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RefSeq:| NM 000053.3-NP 000044.2 v Protein

NM_001243182.1 - NP_001230111.1

Varia NM 001005918.2- NP 001005918.1 2,630 (with flanking nucleotides in both ends)]
NM_001330579.1 - NP_001317508.1

NM_001330578.1 - NP_001317507.
ﬁ NM 0000533 NP 000044.2
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gDNA (hg38) Accession ID cDNA Protein Exonfil B
NM _000053.3 c.2903T7>C p.1968T Exon 13
2.51946441A>G NM 001243182.1 c.2570T>C 0.1857T Exon 14
NM _001005918.2 c.2282T7>C p.1761T Exon 9
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® giNfHl& LT, NM_000053.3 : ¢.2903T>Cxhglo& hg38TLLRT 5 &
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)7L A Accession ID gDNA cDNA Protein | Exon{i &
hg38 NM_000053.3 £.51946441T>C | ¢.2903T>C p.1968T Exon 13
hg19 NM_000053.3 | g.52520577A>G | c.2903T>C | p.1968T | Exon 13
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@ /) LuUBREDEEED—H &L L TMD Anderson Cancer Centerdig2{t9 3

TransVar%z{E-> THARL £ 7
https://bioinformatics.mdanderson.org/transvar/

THE UNIVERSITY OF TEXAS

MD Anderson FACULTY RESEARCH PUBLIC SOFTWARE PUBLIC DATASETS PROGRAM SUPPORT
aneerCenter
Department of Bioinformatics and Computational Biology

FACULTY Home > Public Software > TransVar

RESEARCH Transvar TransVar

PUBLIC T Var i Iti tator f tic el t d i iati

SOETWARE ransVar is a multi-way annotator for genetic elements and genetic variations.

PUBLIC It operates on genomic coordinates (e.g., chr3:9.178936091G>A) and transcript-dependent cDNA as well Overview

DATASETS as protein coordinates (e.g., PIK3CA:p.E545K or PIK3CA:c.1633G>A, or NM_006218.2:p.E545K, or o TransVar | " ator 1

NP _006266.2:p.G240Afs*50), and was designed to resolve ambiguous mutation annotations arising from Description ransvar Is a mufii-way annotator for
. . : genetic elements and genetic variations.
PROGRAM differential transcript usage.
SUPPORT Development Information

TransVar supports

https.//bicinformatics.mdanderson.org/tran

« HGVS nomenclature

» both left-alignment and right-alignment convention in reporting indels. svarl
« annotation of a region based on a transcript dependent characterization Language Python
« single nucleotide variation (SNV), insertions and deletions (indels) and block substitutions Current version 2.4.0
« mutations at both coding region and intronic/UTR regions _
« transcript annotation from commonly-used databases such as Ensembl, NCBI RefSeq and GENCODE License fhe MIT License
etc Status Active
* UniProt protein id as transcript id Last updated September 7, 2018
» GRCh36, 37, 38
References

« forward annotation.

® ATP7B. NM 000053.3. ¢.2903T>C. p.1968TD/NU 7> FDIgkzHlE L T
TransVarTO®RZEHM %2 ZHEHN L 7,


https://bioinformatics.mdanderson.org/transvar/
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®@ ATP7B. NM _000053.3. ¢.2903T>C. p.1968TdD /s 7> b ZHIIC
Accession IDDIERDOFIEZ BN L T,

TransVar Annotate  About

Select a task:

Upload a plain text file of identifiers. one identifier per line, case sensitive
Reverse Forward Codon Search:

® Reverse
Annotation: Protein Annotation: cDNA Annotation: gDNA Protein
RREROZEBLEEWSRENZERL 7,

Select a reference genome:

ATP7B . 2903150
® GRCh38/hg38 GRCh37/hg19 GRCh36/hg18

Select one or more annotation databases: /

Ensembl - GENCODE UCSC Submit

RELIEZEWAY 7 DB ZANLET,
- - - ELZFHA : c.100A>T

NPTV FPDBERZEDT—ZIR—ADERL LT
F5hERLET,
Accession IDEZ AFT 578, RefseqziEIRL 7,
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® [hg38] ZU77LYRELFEATP7B ®c.2903T>ChAccessionEFS¥°
JTILEROaviEoN) 7y MEHRPRRSINE T,

c.2903T>Co/\) 7> MERICE v b

L 7=Accession IDARTENE T,

|

cordinatesiCgDNA. cDNA. proteinhRigsnF 7,
BEHHLDBMELLE - THERLTEE L,

Search: |

input transcript gene strand coordinates(gDNA/cDNA/protein) region in

ATP/B:c.2903T>C | XM_005266430 (protein_coding) JATP/B - chr13:9.51946441A>G/c.2903T>C/p.1968T \nside [cds_in_exon_14] CS
ATP/B:c.2903T>C | XM_011535120 (protein_coding) |ATP/B - chr13:9.51942481A>G/c.2903T>C/p.V968A |nside_[cds_in_exon_12] CS

ATP/B:c.2903T>C | XM_011535119 (protein_coding) |ATP/B - chr13:9.51946441A>G/c.2903T>C/p.1968T [nside_[cds_in_exon_13] CS

ATP/B:c.2903T>C |\ NM_000053 (protein_coding) ATP/B - chr13:9.51946441A>G/c.2903T>C/p.1968T /nside_[cds_in_exon_13] CS

Showing 1 to 4 of 4 entries

New Search

Accession ID : NM_0000530 &k HAWT., hgl9THOMNEICERL THET,

JZ7 7L REEFIDHA [hgl9] ICEHL CTRIFRICREBL TLEE L,
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® [hg38] TDATP7B ®c.2903T>CH/NNY 7 MICXL T [hgl9| ~nZEHad 3 ¢
/LRI arhROLSICEY 9,

TransVar Results

Search: | |
input transcript gene strand coordinates(gDNA/cDNA/protein) region in
ATP7B:c.2903T>C XM_005266430 (protein_coding) ATP/B - chr13:9.52520577A>G/c.2903T>C/p.1968T inside_[cds_in_exon_14] CSi
ATP7B:c.2903T>=C NM_000053 (protein_coding) ATP/B - chr13:9.52520577A>G/c.2903T=>C/p.I1968T |inside_[cds_in_exon_13] CS

Showing 1 to 2 of 2 entries

Accession ID gDNA (hg38) gDNA (hg19) Exonfi & Protein

NM 000053.3 .51946441A>G .52520577A>G Exon 13 0.1968T

£0D&51c [hg3s) & Thgld] & EDBRBEFINELRS &,
B)LESYaviRREEY. ELOUAYTY FOREBAEEBTEEEA.
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® Mutalyzerz W\ T, TransVarTiE o -EROER L EZIRNMLE T,
https://mutalyzer.nl/

LUMC Mutalyzer DNA tools ~ Batch Jobs v Web Services External links ~ Help v About

Welcome to the Mutalyzer website

The aim of this program suite is to support checks of Sequence Variant Nomenclature according to the guidelines of the Human Genome Variation

Society.

Name Checker

The Name Checker takes the complete sequence variant description as input and checks whether it is correct.

Examples: AB0269066.1:c.40_42del, NG_©12337.1(SDHD_v@@1):c.274G>T, LRG 24t1:c.159dup

Variant description using HGVS format Check variant description

Syntax Checker Position SNP Converter Name Generator
Takes the complete sequence Converter Allows you to convert a A user friendly interface that
variant description as input Converts chromosomal dbSNP rsld to HGVS notation. helps to make a valid HGVS
and ch?cks whether the positions to transcript variant description.

syntax Is correct. orientated positions and vice

versa.



https://mutalyzer.nl/position-converter
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® Build (&%) odbh o, BIFLE-WVWI 77 l/yxﬁaﬁu’s:‘“ﬁ L7,
Variant description (Fx#) IZ. Accession IDENSY TPV FDEHREADLET,
* NM_00001.0 ®DOEoLDEHFEHVersionzZR L THY., FICHWHL THEWZ EH
HYEITDT., ZDFEIIR—TEBIC [We found these versions:NM_~| &Rk
SNEITDT, versionzZZATHAL LI L,

Position Converter

Please supply the genome assembly which you want to use to convert your position.

Note: The Position Converter does NOT check the description or normalize it to HGVS. Use the Name Checker for this.

Build

Homo sapiens — GRCh38 (hg38)

Canis lupus familiaris — Broad CanFam3.1 (canFam3)
Homo sapiens — NCBI36 (hg18)

Homo sapiens — GRCh37 (hg19)

Homo sapiens — GRCh38 (hg38)

Mus musculus — GRCm38 (mm10)
Saccharomyces cerevisiae — SacCer_Apr2011 (sacCer3)

Variant description

Mariant description using HGVS format

Examples: NM 003002.3:c.274G>T, LRG 11t1:c.274G>T, chrll:£.111959693G>T, NC 000011.9:£.111959693G>T

Convert variant description Help
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e U777 LYVREFIICZNZT N [hg38] & [hgl9] #:FEIRL. AccessionlDIl&

NM 000053.3%3FIRL. ¢.2903T>ClcoWTiRFELF-HEE. TransVarcigohnt-
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Build Build

Homo sapiens — GRCh38 (hg38) Homo sapiens — GRCh37 (hg19)
Variant description Variant description
‘ NM_008053.3:¢c.2983T>C ‘ NM_©08053.3:c.2983T>C

Examples: NM 003002.3:c.274G>T, LRG 11t1:c.274G>T, chrill: E}{amples: NM 903002.3:c.274G>T, LRG 11t1:c.274G>T, chrl

Convert variant description

Convert variant description

Chromosomal variant Chromosomal variant
NC_000013.11:g.51946441A>G \ NC_000013.10:g.52520577A>G
Accession ID gDNA (hg38) gDNA (hg19) Exon{i & Protein

NM_000053.3 g£.51946441A>G g.52520577A>G Exon 13 p.1968T




