

breakpoint2
cr||r1:75541516

4 kbp |

RETAINED PROTEIN DOMAINS
reading frame unclear

Sodium/hydrogen exchanger family

SLC44A5
Plasma-membrane choline transporter

introns not to scale

SUPPORTING READ COUNT

Split reads = 12
Discordant mates = 2



chromosome 20

q13.13

breakpointl
chr20:49855581
5539 !

Coverage

translocation
duplication

deletion
inversion

SLC9A8

chromosome 1

4 kbp

)

breakpoint2
cr|1r1:75396621

RETAINED PROTEIN DOMAINS
reading frame unclear

Sodium/hydrogen exchanger family

SLC44A5
Plasma—-membrane choline transporter

introns not to scale

SUPPORTING READ COUNT

Split reads = 6
Discordant mates = 1



chromosome 1

chromosome 20

q13.13
— - )
breakpointl breakpoint2
chr20:49855581 chr1:75251294
5539 ! !
S ' |
E 1 1
o | 1
3 ! 1
O ) 1
0 1 1

16 |

_______ ) N o _.Slcasas -
ENSTO008041796L5 ~  ~~--=--_____ .- - - -~ TENST00000370859.7

4 kbp |
' introns not to scale

RETAINED PROTEIN DOMAINS
reading frame unclear

Sodium/hydrogen exchanger family

SUPPORTING READ COUNT

Splitreads =1
Discordant mates = 0

SLC9A8 SLC44A5
Plasma—-membrane choline transporter

translocation deletion
duplication inversion



