D B P
) Dokkyo Medical University Hospital

£250 EETF-TOFASYRE IS —

vzl

— 51—

5%!‘4:%39‘/7“11/47“4 MERE

B ER A R RARE £ 5 -
Ll




I Bl S RN S T

2 Dokkyo Medical University Hospital

SIREEDMEIT

BHERKXFRE RK

RELUA— MRHEGF-HLARE

A

HUE47 (FFRER3FLLLE)

 BIRBEEERFRE
= SARS-CoV-2U7 L34 LPCR

= HLA DNAZAEH 18 2[EREZ1TLY.
1h A DREEBIET70042

" DAY/ LEBEI—T41—3—

= MR EGCFREDEHE

» B RFHBRE(HUH—E)




I Bl S RN S T

2 Dokkyo Medical University Hospital

EIZFHREOAR

 BEEEFEHRE (Yo H—i%)
NABEGEF/NRIVEETEEMRRIIOEENEONI-IGE

(YU LA MEE)
RIRICETEMRERIOEENE O ozi5E (REFZH)
(YU T YA MEE)

BIGMEREOEG RN




I Bl S RN S T

) Dokkyo Medical University Hospital

BUH—EDBREDRN
1% B H

PCR

= SN
Ei?\.ﬂk@]

PCREV) DA%

—r D AR

= RARIGEYDFE S

FrEZ)—ERIKE

| RO

AKX =a1—

o EITDERE
- EEFHEREKE
- [EER D EIE
T/ LAEDERE

-7/ LADNAECS| DR
® JS5A4<—{ERk
*Primer3M{ELA
® ERABTOHER
o RO
® SERH
® R&IC




I Bl S RN S T

2 Dokkyo Medical University Hospital

EIRFHIREIKREE

HRETIRECFHIEEDKEZZITHRICTRED
RHZTESEFVEEVLWTNET,

¢ BIRZFA
¢ N\MES

~ ™
ABIXEFREDT A I—IERNSBRITETE

BRCA1 NM_007294 c.5096G>A p.Argl699GInMD/\ 7 MEHREFE>THENLET .

g Y,




EL RIS PN R -
O ESEE

KEENDELO-N\)TUMEREBEL, T3/ Y—ERHICRRBL TV A IEHREHERLET

B{=F4 :BRCA1L

B &Y Accession ID %%ﬁ’:ﬁ SMvof=Accession ID
7/ LDNABRSIN T 54 X —& kBT B1=-OITB BRI | NC_ NCBI | [R#EL
4 7 L\DNABESI D/ A 7o MM BERERT BT 2 snomic DNA) SV | L
A—FAU T EBOMRE TTL U ARSI ORERET 518 | MN_ '(I;rlgln\s/?/;r NM_007294 FEHER !
QSDNJ?EE&?;?I;'\CUKZ%%I:;_EL%%?EEF o TP ((:;:oding DNA) '(I;rlgln\s/?/;r C.5096G>A FHERE !
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THE UHIVERSITY OF TEXAS
MDAnderson FACULTY RESEARCH PUBLIC SOFTWAR

aneerCenter

PUBLIC DATASETS PROGRAM SUPPORT

Depariment of Bioinformatics and Computational Biology

FACULTY Home = Public Software = TransWar
ResearcH TransVar TransV
PUBLIC T Nar i Iti tator i tic el t d tii iati
ransvar is a multi-way annotator for genetic elements and genetic variations.
SOFTWARE y g g

PUBLIC It operates on genomic coordinates (e.q., chrizg.1758936091G>A) and transcript-dependent cDNA as well as protein Ooverview
coordinates (e.g., PIK3CA p.ES45K or PIK3CAIC.1633G=A, or NIM_006218.2:p.ES45K, or NP_006266.2:p. G240A5*30),

DATASETS —-— i - i
and was designed to resolve ambiguous mutation annotations arising from differential transcript usage. Description Transvaris a mult-way annotator for genetic
elements and genetic vanations.
PROGRAM
SUPPORT TransVar supports Development Information
GitHub ) zwdzwdftransvar
» HGVS nomenclature
» both left-alignment and right-alignment convention in reporting indels. URL hitps//bioinformatics. mdanderson. orgliransvarl

» annotation of a region based on a transcript dependent characterization Language Python
» gingle nucleotide variation (SNV), insertions and deletions (indels) and block substitutions
» mutations at both coding region and intronic/UTR regions

Current version 240

« transcript annotation from commonly-used databases such as Ensembl, NCBI RefSeq and GENCODE etc License The MIT License
« UniProt protein id as transcript id Status Active
« GRCh36, 37, 38
« forward annotation. Last updated September 7, 2013
Please visit the web interface web interface and online user's guide . References
Citation Zhou, W, Chen, T, Chong, Z., et al., Trans\Var &

multileve! variant annotator for precision
genomics, Nature Methods 12 p1002 (2015).
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N7 NEER:BRCAL ¢.5096G>A p.Argl699G>A

Tra n Sva I Annotate  Abo
Select a task: N N ~ Upload and/or Enter Identifiers:
HGVS.cO/NY TR SERLET, P /
Upload a plain text file of identifiers, one identifier per line, case sensitive
Reverse Annotation: ® Reverse Annotation: Forward Annotation: Codon Search:
Protein cDNA gDNA Protein | D7 AVEER | BRENTVERA Reset

® GRCh38/hg38 GRCh37/hg19 GRCh36/hg18 Enter up to 100 identifiers, one identifier per line, case sensitive

BRCAT:c. 50966G-A 1@,@ L,T:L\/ {U7> I\O)'l‘%iﬁékjj L/-i-d—o
BRCA1:c.5096G>A

od RefS GENCODE UCcsCc .

/i")7zl~0)'lﬁ$|§€’&0) T—HARN—ADFEREL
BHDMEFEIRLEY . Accession IDEAF 11.n<Var Results
Téf:zsbs (NCBI)RefSeqZ&ERLET,

Select a reference genome:

BRRUEHLT- VS REEEIRLET, [

Select one or more annotation databases:

Ensembl

Search: | | Copy csv TSV
input transcript gene strand coordinates(gDNA/cDNA/protein) region info
BRCA1:c.5096G=A NM_007294 (protein_coding) BRCA1 - chr17:9.43063930C>T/c.5096G=>A/p.R1699Q inside_[cds_in_exon_17] | CSQN=Missense;reference_codon=CGG;alternative_codon=CAG;dbxref=GenelD:&
»
s'coordinates/ZgDNA. cDNA. proteinhREE SN FET, L

BoTWANYFUNMERELLE  BERETVET, Now Search

BREOHER.NM_007294 47/ LR 3 [EGRCh38 g.43063930C>T ¢.5096G>A
[Fexonl7IZREL TWLWSEN M of=,
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"/ LADNABESIIN T 54X —Z RS BT IR T8 NCBI TR¥R7EL

. T I =3 _ g. Clinvar | GRCh38
7/ LDNABESI /7 M BT S1-0 (genomic DNA) | TransVar [ g.43063930C>T

A—TFAL T EEBORREY T LU AR OHRET 518 | MN_ ?:;”n‘g‘/;r NM_007294 EHe:R !

MRNABRF| D /) 7 U MIEZHZET 518 C. Clinvar |c.5096G>A B2 !

EDRIBRILTHAHMNERT D= (coding DNA) | TransVar
p. Clin var
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National Library of Medicine

National Center for Biotechnology Information

[Gene v| BRCAT| |

NCBI Home Welcome to NCEI Popular Resources
Resource List (A-Z) The National Center for Biotechnology Information advances science and health by providing access to PubMed
All Resources biomedical and genomic information. Bookshelf
Chemicals & Bioassays About the NCBI | Mission | Organization | NCBI News & Blog PubMed Central
Data & Software BLAST
DNA & RNA Submit Download Learn Nucleotide
Domains & Structures Deposit data or manuscripis Transfer NCBI data to your Find help documents, attend a Genome
Genes & Expression into NCBI databases computer class or watch a tutorial SNP
Genetics & Meadicine Gene
Genomes & Maps Protein
PubChem
Homology
Literature
Proteins NCBI News & Blog
Sequence Analysis MCBI's Read Assembly and Annotation
Taxonomy Develop Analyze Research Pipeline Tool (RAPT) to Retire December
- : Use NCBI APIs and code Identify an NCBI tool for your Explore NCBI research and 2024 )
Training & Tutorials libraries to build applications data analysis task collaborative projects 16 Sep 2024
Varation A af Nacambear M4 KTRPe nilnt tonl

Changes to SRA Data Access on
Amazon Web Services (AWS)

1 Sep

Cost-effective alternatives for accessing




I Bl S RN S T

—_) Dokkyo Medical University Hospital

Homo sapiens (human)1%&&RT 3

National Library of Medicine

National Center for Biotechnology Information

Gene

Gene v|[BRCA1| [ search |

Create RS5 Save search  Advanced Help

Gene sources Tabular « 20 per page = Sort by Relevance = Sendto: = Hide sidebar >>
Genomic . . .
Mitochondria Filters: Manage Filters
Organelles See BRCA1 BRCA1 DNA repair assaciated in the Gene database
Plasmids brcal in Homo sapiens Mus musculus Rattus norvegicus All 510 Gene records Results by taxon -
Categories Top Organisms [Tree]
Alternatively spliced Search results :q?]r;w?n izzﬁﬂi .: 22‘]3’
Annotated L
N o?czdein 5 enes Items: 1 to 20 of 31254 Page of 1563 Mext=  Lasi== Strongylocentrotus purpuratus (53)
) ) Triticum aestivum (66)
Protein-coding © 5ee also 689 discontinued or replaced items. Rattus norvegicus (56)
Pseudogene All other taxa (29373)
Sequence content Location Aliases Mim More .
ccos [ BRCA1 BRCA1 DNA repair associated [Homao Chromosome 17, NC_000017.11 BRCAI, BRCC1, BROVCAT, FANCS, IRIS, PNCA4, 113705
:“?gmm D: 672 sapiens (human] (43044295.43170327, complement) PPP1R53, PSCP, RNF53 Find related data -
efSeq
RefSeqGene - oot eanar um oear lm y - . Diatahase: | Salect -
D: 12189 {(house mouse]] (101379587..101442808, complement)
Status clear
¢ Current [J Breal BRCA1, DNA repair associated [Ratfus Chromosome 10, NC_086028.1 BRCA-1
D: 497572 norvegicus (Norway rat)] (86917693..86578012, complement)
Clear all ] BRCA1 BRCA1 DNA repair associated [Canis lupus  Chromosome 8, NC_051813.1 - o
. o D: 403437 familiaris (dog)] (20677057..20743989) Search details
how additional filters - :
e BRCATLALL Fields] AND al r
(1BRCA1  BRCA1DNA repair associated [Gallus gallus  Chromosome 27, NC_052558.1 CALALL Fields] AWD alivelnrop]
D: 373883 {chicken]] (5148367..5169536, complement)
(J BRCA1 BRCA1 DNA repair associated [Bos faurus Chromosome 19, NC_037346.1 4
[ 353120 {domestic cattle)] (43069050..43140040, complement) o
earc 3
(1BRCA1 breast cancer susceptibility! [Arabidopsis ~ Chromosome 4, NC_003075.7 AT4G21070, ARABIDOPSIS THALIANA BREAST semare
D: 827854 thaliana (thale cress)] (11247991..11252757) CANCER SUSCEPTIBILITY1, AT breast cancer
susceptibility1 Recent activity .
[0 BRCA1 BRCA1 DNA repair associated [Macaca Chromosome 16, NC_041769.1 Tum OFf Clear
D: 712634 mulatta (Rhesus monkey)] (54186473..54273232, complement) Q_ BRCAT AND (alive[prop]) (31254)
[0 BRCA1 BRCA1 DNA repair associated [Pan Chromosome 19, NC_072417 .2 CK820_G0038928 Gene
D 449497 i i .
: troglodytes (chimpanzee)] (25025791..25106592) Q (70064[AllelelD]) OR (70065[AllelelD]) OR (46192[AllelelD]) (3)
[0 BRCA1 BRCA1 DNA repair associated [Monodelphis ~ Chromosome 2, NC_077228.1 Clin'/ar
D: 554178 domestica (gray short-tailed opossum)] (193283792..193360325)

B Homo =apiens BRCAT DMNA renair ascociated (BRCATY transcrint variant
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National Center for Biotechnology Information

National Library of Medicine

Gene Gene v || | w

Advanced Help
Full Report = Sendto: » Hide sidebar >>
. . . Table of content =
BRCA1 BRCA1 DNA repair associated [ Homo sapiens (human) ] & Download Datasets [J8 e ofcontents
ummary

Gene |ID: 672, updated on 12-Sep-2024 Genomic context

Summary &||? Genomic regions, transcripts, and products
Expression
Official Symbol BRCA1 provided by HGNC
Official Full Name BRCA1 DNA repair associated provided by HGNC
Primary source HGNC-HGNC-1100 Phenotypes
See related EnsemblENSG00000012048 MIM:113705; AllianceGenome: HGNC:1100
Gene type protein coding
RefSeq status REVIEWED HIV-1 interactions

Organism Homo sapiens Pathways from PubChem
Lineage Eukaryota; Metazoa; Chordata; Craniata; Vertebrata; Euteleostomi; Mammalia; Eutheria; Euarchontoglires; Primates; Haplorrhini; Catarrhini; Hominidae; Homao

Bibliography

Variation

Also known as  IRIS; PSCP; BRCAI, BRCC1; FANCS; PNCA4; RNF53; BROVCA1; PPP1R53 Interactions
Summary This gane encodes a 190 kD nuclear phosphoprotein that plays a role in maintaining genomic stability. and it also acts as a tumor suppressor. The BRCA1 gene contains 22 exons spanning about 110 kb of General gene information
DNA. The encoded protein combines with other tumeor suppressors, DNA damage sensors, and signal transducers to form a large multi-subunit protein complex known as the BRCA1-associated genome Markers, Related pseudagene(s), Potential readthrough, Homology, Gene
surveillance complex (BASC). This gene product associates with RNA polymerase II, and through the C-terminal domain, also interacts with histone deacetylase complexes. This protein thus plays a role in Onftology

transcription, DNA repair of double-stranded breaks, and recombination. Mutations in this gene are responsible for approximately 40% of inherited breast cancers and more than 80% of inherited breast and
ovarian cancers. Alternative splicing plays a role in modulating the subcellular localization and physiclogical function of this gene. Many akternatively spliced transcript variants, some of which are dissase-
associated mutations, have been described for this gene, but the full-length natures of only some of these variants has been described. A related pseudogene, which is also located on chromosome 17, has MCBI Reference Sequences (RefSeq)
been identified. [provided by RefSeq, May 2020]
Expression Broad expression in testis (RPKM 5.2), lymph node (RPKM 3.3} and 23 other tissues See more
Orthologs mouse all Additional links

Locus-specific Databases
m Try the new Gene table i
Try the new Transcript table

General protein information

Related sequences

Genome Browsers —
- - 2T
Galcmicroniaxt Variation Viewer (GRCh37.p13)
Location:  17g21.31 Variation Viewer (GRCh38)
Exon count: 31 Ensembl

Annotation release Status Assembly Chr Location ucsc
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Go to reference sequence details

Go to nucleotide: Graphice FASTA GenBank
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BHY Accession ID %%ﬁ’;ﬁ 5+ of=Accession ID
7/ LDNABLSI MW T 54T —%ER T B DI B T=6 NC_ NCBI NC_000017.11
=5 _ g. Clin var "
7/ LDNABCSID /N T U MIBZHER T 5128 (genomic DNA) | Transvar 0.43063930C>T
I— TV ORERE ) T7LU RERSIORERET BT | MN_ %'g‘n‘;@r NM_007294 FEHER !

MRNABEF|D/N\Y T U NMIEZTERT B1=0
EDIHILEEILTHAINERT 516

C.
(coding DNA)

c.5096G>A HBiER !
exonl7IZHIEd %

TS/BERH NS/ T UL tERET H1=0

p.
(protein)

p.Argl699GIn FBEHER !
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*TFIZRIA—=I)LFTBENYT UMK RENTWNSD T, BRD/NNJT R
(9.43063930C>T)ERILrsBEEF1ET,
ISBESIZH—YILEEDHESNP summaryZ#&db SNPERRKZEMNTES,
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>
Annotation GCF_000001405.40-R5_2024 08 li

= v YT

2l regicns, aggregate, NCBI RefSe
frack dafa fC.Jr‘I:II"Il"IIE range

nsembl release 112 | K] '
"

riations, dbSHP bloe wi

1/C/0 B rsBEE53053 C/A/G/T B relBmavey CACACACA/CACA/CA.. FAAAA/AAR T re3070A922E CCC/CC EE re8ashyard
RAC/G/T B rs337R9221 CAGCA/CA BT o2l ohe24t TTT/TT EEEE re2Eat7its C/R/G/T B rs8lzteaea CC/C ===
CABC/HCAGARTCAR,,., I rea37h6%224 = O rs41293459 T B rs82E0468E4 CARAG/T B ret
GCAT/- I rs3975A9223 C/R/GT B rea97savad] T/R/CA0 B e e i S0ES5E C/R/G/T B rs7aE2R42E
T/A/C/ I rsBR3caace ARR/F/AARA I sRE357 760 T/A/T/ B rs3975 Variation Type: SNV, length 1 C/A/5/T I reBEcazelar
CAR/G/T I re397oRa220 C/R/G/T B rs80356896 R/C/G/T R rs8B30E993 Alleles: C/A/GIT BAR/C/T I rs2BE976%6
T/R/CHE B rea9yhaazzs F/CAE/T B rea9yhaazze GEF[iﬁ?[fgg; E;ITS_S]NC 000017.41 @ 43063930
C/A/T B rsBA3571Z5 GCF_000001405.25: NC 000017.10 @ 41215947
A/C/6/T B reB@3c7387 Links & Toals
SNP3, dbSNP bl56 v2 | [k SNP su mmar\r m

<2{E3E10525 RIGRARTAECTARCTAL.. p=ILLLL PubMed 1 (14): eiloaa4cs f
/06 B rsOA35AESY  C/A/G/T BN rs1SRG747  CACACACA/CACA/CH.. rsBB35771 EAT'—— FESESTTOYT AATTCE TR rsSSRR4AZT]

T B rs201940420  T/RAC/G DN rsSRISEREE  ACACARAC/AC F52B61931455 B/A/C/T B 5910555398 AARA/AAA I rs357509225 CCCATTTTCC/C Emmm

RC/E/T B rs3975a522] CARCA/CH I 1550355345 C/R/6,T I rs41293459 TIT/TT rsBA357E53 C/R/G/T B rsGOEO40S54 CCC/CC DN rs50357574

B :1AGASA4TE? CARC/GCARAATCAR,. I 5397509224 B/A/C/T B rsSETTRG1G C/R/G/T BN rslPGASE4SSl  A/C/G/T BN rsISSSSTESSS  T/R/C/G EEE rsSSTER147 TITTATTATITT
0349 GCAT/- I s39750922% C/R/G,/T I rs2A51929740 | T/R/C/G EE rsdio19437 AAC/E/T BN rsSAASEST4  C/R/G/T NN rsSOOSEREA CAR/G/T N rsSGER3S157

T/- E¥E rs286046913 RRR/F/ARRA I rs50357 760 C/A/6/T I rs2B51927969  T/R/C/6 BN rs2@51924695  G/A/C/T BN rsR@3S6858 A/C/G/T NN rs2G1918750  CC/C DN

B/R/C/T B r39TSATE4E  C/R/G/T BN rslO4BEETEES -0 Y rslSERSTER4E R/C/T B psZERI927157  A/C/G/T NN rsER3EZ4TES  T/R/C/G EEE rs7TEEGCAER C/A/G/T E rsldS752m432 T/

AAC/E/T B rPE2729313 A/- BPE rsomeadnzes 0 T reB0ER40270 /- B re483353099  T/R/C/G DN rslORESO4ST4  A/C/G,T EEE rs397CATR4E G/- BFE rsoeEA35040  TAR/C
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BEID /)7 MMEHR( BRCA1 GRCh38 g.43063930C>T) &E—EL TLV\AhiESEL . ClinVarZz Bl

d bs N P Short Genetic Variations searchforterms m
Examples: rs268, BRCAL and more Advanced search
Current Build 156
rs41293459 Released September 21, 2022
Organism Homo sapiens Clinical Significance Reported if] ClinVar
Position chr17:43063930 (GRCh38.p14) @ Gene: Consequence BRCAI:Missense Variant
Alleles CoA/ GG/ C=T Publications 14 citations
Variation Type SNV Single Nucleotide Variation m
Frequency T=0.000023 (6/264690, TOPMED) Genomic View Seers on genome
T=0.000024 (6/251262, GhomAD_exome)
T=0.000014 (2/140080, GhomAD) (+ 4 more)

[ FRIHBHNAUTUMERD S \

Frequency "u"aria.nt .Clinical HGVS Submissions History P %%@H@%é"@:&\
Details Significance NCB“’J\Bdb SNPEI%?%%\ rs%
SrREITHERLE®EIZEY
ALFA Allele Frequency FC
o
The ALFA project provide aggregate allele frequency from dbGaP. More information is available on the project page including ds ul}ﬁ E.l *% ( - ﬂE ¥€?i_5 —_ &—GE
use. = - S
EFHREZITOCENTEE

Release Version: 20230706150541 Q_
(o]
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ClinVar ClinVar v | ((70084[AlleleID])OR(70065]AllelelD)OR(46192[AllelelD]))|  Search

Create alert  Advanced

Home | About v | Access v  Help v | Submit v | Statistics | FTIP »

o We've updated the ClinVar website to better support classifications of somatic variants!

Read more about changes 1o the website in our web release notes: more information about somatic variants in Clinvar is available on GitHub.

Classification type

_ o Display options = Sort by Location » Download « ltems: 3
|_| Germiine (3)

(] Somatic (0)
Search results
Germline classification

[] Conflicting classications (1)

|:| Benign (0} Variation Gene Type Condition Classification, Review status
0 Likely benign (0) (Protein Change) (Consequence)

[] Uncertain significance (0)

(] Likely pathogenic (1) (] NM_007294 4(BRCA1):c. 5096G=T (p.Arg1693Leu) | BRCAT Single nucleotide variant Hereditary breast ovarian cancer syndrome Likely pathogenic v

— o ' (R1689L +78 more) (missense variant +1 more) +1 more

|_| Pathogenic (1)

Types of conflicts (] NM_007294 4(BRCA1).c b096G>C (p.Arg1699Pro)  BRCAT Single nucleotide variant Familial cancer of breast Conflicting classifications of pathogenicity
(] PILP v LB/B (0) (R1699F +78 more) (missense variant +1 more) +3 more

O PILPvs VUS (1)

[ VUS vs LBIB (01 (] NM_007294 4(BRCA1).c 5096G=A (p.Arg1699GIn) BRCAT Single nucleotide variant Breast-ovarian cancer, familial, susceptibility to, 1 Pathogenic vk

N - {R16990) +78 more) (mizsense variant +1 more)

Molecular consequence

(] Frameshit (0) , , ]

— , Display options « Sort by Locafion « Download « ltems: 3

[_] Missense (3)

[] Monsense (0)

[ Spiice site (0)

[] ncRNA (3)

[
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Advanced search

About Access Submit Stats FTP Help s

On this page

NM_007294.4(BRCA1):c.5096G>A (p.Arg1699Gin)

Classification Summary

Variant Details

© Top reviewed classifications are shown here. Submission summary: 48 submissions 47 submitters 10 conditions Genes

E . . ] B o Germline

E Reviewed by Pathogenic for Breast-ovarian cancer, familial, susceptibility to, 1 ()

7] Conditions
(i

expert panel May 2017 by Evidence-bazed..
4

Submissions

Functional Evidence

Citations
No data submitted for somatic clinical impact No data submitted for oncogenicity Text mined Citations
Variant Details [ ~ |
Identifiers: NM_007294.4(BRCA1):c.5096G=A (p.Arg1699GIn)
Wariation ID: 37636  Accession: VCV000037636.128 ﬁMAN E SELECTJ 75‘~9 L \T" \
Type and length: single nucleotide variant, 1 bp =
. =
Location: Cytogenetic: 17q21.31  17: 43063930 (GRCh38) [NCBI UCSC] 17: 41215047 (GRCh37) [NCBI UCSC] N M%"?% ') 7L A & L—C
Timeline in ClinVar:
Firstin Clinvar @  Last submission @  Last evaluated @ 1§Fﬁ -d_%) o
Germline Apr1, 2014 Aug 25,2024 May 10, 2017
AN ~
S EI(ENM_007294.4&75Y)

HGVS: i : Molecular N N L - £ SIS

Nuclectide Protein conseauence J\! J 7 -/ I\{ ilﬁb? = / E&EE

| NP\.’._SG?‘zﬂJd_d:c_5096{3% 0 [ NP_D09225.1:p. Arg1699GIn missense 1 =% J—73
NM_001407571.1:c.4883G=A NP_001394500.1:p.Arg1628GIn missense O) I A *E%ﬁﬁﬁ n:t,\j_%)gh\ —C%
NM_001407581.1:c.5162G=A NP_001394510.1:p. Arg1721GIn missense 7’—__
... more HGVS -0
Protein change: R16990, R16520, R5950, R17200Q, R15720, R16110Q, R16270, R1657Q, R16710, R16720, R1698Q, R1721Q, R2870Q, R4690Q, R5160,
R5oZ9Q, R547Q, Ro48Q, Ra55Q, R5560Q, R3570Q, R269Q, R3920, R593Q, R617Q, R1402Q, R1571Q, R1587Q, R1651Q, R1656Q, R16800Q,
R16970Q, R3060Q, R5250, R3280Q, R3450Q, R5530Q, R5700, R6180Q, RB300Q, R1530Q, R1570Q, R15860, R1588Q, R16100, R16290,
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o NT=IFRZEM

B{=F4 :BRCA1L

=iy Accession ID ﬁt%‘ﬁfﬁ s+ of=Accession ID
47/ LDNABLHI MW T SA X —ZE T =D B8 NC_ NCBI NC_000017.11
=5 5 g. Clin var
7/ LDNABLHI D /N T U MIBEZHER T 518 (genomic DNA) | Transvar g.43063930C>T
— . - Clin var
A—TA T BBOMHRE) 7L AERIIDERET 516 | MN_ Transvar | NM_007294
MRNAEZH| DN T U MIEZTEZET 5168 C. Clinvar |c.5096G>A
EDIIBGEILTHAMNERT S0 (coding DNA) | TransVar | exonl7IZHIi& 9 %
73 p. Clin var
TE/BECHIM /N T UM ERRT 510 (protein) Transvar | P-Arg1699GIn
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NCBITEIZFERARF-YIT7ZLUOADNMESEZRET S

National Library of Medicine

National Center for Biotechnology Information

All Databases §| NIM_007294.4 |

NCBI Home Welcome to NCEI Popular Resources
Resource List (A-Z) The National Center for Biotechnology Information advances science and health by providing access to PublMed
All Resources biomedical and genomic information. Bookshelf
Chemicals & Bioassays About the NCBI | Mission | Organization | NCBI Mews & Blog PubMed Central
Data & Software BLAST
DNA & RNA Submit Download Learn Nucleotide
Domains & Structures Deposit data or manuscripts Transfer NCBI data to your Find help documents, attend a Genome
Genes & Expression into NCBI databases computer class or watch a tutorial SNP
Genetics & Medicine Gene
Genomes & Maps Protein
PubChem
Homology
Literature
Proteins NCBI News & Blog
S Analysi
equence Analysis Develop Analyze Research Changes to SRA Dlata Access on
Taxonomy Amazon Web Services (AWS)
o : Use NCEBI APls and code Identify an MCBI tool for your Explore NCBI research and 1 Sep 2024
Training & Tutorials libraries to build applications data analysis task collaborative projects Cost-effective alternatives for accessing
Variation SRA data  Imnnrtant natel The staranea

Coming Soon! Improving Representation
of Functional Data in ClinVar

10 Sep 2024
NCBI is improving the way that functional
data are suhmitted ta ClinWar and how
Submitting High-Throughput Sequence
Data to Gene Expression Omnibus
(GED)

04 Sep 2024

Suhmit wanr tranecrintnmie and

More...
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Search NCBI NM_007294.4 x m

Results found in 6 databases

NUCLEOTIDE SEQUENCE

Homo sapiens BRCA1 DNA repair associated (BRCA1), transcript variant 1, mMRNA

Homo sapiens
7,088 bp mRNA sequence

NM_007294.4
FASTA Gene
BLAST Download
Literature Genes
Bookshelf 0 Gene o
MeSH 0 GEQ DataSets
NLM Catalog 0 GEO Profiles
PubMed o PopSet
PubMed Central E
Genomes Clinical

Assembly / Genome [NCBI Datasets ClinicalTrials.gov

Proteins

Conserved Domains
Identical Protein Groups
Protein

Protein Family Models

Structure

PubChem

BioAssays
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Advanced

GenBank - Send to: -

Homo sapiens BRCA1 DNA repair associated (BRCA1), transcript variant 1, mRNA

NCBI Reference Sequence: NM_007294.4
FASTA  Graphics

Go to:

LOCUS NM_007294 7088 bp  mRNA linear PRI 17-MAR-2024
DEFINITION Homo sapiens BRCAT DNA repair associated (BRCAT), transcript
variant 1, mRNA.
ACCESSION  WM_007294
VERSION MM_007294. 4
KEYWORDS  RefSea: MAME Select.
SOURCE Homo sapiens (human)
ORGANISM Homo sapiens
Eukaryota; Metazoa; Chordata; Craniata: Vertebrata; Euteleostomi;
Mammalia; Eutheria; Euarchontoglires; Primates; Haplorrhini:
Catarrhini; Hominidae: Homo.
REFERENCE 1 (bases 1 to T088)
AUTHORS  Qrban, T. 1. and Olah, E.
TITLE Emerging roles of BRCAT alternative splicing
JOURNAL Mol Pathal 56 (4), 191-197 (2003)
PUBMED 12890739
REMARK  Review article
REFERENCE 2 (bases 1 to T088)
AUTHORS ~ Orban, T. 1. and Olah, E.
TITLE Expressian profiles of BRCAY splice variants in asynchronous and in
G1/5 synchronized tumor cell lines
JOURMAL ~ Biochem Biophys Res Commun 280 (1), 32-38 (2001}
PUBMED 11162473
REFERENCE 3 (bases 1 to TOEB)
AUTHORS  Paterson, J.W.
TITLE BRCAT: & review of structure and putative functions
JOURMAL  Dis Markers 13 (4), 261-274 (1998)
PUBMED 9553742
REMARK  Review article
REFERENCE 4 (bases 1 to T088)
AUTHORS  Xu, C.F., Chambers, ). A., Micolai,H., Brown,M.A., Huieirat,V.,
Mohammed, 5., Hodgson, 5., Kelsell,D.P., Spurr,N.K., Bishop,D.T. and

Help

Change region shown -

Customize view AT

Analyze this sequence
Run BLAST

Pick Primears
Highlight Sequence Featuras
Find in this Sequence

Show in Ganome Data Viewer

Articles about the BRCA1 gene =

Constitutional BRCAT and MGMT Methylation
Are Significant Risk Factors f [Int J Mol Sci. 2024]

Preliminary insights on the mutational spectrum
of BRCAT and BRCAZ2 genes ir [Meoplasia. 2024]

BRCA1 deficiency enhances the aggressiveness
of breast cancer cells expressing [Biol Cell. 2024]

See all...

Reference sequence information

RefSeq alternative splicing
See 368 reference mRMNA sequence splice
variants for the BRCA1 gene.

RefSeq protein product

See the reference protein sequence for breast
cancer type 1 susceptibility protein isoform 1
(NP_D09225.1).
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A EX0n 1..94
fgene="BRCAT"

Jaene_synanym="BRCAI. BRCC1, BROVCAT: FANCS: IRIS: PNCA4,
FPP1R53; PSCP: RNF&R3™
Jinference="alignment :Splign:2,1.0"
misc feature  90..92
fgene="BRCAT"
Jaene_synanym="BRCAI: BRCC1; BROVCAT: FANCS: IRIS: PNCA4;
FPP1R53; PSCP; RNFR3™
/note="upstream in-frame stop codon™
exon 95..193
Jaene="BRCAT"
Jaene_synanym="BRCAI: BRCC1: BROVCAT; FANCS: IRIS: PNCA4,
PPPIRS3; PSCP; RNFR37
Jinference="alignment:Splign:2.1.0"

> (DS 114, . 5705

Jaene="BRCA1"
Jgene_synonym="BRCAI: BRCC1; BROVCAT: FANCS: IRIS; PNCA4;

ORIGIN

Hmﬂgwmwmuwmmwﬂ
121 tatctoctet teocottama gaagtacaaa atotcattan toctatocan aaaatcttag
181 agtatceeat ctotetogag tigatcaagn aacctotete cacaaagtat saccacatat
241 tttocaaatt ttocatocty aaacttctea accavaanaa aggaccttca caotatectt
301 tatotaasaa toatataace asaageagee tacaagaaaq tacoagattt agteaactty
361 ttosasanct attgsasate atttotgctt ttcagetton cacagattto sagtatocas
421 acagctatan ttttocaaaa aasuaaaata actetccton acatctasaa gatoaagttt
481 ctatcateea aaatatogoc tacagaaace gtoccasaas acttctacas astgaacceo
B agaatcctte cttacagnaa accagtetes atotceaact ctetaacctt goaactotoa
601 gaactctony sacazascas conatacaac cteasasgac atctatctac attgaattog
661 gatctoattc ttctoaaoat accuttaata agocaactta ttgcagtoty guagatcaa
T2 aattattacs aatcaccect caaggaacca gagataanat caatttgoat tetycasasa
T8 aggctactty toaattttet gagacouaty taacaaatac teaacatcat cascccagta
841 ataatoattt gaacaccact gagaagcaty caoctoanas gcatccagaa aagtatcagy
907 atagttctot tteasactty catotonage catotogcac asatactcat gccasctcat
961 tacagcatos gaacagcagt ttattactca claaanacan aateaatata asasgecty
1021 aatfctgtaa TddddUded (dthqucT 1du<adqgag Ede(dedL agaTquqctg

1A% n & n i oy g g s o gy e i g o

1of23 , » NM_007294 1 segment
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S Pk (€.5096G>A) S DIELA
O—T U BEORIER /N TURDME - 1EE) =FEBD/N\UTUMIE
4 [E]1%114+5096-1=5209
5209 BIZGHH D,
c.5096G>A p.Argl699GIND 73 /EEER S DREER %
o OA—TA4VYJDNATONTUMIE 3=/MIRUTHMN3DHZEIRVDIFBDEE
INFR LT A6DISZEIR D2FEBE DIER
INIBELUTAODIGEIR U DIBFEHDEXR

« 5096-—3=1698.6666....
INSTLL T AN675 D Te.5096 DGIZaRV M2EZF B NDIEE LS,

ZEDES LD TCGG=Arg AIZZIELI=FEEILCAG=GIntL%5,
= exonl7

B101| tactcatata caagtttgce agaaaacacc acatcacttt aactaatcta aTTaatquug
161
heZ21Ls
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5101 toctcotata caagtttace agaaaacacc acatcacttt aactaatcta EITT{EIHEJEIES]

NMEBEETHELT-exon17 | 20!
LGRCh38THREL /Y7 | 244
U MILE Dexonl7DEZFIH
—ﬁbfb\éb\ﬁﬁ&.\?—é

Chromosome 17 - NC_000017.11

[ 43014607 [ 43220041
LOCL30060934 LOci 29664047 LOC11 0455054 LOCL 24900391 LOC11 2853658
LOC1251 77452 LOC1 268562571 LOC1 27856931 NERL
VATL s L OCL2TEHE950 Lociiissa2ie LOCLE00G093S THEH1 06 mfp-
LOCL 27556929 RFL21P4 LOC111559218 LOCLE00G0936
RHDZ = NER2
ERCAL
Locioia2a7e?
HHEHLFZ29
LOC110455055
LOcl27a56a52
L OC1 30 060 237
LOCL30060955
BRCA1P1
“' Genomic regions, transcripts, and products e

Go to reference sequence details

Genomic Sequence: | MWC_000017.11 Chromosome 17 Reference GRCh38.p14 Primary Assembly V|

Go to nucleotide:  Graphics FASTA  GenBank

4 2 nc_oooo17.11 - | Find: || |V| Qaopla @ i 2= = A Tools ~ | & Tracks ¥, Download - & 7 ~
| L |43 BE3, 95'2‘ . L |43*.BE3*.95'3. L |43_,'I2153,I94'3I . 13063930 8 L |43".363".928. o |43".353'.91'3. L |43,IBE3,I‘BBBI )
] .ﬁ. A A GTAAGATC G T CTACGACTCARAMACAPEKCACACTTGC CCTGGTGACTTTATA AR AARAGATCCTTAAMRCGCCCTCCTTT
Il T T CATTCTGCAGATGCTGAGTTTGTGT GGTGAACGGACACTGAAATATTTTCTAGGAATTGOCGGGAGGAAAR
zenes, MANE Project (release vl.3) 14 Lkl L OO x
o > »> »> > > > > > > > > >
MNCEI ERefSeq Annotation GCF_000001405.40-B5_2024 08 14 kL LOOx
;- = > > > > > > > > > > >
= = > > > > > > > > > > >
;- = > > > » > > » » > > >
= = > > > > > > > > > > >
;- = > > > » > > » » > > >
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-NCBITGenelBRCAL %1 % —Homo sapiens (human)ZER L TRALY
7‘—/\°—“‘l Rd, (RZM4F12#%H)
SAY—ERRIZILELGneBankD T —4% 4> 0—K9 3,

Chromosome 17 - NC_000017.11

[ 43014507 P [ 43220041
LOCL 30080934 - LOCGL 29664047 LOC1 1 04E50 54 - LOCL 24900 391 L OC11 2533635
LOC1 251 77452 L0 26562571 LOCLZTEEEA3] 0 HER] e—
UATL g LOCLETEEE530 LOC111559216 LOCL 30060535 THEH1 05A =
L OCL2TEE6529 RPLZIP4 - LOCI11589215 - LOCL30060936
RNDZ = NERZ
BRCAL 4

LOC101929767
HHEHLF29
LOC110455055

LOCL 27550952
LOC1 30 060 257
LOC1300 60955

BRCA1F1

Y

Genomic regions, transcripts, and products

Go to reference seq

Genomic Sequence: | NC_000017.11 Chromosome 17 Reference GRCh38.p14 Primary Assembly V|

Go to nucleotide: Graphics FASTA GenBank

5 2 nc_ooooi7.11~ | Find: || |V| Qola I @ i == = A Tools ~ | ¥ Tracks » ¥, Download - & 7 -
43,863,560 |43.853,958 |42.863,540 43063930 & 43,853,520 |43.053,510 |43.863, 986
A A AGTAAGACGTOCTACGACTOCAAACACACACTTG Z C T 6 T 6ACTTTATAAAAGATCCTTAACGCCCTCCTT '|
BT T T CATTCTGCAGATGCTGAGTTTGTGETGTGEAACGGE6ACACTGAAATATTTTCTAGGAATTGCECGEG6G6AGGEAAAN
Genes, MANE Project (release wl.3) 14 L OO x
: ¥ »> »> »> »> »> »> »> »> »> > »>
MCBI RefSeq Annotation GCF_000001405.40-R5_2024 08 14 Li - I8
: = > > > > — > > > > b = >
2 £ > > > > — L3 > > L3 b L »
: = > > > > — > > > > b = >
: 4 > > > > — L3 > > L3 b L »
: = > > > > — > > > > b = >
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National Library of Medicine

National Center for Biotechnology Information

MNucleotide Nucleotide w | |
Advanced Help
GenBank - Send to: = .
Atmmmes mm i shOWN -
@ Complete Record nce (abbreviated view)
Homo sapiens chromosome 17, GRCh38.p14 Primary Assembly = Ocoding Sequences -
NCBI Reference Sequence: NC_000017.11 () Gene Features to: 43170327
EASTA  Graphics Choose Destination Update View
Go to- (?)File 'ZEEEZ'CIipbnard
() Collections (U Analysis Tool
LOCUS NC_000017 126033 bp DA linear  COM 26-AUG-2024 }ﬁ( =
DEFINITION Homo sapiens chromosome 17, GRCh38. pld Primary Assembly. ) . .
ACCESSION  NC 000017 REGION: complement (43044295, . 43170327) Douwnload 1 item. pev
VERSION NC_000017. 11 Format
DBLINK BioProject: PRINATGS es
. Assembly: GCE 000001405, 4 Show Gl B
KEYWORDS  RefSeq. : % and CDS features only
SOURCE Homo sapiens (hunan) -
ORGAMISM Homo sapiens
Eukaryota: Metazoz, Chordata; Craniata; Vertebrata: Euteleostomi; rse complement
Mammalia; Eutheria; Euarchontoglires; Primates; Haplorrhini; [ Show gap features
Catarrhini; Hominidae: Homo.
REFERENCE 1 (bases 1 to 126033) Update View
AUTHORS  Zody,M.C., Garber,M., Adams,D.J., Sharpe,T., Harrow,J.,
Lupski, J.R., Nicholson,C., Searle,S.M., Wilming, L., Young,S. K.,
Abouelleil,A., Allen,N.R., Bi,W., Bloom T., Borowsky,M.L., Analyze this sequence -
Bugalter,B.E., Butler,)., Chang, ). L., Chen,C.K., Cook,A., Corum,B., Run BLAST
Cuoma, C.A., de Jong,P.J., DeCaprio,D., Dewar,K., FitzGerald,M.,
Gilbert, )., Gibson,R., Gnerre, 5., Goldstein,S., Grafham,D.V., Pick Primars
Grocock,R., Hafez,M., Hagopian,D.S., Hart,E., Morman, C.H., o
Humphray, S., Jaffe,D.B., Jones,M., Kamal,M., Khodivar,V.K., Highlight Sequence Features
LaButti, K., Laird,G., Lehoczky,J., Liu, X., Lokyitsana,T., o
Loveland, J., Lui,A., Macdonald,P., Major,J.E., Matthews, L., Find in this Sequence
Mauceli, E., McCarroll,S.A., Mihalev, A.H., Mudae, )., Nauyen,C.,
Nicol,R., 0 Leary,S.B., Osoeoawa, K., Schwartz,D.C., Shaw-Smith, C.,
Stankiewicz, P., Steward,C., Swarbreck,D., Venkataraman,V., Related information =
Whittaker,C.A., Yang, X., Zimmer,A.R., Bradley, A., Hubbard,T., A bi
Birren,B.W., Rogers, )., Lander,E.S and Nushaum, C. ssembly
TITLE DNA sequence of human chromosome 17 and analysis of rearrangement BioProject
in the human lineage .
JOURNAL ~ Nature 440 (T087), 1045-1049 (2006) Protein
PUBMED 16625196

PuhMad
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GenBank «
L] Showing 1.00kb region from base 43063430 to 43064430,

Homo sapiens chromosome 17, GRCh38.p14 Primary Assembly

NCBI Reference Sequence: NC_000017.11
FASTA  Graphics

Go ta: [+

LOCUS NC_000017 1007 bp DA linear CON 26-AUG-2024

DEFIMITION Homo sapiens chromosome 17, GRCh3B. p14 Primary Assembly.

ACCESSION  NC 000017 REGION: complement(43063430..43064430)

VERSION NC_000017. 1

DBLINK BioProject: PRINAIGE
Assembly: GCF 000001405, 40

KEYWORDS RefSen.

SOURCE Homo sapiens Chuman)

ORGANISM Homo sapiens

Fukaryota; Metazoa, Chordata; Craniata; Vertebrata, Euteleostomi;
Mammalia: Eutherias Euarchontoslires; Primates; Haplorrhinis
Catarrhini; Hominidag: Homo.

REFERENCE 1 (bases T to 1001)

Help

Change region shown s

) Whole sequence (abbreviated view)
® Selected region
rom: 43063430

to: 43064430

Customize view =
() Abbreviated view
@ Customize

Basic Features

O All features

® Gene, RMA, and CDS features only
Display options

Show reverse complement

[ Show gap features
Update View

BRCALEEFIIRKEWN=H . AHA—KFT—2ELZ LD T, N\ T MMIEDSE]

#5000pD T —R#K->THHoO—KT 3,
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PCREITORICIZTSAY—%EYIZHREAT A ENEETT,
LHL. T4 Y—% KT ARICIIR R LEEHITEE T HRELNHYIEEA
HMS5BETREDITHIZEIEIBR S TIEHYEF A

FTCITATSLEFE>TEHIMTISAY—2ERL TN S Primer31&{E B
LE9Y,

Prl mer3 Checks for mispriming_in template. disclaimer Primer3 Home
(v. 0.4.0) Pick primers from a DNA sequence. Primer3plus interface cautions FAQ/WIKI

There is a newer version of Primer3 available at http://primer3.ut.ee

Paste source sequence below (5'-=3', string of ACGTNacgtn -- other letters treated as N -- numbers and blanks ignored). FASTA format ok. Please N-out undesirable sequence (vector, ALUs, LINEs, etc.) or use a Mispriming_Library (repeat
library): [NONE v]

P

Pick left primer, or use left primer below:||[] Pick hybridization probe (internal oligo), or use oligo below: Pick right primer, or use right primer below (5' to 3' on opposite strand):

| Pick Primers || Reset Form |

Sequence Id: | | A string to identify your output.
Targets: | |E.g. 50,2 requires primers to surround the 2 bases at positions 50 and 51. Or mark the source sequence with [ and ]: e.g. ...ATCT[CCCC]TCAT.. means that primers must flank the central CCCC.
Excluded

| |E.g. 401,7 68,3 forbids selection of primers in the 7 bases starting at 401 and the 3 bases at 68. Or mark the source sequence with < and >: e.g. ... ATCT<CCCC=TCAT.. forbids primers in the

Regions: central CCCC.

Product Size Ranges |150-250 100-300 301-400 401-500 501-600 601-700 701-850 851-1000 |

Number To Return Max 3' Stability[9.0 |
Max Repeat Mispriming Pair Max Repeat Mispriming
Max Template Mispriming Pair Max Template Mispriming

https://bioinfo.ut.ee/primer3-0.4.0/
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Paste source sequence Blow (5'-=3', string of ACGTNacgtn -- other letters treated as N -- numbers and blanks ignored). FASTA format ok. Please N-out undesirable sequence (vector, ALUs, LINEs, etc.) or use a Mispriming_Library (repe:
|'|brar\,£]_[|HUMAN v| ]

P

Pick left primer, or use left primer below:|| [ Pick hybridization probe (internal oligo), or use oligo below: Pick right primer, or use right primer below (5" to 3' on opposite strand):

| Pick Primers || Reset Form |

Sequence Id: | | A string to identify your output.

Targets: | |E.g. 50,2 requires primers to surround the 2 bases at positions 50 and 51. Or mark the source sequence with [ and ]: e.g. ...ATCT[CCCC]TCAT.. means that primers must flank the central CCCC.
Excluded | | E.g. 401,7 68,3 forbids selection of primers in the 7 bases starting at 401 and the 3 bases at 68. Or mark the source sequence with < and >: e.g. ...ATCT<CCCC>TCAT.. forbids primers in the
Regions: central CCCC.

Product Size Ranges [200-800 |
Number To Return |50 Max 3' Stability [9.0

Max Repeat Mispriming [12.00 Pair Max Repeat Mispriming |24 .00
Max Template Mispriming |12.00 Pair Max Template Mispriming |24.00

(i i) s o T IHILVNTRIENANSNT
General Primer Picking Conditions L \é IE E 75‘\& L) i‘d— 7{]‘\\
Primer Size Min: [20 | Opt: [23 :::i:ps | %ﬁﬁgfligﬁb\ﬁfjf:

Primer Tm Min: [580 | Opt: [63.0 :[65.0 | Max Tm Difference: Table of thermodynamic parameters: [Breslauer et al. 1986 v |

Product Tm Min: | | Opt: | | Max: | | IE E @ﬁg&fﬁ%?ﬁ'?fb\ij—o

Primer GC% Min: [30.0 | Opt: | |Max: [70.0 |

ax Self Complementarity: [500  |Max 3' Self Complementarity: [100 |
Max #N's: 0 Max_Poly-X: EN J
Inside Target Penalty: [ |Outside Target Penalty: [0 |Note: you can set Inside Target Penalty to allow primers inside a target.
First Base Index: CG Clamp: o
Concentration of monovalent cations: Salt correction formula: [Schildkraut and Lifson 1985 ~ |

Concentration of divalent cations Concentration of dNTPs
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Objective Function Penalty Weights for Primers

(Tm Lt:[o0  |Gt:[o0 |

Size Lt:[0.0 | Gt: [0.0
GC% Lt: (0.0 Gt: |0.0
[ Self Complementarity ]
L3' Self Complementarity [1.0 |
#N's 0.0
Mispriming
Sequence Quality
End Sequence Quality
Position Penalty
End Stability
Template Mispriming

Objective Function Penalty Weights for Primer Pairs

Product Size Lt: [0.0 |Gt: [0.0 |

Product Tm Lt: [0.0 | Gt: 0.0 |

Tm Difference oo |

Any Complementarity ]

3' Complementarity 1.0

Pair Mispriming
Lerimer Penalty Weight ﬁ

Hyb Oligo Penalty Weight

Primer Pair Template Mispriming Weight[00 |
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ApE
A plasmid Editor

by M. Wayne Davis A
&g
Windows

Download Download
05X 10.11+ (M1 Universal)
Click the icons above to download the latest ApE (v3.1.6, July 10, 2024)
A list of updates and bug fixes.

Slides from a series of presentations describing some of the features of ApE

I've started a YouTube channel with tutorial videos.

ApE is now Published.

I've made a new Default Features and Fluorescent Proteins Features libraries.

Download demo theme files for circular graphic maps.

_ _ https://jorgensen.biology.uta
Click here to download the latest ApE for Linux.
Some Windows systems will need to temporarily disable Windows Defender to install. h . ed U/Wayn ed/ap e/
% Follow @ApEplasmid 9‘ l'j ‘J O— P L/ 'C /;ﬂ *’SI_ '61% ﬁ
TEFY,




A WhlEF b o \ \
SpieNeiaiimen ekl A plasmid Editordd 7 A4 5 LEREE . £ O—KL1=GneBank77 A L&
KSwrekOvI7T9 3,
#% New DNA - O X

File Edit Enzymes ORFs Features Tools Window Help

DEEXDODOAMWBEEOW»EH~GO@

E] Seguence ingertd®

0 140 |J| Dam/Dem

* 10 * 20 * 30 * 40 * 50 * 60 * 70 * 80 * S0 * 100

v
= 10 = 20 = 30 = 40 = 50 = 60 e 70 = 80 = 90 * 100



$ NC.000017.11 BRCA1 GRCh38 GB 43063930-+500.gb
File Edit Window Help

DEBE XDHDOamwd

Enzymes ORFs Features Tools

BEOWPDE~=G @ =

& Sequence Start Length End ORF Tm hEC
1001 423042 T80 297> M-S - 735 ¢ A0% |¢| Dam/Dem
Feature Directii Type Location |
Hidden |
ERCAI1 S Zene 1.100
ERCA1 DMA repair associated, transcript variant 317 e mBEMNA 420557
ERCAl DMA repair associated, transcript variant 2443 mBEMNA

B BERCAl DMNA repair as

iated, transcript variant 226

101
201
301
401
501
601
701
501
501
1001

& 40 &

40 *

50

50

100

100

TR ke

Dokkyo Medical University Hospital

M exonl7DEZF
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+ A plasmid Editor M 5exonl17DE2%E£ TaE—L TPrimer3M<>AIZREFHITET

Primer3

(v. 0.4.0) Pick primers from a DNA sequence.

There is a newer version of Primer3 available at http://primer3.ut.ee

Paste source sequence below (5'-=3', string of ACGTNacgtn -- other letters treated as N -- numbers and blanks ignored). |
library): |[HUMAN v |

|<I gctoagtttatgtotgaacenacactyaaatattttctaguaat tocgggaggaaaatgagtagt tagctatttc >

| exonl7 D&z 5 |

Pick left primer, or use left primer below:

] Pick hybridization probe (internal oligo), or use oligo below:

Pick right

Pick Primers || Heset Form
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2 Dokkyo Medical University Hospital

- R[Zexonl7 MHiI#100~200bp Dintron® EE 5] %A plasmid Editor
MSaE—LTPrimer3IZBEfTHHE T,

PFI me I’3 (v. 0.4.0) Pick primers from a DNA sequence.

There is a newer version of Primer3 available at http://primer3.ut.ee

Paste source sequence below (5'-=3', string of ACGTNacgtn -- other letters treated as N --
ibrary): |[HUMAN v |

gecttgacatctagaagatogotgttogagaagaggaagtagacagatatttcctctgotcttaacttcatatcagecteccctagacttccaaatatccata
cctoctggttataattagtaggtgttttcagccictgattctatcaccagggattttagaatcataaatccagattgatcttgggagtotagaaaactgangc
TcTTtaQETTETTaﬂﬂacaucacTch1gﬂTTTTgTTTTcaﬂctTcTaachTTTgangTTTTTcaTTchcadt{1ﬁ£1naqtI1n|qtﬂ1nuatﬂqu£a
ctgaaatattttctageaattocgogaoggaaaatogatagttagetatttcPataagtataatactatttecteccctectecctttaacacctcagaatty
catttttacacctaacotttaacacctaagotttttoctogatoctogagtctogagttaccaaaangatctttaattataatactaaactacttttatctttaat
atcactttattcagataagctogtgatoctoggaaaatgggtctcttttataactaataggacctaatctgctcctageaatgttagcatat

Pick left primer, or use left primer below: || Pick hybridization probe (internal cligo), @

Pick Primers || Reset Form
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Primer3 Output

Using mispriming library humrep_and_simple. txt
Using 1-based sequence u[|15|1|c1r.5
start en

?H%DFRIMER T 14T 22 60 H 5:]'% 7900 0700 T2.00 %Qg-mgqmrm-;g-a-m-aqg 4— ; y = — |
RIGHT PRIMER 403 22 60,10 45.45 4.00 0.00 12.00 ttctgagstattaaagggagaa - g E).M’Eﬁ‘lé’haf:j 7’{7 |ﬁ$&tﬁﬂ§]
SEQUENCE SIZE: 600

TNCLUDED REGION SIZE: 600

IF'RDDUCT SIZE: 3‘?[}'! PAIR ANY COMPL: 4,00, PAIR 3" COMPL: 0.00
start, len)%: 280,78

1 gecttgacgtectagaanataogtattoagaagagagagtagacavatatttectetaate
fOrWardja’f?_ e e b e e e e e e e e B e e B
61 ttaacttcatatcagcctococtagacttecaaatatecatacctgctagttataattag

-BEICIEREIN =T 54X —[E>>>>>TREINFET,

121 tggtattttcagcctetaattetatcaccagagattttagaatcataaatccagattaat
181 cttgggagtgtaaasaactgagactctttaocticttaggacagcacttectoattttat

g AT 54— E LV EE
IR > CTHRIARE T 54— E LA FEEIXXXXX
TRSNZFT

IS EAH DA IBOITBEEIZFROHLLD T,
YREETIITSAY—DHUEZBDEF|LY60
~100bpEL TEHRELTLVET,

2471 tttcaacttotaatoctttgagtatttttcattotgcagatgctoagtttatgtatgaac
HOCOONCOONOOOGCOONX

301 ggacactgaaatattttctagsgaattocoggaggaaaatggatagttaoctatttctata
EEEEEE R R R R R ER R R R R

361 agtataatactatttotococtectococtttaacacctcagaattgcatttttacaccta
T e —
reverse 754 <—
421 acogtttaacacctaagotttttactgatoctgagtctgagttaccaaaagatctttaatt

481 gtaatactaaactacttttatctttaatatcactttattcagataagctgatoatactag
4] gaaaatgggtctottttataactaatagoacctaatctoctectagcaatattagcatat
s e redion -4 [AlXreverse 754 <Y —hlexonl7IEBE S8
<< right primer O — Y - % > “g}'l.r—'ﬂ% L
ADDITIONAL OLIGOS tatt  Lap . - . N o /\7)( 9 @?_Dg 7I\-?-/rx IZIXIE\ 3905: )§§<L
et e e ka3 MOERIDTSA - EHTHELNESBREL

1 LEFT PRIMER 14 22 60.11 50,00 2,00 0.00 12.00 gaagatgogtgttoagaagagy
RIGHT PRIMER 404 23 60,35 43.48 4.00 0.00 12,00 attctgsaggtgttaaagggagoa ibf.
PRODUCT SIZE: 391, PAIR AWY COMPL: 4.00, PAIR 3% COMPL: 0.00 ~O0
2 LEFT PRIMER 14 22 60.11 50,00 2,00 0.00 12.00 gaagatgogtgttoagaagagy
RIGHT PRIMER 405 24  61.48 0 12,00 aattctagagatattaaagggagga

41,67 4.00 0.0
PRODUCT SIZE: 392, PAIR ANY COMPL: 4.00, PAIR 3" COMPL: 0.00 O > < O m— =
T IAR— RSNV B IFNTA—E—DERES

3 LEFT PRIMER 14 22 60.11 50,00 2.00 0,00 12,00 gaagatgogtattoagaagagy

RIGHT PRIMER 406 25 63. 77 44.00 4.00 0.00 1200 caattctoagatgttaaagogagga 337 S { L
PRODUCT SIZE: 393, PAIR ANY COMPL: 4.00, PAIR 37 COMPL: 0.00 14_—%,: &)ét{lﬁ éhé 75 < )i g o

A I1FFT PRTMFR 14 ) &0 10 EN N0 200 0n0no v NN azgasatacatatfaanasasac
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Using mispriming library humrep_and_simple. txt

Using 1-based sequence positions

OLIGO start _len tm gck  any 1 rep seq

LEFT PRIMER 80 25 o0.31 44.00 4.00 0.00 10.00 ccctagacttccaaatatccatacc

EéEHEHEEIgE%E‘ 600 41 200 60.62  55.00 4.00 .00 10.00 cccagcatcaccagcttate

INCLUDED REGION SIZE: 600 T34 —EEH[CFEEHAZELY

(PRODUCT SIZE: 462.) PAIR ANY COMPL: 3.00, PAIR 3' COMPL: 0.00 MEZLEXLET,

start, len)®: 280,78
1 gcettggegtctagaagatagatyttgagaagagggagtygacagatatttcctctagte

61 ttaacttcatatcagccteoccctagacttecaaatatecatacctactogttataattag ‘

e e e e el e e e e e e e

forward 754 <—
121 tagtgttttcagcctetoattetatcaccanaogttttagaatcataaatccaaattaat

ZNTS5AX—%FE-T

181 cttoggagtgtaaaaaactgagactctttagettct taggacagcacttectoatttitat /=
PCRZ1TL\ET,

241 tttcaacttctaatoctttoagtgtttttcattetacanatactoagtttotgtatoaac
OO0

301 ggacactaaaatattttctangaattocogeangaaaatgggtaot taoctatttctata
OO ROOOOOOORO0O00LON

361 agtataatactatttctcccctectecctttaacacctcagaattacatttttacaccta

421 acotttaacacctaagotttttoctoatoctaaatctaaattaccaaaagatctttaatt

481 gtaatactaaactacttttatctttaatatcactttottcagataaactaatoatactay _
o o o o reverse7’747—

h41 gaaaatagatctcttttataactaatageacctaatctoctectageaatgttageatat
L
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-HIEE . PCREYMODER KB ZITLENORIDEEEMAFoNT =D,
EREMRIGIEEN > EHEET S,

- LR TIEFH LLE2 =T 54— TPCRZ1TSMRIZ . MasterMIX (KA
HABRELRH O TTSTAT—D @I LD EERT H1=HIZGAPDHYL[E
RFICIEIELTULVET, Pt NC Pt NC

BRCA1 GAPDH
462bp 136bp
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FEEEDLTOLTCTSAY—ZHICKRTET S
-Forward-Reverse 754/ Y—DHMAEDHOEEZLEZS
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forward7°7'f 7—’@21EFFJ L,T_"f‘* %

M‘M unhduumluh_x h AlMﬂnn H u.mm un

exonl7 l G>A

o | f 1 A f i \ A A
CIATTITCIETZAG TR T2Z 2R TRCTATITIICTI CCCCICOCTI CCCITTREZCEZC CINNNN 2 RTTIGCRAT ITITACRC CTRZEACGEGT TIR ZCE2 CCH
3 25 25% 262 Z2e5 263 271 2V4 ZTT7 280 283 Zae 289 292 285 26E 301 304 307 310 313 31e 315 3:Z2 325 3283 331
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Applied Blosystoms MENAF  MAUR

Thermoflaher %% EF'*‘T %*i
https://www.thermofisher.com/jp/ja’lhome/global/forms/sanger-sequencing-guide- Hirtt: ATF4HIL-HATR - A3 —F3F)L

download.html
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