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Split reads = 60
Discordant mates = 0



chromosome 16

p13.2

chromosome 17

q21.2

GRIN2A
ENST00000562109.5

JUP
ENST00000424457.5

breakpoint1
chr16:9798277

breakpoint2
chr17:41772926

0

162250

C
ov

er
ag

e

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

1110987654321 5432

2 kbp
introns not to scale

G
R

IN
2A

JU
P

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

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 = 1
Discordant mates = 0
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WW domain

Susceptibility to monomelic amyotrophy

SUPPORTING READ COUNT

Split reads = 47
Discordant mates = 0
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WW domain

Susceptibility to monomelic amyotrophy

SUPPORTING READ COUNT
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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 = 46
Discordant mates = 0
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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 = 4
Discordant mates = 0
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CRAL/TRIO domain

Spectrin repeat

RhoGEF domain

PH domain

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 = 38
Discordant mates = 0
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reading frame unclear

CRAL/TRIO domain

Spectrin repeat

RhoGEF domain

PH domain

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 = 12
Discordant mates = 0
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No protein domains retained in fusion.
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Split reads = 27
Discordant mates = 0
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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 = 27
Discordant mates = 0
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reading frame unclear

bZIP transcription factor

Hermansky−Pudlak syndrome 3, C−terminal

Hermansky−Pudlak syndrome 3, middle region

SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 0
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reading frame unclear

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 = 21
Discordant mates = 0
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Domain of unknown function (DUF4588)

SUPPORTING READ COUNT
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No protein domains retained in fusion.
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Split reads = 20
Discordant mates = 0
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No protein domains retained in fusion.
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RETAINED PROTEIN DOMAINS
reading frame unclear

Per1−like family

Intermediate filament protein

SUPPORTING READ COUNT

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

SUPPORTING READ COUNT

Split reads = 17
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Nebulin repeat

SUPPORTING READ COUNT

Split reads = 17
Discordant mates = 0
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Nebulin repeat
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Thioredoxin

Leucine Rich repeat

NACHT domain

SUPPORTING READ COUNT

Split reads = 16
Discordant mates = 0
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RETAINED PROTEIN DOMAINS
reading frame unclear

ATF−interacting protein binding domain

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

Ligand−gated ion channel

SUPPORTING READ COUNT

Split reads = 14
Discordant mates = 0
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ATF−interacting protein binding domain

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

Ligand−gated ion channel
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RETAINED PROTEIN DOMAINS
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WW domain

PACS−1 cytosolic sorting protein

SUPPORTING READ COUNT
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CASC3 KRT15

RETAINED PROTEIN DOMAINS
reading frame unclear

Intermediate filament protein

SUPPORTING READ COUNT

Split reads = 12
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RETAINED PROTEIN DOMAINS
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Intermediate filament protein

SUPPORTING READ COUNT

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

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

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

Cilia− and flagella−associated protein 300

SUPPORTING READ COUNT

Split reads = 11
Discordant mates = 0



chromosome 1

q23.1

chromosome 11

q22.1

KIRREL1
ENST00000359209.11

CFAP300
ENST00000434758.7

breakpoint1
chr1:157993728

breakpoint2
chr11:102075873

0

22991

C
ov

er
ag

e

1 2 3 4 5 6 7 8 9 10 11 12 13 14 15 1 2 3 4 5 6 7

1 5 6 7

3 kbp
introns not to scale

CFAP300

KIRREL1

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

KIRREL1 CFAP300
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reading frame unclear

Cilia− and flagella−associated protein 300

SUPPORTING READ COUNT

Split reads = 3
Discordant mates = 0
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Cilia− and flagella−associated protein 300

SUPPORTING READ COUNT

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

Dimerisation domain of Male−specific−Lethal 1

Myristoyl−CoA:protein N−myristoyltransferase, C−terminal domain

Myristoyl−CoA:protein N−myristoyltransferase, N−terminal domain

SUPPORTING READ COUNT

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

Lipoprotein amino terminal region

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 = 10
Discordant mates = 0
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RETAINED PROTEIN DOMAINS
reading frame unclear

Lipoprotein amino terminal region

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 = 2
Discordant mates = 0
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reading frame unclear

Mitochondrial protein from FMP27

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

SUPPORTING READ COUNT

Split reads = 8
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

SUPPORTING READ COUNT

Split reads = 3
Discordant mates = 0



chromosome 16

p13.2

chromosome 16

p13.2

GRIN2A
ENST00000562109.5

AC012178.1
ENST00000653539.1

breakpoint1
chr16:10179998

breakpoint2
chr16:9501492

0

4648

C
ov

er
ag

e

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

21 2 3 4 5

2 kbp
introns not to scale

A
C

01
21

78
.1

G
R

IN
2A

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

GRIN2A

RETAINED PROTEIN DOMAINS
reading frame unclear

Receptor family ligand binding region

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0
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Receptor family ligand binding region

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0


