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Splice-Site Creating Variant, SSCV

Splice-site creating variant (ZE£Ic & > TH U Lisplice site B RL)
BRMS1L(RKO3T) ? TSC1(RK020)

—‘{ I Exon 8 'i 4{ Exon 18 I I I? Exon 19 '*

Exon 7

| | Exon 8 | | Exon 18 | | Exon 19 |

Truncation of 35bp of exon 7 Inclusion of 61bp sequence in deep intron

« BY/ LB TRE SN2 ZROMRIR Pre-mANA L

e FEAMOVICEWTBIXY VEERTIZTEDRE T ”\m
mRNA

e MBEER (FYFLEVAAYIXITLAFR) ICXDEBEDTEEME

« L—/\—EKHEERED CEP290D c.2991+1655A>G =R & * l
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Cideciyan et al., Nature Medicine, 2019

Wild-type

CEP290




NOVAD )T —=LDHEHAWSSCVDIRE 7

c T ) I NIV RIYFPh—LZEZWMANRBUERA T4

ZTED&RH ? o
« SAVNet (Shiraishi et al., Genome Research, 2018,
PCAWG et al., Nature, 2020) I I
___-II

« T /I NTURTDUTR—LDBIRFTTCEZENTWS
F—Aty NIFEDTHS.
c NSVURITYTRN—LT—IETTRATISAIVIETEEZRBRTE
TE33ZEIFTED?

. Sequencing Read Archived¥+AEDO KNSV X0 ) 7
N—LT—FhEZS !

1005 EDRNA-segh’ TEEE
DHRENGL< ;) FIFHRE !

IRAV DB
 Intron retentionZzs| R IZE (Shiraishi et al., .
Nature Communications, 2022) CITS—

Number of distinct IRAVs (Pathogenic)

IRAV DB (https://iravdb.io/)



RNA-seq/Z 7 D 5SSCVZ R T 5 ?

TCGA-DX-A1L4 (partial exon truncation by SSCV) TCGA-OR-A5JY (cryptic exon inclusion by SSCV)
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' SSCV observed in the short-reads

SSCV observed in the short-reads
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SSCV DB

SSCVDB About Download 800
SSCV DB i 600 SSCV DB v1 /
' £ 400
Towards autonomous acquisition of splicing variants R Eﬁ_ﬁjzj:ﬁifrr%— ‘ ll:ElH-}iH:Tl_—F
SSCV DB vl1.0
{200 !
24,458 DU SIS 48,569
SRA project number SRA runiD number SSCV (distinct) number O
— — NN ——ONLM
@TPPIYILRTIRILY?
IWES2 1 DRNA-seqz MIE L. 48,569MDSSCVEIRH ©COor 0o 8 NERNR S ?\7 0
- -
[=] 415 [s] SRAZ— 5 AR

lida et al., Nature Communications, 2025




CREBBP

C R E B B P Cancer Gene Census ClinGen Dosage Sensitivity Clinical Genomics DataBase -

Gene Alias CBP, KAT3A, MKHK1, RSTS, RSTS1
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CREBBP, chr16
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We found genomic variant causing
splicing changes.

- Gene: {}

-  Location: {}

- transcript changes: [}

Based on the information above,
search for literature describing
insertion variants at the same gene. If
there are some variant matches above,
please summarize their functional
Implications with the literature.
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