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CMT1A duplicated region transcript 4 protein

SUPPORTING READ COUNT

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

Calcium−binding EGF domain

TB domain

Calcium−binding EGF domain

TB domain

Calcium−binding EGF domain

Human growth factor−like EGF

TB domain

Calcium−binding EGF domain

SUPPORTING READ COUNT

Split reads = 195
Discordant mates = 8
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ITPKC LTBP4

RETAINED PROTEIN DOMAINS
reading frame unclear

Calcium−binding EGF domain

TB domain

Calcium−binding EGF domain

TB domain

Calcium−binding EGF domain

Human growth factor−like EGF

TB domain

Calcium−binding EGF domain

SUPPORTING READ COUNT

Split reads = 6
Discordant mates = 0
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PPCS ERI3

RETAINED PROTEIN DOMAINS
reading frame unclear

DNA / pantothenate metabolism flavoprotein

Exonuclease

SUPPORTING READ COUNT

Split reads = 133
Discordant mates = 0
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ERI3

RETAINED PROTEIN DOMAINS
reading frame unclear

Exonuclease

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0
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ZW10 NXPE4

RETAINED PROTEIN DOMAINS
reading frame unclear

Centromere/kinetochore Zw10

Neurexophilin

SUPPORTING READ COUNT

Split reads = 109
Discordant mates = 1
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PCDHA3 PCDHAC2

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin−like

Cadherin domain

Cadherin C−terminal cytoplasmic tail, catenin−binding region

SUPPORTING READ COUNT

Split reads = 84
Discordant mates = 1
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STX16 NPEPL1

RETAINED PROTEIN DOMAINS
reading frame unclear

Syntaxin

SNARE domain

Cytosol aminopeptidase family, catalytic domain

M17 aminopeptidase N−terminal domain 2

SUPPORTING READ COUNT

Split reads = 71
Discordant mates = 5
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Genes are not protein−coding.

SUPPORTING READ COUNT

Split reads = 70
Discordant mates = 0
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RETAINED PROTEIN DOMAINS
reading frame unclear

Arginine deiminase

SUPPORTING READ COUNT

Split reads = 67
Discordant mates = 10
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DDAH1

RETAINED PROTEIN DOMAINS
reading frame unclear

Arginine deiminase

SUPPORTING READ COUNT

Split reads = 26
Discordant mates = 1
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RETAINED PROTEIN DOMAINS
reading frame unclear

Arginine deiminase

SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 1
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RETAINED PROTEIN DOMAINS
reading frame unclear

Arginine deiminase

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 10
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RETAINED PROTEIN DOMAINS
reading frame unclear

Arginine deiminase

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 10
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No protein domains retained in fusion.

SUPPORTING READ COUNT

Split reads = 63
Discordant mates = 0
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CCDC169 SOHLH2

RETAINED PROTEIN DOMAINS
reading frame unclear

Domain of unknown function (DUF4600)

Helix−loop−helix DNA−binding domain

SUPPORTING READ COUNT

Split reads = 59
Discordant mates = 1
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CCDC169 SOHLH2

RETAINED PROTEIN DOMAINS
reading frame unclear

Domain of unknown function (DUF4600)

Helix−loop−helix DNA−binding domain

SUPPORTING READ COUNT

Split reads = 3
Discordant mates = 1
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PCDHA10 PCDHAC1

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin−like

Cadherin domain

Cadherin C−terminal cytoplasmic tail, catenin−binding region

SUPPORTING READ COUNT

Split reads = 48
Discordant mates = 3



chromosome 5

q31.3

chromosome 5

q31.3

PCDHA10
ENST00000562220.2

PCDHAC1
ENST00000253807.3

breakpoint1
chr5:140857647

breakpoint2
chr5:140978949

0

1138

C
ov

er
ag

e

1 1 2 3 4

1 2 3 4

4 kbp
introns not to scale

P
C

D
H

A
10

P
C

D
H

AC
1

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

PCDHA10 PCDHAC1

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin−like

Cadherin domain

Cadherin C−terminal cytoplasmic tail, catenin−binding region

SUPPORTING READ COUNT

Split reads = 8
Discordant mates = 1
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DMXL1 SERBP1

RETAINED PROTEIN DOMAINS
reading frame unclear

WD domain, G−beta repeat

Hyaluronan / mRNA binding family

Intracellular hyaluronan−binding protein 4 N−terminal

SUPPORTING READ COUNT

Split reads = 46
Discordant mates = 3
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RETAINED PROTEIN DOMAINS
reading frame unclear

WD domain, G−beta repeat

Hyaluronan / mRNA binding family

Intracellular hyaluronan−binding protein 4 N−terminal

SUPPORTING READ COUNT

Split reads = 2
Discordant mates = 0
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NXPE4 TENM4

RETAINED PROTEIN DOMAINS
reading frame unclear

Neurexophilin

GHH signature containing HNH/Endo VII superfamily nuclease toxin

RHS Repeat

SUPPORTING READ COUNT

Split reads = 43
Discordant mates = 0
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TENM4

RETAINED PROTEIN DOMAINS
reading frame unclear

GHH signature containing HNH/Endo VII superfamily nuclease toxin

RHS Repeat

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0
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SLC45A2 AMACR

RETAINED PROTEIN DOMAINS
reading frame unclear

MFS/sugar transport protein

CoA−transferase family III

SUPPORTING READ COUNT

Split reads = 42
Discordant mates = 3
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RETAINED PROTEIN DOMAINS
reading frame unclear

MFS/sugar transport protein

CoA−transferase family III

SUPPORTING READ COUNT

Split reads = 13
Discordant mates = 3
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SLC45A2 AMACR

RETAINED PROTEIN DOMAINS
reading frame unclear

MFS/sugar transport protein

CoA−transferase family III

SUPPORTING READ COUNT

Split reads = 11
Discordant mates = 3
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RETAINED PROTEIN DOMAINS
reading frame unclear

Pleckstrin homology domain

Spectrin repeat

SUPPORTING READ COUNT

Split reads = 37
Discordant mates = 3
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reading frame unclear

Pleckstrin homology domain

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0
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reading frame unclear

Pleckstrin homology domain

Spectrin repeat

SUPPORTING READ COUNT

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

Cadherin−like

Cadherin domain

Cadherin C−terminal cytoplasmic tail, catenin−binding region

SUPPORTING READ COUNT

Split reads = 30
Discordant mates = 3
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RETAINED PROTEIN DOMAINS
reading frame unclear

AF−4 proto−oncoprotein N−terminal region

Ets−domain

Sterile alpha motif (SAM)/Pointed domain

SUPPORTING READ COUNT

Split reads = 22
Discordant mates = 1
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Genes are not protein−coding.

SUPPORTING READ COUNT

Split reads = 21
Discordant mates = 1
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SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0
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Genes are not protein−coding.

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0
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Genes are not protein−coding.

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0
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Genes are not protein−coding.

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0
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GOLPH3

RETAINED PROTEIN DOMAINS
reading frame unclear

Golgi phosphoprotein 3 (GPP34)

SUPPORTING READ COUNT

Split reads = 15
Discordant mates = 0
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KLRC4 KLRK1

RETAINED PROTEIN DOMAINS
reading frame unclear

Lectin C−type domain

SUPPORTING READ COUNT

Split reads = 15
Discordant mates = 0
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PIP4K2B RNF125

RETAINED PROTEIN DOMAINS
reading frame unclear

Drought induced 19 protein (Di19), zinc−binding

C2HC Zing finger domain

Zinc finger, C3HC4 type (RING finger)

SUPPORTING READ COUNT

Split reads = 14
Discordant mates = 1
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No protein domains retained in fusion.

SUPPORTING READ COUNT

Split reads = 14
Discordant mates = 0
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No protein domains retained in fusion.

SUPPORTING READ COUNT

Split reads = 5
Discordant mates = 0
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RETAINED PROTEIN DOMAINS
reading frame unclear

Zinc finger, C3HC4 type (RING finger)

Citrate synthase, C−terminal domain

CoA−ligase

CoA binding domain

ATP citrate lyase citrate−binding

SUPPORTING READ COUNT

Split reads = 13
Discordant mates = 1
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RETAINED PROTEIN DOMAINS
reading frame unclear

Zinc finger, C3HC4 type (RING finger)

Citrate synthase, C−terminal domain

CoA−ligase

CoA binding domain

ATP citrate lyase citrate−binding

SUPPORTING READ COUNT

Split reads = 3
Discordant mates = 1
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RETAINED PROTEIN DOMAINS
reading frame unclear

CoA−transferase family III

SUPPORTING READ COUNT

Split reads = 13
Discordant mates = 0
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RORA ZNF774

RETAINED PROTEIN DOMAINS
reading frame unclear

Zinc finger, C2H2 type

SUPPORTING READ COUNT

Split reads = 12
Discordant mates = 0
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RETAINED PROTEIN DOMAINS
reading frame unclear

Zinc finger, C2H2 type

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0
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SLFN12L

RETAINED PROTEIN DOMAINS
reading frame unclear

Putative DNA−binding domain

SUPPORTING READ COUNT

Split reads = 11
Discordant mates = 3
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Genes are not protein−coding.

SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 0
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No protein domains retained in fusion.

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0
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SNED1 RAD51C

RETAINED PROTEIN DOMAINS
reading frame unclear

Rad51

SUPPORTING READ COUNT

Split reads = 11
Discordant mates = 0
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POTEG MTRNR2L12

RETAINED PROTEIN DOMAINS
reading frame unclear

Ankyrin repeats (3 copies)

Humanin family

SUPPORTING READ COUNT

Split reads = 9
Discordant mates = 0



chromosome 19

q13.2

chromosome 19

q13.2

SHKBP1
ENST00000291842.10

SPTBN4
ENST00000338932.7

breakpoint1
chr19:40578542

breakpoint2
chr19:40549189

0

6669

C
ov

er
ag

e

1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18 1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18 19 20 21 2223 24 25 26 27 28 29 30 31 32 33 34 35 36 37

1 2 3 4 5 621 2223 24 25 26 27 28 29 30 31 32 33 34 35 36 37

4 kbp
introns not to scale

SP
TB

N4
SHKBP1

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

SHKBP1 SPTBN4

RETAINED PROTEIN DOMAINS
reading frame unclear

BTB/POZ domain

Pleckstrin homology domain

Spectrin repeat

SUPPORTING READ COUNT

Split reads = 7
Discordant mates = 2
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No protein domains retained in fusion.

SUPPORTING READ COUNT

Split reads = 7
Discordant mates = 1


