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RETAINED PROTEIN DOMAINS
reading frame unclear

G−protein alpha subunit

SUPPORTING READ COUNT

Split reads = 41
Discordant mates = 0
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RETAINED PROTEIN DOMAINS
reading frame unclear

Proteasome−substrate−size regulator, mid region

Acylphosphatase

SUPPORTING READ COUNT

Split reads = 107
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SUPPORTING READ COUNT
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SMARCA5 CACNA1C

RETAINED PROTEIN DOMAINS
reading frame unclear

SNF2−related 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 = 102
Discordant mates = 1
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reading frame unclear

SNF2−related 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 = 41
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reading frame unclear

tRNA (Uracil−5−)−methyltransferase

Methyltransferase domain

tRNA (Uracil−5−)−methyltransferase

Proline dehydrogenase

SUPPORTING READ COUNT

Split reads = 75
Discordant mates = 2
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Proline dehydrogenase

SUPPORTING READ COUNT

Split reads = 15
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SUPPORTING READ COUNT

Split reads = 15
Discordant mates = 0



chromosome 22

q11.21

chromosome 22

q11.21

TRMT2A
ENST00000439169.2

PRODH
ENST00000357068.11

breakpoint1
chr22:20112473

breakpoint2
chr22:18922933

0

7796

C
ov

er
ag

e

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

121110987654321 14131211109876

2 kbp
introns not to scale

PRODH

TRMT2A

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

TRMT2A PRODH

RETAINED PROTEIN DOMAINS
reading frame unclear

tRNA (Uracil−5−)−methyltransferase
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Proline dehydrogenase

SUPPORTING READ COUNT
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Proline dehydrogenase
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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 = 75
Discordant mates = 1
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RETAINED PROTEIN DOMAINS
reading frame unclear

Eukaryotic protein of unknown function (DUF846)

CMT1A duplicated region transcript 4 protein
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Split reads = 48
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CMT1A duplicated region transcript 4 protein
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Split reads = 38
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Eukaryotic protein of unknown function (DUF846)

CMT1A duplicated region transcript 4 protein
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CMT1A duplicated region transcript 4 protein
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No protein domains retained in fusion.
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RETAINED PROTEIN DOMAINS
reading frame unclear

Putative DNA−binding domain
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Genes are not protein−coding.

SUPPORTING READ COUNT
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RETAINED PROTEIN DOMAINS
reading frame unclear

Caspase activity and apoptosis inhibitor 1

Leucine−rich repeat family 19 TM domain

Leucine rich repeat

SUPPORTING READ COUNT

Split reads = 33
Discordant mates = 0
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SUPPORTING READ COUNT

Split reads = 2
Discordant mates = 0
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Translocon−associated protein (TRAP), alpha subunit

SUPPORTING READ COUNT

Split reads = 30
Discordant mates = 0
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Domain of unknown function (DUF4600)

Helix−loop−helix DNA−binding domain

SUPPORTING READ COUNT

Split reads = 28
Discordant mates = 0
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reading frame unclear

von Willebrand factor type C domain

Rhodanese−like domain

Rab−GTPase−TBC domain

Protein kinase domain

SUPPORTING READ COUNT

Split reads = 23
Discordant mates = 0
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SUPPORTING READ COUNT

Split reads = 1
Discordant mates = 0
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Autism susceptibility gene 2 protein

SUPPORTING READ COUNT

Split reads = 13
Discordant mates = 0
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No protein domains retained in fusion.

SUPPORTING READ COUNT

Split reads = 10
Discordant mates = 0


