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SUPPORTING READ COUNT

Split reads = 219
Discordant mates = 0
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Intermediate filament protein

SUPPORTING READ COUNT

Split reads = 113
Discordant mates = 0
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Intermediate filament protein

SUPPORTING READ COUNT

Split reads = 6
Discordant mates = 0
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SUPPORTING READ COUNT

Split reads = 3
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reading frame unclear

Intermediate filament protein

SUPPORTING READ COUNT

Split reads = 164
Discordant mates = 0
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SUPPORTING READ COUNT

Split reads = 7
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Split reads = 2
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Intermediate filament protein
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Split reads = 1
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SUPPORTING READ COUNT

Split reads = 71
Discordant mates = 0
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GRIN2A JUP

RETAINED PROTEIN DOMAINS
reading frame unclear

Receptor family ligand binding region

Ligated ion channel L−glutamate− and glycine−binding site

Ligand−gated ion channel

Armadillo/beta−catenin−like repeat

SUPPORTING READ COUNT

Split reads = 60
Discordant mates = 0
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Receptor family ligand binding region

Ligated ion channel L−glutamate− and glycine−binding site

Ligand−gated ion channel

Armadillo/beta−catenin−like repeat

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0
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RETAINED PROTEIN DOMAINS
reading frame unclear

WW domain

Susceptibility to monomelic amyotrophy

SUPPORTING READ COUNT

Split reads = 53
Discordant mates = 0
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SUPPORTING READ COUNT

Split reads = 3
Discordant mates = 0
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RETAINED PROTEIN DOMAINS
reading frame unclear

WW domain

Susceptibility to monomelic amyotrophy

SUPPORTING READ COUNT

Split reads = 2
Discordant mates = 0
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Susceptibility to monomelic amyotrophy

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0
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TVP23C CDRT4

RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

CMT1A duplicated region transcript 4 protein

SUPPORTING READ COUNT

Split reads = 48
Discordant mates = 0
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RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

CMT1A duplicated region transcript 4 protein

SUPPORTING READ COUNT

Split reads = 31
Discordant mates = 0



chromosome 17

p12

chromosome 17

p12

TVP23C
ENST00000225576.7

CDRT4
ENST00000619038.5

breakpoint1
chr17:15545785

breakpoint2
chr17:15440285

0

3551

C
ov

er
ag

e

6 5 4 3 2 1 4 3 2 1

54321 43

1 kbp
introns not to scale

C
D

R
T

4
TV

P
23

C

1

10
11

12
13 14 15 16 17 18 19

2
202122

3
45

6
7

8
9

X
Y

translocation
duplication

deletion
inversion

TVP23C CDRT4

RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

CMT1A duplicated region transcript 4 protein

SUPPORTING READ COUNT

Split reads = 11
Discordant mates = 0
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RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

CMT1A duplicated region transcript 4 protein

SUPPORTING READ COUNT

Split reads = 6
Discordant mates = 0
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RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

CMT1A duplicated region transcript 4 protein

SUPPORTING READ COUNT

Split reads = 2
Discordant mates = 0
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RETAINED PROTEIN DOMAINS
reading frame unclear

N−methyl D−aspartate receptor 2B3 C−terminus

Ligand−gated ion channel

Ligated ion channel L−glutamate− and glycine−binding site

Receptor family ligand binding region

SUPPORTING READ COUNT

Split reads = 45
Discordant mates = 0
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N−methyl D−aspartate receptor 2B3 C−terminus

Ligand−gated ion channel

Ligated ion channel L−glutamate− and glycine−binding site

Receptor family ligand binding region

SUPPORTING READ COUNT

Split reads = 5
Discordant mates = 0
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CRAL/TRIO domain

Spectrin repeat

RhoGEF domain
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SH3 domain

SH3−RhoGEF linking unstructured region

RhoGEF domain

PH domain

Voltage−gated calcium channel subunit alpha, C−term

Voltage gated calcium channel IQ domain

Voltage−dependent L−type calcium channel, IQ−associated

Ion transport protein

SUPPORTING READ COUNT

Split reads = 32
Discordant mates = 0



chromosome 5

p15.2

chromosome 12

p13.33

TRIO
ENST00000344204.9

CACNA1C
ENST00000335762.9

breakpoint1
chr5:14488260

breakpoint2
chr12:2448976

0

41797

C
ov

er
ag

e

1 23 4 5 6 7 8 91011121314151617181920212223242526272829303132333435363738394041424344454647 48 4950515253545556 57 1 2 3 4 5 6 7 8 91011121314151617181920212223242526272829303132333435363738394041424344454647 48

1 23 4 5 6 7 8 91011121314151617181920212223242526272829303132333435363738394041424344454647 48 4 5 6 7 8 91011121314151617181920212223242526272829303132333435363738394041424344454647 48

8 kbp
introns not to scale

T
R

IO

CACNA1C

1

10
11

12
13 14 15 16 17 18 19

2
202122

3
45

6
7

8
9

X
Y

translocation
duplication

deletion
inversion

TRIO CACNA1C

RETAINED PROTEIN DOMAINS
reading frame unclear

CRAL/TRIO domain
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SH3 domain

SH3−RhoGEF linking unstructured region

RhoGEF domain

PH domain

Voltage−gated calcium channel subunit alpha, C−term

Voltage gated calcium channel IQ domain

Voltage−dependent L−type calcium channel, IQ−associated

Ion transport protein

SUPPORTING READ COUNT

Split reads = 13
Discordant mates = 0
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Fes/CIP4, and EFC/F−BAR homology domain

Glycosyl hydrolases family 38 C−terminal domain

Alpha mannosidase middle domain

Glycosyl hydrolases family 38 N−terminal domain

SUPPORTING READ COUNT

Split reads = 24
Discordant mates = 0
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No protein domains retained in fusion.

SUPPORTING READ COUNT

Split reads = 23
Discordant mates = 0
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No protein domains retained in fusion.
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Split reads = 10
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BATF2 HPS3

RETAINED PROTEIN DOMAINS
reading frame unclear

bZIP transcription factor

Hermansky−Pudlak syndrome 3, C−terminal

Hermansky−Pudlak syndrome 3, middle region

SUPPORTING READ COUNT

Split reads = 19
Discordant mates = 0
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No protein domains retained in fusion.

SUPPORTING READ COUNT

Split reads = 19
Discordant mates = 0
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RETAINED PROTEIN DOMAINS
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Per1−like family

Intermediate filament protein
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Split reads = 19
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Domain of unknown function (DUF4588)
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Nebulin repeat

SUPPORTING READ COUNT

Split reads = 15
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WW domain

PACS−1 cytosolic sorting protein
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reading frame unclear

Thioredoxin

Leucine Rich repeat

NACHT domain

SUPPORTING READ COUNT

Split reads = 13
Discordant mates = 0
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Cilia− and flagella−associated protein 300

SUPPORTING READ COUNT

Split reads = 12
Discordant mates = 0
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Cilia− and flagella−associated protein 300

SUPPORTING READ COUNT
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Cilia− and flagella−associated protein 300

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0



chromosome 17

q21.1

chromosome 17

q21.2

CASC3
ENST00000264645.12

KRT15
ENST00000393976.6

breakpoint1
chr17:40141607

breakpoint2
chr17:41519872

0

26514

C
ov

er
ag

e

1 2 3 4 5 6 7 8 9 10 11 12 13 14 10 9 8 7 6 5 4 3 2 1

1 2 3 1098765432

2 kbp
introns not to scale

C
A

S
C

3
K

R
T1

5

1

10
11

12
13 14 15 16 17 18 19

2
202122

3
45

6
7

8
9

X
Y

translocation
duplication

deletion
inversion

CASC3 KRT15

RETAINED PROTEIN DOMAINS
reading frame unclear

Intermediate filament protein
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Intermediate filament protein
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Mitochondrial protein from FMP27

Hepatocyte nuclear factor 1 (HNF−1), beta isoform C terminus

SUPPORTING READ COUNT

Split reads = 10
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Hepatocyte nuclear factor 1 (HNF−1), N terminus

Hepatocyte nuclear factor 1 (HNF−1), beta isoform C terminus

BTB/POZ domain

MATH domain

SUPPORTING READ COUNT
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Discordant mates = 0
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Receptor family ligand binding region

Ligated ion channel L−glutamate− and glycine−binding site

Ligand−gated ion channel
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