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T G T A A A G T A A T G T C A G T G A C G T A A A A C T G A C A A C A C A A A T C T T A A A C T T A C A T G T A G G T T T T A C T A C T C A A A G T T A A A T T C T C G G

3 ʹ

5 ʹ

T T A A T A A A A T G T G T G A G T G T G T C T C A A T T G A A

A A T T A T T T T A C A C A C T C A C A C A G A G T T A A C T T



gene ENSG00000116001
P rotein coding

primary trans cript ENST00000415783

primary trans cript ENST00000474809
Nonsense mediated decay

primary trans cript ENST00000496452
Retained intron

primary trans cript ENST00000433529

primary trans cript ENST00000481650
Retained intron

gene ENSG00000115998
P rotein coding

primary trans cript ENST00000470096
protein_coding_C DS_not_defined

primary trans cript ENST00000477044
protein_coding_C DS_not_defined

primary trans cript ENST00000445587

primary trans cript ENST00000282574

primary trans cript ENST00000416149

coding sequence ENSP 00000282574

MEDEMP KTL,,YV GNLSRDV TEA LILQ LFSQ IGP C KNC KMIMD,,TA GNDP YC FV EFHEHRHA A A A LA A MNGRKIM GK,,EV KV NWATTP SSQ KKDT
S,,SSTV V STQ RSQ ,,DHFHV FV GDLSPEITTEDIKA A FA P FGRIS,,DA RV V KDMATGKSKGYGFV SFFNKW,,DA ENA IQ Q MGGQ WLGGRQ IRTNW
ATRKP PA P KSTYE,,SNTKQ LSYDEV V NQ SSP SNC TV YC GGV TSGLT,,EQ LMRQ TFSP FGQ IMEIRV FP DKGYSFV R,,FNSHESA A HA IV SV NGTT
IEGHV V KC YWGKETLDM INP V Q Q ,,NQ IGYP Q P YGQ WGQ WYGNA Q Q IGQ YMP NGWQ V P A YGMYGQ A WNQ Q GFN,,Q TQ SSA PWMGP NYGV
Q P P Q GQ NGSMLPNQ PSGYRV A GYETQ *385 amino ac ids   =  42 .8  kDa

coding sequence ENSP 00000404023

MEDEMP KTL,,YV GNLSRDV TEA LILQ LFSQ IGP C KNC KMIMD,,TA GNDP YC FV EFHEHRHA A A A LA A MNGRKIM GK,,EV KV NWATTP SSQ KKDT
S,,NHFHV FV GDLSP EITTEDIKA A FA P FGRIS,,DA RV V KDMATGKSKGYGFV SFFNKW,,DA ENA IQ Q MGGQ WLGGRQ IRTNWATRKP PA P KSTY
E,,SNTKQ LSYDEV V NQ SSP SNC TV YC GGV TSGLT,,EQ LMRQ TFSPFGQ IMEIRV FP DKGYSFV R,,FNSHESA A HA IV SV NGTT IEGHV V KC YWG
KETLDMINP V Q Q ,,Q NQ IGYP Q P YGQ WGQ WYGNA Q Q IGQ YMPNGWQ V P A YGM YGQ A WNQ Q GFN,,Q TQ SSA P WMGP NYGV Q P P Q GQ NGS
MLPNQ PSGYRV A GYETQ *375 amino ac ids   =  41 .8  kDa

coding sequence ENSP 00000401371

MEDEMP KTL,,YV GNLSRDV TEA LILQ LFSQ IGP C KNC KMIMD,,TA GNDP YC FV EFHEHRHA A A A LA A MNGRKIM GK,,EV KV NWATTP SSQ KKDT
S,,SSTV V STQ RSQ ,,DHFHV FV GDLSPEITTEDIKA A FA P FGRIS,,DA RV V KDMATGKSKGYGFV SFFNKW,,DA ENA IQ Q MGGQ WLGGRQ IRTNW
ATRKP PA P KSTYE,,SNTKQ LSYDEV V NQ SSP SNC TV YC GGV TSGLT,,EQ LMRQ TFSP FGQ IMEIRV FP DKGYSFV R,,FNSHESA A HA IV SV NGTT
IEGHV V KC YWGKETLDM INP V Q Q ,,Q NQ IGYP Q P YGQ WGQ WYGNA Q Q IGQ YMP NGWQ V PA YGMYGQ A WNQ Q GFN,,Q TQ SSA P WMGP NYG
V Q P P Q GQ NGSMLPNQ PSGYRV A GYETQ *386 amino ac ids   =  43 .0  kDa



coding sequence ENSP 00000399567

MEDEMP KTL,,YV GNLSRDV TEA LILQ LFSQ IGP C KNC KMIMD,,TA GNDP YC FV EFHEHRHA A A A LA A MNGRKIM GK,,EV KV NWATTP SSQ KKDT
S,,NHFHV FV GDLSP EITTEDIKA A FA P FGRIS,,DA RV V KDMATGKSKGYGFV SFFNKW,,DA ENA IQ Q MGGQ WLGGRQ IRTNWATRKP PA P KSTY
E,,SNTKQ LSYDEV V NQ SSP SNC TV YC GGV TSGLT,,EQ LMRQ TFSPFGQ IMEIRV FP DKGYSFV R,,Q TQ SSA P WM GPNYGV Q P P Q GQ NGSMLP N
Q P SGYRV A GYETQ *285 amino ac ids   =  31 .6  kDa

coding sequence ENSP 00000413751

MEDEMP KTL,,YV GNLSRDV TEA LILQ LFSQ IGP C KNC KMIMD,,TA GNDP YC FV EFHEHRHA A A A LA A MNGRKIM GK,,EV KV NWATTP SSQ KKDT
S,,SSTV V STQ RSQ ,,DHFHV FV GDLSPEITTEDIKA A FA P FGRIS,,DA RV V KDMATGKSKGYGFV SFFNKW,,DA ENA IQ Q MGGQ WLGGRQ IRTNW
ATRKP PA P KSTYEC RC IGEEKEMWNFGEKYA RF*214 amino ac ids   =  24 .1  kDa

primary trans cript ENST00000361692

coding sequence ENSP 00000354838

IRR*P FQ RC DRSSNSATL*P DWTL*KLQ NDYG,,YSWK*SLLFC GV S*A SSC SC SISC YEWTEDNG*,,GSQ SELGNNP*Q SKERYKQ ,,SFP C LC W*
SQ P RNYN*RYKSC FC T IWKNI ,,RC P SGKRHGNRKV *GIWLC LLFQ Q MGELSEKC MDNA *RV

152 codons  (11  internal s top codons)

primary trans cript ENST00000454815

primary trans cript ENST00000496096
Retained intron

primary trans cript ENST00000477415
Retained intron

primary trans cript ENST00000474699
Retained intron

primary trans cript ENST00000482876
protein_coding_C DS_not_defined

primary trans cript ENST00000484065
Retained intron

primary trans cript ENST00000468787
protein_coding_C DS_not_defined

primary trans cript ENST00000497672
Retained intron

coding sequence ENSP 00000402263

MRQ TFSP FGQ IMEIRV FP DKGYSFV R,,FNSHESA A HA IV SV NGTTIEGHV V KC YWGKETLDMINP V Q Q ,,Q NQ IGYPQ PYGQ WGQ WYGNA Q Q I
GQ YMP NGWQ V P A YGMYGQ A WNQ Q G

114 amino ac ids   =  13 .1  kDa

primary trans cript ENST00000495774
Retained intron

primary trans cript ENST00000486392
Retained intron



WT = C
SNV  = T



TC TTTC A GGTA GTGGTTTC C TC A GC
48% GC   /  7630.0  Da

A ATC A GTGGATTTC C TC TC C
45% GC   /  6043.0  Da

TTTC ATA C C C TGC C A C TC GATA C C C A GA A GGC TGATTGGGC A A C ATGC TGC C ATTTTGC C C TTGA GGC A GTTGC A C TC C ATA ATTTGGTC
C C ATC C ATGG51% GC   /  30 ,621.9  Da

TATGGA GTGC A A C C GC C TC A
55% GC   /  6102.0  Da

GA GATGGGA C A GC TC A A A C A ATGC C
52% GC   /  7709.1  Da


