
chromosome 5

q31.3

chromosome 5

q31.3

PCDHGA4
ENST00000612927.1

PCDHGB6
ENST00000520790.1

breakpoint1
chr5:141357621

breakpoint2
chr5:141494807

0

15177

C
ov

er
ag

e

1 1 2 3 4

1 2 3 4

2 kbp
introns not to scale

P
C

D
H

G
A

4

P
C

D
H

G
B

6

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

PCDHGA4 PCDHGB6

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin−like

Cadherin domain

Cadherin cytoplasmic C−terminal

Cadherin C−terminal cytoplasmic tail, catenin−binding region

SUPPORTING READ COUNT

Split reads = 233
Discordant mates = 2



chromosome 5

q31.3

chromosome 5

q31.3

PCDHGA4
ENST00000612927.1

PCDHGB6
ENST00000520790.1

breakpoint1
chr5:141357621

breakpoint2
chr5:141409268

0

15177

C
ov

er
ag

e

1 1 2 3 4

1 1 2 3 4

2 kbp
introns not to scale

P
C

D
H

G
A

4

P
C

D
H

G
B

6

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

PCDHGA4 PCDHGB6

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin−like

Cadherin domain

Cadherin cytoplasmic C−terminal

Cadherin C−terminal cytoplasmic tail, catenin−binding region

Cadherin cytoplasmic C−terminal

Cadherin domain

SUPPORTING READ COUNT

Split reads = 3
Discordant mates = 2



chromosome 5

q31.3

chromosome 5

q31.3

PCDHGA4
ENST00000612927.1

PCDHGB7
ENST00000398594.4

breakpoint1
chr5:141357621

breakpoint2
chr5:141494807

0

15177

C
ov

er
ag

e

1 1 2 3 4

1 2 3 4

2 kbp
introns not to scale

P
C

D
H

G
A

4

P
C

D
H

G
B

7

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

PCDHGA4 PCDHGB7

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin−like

Cadherin domain

Cadherin cytoplasmic C−terminal

Cadherin C−terminal cytoplasmic tail, catenin−binding region

SUPPORTING READ COUNT

Split reads = 233
Discordant mates = 2



chromosome 5

q31.3

chromosome 5

q31.3

PCDHGA4
ENST00000612927.1

PCDHGC3
ENST00000308177.5

breakpoint1
chr5:141357621

breakpoint2
chr5:141494807

0

15177

C
ov

er
ag

e

1 1 2 3 4

1 2 3 4

2 kbp
introns not to scale

P
C

D
H

G
A

4

P
C

D
H

G
C

3

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

PCDHGA4 PCDHGC3

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin−like

Cadherin domain

Cadherin cytoplasmic C−terminal

Cadherin C−terminal cytoplasmic tail, catenin−binding region

SUPPORTING READ COUNT

Split reads = 233
Discordant mates = 2



chromosome 5

q31.3

chromosome 5

q31.3

PCDHGA4
ENST00000612927.1

PCDHGC4
ENST00000306593.1

breakpoint1
chr5:141357621

breakpoint2
chr5:141494807

0

15177

C
ov

er
ag

e

1 1 2 3 4

1 2 3 4

2 kbp
introns not to scale

P
C

D
H

G
A

4

P
C

D
H

G
C

4

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

PCDHGA4 PCDHGC4

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin−like

Cadherin domain

Cadherin cytoplasmic C−terminal

Cadherin C−terminal cytoplasmic tail, catenin−binding region

SUPPORTING READ COUNT

Split reads = 233
Discordant mates = 2



chromosome 5

q31.3

chromosome 5

q31.3

PCDHGA4
ENST00000612927.1

PCDHGC5
ENST00000252087.3

breakpoint1
chr5:141357621

breakpoint2
chr5:141494807

0

15177

C
ov

er
ag

e

1 1 2 3 4

1 2 3 4

2 kbp
introns not to scale

P
C

D
H

G
A

4

P
C

D
H

G
C

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

PCDHGA4 PCDHGC5

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin−like

Cadherin domain

Cadherin cytoplasmic C−terminal

Cadherin C−terminal cytoplasmic tail, catenin−binding region

SUPPORTING READ COUNT

Split reads = 233
Discordant mates = 2



chromosome 6

q14.1

chromosome 6

q12

SENP6
ENST00000370010.6

EYS
ENST00000370621.7

breakpoint1
chr6:75602576

breakpoint2
chr6:64822822

0

4958

C
ov

er
ag

e

1 2 3 4 5 6 7 8 9 101112 1314151617 18 19202122 23 44 4342414039383736 353433323130292827 26 2524232221201918171615141312 1110 9 8 7 6 5 4 3 2 1

1 44434241403938373635343332313029282726252423222120

6 kbp
introns not to scale

EY
S

SENP6

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

SENP6 EYS

RETAINED PROTEIN DOMAINS
reading frame unclear

Laminin G domain

Human growth factor−like EGF

Laminin G domain

EGF−like domain

Laminin G domain

EGF−like domain

Laminin G domain

Human growth factor−like EGF

EGF−like domain

SUPPORTING READ COUNT

Split reads = 145
Discordant mates = 6



chromosome 6

q14.1

chromosome 6

q12

SENP6
ENST00000370010.6

EYS
ENST00000370621.7

breakpoint1
chr6:75602576

breakpoint2
chr6:64813577

0

4958

C
ov

er
ag

e

1 2 3 4 5 6 7 8 9 101112 1314151617 18 19202122 23 44 4342414039383736 353433323130292827 26 2524232221201918171615141312 1110 9 8 7 6 5 4 3 2 1

1 4443424140393837363534333231302928272625242322

6 kbp
introns not to scale

EY
S

SENP6

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

SENP6 EYS

RETAINED PROTEIN DOMAINS
reading frame unclear

Laminin G domain

Human growth factor−like EGF

Laminin G domain

EGF−like domain

Laminin G domain

EGF−like domain

Laminin G domain

Human growth factor−like EGF

EGF−like domain

SUPPORTING READ COUNT

Split reads = 8
Discordant mates = 1



chromosome 5

q31.3

chromosome 5

q31.3

PCDHA6
ENST00000378126.4

PCDHAC1
ENST00000253807.3

breakpoint1
chr5:140830485

breakpoint2
chr5:140978949

0

5804

C
ov

er
ag

e

1 1 2 3 4

1 2 3 4

2 kbp
introns not to scale

P
C

D
H

A
6

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

PCDHA6 PCDHAC1

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin−like

Cadherin domain

Cadherin C−terminal cytoplasmic tail, catenin−binding region

SUPPORTING READ COUNT

Split reads = 128
Discordant mates = 1



chromosome 5

q31.3

chromosome 5

q31.3

PCDHA6
ENST00000378126.4

PCDHAC1
ENST00000253807.3

breakpoint1
chr5:140829693

breakpoint2
chr5:140978949

0

5804

C
ov

er
ag

e

1 1 2 3 4

1 2 3 4

2 kbp
introns not to scale

P
C

D
H

A
6

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

PCDHA6 PCDHAC1

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin−like

Cadherin domain

Cadherin C−terminal cytoplasmic tail, catenin−binding region

SUPPORTING READ COUNT

Split reads = 11
Discordant mates = 0



chromosome 5

q31.3

chromosome 5

q31.3

PCDHA6
ENST00000378126.4

PCDHAC2
ENST00000289269.7

breakpoint1
chr5:140830485

breakpoint2
chr5:140978949

0

5804

C
ov

er
ag

e

1 1 2 3 4

1 2 3 4

2 kbp
introns not to scale

P
C

D
H

A
6

P
C

D
H

AC
2

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

PCDHA6 PCDHAC2

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin−like

Cadherin domain

Cadherin C−terminal cytoplasmic tail, catenin−binding region

SUPPORTING READ COUNT

Split reads = 128
Discordant mates = 1



chromosome 5

q31.3

chromosome 5

q31.3

PCDHA6
ENST00000378126.4

PCDHAC2
ENST00000289269.7

breakpoint1
chr5:140829693

breakpoint2
chr5:140978949

0

5804

C
ov

er
ag

e

1 1 2 3 4

1 2 3 4

2 kbp
introns not to scale

P
C

D
H

A
6

P
C

D
H

AC
2

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

PCDHA6 PCDHAC2

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin−like

Cadherin domain

Cadherin C−terminal cytoplasmic tail, catenin−binding region

SUPPORTING READ COUNT

Split reads = 11
Discordant mates = 0



chromosome 17

q23.2

chromosome 17

p13.3

TLK2
ENST00000326270.13

AC240565.1
ENST00000624936.2

breakpoint1
chr17:62560126

breakpoint2
chr17:106864

0

5130

C
ov

er
ag

e

1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18 19 20 21 22 23 8 7 6 5 4 3 2 1

1 2 3 4 5 6 7 8 9 10 8765432

2 kbp
introns not to scale

A
C

24
05

65
.1

TL
K

2

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

No protein domains retained in fusion.

SUPPORTING READ COUNT

Split reads = 125
Discordant mates = 0



chromosome 17

p12

chromosome 17

p12

TVP23C
ENST00000428082.6

CDRT4
ENST00000619038.5

breakpoint1
chr17:15503098

breakpoint2
chr17:15440285

0

4955

C
ov

er
ag

e

7 6 5 4 3 2 1 4 3 2 1

7654321 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 = 105
Discordant mates = 0



chromosome 17

p12

chromosome 17

p12

TVP23C
ENST00000428082.6

CDRT4
ENST00000619038.5

breakpoint1
chr17:15503098

breakpoint2
chr17:15438200

0

4955

C
ov

er
ag

e

7 6 5 4 3 2 1 4 3 2 1

7654321 4

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 = 23
Discordant mates = 0



chromosome 17

p12

chromosome 17

p12

TVP23C
ENST00000428082.6

CDRT4
ENST00000619038.5

breakpoint1
chr17:15545785

breakpoint2
chr17:15440285

0

4955

C
ov

er
ag

e

7 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 = 20
Discordant mates = 0



chromosome 17

p12

chromosome 17

p12

TVP23C
ENST00000428082.6

CDRT4
ENST00000619038.5

breakpoint1
chr17:15540433

breakpoint2
chr17:15440285

0

4955

C
ov

er
ag

e

7 6 5 4 3 2 1 4 3 2 1

654321 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 = 15
Discordant mates = 0



chromosome 17

p12

chromosome 17

p12

TVP23C
ENST00000581273.5

CDRT4
ENST00000619038.5

breakpoint1
chr17:15516419

breakpoint2
chr17:15440285

0

2751

C
ov

er
ag

e

3 2 1 4 3 2 1

21 43

800 bp
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 = 8
Discordant mates = 0



chromosome 17

p12

chromosome 17

p12

TVP23C
ENST00000428082.6

CDRT4
ENST00000619038.5

breakpoint1
chr17:15540433

breakpoint2
chr17:15438200

0

4955

C
ov

er
ag

e

7 6 5 4 3 2 1 4 3 2 1

654321 4

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 = 6
Discordant mates = 0



chromosome 17

p12

chromosome 17

p12

TVP23C
ENST00000428082.6

CDRT4
ENST00000619038.5

breakpoint1
chr17:15545785

breakpoint2
chr17:15438200

0

4955

C
ov

er
ag

e

7 6 5 4 3 2 1 4 3 2 1

54321 4

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 = 4
Discordant mates = 0



chromosome 12

q21.1

chromosome 12

q14.1

TRHDE
ENST00000261180.9

CYP27B1
ENST00000228606.9

breakpoint1
chr12:72286954

breakpoint2
chr12:57766197

0

5557

C
ov

er
ag

e

1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18 19 9 8 7 6 5 4 3 2 1

1 2 98765432

4 kbp
introns not to scale

CYP27B1
TRHDE

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

TRHDE CYP27B1

RETAINED PROTEIN DOMAINS
reading frame unclear

Peptidase M1 N−terminal domain

Cytochrome P450

SUPPORTING READ COUNT

Split reads = 81
Discordant mates = 1



chromosome 12

q21.1

chromosome 12

q14.1

TRHDE
ENST00000261180.9

CYP27B1
ENST00000228606.9

breakpoint1
chr12:72273557

breakpoint2
chr12:57766197

0

5557

C
ov

er
ag

e

1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18 19 9 8 7 6 5 4 3 2 1

1 98765432

4 kbp
introns not to scale

CYP27B1
TRHDE

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

TRHDE CYP27B1

RETAINED PROTEIN DOMAINS
reading frame unclear

Peptidase M1 N−terminal domain

Cytochrome P450

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0



chromosome 4

q13.3

chromosome 4

q21.1

ANKRD17
ENST00000509867.6

CCDC158
ENST00000388914.7

breakpoint1
chr4:73085249

breakpoint2
chr4:76396486

0

16040

C
ov

er
ag

e

34 33 32 31 30 29 28 27 26 25 2423 22 21 20 19 18 17 16 15 14 13 121110 9 8 7 6 5 4 3 2 1 24 23 2221201918 1716 15 14 13 12 11 10 9 8 7 6 5 4 3 2 1

302928272625242322212019181716151413121110987654321 2423222120191817161514131211109876543

5 kbp
introns not to scale

A
N

K
R

D
17

C
C

D
C

158

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

ANKRD17 CCDC158

RETAINED PROTEIN DOMAINS
reading frame unclear

Ankyrin repeats (3 copies)

Ankyrin repeat

Ankyrin repeats (3 copies)

KH domain

Coiled−coil domain−containing protein 158

SUPPORTING READ COUNT

Split reads = 55
Discordant mates = 0



chromosome 4

q13.3

chromosome 4

q21.1

ANKRD17
ENST00000509867.6

CCDC158
ENST00000388914.7

breakpoint1
chr4:73085249

breakpoint2
chr4:76384665

0

16040

C
ov

er
ag

e

34 33 32 31 30 29 28 27 26 25 2423 22 21 20 19 18 17 16 15 14 13 121110 9 8 7 6 5 4 3 2 1 24 23 2221201918 1716 15 14 13 12 11 10 9 8 7 6 5 4 3 2 1

302928272625242322212019181716151413121110987654321 242322212019181716151413121110987654

5 kbp
introns not to scale

A
N

K
R

D
17

C
C

D
C

158

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

ANKRD17 CCDC158

RETAINED PROTEIN DOMAINS
reading frame unclear

Ankyrin repeats (3 copies)

Ankyrin repeat

Ankyrin repeats (3 copies)

KH domain

Coiled−coil domain−containing protein 158

SUPPORTING READ COUNT

Split reads = 15
Discordant mates = 0



chromosome 4

q13.3

chromosome 4

q21.1

ANKRD17
ENST00000509867.6

CCDC158
ENST00000388914.7

breakpoint1
chr4:73085249

breakpoint2
chr4:76396381

0

16040

C
ov

er
ag

e

34 33 32 31 30 29 28 27 26 25 2423 22 21 20 19 18 17 16 15 14 13 121110 9 8 7 6 5 4 3 2 1 24 23 2221201918 1716 15 14 13 12 11 10 9 8 7 6 5 4 3 2 1

302928272625242322212019181716151413121110987654321 2423222120191817161514131211109876543

5 kbp
introns not to scale

A
N

K
R

D
17

C
C

D
C

158

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

ANKRD17 CCDC158

RETAINED PROTEIN DOMAINS
reading frame unclear

Ankyrin repeats (3 copies)

Ankyrin repeat

Ankyrin repeats (3 copies)

KH domain

Coiled−coil domain−containing protein 158

SUPPORTING READ COUNT

Split reads = 3
Discordant mates = 0



chromosome 4

q13.3

chromosome 4

q21.1

ANKRD17
ENST00000509867.6

CCDC158
ENST00000388914.7

breakpoint1
chr4:73085249

breakpoint2
chr4:76383738

0

16040

C
ov

er
ag

e

34 33 32 31 30 29 28 27 26 25 2423 22 21 20 19 18 17 16 15 14 13 121110 9 8 7 6 5 4 3 2 1 24 23 2221201918 1716 15 14 13 12 11 10 9 8 7 6 5 4 3 2 1

302928272625242322212019181716151413121110987654321 2423222120191817161514131211109876

5 kbp
introns not to scale

A
N

K
R

D
17

C
C

D
C

158

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

ANKRD17 CCDC158

RETAINED PROTEIN DOMAINS
reading frame unclear

Ankyrin repeats (3 copies)

Ankyrin repeat

Ankyrin repeats (3 copies)

KH domain

Coiled−coil domain−containing protein 158

SUPPORTING READ COUNT

Split reads = 3
Discordant mates = 0



chromosome 1

p22.3

chromosome 1

p22.3

AC092807.3
ENST00000498304.5

DDAH1
ENST00000284031.13

breakpoint1
chr1:85496166

breakpoint2
chr1:85358847

0

882

C
ov

er
ag

e

4 3 2 1 6 5 4 3 2 1

21 65432

1 kbp
introns not to scale

DDAH1
AC092807.3

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

DDAH1

RETAINED PROTEIN DOMAINS
reading frame unclear

Arginine deiminase

SUPPORTING READ COUNT

Split reads = 44
Discordant mates = 2



chromosome 1

p22.3

chromosome 1

p22.3

AC092807.3
ENST00000498304.5

DDAH1
ENST00000284031.13

breakpoint1
chr1:85577984

breakpoint2
chr1:85358847

0

882

C
ov

er
ag

e

4 3 2 1 6 5 4 3 2 1

1 65432

1 kbp
introns not to scale

DDAH1
AC092807.3

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

DDAH1

RETAINED PROTEIN DOMAINS
reading frame unclear

Arginine deiminase

SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 0



chromosome 1

p22.3

chromosome 1

p22.3

AC092807.3
ENST00000488557.6

DDAH1
ENST00000284031.13

breakpoint1
chr1:85488291

breakpoint2
chr1:85358847

0

882

C
ov

er
ag

e

3 2 1 6 5 4 3 2 1

21 65432

1 kbp
introns not to scale

DDAH1
AC092807.3

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

DDAH1

RETAINED PROTEIN DOMAINS
reading frame unclear

Arginine deiminase

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 2



chromosome 1

p22.3

chromosome 1

p22.3

AC092807.3
ENST00000498304.5

DDAH1
ENST00000284031.13

breakpoint1
chr1:85577984

breakpoint2
chr1:85324883

0

882

C
ov

er
ag

e

4 3 2 1 6 5 4 3 2 1

1 65

1 kbp
introns not to scale

DDAH1
AC092807.3

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

No protein domains retained in fusion.

SUPPORTING READ COUNT
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SUPPORTING READ COUNT
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Discordant mates = 1
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SUPPORTING READ COUNT
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SUPPORTING READ COUNT
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SUPPORTING READ COUNT

Split reads = 32
Discordant mates = 0



chromosome X

p21.3

chromosome X

p22.11

AC107419.1
ENST00000661825.1

PHEX
ENST00000379374.5

breakpoint1
chrX:27393542

breakpoint2
chrX:22076388

0

2344

C
ov

er
ag

e

6 5 4 3 2 1 1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18 19 20 21 22

54321 4 5 6 7 8 9 10 11 12 13 14 15 16 17 18 19 20 21 22

3 kbp
introns not to scale

PHEX

AC107419.1

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

PHEX

RETAINED PROTEIN DOMAINS
reading frame unclear

Peptidase family M13

Peptidase family M13

SUPPORTING READ COUNT

Split reads = 3
Discordant mates = 0
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SUPPORTING READ COUNT

Split reads = 31
Discordant mates = 0
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SUPPORTING READ COUNT
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SUPPORTING READ COUNT

Split reads = 16
Discordant mates = 0
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SUPPORTING READ COUNT

Split reads = 15
Discordant mates = 1
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SUPPORTING READ COUNT

Split reads = 1
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Domain of unknown function (DUF4482)

SUPPORTING READ COUNT

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

SUPPORTING READ COUNT

Split reads = 8
Discordant mates = 3
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SUPPORTING READ COUNT

Split reads = 5
Discordant mates = 3
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SUPPORTING READ COUNT

Split reads = 2
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