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Protein
Change

p.541_542QQ>Q

p.R1099Q
p.1531_1532insE
p.1335_1336insQ

p.v1082M

p.T33S

p.815_815E>EE

p.P1684del
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p.788_789insDD
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p.Q393K
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69741754
9630245
24211994
100175401
151674116
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176852113
57742494
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88649849
32973072
49076224
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193091168
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22933659
108788634
12290729
184039744
41546056
97367230
142568771
56480410
64694154
64716312
14028708
167453519
1809128
128638217
29001892
240370839
71008341
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132888072
135474445
122318386
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124393482
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Classification

In_Frame_Del
3'UTR
3'UTR
Missense_Mutation
In_Frame_lIns
In_Frame_Ins
Missense_Mutation
5'UTR
3'UTR
Missense_Mutation
3'UTR
In_Frame_lIns
3'UTR
5'UTR
5'UTR
In_Frame_Del
Splice_Site_Ins
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In_Frame_Del
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In_Frame_Del
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Reference

Allele

TGT
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dbSNP ID
Allele 1
- rs55712143
- rs10610134
T
GAG rs34737819
AAC rs34756483
T
- 67926438;rs112039303;rs590949¢
T rs74495140;rs76335800
G
TCC
AA rs3841459
T
- rs79267787;rs61749618
C rs11386977
AAGG
TGATGA
A rs115253553
C
C
T
- rs77190713
T rs115519488
G
cceect
T rs11433724;rs114233617
T
C
- rs3030295
G rs66632982
- rs72525754;rs3083879
G
T rs67890419
G
T

Annotation
Transcript

uc002sfp.2
uc002qzu.2
uc003xdy.2
uc002taf.2
ucOlleep.1
uc003ulg.2
uc001glc.2
uc002qoe.2
uc001xal.3
uc001kdy.2
uc001luub.1
uc004dnb.2
uc001ipr.2
uc003qvl.2
uc001gth.2
uc003knf.2
uc002zpb.2
uc003boz.2
uc003vtw.2
uc001yus.2
uc001pkm.2
uc003nae.3
uc010hxx.2
uc003azl.3
uc010how.1
uc011kst.1
uc001sjh.2
uc001xgu.2
uc001xha.1
uc011jxq.1
uc003qv;j.2
uc003gdu.2
uc010sbu.1
uc001usb.3
uc010pye.1
uc003dol.2
uc002bpu.1
uc010nrn.1
uc004ezu.1
ucO04etq.3
uc001rcd.2
uc002vyk.3
uc001xfs.2
uc001ykv.3
uc001lmee.2
uc003ehg.2
uc002puo.2

Other
Transcripts

AAK1_uc010fdk.2...
IAH1_uc010yiz.1...

ADAM28 _ucO11laa...

AFF3_uc002tag.2...

AKAP12_uc003qoe...

AKAP9_uc003ule....
ASTN1_uc001glb....

AURKC_uc002qoc....
BMP4_uc010aoh.2...

CACNA1F_uc010ni...
CACNB2_uc009xjz...
FGFR10OP_ucO11leg...

CHD1_uc010jbn.2...
CLTCL1_ucO11lagy...
CNTN6_uc010hbo....
CREB3L2_uc003vt...

CYFIP1_ucO001lyut...

DDX10_uc001pkil....
EDN1_uc010jpb.2...
EIFAG1_uc003fno...

EPHAG6_uc003drs....

EPHB6_uc011ksu....

ERBB3_uc009zo;....
ESR2_uc001xgv.2...
ESR2_uc001xgu.2...
ETV1_ uc011jxn.1...
CCR6_uc003qvl.2...

FGFR3_uc003gdr....

FLI1_uc010sbt.1...
FLT1_ucO10aar.1...

FMN2_uc010pyd.1...
FOXP1_uc003dom....

FES_uc010uqj.1_...

GPC3_uc004exd.1...
GPR112_uc010nsb...

GRIA3_ucO04etr....

GUCY2C_uc009zhz...
HDAC4_uc010fyz....

HIF1A_uc001xfq....

HSP90AAL ucO01y...

ILK_uc001mef.2_...
KALRN_uc003ehi....

KLK7_uc002pup.2...
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MAML2
MAML3
MAP3K1
MAP3K14
MAP3K4

MAPKS8IP2

McCL1
MDM2
MKL1
MLLT6
MN1
MSI2
MTUS2
MYH10
MYH11
MYO18B
MYST4
MYST4
NCAM1
NCAM1
NLRP3
NLRP3
NOTCH2
NR1H2
NTRK3
NUP153
PAX3
PAX3
PCM1
PCNA
PIK3C2G
PIK3R1
PINK1
PRKDC
RAPGEF2
RECQL4
RFC4
RHOA
RIF1
RIPK3
ROBO2
ROBO2
ROCK2
SCDS
SGK269
SOs1
SOs1

p.S90N
p.P8T
p.P99fs
p.604_607QQQQ>Q
p.Q767_splice
p.T949del
p.R218_splice
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p.E333D

p.D522H

p.G1019R
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p.Q1485fs
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p.176_177insQ
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uc001dep.2
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uc001pfw.1
uc003ihz.1
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uc003qtn.2
uc003bmx.2
ucO0leuz.2
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MDM2_uc009zri.2...
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NCAM1_uc001pno....
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NR1H2_uc002prv....
NTRK3_uc002bmh....
NUP153_uc003ncd...
PAX3_uc002vmy.1...
PAX3_uc002vmy.1...
PCM1_uc011kyh.1...
PCNA_uc002wlg.2...
PIK3C2G_uc001rd...
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PINK1_uc001bdn....
PRKDC_uc003xgqj....

RFC4_uc011bsc.1...
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