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

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

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

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

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

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

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

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

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

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

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

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

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



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

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

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

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

3 ʹ

5 ʹ

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

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



gene ENSG00000130816
P rotein coding

primary transc ript ENST00000340748

primary transc ript ENST00000359526

primary transc ript ENST00000592705
Nonsense mediated decay

primary transc ript ENST00000676604
protein_coding_C DS_not_defined

primary transc ript ENST00000676610

primary transc ript ENST00000676820
Retained intron

primary transc ript ENST00000676868
Retained intron

primary transc ript ENST00000677013
Nonsense mediated decay

primary transc ript ENST00000677250
Nonsense mediated decay

primary transc ript ENST00000677616
Nonsense mediated decay

primary transc ript ENST00000677634
Nonsense mediated decay

primary transc ript ENST00000677685
Nonsense mediated decay

primary transc ript ENST00000677783
Retained intron

primary transc ript ENST00000677946

primary transc ript ENST00000678024
Retained intron

primary transc ript ENST00000678694
Retained intron

primary transc ript ENST00000678804

primary transc ript ENST00000679103

primary transc ript ENST00000679313

primary transc ript ENST00000585843
Retained intron



1

coding sequence ENSP 00000345739

V YC KHGHLC PIDTGLIEKNIELFFSGSA KP IYDDDP SLE,,GGV NGKNLGPINEWWITGFDGGEKA LIGFST,,SFA EY ILM DPSP EYA P IFGLMQ E
KIY ISKIV V EFLQ SNSDSTYEDLINKIE,,T TV P P SGLNLNRFTEDSLLRHA Q FV V EQ V ESYDEA GDSDEQ P IFLTP C MRDLIKLA GV TLGQ R,,R
A Q A RRQ TIRHSTREKDRGP TKATTTKLV YQ IFDTFFA EQ IEKDDREDKENA FKRRRC GV C E ,,V C Q Q P EC GKC KA C KDMV KFGGSGRSKQ A C
Q ER279 amino ac ids   =  31 .4 kDa

1

coding sequence ENSP 00000352516

V YC KHGHLC PIDTGLIEKNIELFFSGSA KP IYDDDP SLE,,GGV NGKNLGPINEWWITGFDGGEKA LIGFST,,SFA EY ILM DPSP EYA P IFGLMQ E
KIY ISKIV V EFLQ SNSDSTYEDLINKIE,,T TV P P SGLNLNRFTEDSLLRHA Q FV V EQ V ESYDEA GDSDEQ P IFLTP C MRDLIKLA GV TLGQ R,,R
A Q A RRQ TIRHSTREKDRGP TKATTTKLV YQ IFDTFFA EQ IEKDDREDKENA FKRRRC GV C E ,,V C Q Q P EC GKC KA C KDMV KFGGSGRSKQ A C
Q ER279 amino ac ids   =  31 .4 kDa

1

coding sequence ENSP 00000504236

V YC KHGHLC PIDTGLIEKNIELFFSGSA KP IYDDDP SLE,,GGV NGKNLGPINEWWITGFDGGEKA LIGFST,,SFA EY ILM DPSP EYA P IFGLMQ E
KIY ISKIV V EFLQ SNSDSTYEDLINKIE,,T TV P P SGLNLNRFTEDSLLRHA Q FV V EQ V ESYDEA GDSDEQ P IFLTP C MRDLIKLA GV TLGQ R,,R
A Q A RRQ TIRHSTREKDRGP TKATTTKLV YQ IFDTFFA EQ IEKDDREDKENA FKRRRC GV C E ,,V C Q Q P EC GKC KA C KDMV KFGGSGRSKQ A C
Q ER279 amino ac ids   =  31 .4 kDa

1

coding sequence ENSP 00000504202

V YC KHGHLC PIDTGLIEKNIELFFSGSA KP IYDDDP SLE,,GGV NGKNLGPINEWWITGFDGGEKA LIGFST,,SFA EY ILM DPSP EYA P IFGLMQ E
KIY ISKIV V EFLQ SNSDSTYEDLINKIE,,T TV P P SGLNLNRFTEDSLLRHA Q FV V EQ V ESYDEA GDSDEQ P IFLTP C MRDLIKLA GV TLGQ R,,R
A Q A RRQ TIRHSTREKDRGP TKATTTKLV YQ IFDTFFA EQ IEKDDREDKENA FKRRRC GV C E ,,V C Q Q P EC GKC KA C KDMV KFGGSGRSKQ A C
Q ER279 amino ac ids   =  31 .4 kDa

1

coding sequence ENSP 00000503853

V YC KHGHLC PIDTGLIEKNIELFFSGSA KP IYDDDP SLE,,GGV NGKNLGPINEWWITGFDGGEKA LIGFST,,SFA EY ILM DPSP EYA P IFGLMQ E
KIY ISKIV V EFLQ SNSDSTYEDLINKIE,,T TV P P SGLNLNRFTEDSLLRHA Q FV V EQ V ESYDEA GDSDEQ P IFLTP C MRDLIKLA GV TLGQ R,,R
A Q A RRQ TIRHSTREKDRGP TKATTTKLV YQ IFDTFFA EQ IEKDDREDKENA FKRRRC GV C E ,,V C Q Q P EC GKC KA C KDMV KFGGSGRSKQ A C
Q ER279 amino ac ids   =  31 .4 kDa

1

coding sequence ENSP 00000503151

V YC KHGHLC PIDTGLIEKNIELFFSGSA KP IYDDDP SLE,,GGV NGKNLGPINEWWITGFDGGEKA LIGFST,,SFA EY ILM DPSP EYA P IFGLMQ E
KIY ISKIV V EFLQ SNSDSTYEDLINKIE,,T TV P P SGLNLNRFTEDSLLRHA Q FV V EQ V ESYDEA GDSDEQ P IFLTP C MRDLIKLA GV TLGQ R,,R
A Q A RRQ TIRHSTREKDRGP TKATTTKLV YQ IFDTFFA EQ IEKDDREDKENA FKRRRC GV C E ,,V C Q Q P EC GKC KA C KDMV KFGGSGRSKQ A C
Q ER279 amino ac ids   =  31 .4 kDa

1

coding sequence ENSP 00000504512

V YC KHGHLC PIDTGLIEKNIELFFSGSA KP IYDDDP SLE,,GGV NGKNLGPINEWWITGFDGGEKA LIGFST,,SFA EY ILM DPSP EYA P IFGLMQ E
KIY ISKIV V EFLQ SNSDSTYEDLINKIE,,T TV P P SGLNLNRFTEDSLLRHA Q FV V EQ V ESYDEA GDSDEQ P IFLTP C MRDLIKLA GV TLGQ R,,R
A Q A RRQ TIRHSTREKDRGP TKATTTKLV YQ IFDTFFA EQ IEKDDREDKENA FKRRRC GV C E ,,V C Q Q P EC GKC KA C KDMV KFGGSGRSKQ A C
Q ER279 amino ac ids   =  31 .4 kDa

WT  = A
SNV  = G



primary transc ript ENST00000586799
Nonsense mediated decay

primary transc ript ENST00000679100
Retained intron

primary transc ript ENST00000678647
Retained intron

primary transc ript ENST00000586667
Retained intron



TTA GTTATGA C TGGC TC TGGA A C TG
44% GC   /  7703.1  Da

A C ATTTGGGTA C GGGATGA C
50% GC   /  6197.1  Da

TTC C A C A C C TC C TC TGTTC A C C C C A GC ATTTGC C GA ATA C ATTC TGATGGATC C C A GTC C C GA GTGTGC GC C C ATATTTGGGC TGATG
C A GGA GA A GATC53% GC   /  30 ,631.8  Da

C C C A A ATATGGGC GC ATA C T
50% GC   /  6086.0  Da

C A ATTTGC TC TGC GA A GA A A GTATC
40% GC   /  7665.1  Da


