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Split reads = 60
Discordant mates = 0
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SCNN1A

RETAINED PROTEIN DOMAINS
reading frame unclear

Amiloride−sensitive sodium channel

SUPPORTING READ COUNT

Split reads = 40
Discordant mates = 1
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LEMD3 GRIP1

RETAINED PROTEIN DOMAINS
reading frame unclear

LEM domain

PDZ domain

PDZ domain

PDZ domain

SUPPORTING READ COUNT

Split reads = 36
Discordant mates = 0
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LEMD3 GRIP1

RETAINED PROTEIN DOMAINS
reading frame unclear

LEM domain

PDZ domain

PDZ domain

PDZ domain

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0



chromosome 12

q14.3

chromosome 12

q14.3

LEMD3
ENST00000308330.3

GRIP1
ENST00000359742.9

breakpoint1
chr12:65171118

breakpoint2
chr12:66463093

0

8934

C
ov

er
ag

e

1 2 3 4 5 6 7 8 9 10 11 12 13 25 24 23 22 21 20 19 18 17 16 15 14 13 12 11 10 9 8 7 6 5 4 3 2 1

1 252423222120191817161514131211109

3 kbp
introns not to scale

LEM
D3

G
RIP1

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

LEMD3 GRIP1

RETAINED PROTEIN DOMAINS
reading frame unclear

LEM domain

PDZ domain

PDZ domain

PDZ domain

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0
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C2CD5 PTPRD

RETAINED PROTEIN DOMAINS
reading frame unclear

C2 domain

Protein−tyrosine phosphatase

Fibronectin type III domain

Immunoglobulin domain

Immunoglobulin I−set domain

SUPPORTING READ COUNT

Split reads = 29
Discordant mates = 0
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ADAMTS13

RETAINED PROTEIN DOMAINS
reading frame unclear

Thrombospondin type 1 domain

Thrombospondin type 1 domain

ADAMTS cysteine−rich domain 2

Reprolysin (M12B) family zinc metalloprotease 

ADAMTS cysteine−rich domain 2

Metallo−peptidase family M12B Reprolysin−like

SUPPORTING READ COUNT

Split reads = 29
Discordant mates = 0
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PCDHA11 PCDHAC2

RETAINED PROTEIN DOMAINS
reading frame unclear

Cadherin−like

Cadherin domain

Cadherin C−terminal cytoplasmic tail, catenin−binding region

SUPPORTING READ COUNT

Split reads = 28
Discordant mates = 0
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UBE2N MRPL42

RETAINED PROTEIN DOMAINS
reading frame unclear

Ubiquitin−conjugating enzyme

Mitochondrial 28S ribosomal protein S32

SUPPORTING READ COUNT

Split reads = 26
Discordant mates = 1
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UBE2N MRPL42

RETAINED PROTEIN DOMAINS
reading frame unclear

Ubiquitin−conjugating enzyme

Mitochondrial 28S ribosomal protein S32

SUPPORTING READ COUNT

Split reads = 3
Discordant mates = 1
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UBE2N MRPL42

RETAINED PROTEIN DOMAINS
reading frame unclear

Ubiquitin−conjugating enzyme

Mitochondrial 28S ribosomal protein S32

SUPPORTING READ COUNT

Split reads = 2
Discordant mates = 0
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GLI1

RETAINED PROTEIN DOMAINS
reading frame unclear

Zinc finger, C2H2 type

SUPPORTING READ COUNT

Split reads = 20
Discordant mates = 0
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RETAINED PROTEIN DOMAINS
reading frame unclear

Zinc finger, C2H2 type

SUPPORTING READ COUNT

Split reads = 10
Discordant mates = 0
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GLI1

RETAINED PROTEIN DOMAINS
reading frame unclear

Zinc finger, C2H2 type

SUPPORTING READ COUNT

Split reads = 7
Discordant mates = 0
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GLI1

RETAINED PROTEIN DOMAINS
reading frame unclear

Zinc finger, C2H2 type

SUPPORTING READ COUNT

Split reads = 4
Discordant mates = 0
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GLI1

RETAINED PROTEIN DOMAINS
reading frame unclear

Zinc finger, C2H2 type

SUPPORTING READ COUNT

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

Zinc finger, C2H2 type

SUPPORTING READ COUNT

Split reads = 3
Discordant mates = 0
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GLI1

RETAINED PROTEIN DOMAINS
reading frame unclear

Zinc finger, C2H2 type

SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0
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CCDC198 NPIPB11

RETAINED PROTEIN DOMAINS
reading frame unclear

Domain of unknown function (DUF4619)

Nuclear pore complex interacting protein (NPIP)

SUPPORTING READ COUNT

Split reads = 14
Discordant mates = 0
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NPIPB11

RETAINED PROTEIN DOMAINS
reading frame unclear

Nuclear pore complex interacting protein (NPIP)

SUPPORTING READ COUNT

Split reads = 14
Discordant mates = 0
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SCNN1A VWF

RETAINED PROTEIN DOMAINS
reading frame unclear

Amiloride−sensitive sodium channel

von Willebrand factor type C domain

C8 domain

von Willebrand factor type D domain

von Willebrand factor type A domain

VWA N−terminal

Trypsin Inhibitor like cysteine rich domain

C8 domain

von Willebrand factor type D domain

Trypsin Inhibitor like cysteine rich domain

C8 domain

von Willebrand factor type D domain

Trypsin Inhibitor like cysteine rich domain

C8 domain

von Willebrand factor type D domain

SUPPORTING READ COUNT

Split reads = 10
Discordant mates = 0



chromosome 12

p13.33

chromosome 12

q13.2

WNK1
ENST00000530271.6

DGKA
ENST00000551156.5

breakpoint1
chr12:754324

breakpoint2
chr12:55936423

0

31488

C
ov

er
ag

e

1 2 3 4 5 6 7 8 9 1011 12 13 141516171819 20 21222324 25 26 27282930 31 1 2 3 4 5 6 7 8 9 101112131415161718192021 2223 24

1 2 3 4 5 6 7 8 9 101112131415161718192021 2223 24

5 kbp
introns not to scale

W
NK1

DG
KA

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

WNK1 DGKA

RETAINED PROTEIN DOMAINS
reading frame unclear

Protein kinase domain

Diacylglycerol kinase accessory domain

Diacylglycerol kinase catalytic domain

Phorbol esters/diacylglycerol binding domain (C1 domain)

Diacylglycerol kinase N−terminus

SUPPORTING READ COUNT

Split reads = 9
Discordant mates = 1
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WNK1 DGKA

RETAINED PROTEIN DOMAINS
reading frame unclear

Protein kinase domain

Diacylglycerol kinase accessory domain

Diacylglycerol kinase catalytic domain

Phorbol esters/diacylglycerol binding domain (C1 domain)

Diacylglycerol kinase N−terminus

SUPPORTING READ COUNT

Split reads = 2
Discordant mates = 0


