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What is GenBank?

GenBank © is the NIH genetic sequence database, an annotated collection of all publicly available DNA sequences (Nucleic Acids Research.
2013 Jan:41(D1):D36-42). GenBank is part of the International Nucleotide Sequence Database Collaboration, which comprises the DNA
DataBank of Japan (DDB.J), the European Nucleotide Archive (EMA), and GenBank at NCBI. These three organizations exchange data on a Search GenBank

daily basis Update GenBank Records

A GenBank release occurs every two months and is available from the ftp site. The release notes for the current version of GenBank provide
detailed information about the release and notifications of upcoming changes to GenBank. Release notes for previous GenBank releases are
also available. GenBank growth statistics for both the traditional GenBank divisions and the YWGS division are available from each release
GenBank growth statistics for both the traditional GenBank divisions and the WGS division are available from each release

An annotated sample GenBank record for a Saccharomyces cerevisiae gene demonstrates many of the features of the GenBank flat file
format

Access to GenBank

There are several ways to search and retrieve data from GenBank

s Search GenBank for sequence identifiers and annotations with Entrez Nucleotide, which is divided into three divisions: CoreMNucleotide
(the main collection), dbEST (Expressed Sequence Tags), and dbGSS (Genome Survey Sequences)

s Search and align GenBank sequences to a query sequence using BLAST (Basic Local Alignment Search Tool). BLAST searches
CoreNucleotide, dbEST, and dbGSS independently; see BLAST info for more information about the numerous BLAST databases

* Search, link, and download sequences programatically using NCBI e-utilities.

* The ASN.1 and flatfile formats are available at NCBI's anonymous FTP server: ftp-//ftp.ncbi.nlm.nih.gov/ncbhi-asnt and
ftp:/fftp_nchi.nlm.nih.gov/genbank

1

https://www.ncbi.nlm.nih.gov/genbank/

copying, or distribution of the information contained in GenBank

Confidentiality

Some authors are concerned that the appearance of their data in GenBank prior to publication will compromise their work. GenBank will
upon request, withhold release of new submissions for a specified period of time. A date must be specified; we can not hold a sequence
indefinitely pending publication. However, if a paper citing the sequence or accession number is published prior to the specified date, the
sequence will be released upon publication. In order to prevent the delay in the appearance of published sequence data, we urge authors to
inform us of the appearance of the published data. As soon as it is available, please send the full publication data—-all authors, title, journal
volume, pages and date—to the following address: update@ncbi.nlm.nih.gov

I I I I e _—_ |
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1000 Genomes
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IGSR: The International Genome Sample Resource e

Ve

Providing ongoing support for the 1000 Genomes Project data

Home  About Data Portal Analysis Contact Browser FAQ

' Links
IGSR and the 1000 Genomes Project

Gresnisnd

Announcements

IGSR Sample Collection Principles

Finland

#land Sheden

i

nowy gy fina s 1000 Genomes Project Publications
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S Srees Kazskhatan - File formats
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Populations: O - African; @ - American; @ - East Asian; @ - European; @ - South Asian;

The International Genome Sample Resource (IGSR) was established to ensure the ongoing usability of data generated by the
1000 Genomes Project and to extend the data set. More information is available about the IGSR.
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The GDB Human Genome Database

e

The GDB Human Genome Database

Site Map

The Official World-Wide Database for the Annotation of the Human Genome
Reports Hosted by RTI International, North Carolina USA
Awvailable at mirror sites worldwide

Resources New Database Information
Login

GDB Qperations Simple Search

Search: By:

CF Mutations @ Genomic Segments @ Name/GDB ID

All Biological Data DNA Sequence ID Submit H Reset |

HUGO Chromosomes FElE
Citations

GDB Redevelopment MNote: For Name/lD searches, adding ~ to the end of the search text may improve results.
Survey Advanced Search Submit and Edit Data

» Preferences » How to submit data, get D seq #s NEW!

» Other Search Options ® |nsert Object

http://morissardjerome.free.fr/infobiogen/
www.gdb.org/gdb/
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Online Mendelian Inheritance In Man

% About Statistics ~ Downloads ~ Contact Us MIMmatch Donate ~ Help ~ (7]
<

YEARS

MIM

Human Genetics Knowledge
for the World

OMIM*

Online Mendelian Inheritance in Man”

An Online Catalog of Human Genes and Genetic Disorders
Updated November 12, 2018

Advanced Search : OMIM, Clinical Synopses, Gene Map
Need help? : Example Searches, OMIM Search Help, [@) OMIM Video Tutorials

https://www.omim.org/

|

OnucaHme reHeTU4YeCKUX 3aboneBaHUN U FEeHOB, UX BbI3bIBalOLWMNX
PeHOTUNNYECKUE NPOSABIIEHNUSA FTeHEeTUYEeCKNX CUHAPOMOB
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Human Gene Mutation Database

The Human Gene Mutation Database &
at the Institute of Medical Genetics in Cardiff 020000
QIAGEN
HGMDQ Home Search help Statistics New genes What is new Background Publications Contact Register Login LSDBs Other links
Gene symbol M \ Gol | Symbol: Missense/nonsense - | Gol \

’The Human Gene Mutation Database (HGMD®) represents an attempt to collate all known (published) gene lesions responsible for human inherited disease and is maintained in Cardiff by DN. Cooper, EV. Ball. PD.
Stenson, AD. Phillips, K. Evans, S. Heywood, M.T. Hayden, M.M. Chapman, M.E Mort, L. Azevedo and M. Mort

*Please note that this less up-to-date pubhc version of our database is freely available only to registered users from academic institutions ‘non-profit organisations. All commercial users are required to purchase alicense from QLAGENE
commetcial partner. A license t 1D Professional is available to both commercial and academic/non-profit users wishing to access the most up-to-date version of the database (visit QLAGEN® to request a free trial of HGMD
D is funded. You mav not copy, store or re-distribute HGMD data without express written permission (i) from the curators or (ii) via vour license agreement. Copyright © Cardiff University 2017. 2

rights reserved.

Public entries: .
Total entries:

Description: This site. Academicinon-
HGMD Professional 2018.3
profit users only
Mutation totals (as of 2018-11-13) 157114 240269
The gene description, gene symbol (as recommended by the HUGO Nomenclature Committee) and chromosomal location is recorded for each gene. In -
Gene symbol ) - < .. . i 6531 9976 E
- cases where a gene symbol has not yet been made official, a provisional symbol has been adopted which is denoted by lower-case letters.
cDNA sequence cDNA reference sequences are provided, numbered by codon. 6531 10339
Genomic coordinates iCl‘rlZI:Smm (chromosomal) coordinates have been calculated for missense/nonsense, splicing, regulatory, small deletions, small insertions and small 0 214308
HGVS nomenclature  Standard HGVS nomenclature has been obtained for missense/nonsense, splicing, regulatory, small deletions, small insertions and small indels. 0 214691
Missense/nonsense Single base-pair substitutions in coding regions are presented in terms of a triplet change with an additional flanking base included if the mutated base lies 27397 137354

in either the first or third position in the triplet.

Mutations with consequences for mRNA splicing are presented in brief with information specifying the relative position of the lesion with respect to a
Splicing numbered intron donor or acceptor splice site. Positions given as positive integers refer to a 3' (downstream) location, negative integers refertoa 5' 14317 21222
(upstream) location.

ttp://www.hgmd.cf.ac.uk/ac/index.php

r L I g (13 g r ) .
I% SRR ST of the lesion. The numbered codon is preceded in the given sequence by the caret character (). o844 14746 I

2L iadaleran L 1 LAt ko dalaiadl Soglin e 1 - IO b TNIA aalica Lol

OnucaHue MyTauumn sigepHbIX FeHOB,
NPMBOAALUMX K HacrneAcTBeHHbIM 3aboneBaHUAM

Complex Information regarding the nature and location of each lesion is logged in narrative form because of the extremely variable quality of the original data 1575 2031 I

rearrangements reported.

= — -
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= . ~
@) | = genebank - Google Search % [ 3 Whole Genome Sequencin... XIe—j GenBank Overview x \\+
= % | (D @ | httpsy//www.ncbi.nim.nih.gov/genbank/ EJ 110% ¢ || Q Mouck ﬁ 8 @ 3 & > - =
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:': NCBl Resources ¥ How To (¥ Sign in to NCBI

GenBank Nucleotide - ‘ @

GenBank v  Submit v | Genomes ¥ WGS ¥ | Metagenomes v | TPA v | TSA » INSDC v | Other «

Complete Genome

GenBank Overview submission Guide GenBank Resources
Prokaryotic Genome GenBank Home
What is GenBank? Annotation Guide _—

Submission Types
Submission Tools

m

GenBank @ is the NIH genetic : Eukaryc.ﬂic Gerwme collection of all publicly available DNA sequences (Nucleic Acids
Research, 2013 Jan;41(D1):D4 agnotationicuide |national Nucleotide Sequence Database Collaboration, which

comprises the DNA DataBank « Annotation Examples [cleotide Archive (ENA), and GenBank at NCBI. These three Search GenBank
organizations exchange data on a daily basis.

Update GenBank Records

A GenBank release occurs every two months and is available from the ftp site. The release notes for the current version of GenBank
provide detailed information about the release and notifications of upcoming changes to GenBank. Release notes for previous

GenBank releases are also available. GenBank growth statistics for both the traditional GenBank divisions and the WGS division are
available from each release. GenBank growth statistics for both the traditional GenBank divisions and the WGS division are available
from each release. -

An annotated sample GenBank record for a Saccharomyces cerevisiae gene demonstrates many of the features of the GenBank flat
file format.

Access to GenBank

There are several ways to search and retrieve data from GenBank.

» Search GenBank for sequence identifiers and annotations with Entrez Nucleotide, which is divided into three divisions:
CoreNucleotide (the main collection), dbEST (Expressed Sequence Tags), and dbGSS (Genome Survey Sequences).

* Search and align GenBank sequences to a query sequence using BLAST (Basic Local Alignment Search Tool). BLAST
searches CoreNucleotide, dbEST, and dbGSS independently; see BLAST info for more information about the numerous BLAST

databases.
* Search, link, and download sequences programatically using NCBI e-utilities.

2 | 7 ﬁ- ﬁ é §05|5 — > Idete G e n o m e

The GenBank database is designed to provide and encourage access within the scientific community to the most up-to-date and

comprehensive DNA sequence information. Therefore, NCBI places no restrictions on the use or distribution of the GenBank data.

However, some submitters may claim patent, copyright, or other intellectual property rights in all or a porticn of the data they have

submitted. NCBI is not in a position to assess the validity of such claims, and therefore cannot provide comment or unrestricted -
. I I I T e — |

GenBank Data Usage
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©®anAn [paeka Bua XypHan 3aknanku VIHCTpymenTsl Cnpaska =T eS|

@) ‘ 5 genebank - Google Search % ‘ 0 Whole Genome Sequencin... x/c'-;' Prokaryotic and Eukaryotic ... x\+

€& ) O @ nitps//www.ncbinim.nih.gov/genbank/genomesubmit/ EJ 0% c Q Mouck ‘ﬁ B 9 3 A 4 > m b =

£} Yacto nocewaemble

Sign in to NCBI

GenBank Nucleotide - | |@ =

GenBank ¥ | Submit ¥ Genomes ¥ WGS ¥ Metagenomes ¥ TPA ¥ TSA ¥ | INSDC ¥  Other ¥

Prokaryotic and Eukaryotic Genomes Submission Guide Genome Resources
Abg
WGS Browser

GenolT

Both WGS and non-WGS genomes, including gapless complete bacterial chromosomes, can be submitted via the Submission Portal.
You will be asked to choose whether the genome being submitted is considered WGS or not. The differences for GenBank purposes

are: - .
ubmission Guide

non-WGS genome WGS genome Genome Submission Portal
Update Genome Records

i

tbl2asn

Create Submission Template

p2

Eukaryotic Annotation Guide
@ @ Prokaryotic Annotation Guide
Annotation Example Files
“N=Gap(Ns)

Discrepancy Report
NCBI Prokaryotic Genome Annotation Pipeline
AGP Format

¢ Each chromosome is in a single sequence and there are no extra seguences Complex Assembly Submission Guide

moSemdgor prsmid or er O W S e rMetaqenome Submission Guide
- BioProject

non-WGS

WGS
Structured Comment
* One g ]mes are in mujgple pieces and/or sequences are not assembled into chromosomes
in bothca O e GellOllle SI'O glJIl)
+ ThereNan still be gaps within the sequences; you will supply that information in the submission

+ Plasmids and organelles can still be in multiple pieces.
» Internal sequences must be arranged in the correct order and orientation.
* Seguences concatenated in unknown order are not allowed.

.




GenBank — WGS Browser

®arn [Ipaeka Bwua XypHan 3Jaknagkv MHCTpymeHTol Cnpaeka [l
. N
& GenBank - Mowck B Google x/ Sequence Set Browser & N... % \\+
€& Oa ntps ncbi.nlm.nih.gov/Traces/wgs/?page=18wiew=wgs EJ1 @1% ¢ || Q Mouck T E @ % Ahd ey =

= NCBI Sequence Set Browser ® |

€ Facet Panel & Description

&= Available Facets -] o . . i

‘,” ‘ This site is for browsing WGS (Whoele Genome Shotgun) genomes, TSA (Transcriptome Shotgun Assemblies) and TLS (Targeted Locus Study) sets.
WGS sequences are incomplete genomes that have been sequenced by a whole genome shotgun strategy. TSA sequences are transcript sequences =

[ Type “ | have been computationally assembled from primary RNA sequence data. TLS sequences are large-scale marker gene sequencing studies.

[[Isource database

[ Targeted Locus Name Please consult WGS Submission or TSA Submission pages for more details.

B
@Projecttyp‘:[ Al [J wes || T8 || TsA e

m

[l organism

I p
[ strain —'| & Search — search in all fields. Use wildcard "™ to search in the middle of a field's text.
E(B:Li?\?ar Term | | [@Search | [fResetAll |
[Cisolate
ET\ssue Type
Host .
Hisolation Source Found 1,344 projects = Download i Columns List Page| 1 | 23456 7 8. 27( 50 |perp
["IDev Stage - Contigs
Dl2IF@ | # “Prefix $Type $DIV $Organism| 4Bioproject Biosample Infr:saﬁ’::'ﬂc Other Source | *Total &%  2Has s
< I |homo sapiens ) | Length ¥ prot Aot | P
(Mbases)
ens 917 —
¢ 1 AAcco2 S PRI Homo PRJNA10793 SAMN02981216 137.7 171 109 Y 20
&= Taxonomic Groups - N\ sapiens
eukaryotes [917]
unclassified sequences [427] 2 AADBO2 WGS PRI Homo PRJNA1431  SAMND2981219 3,087.3 401,931 14,095 64,
sapiens
&= Top Organisms -

Homo sapiens [917]
human oral metagenome [427]

Organism-=—=-Homo sapiens-

4 AADDO1  WGS PRI Homo PRJNA1431  SAMN02981219 2,695.6 211,493 1,372
sapiens

4 (L1} 3




GenBank — Project: AACCO02

®arn [Ipaeka Bwua XypHan 3Jaknagkv MHCTpymeHTol Cnpaeka =] CX |

& GenBank - Mowck B Google X/ AACCO0000000.2 Homo sa... % \4—

€& ) O & nhttps//www.ncbinim.nih.gov/Traces/wgs/AACC02?display=contigs&page=1 w% 0 @ || Q Mouck Lol = 3 A =
= NCBI ©) Sign In to NCBI
< Sequence Set Browser AN TE
Project: |AACC02 ||QSearch] B List of all Projects

AACCO00000000.2 Homo sapiens
Master fContigs] (Proteins} fDownIoacﬂ

# of Contigs: 171 On Jul 19, 2004 this sequence version replaced gi:29727032.

# of Proteins: 818 The Homo sapiens whole genome shotgun (WGS) project has the project

# of Scaffolds/Chrs: 20 accession AACC00000000. This version of the project (02) has the accession
Total length: 137,712,494 bp number AACC02000000, and consists of sequences AACC02000001-
BioProject: PRJNA10793 AACC02000171.

BioSample: SAMN02981216

Keywords: WGS

Annotation: Contigs, Scaffolds

Organism: oMo saple Qow lineage

Biosource:
Sl=liipe=megefOMic genomic
WGS: AACC02000001:AACC02000171
Scaffolds: CH236947:CH236966
20 scaffolds, 709 proteins, total length is 123,763,301 bases
Reference: Human chromoseme 7: DNA sequence and biology : Science 300 (5620), 767-772
(2003) — show 90 authors
Submission: Submitted (27-MAR-2003) Department of Genetics and Genomic Biclogy, The Hospital

for Sick Children, 555 University Avenue, Toronto, Ontario M5G 1X8, Canada —
show 88 authors

Submission: Submitted (29-JUN-2004) Department of Genetics and Genomic Biology, The Hospital
for Sick Children, 555 University Avenue, Toronto, Ontario M5G 1X8, Canada —
show 88 authors

Mational Center for Biotechnology Information , U.S. National Library of Medicine
8600 Rockville Pike, Bethesda MD, 20834 USA oE
. 1
G

-




GenBank — Project: AACCO02

Main [paska Bwma Xypnan 3aknagkv WHcTpymenTtol Cnpaska o[ |

T N
 GenBank - Mowck B Google xf AACC00000000.2 Homo sa... % ‘\+

€ ) Oa nitpsy v.ncbi.nlm.nih.gov/Traces/wgs/AACC02?display=proteins&page=1 EJ 97% ¢ || Q Mouck 1:? B ® 4 & ‘d Q =
< NCBI  Sequence Set Browser ® Sign In to NCBI
Project: [AACCO2 ||O,Search] g List of all Projects

AACCO00000000.2.Hamo sapiens
(i) Proers | 33
Accession |:| Product name |

Found 109 proteins = Download Page| 1 | 2 3 ( 50 | perpage)

# Accession Length Product name View R
1 EAL24413.1 519 Rho guanine nucleotide exchange factor (GEF) 5 FASTA GenPept ASN.1

2 EAL244141 490 similar to OG-2 homeodomain protein-like; similar to U65067 (PID:g1575526) FASTA GenPept ASN.1

3 EAL24415.1 243 thiamin pyrophosphokinase 1 FASTA GenPept ASN.1

4 [EAL24416.1 366 similar to Importin alpha-2 subunit (Karyopherin alpha-2 subunit) (SRP1-alpha) (RAG cohort protein 1) FASTA GenPept ASN.1
5 EAL24417.1 1,331 contactin associated protein-like 2 FASTA GenPept ASN.1
8 EAL24418.1 174 | similar to Mtr3 (mRNA transport regulator 3)-homolog; Mtr3 (mRNA transport regulator 3)-homolog (yeast) FASTA GenPept ASN.1

7 EAL24419.1 132 similar to 60S ribosomal protein L32 FASTA GenPept ASN.1
8 [EAL24420.1 177  chromosome 7 open reading frame 33 FASTA GenPept ASN.1
9 EAL24421.1 101 similar to Huntingtin interacting protein K FASTA GenPept ASN.1
10 EAL24422.1 776 cullin 1 FASTA GenPept ASN.1
11 EAL24423.1 707 enhancer of zeste homolog 2 (DrosophllP t FASTA GenPept ASN.1
12 EAL24424 .1 751 enhancer of zeste homolog 2 (Drosophil r O e I n S FASTA GenPept ASN.1
13 EAL24425.1 645 protein disulfide isomerase related protein (calcium-binding protein, intestinal-related) FASTA GenPept ASN.1
14 EAL24426.1 782 hypothetical protein DKFZp7621137 FASTA GenPept ASN.1

15 EAL24427.1 752 hypothetical protein LOC155054 FASTA GenPept ASN.1 .
= EEEEEEE————— i 1 R —"




GenBank — Project: AACCO02

®arn [Ipaeka Bwua XypHan 3Jaknagkv MHCTpymeHTol Cnpaeka =] CX |

& GenBank - Mowck B Google X/ AACCO0000000.2 Homo sa... % \4—

€& ) O & nttps;//www.ncbinim.nih.gov/Traces/wgs/AACC02 97% ¢ || Q Mouck B 3 A =
= NCBI ® Sign In to NCBI
< Sequence Set Browser AN TE
Project: |AACC02 ||QSearch] B List of all Projects

AACCO00000000.2 Homo sapiens
Master | | Contigs

Download

Protei

Contigs: Proteins:

GenBank: AACCO02.1.gbff.gz 54.8 Mb GenPept:  AACCO02.1.gnp.gz 57.7 kb
FASTA: AACCO02.1.fsa_nt.gz 39.6 Mb FASTA: AACCO02.1.fsa_aa.gz 28 kb
ASN.1: AACCO02.1.bbs.gz 31.4 Mb

Mational Center for Biotechnology Information , U.S. National Library of Medicine

8600 Rockville Pike, Bethesda MD, 20894 USA % Iy -‘--~,_‘_ s .
- - NATIONAL 5@:‘ \ Lh\.gcw
Policies and Guidelines | Contact IRAARYEH Coprts (=la 11004

Download — Chromosome 7

-




GenBank — Reference Genom

®ain [paeka Bua XKypwan 3aknagkn MWHcipymenTsl Cnpaska = | A

G GenBank - Mowcks Google % | & Home - Assembly - NCBI x |\ +

€2 wBaE @ % & A4 =

& NCBI  Resources ¥ How To & Sign into NCBI

ove,, g O1Qanism Help

w.ncbi.nlm.nih.gov/assembly E1 9% C

COVID-19 is an emerging, rapidly evolving situation.
Get the latest public health information from CDC: https://www coronavirus gov -
Get the latest research from NIH: https-/www nih gov/coronavirus.
Find NCBI SARS-CoV-2 literature, sequence, and clinical content: https://www ncbi.nim.nih.gov/sars-cov-2/.

U Filters removed.

1

Assembly

A database prowiding information on the siruciure of assembled genomes, assembly names and other meia-data, statistical

reporis, and links to genomic sequence daia.

Using Assembly Submitting an Assembly Related Resources

Assembly Help Submission Information NCBI Datasets @

Browse by Organism Submission FAQ Genome

NCBI Assembly Data Model Genome Size Check Genome Reference Consortium
Assembly Basics AGP Specifications Genome Remapping Service (Remap)
Nucleic Acids Research Database Issue arficle AGP Validation

Reasons an Assembly may be Excluded from RefSeq

https://www.ncbi.nlm.nih.gov/assembly

Prokaryotic ANI Report (FTP file)

I I I e —]




GenBank — Reference Genom

g N
5 GenBank - Movck B Google x/ c’-j Homo sapiens genome - A... % \ +

€

@ & https//

Qain [lpaska Bua Xypxan 3aknagkm KMHCTpymeHTol Cnpaeka

=R EEE X

w.ncbi.nlm.nih.gov/assembly/?term=Homo+sapiens+genome E1 91% c Q, Mouck

2 NCBI  Resources @ HowTo &)

Assembly

Organism group
Animals (903)
Customize ..

Status clear
+ Latest (903)
+ Latest GenBank (903)

Latest RefSeq (1)

Assembly level
Complete genome (0)
Chromosome (18)
Scaffold (806)

Contig (79)

RefSeq category
Reference (1)
Representative (0)

Exclude clear
Exclude partial (91)

+ Exclude anomalous (0)
Customize

Annotation status

Has annotation (3)
GenBank has annotation (1)
RefSeq has annotation (3)

Relation to type
material

Assembly from any type (0)

Assembly from type (0)

Assembly from synonym
type (0)

Assembly from pathotype (0)

Assembly designated as

Assembly

wBa @ % & 4%

Signinto NCBI

- |Homo sapiens genome

Create alert Advanced Browse by organism

COVID-19 is an emerging, rapidly evolving situation.
Get the latest public health information from CDC: https://www coronavirus gov -
Get the latest research from NIH: https-/www nih gov/coronavirus.
Find NCBI SARS-CoV-2 literature, sequence, and clinical content: https://www ncbi.nim.nih.gov/sars-cov-2/.

Summary = 20 per page = Sort by Significance = Send to. =

4, Download Assemblies

" R )

Was this helpful?

Genome Reference Censortium (March 2019)
RefSeq GCF_000001405.39

PubMed (27) Genome Resources

Genome Browser BLAST Get data

Assembly statistics +

Search results Mext =  Last »»

Items: 1 to 20 of 903

Page 1 of 46

0 Filters activated: Latest, Latest GenBank, Exclude anomalous. Clear all to show 1068 items.

[l GRCh38.p13
1

Help
Filters: Manage Filters
NCBI Datasets _

Download a genome dataset including genome,
transcript and protein sequence, annotation and a
data report. Learn more

4, Download Datasets

Find related data =
Database: Select -

Search details

"Homo sapiens" [Organism] AEND
({(latest[filter] OR "latest
genbank" [filter]) AND all[filter]
NOT anomalous[filter])

Search See more..

Recent activity
Turn Off  Clear

Q_ Homo sapiens genome AND ((latest[filter] OR
"latest genbank"[filt . (903) Asse

E GRCh38.p13 - Genome - Assembly - NCBI

Assembly

»

m

I e —]

— aeatune o - Genome Reference Consortium Human Build 38 patch release 13 (GRCh38.p13)
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®aiin Mpaska Bua XypHan 3aknagkn MWHcTpymewnTsl Cnpaska =
75 GenBank - Mowck B Google xj 7—; GRCh38.p13 - Genome - A... _¥+
(- (@ @  httpsy//www.ncbi.nlm.nih.gov/assembly/GC LA 97% Mouck ﬁ B 9O & A 4 X =
= NCBI Resources ¥ HowTo ¥ Sign into NCBI =
Assembly Assembly - @
Advanced Browse by organism Help

https://www.ncbi.nlm.nih.gov/assembly/GCF_000001405.39

Full Report -

GRCh38.p13
Description:
Organism name:
BioProject:
Submitter:
Date:
Assembly type:
Release type:
Assembly level:

Genome representation:

RefSeq category:

Genome Reference Consortium Human Build 38 patch release 13 (GRCh38 p13)

Homo sapiens (human

PRJNA31257
Genome Reference Consortium
2019/02/28

haploid-with-alt-loci

patch

Chromosome
full
reference genome

GenBank assembly accession: GCA_000001405 28 (latest)
GCF_000001405 39 (latest)

no (hide details)
+ Only in GenBank: 1 unplaced scaffold (in primary assembly-unit)

« Data displayed for RefSeq version

RefSeq assembly accession:
RefSeq assembly and GenBank assembly identical:

4371 [UID] 8687898 [GenBank] 8765528 [RefSeq]

History (Show revision history

Comment

Taadobl a

Sendto: -

&, Download Assembly

See Genome Information for Access the data

Homo sapiens

Genome Data Viewer

RefSeq Annotation Report

There are 917 assemblies for

BLAST the assembly
this organism

See more seguence report

FTP directory fol

Bcero gocTtynHo
917 pa3nnU4HbIX COOPOK

T

efSeq assembly

Assembly Help
Assembly Basics

NCBI Assembly Data Model
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1000 Genomes
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Links
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1000 Genomes data in Ensembl IGSR Sample Collection Principles

Ensembl provides a genome browser where the 1000 Genomes Project data can be viewed alongside a wide range of additional 1000 Genomes Project Publications
data sources, as well as giving access to tools that can be used to work with the 1000 Genomes data and other data sets. We

recommend using Ensembl in preference to the early access browsers created during the 1000 Genomes Project. e format
ile formats

In Ensembl, the data can be viewed either on the GRCh37 reference assembly (used by the final phase of the 1000 Genomes

Project) or on the current reference genome, GRCh38. Software tools

¢ Ensembl GRCh37 - view the 1000 Genomes Project data on the reference genome used by the project
* Ensembl GRCh38 - view the 1000 Genomes Project data on the current human reference genome

Download data

Twitter
1000 Genomes Project early access browsers

During the 1000 Genomes Project, data was shared as soon as possible via early access browsers for each of the data
production phases of the project. Currently, the early access browsers remain available.

* 1000 Genomes Project phase 3 browser - SNPs and indels from the phase 3 release. This browser runs Ensembl version
80.

* 1000 Genomes Project phase 1 browser - data from phase 1. This browser runs Ensembl version 73.

* 1000 Genomes Project pilot browser - data from the pilot phase. This browser uses Ensembl version 60 and is based on
reference genome NCBI36.

Tutorials and guides

You can find instructions for how to use the 1000 Genomes Project browsers in .doc format. There is also a tutorial for the pilot
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1000 Genomes — Data
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IGSR: The International Genome Sample Resource;

Providing ongoing support for the 1000 Genomes Project data

Home  About Data Portal  Analysis  Contact Browser FAQ

Using data from IGSR

IGSR provides open data to support the community’s research efforts. You can see our terms of use in our data disclaimer.

Data portal beta

We are developing a new data portal to make it easier to find and browse data in IGSR. You can use the development version to
explore the data set. Let us know what you think at info@1000genomes.org.
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Sample Sex O_o Vo"\ Qf}‘ QS) 006\ ‘
HG00513 Female CHS
HGO01112 Male Cm
HGO00759 Female CDX
HGO01500 Male IBS
HGO03006 Male BEB
NA18525 Female CHB
NA19648 Female MXL
HGO00096 Male GBR
HG00419 Female CHS

Links

Announcements
IGSR Sample Collection Principles

1000 Genomes Project Publications

File formats

Software tools

Download data

Twitter
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1000 Genomes — Population
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Providing ongoing support for the 1000 Genomes Project data
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1000 Genomes — Sample HG00099
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IGSR: The International Genome Sample Resource; o
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Providing ongoing support for the 1000 Genomes Project data "

Home  About Data  Portal Analysis Contact Browser FAQ
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= Samples = Populations = Data collections Q, search
Data portal beta
CGample HGO00S
HG00099 details GBR population
Sex: Female Population:  British
Biosample ID: SAME123271 Code: GBR
Search Coriell: HG00099 Q Description:  British in England and Scotland

Superpopulation:  European
Superpopulation code: EUR

Data collections for HG00099

1000 Genomes on GRCh38 1000 Genomes phase 3 release 1000 Genomes phase 1 release Geuvadis
& Data reuse policy for 1000 Genomes on GRCh38 12 matching data files Download the list
Data types Analysis

File group




1000 Genomes — Exome
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Sample HG00099

HGO00099 details

Sex:
Biosample ID:
Search Coriell:

Data collections for HG00099

1000 Genomes on GRCh38

.internationalgenome.org/data-portal/sample/HG00099

@ Data reuse policy for 1000 Genomes on GRCh38

Data types

[7] Alignment
Sequence
Analysis groups

Exome

[[] Low coverage WGS

% | W 1000 Genomes Project - W... % | +

GBR population

Female Population:  British
SAME123271 Code: GBR
HG00099 Q, Description:  British in England and Scotland
Superpopulation: European
Superpopulation code: EUR
1000 Genomes phase 3 release 1000 Genomes phase 1 release Geuvadis
2 matching data files Download the list
File Analysis group =
& fip:/iftp.sra.ebi.ac.uk/vol1/fastq/SRR765/SRR765993/SRR765993_2 fastq.gz Exome
& ftp://ftp.sra.ebi.ac.uk/vol1/fasta/SRR765/SRR765993/SRR765993_1.fastg.gz Exome
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UCSC Genome Browser

Genomes

MMV nstie™ 7 75T~ Genome Browser

Genome Browser Tools Mirrors Downloads My Data Projects Help About Us

Qur tools

B Genome Browser
interactively visualize genomic data

B Coronavirus Data
view SARS-CoV-2 genome and COVID-19-related datasets

B BLAT

rapidly align sequences to the genome

B Table Browser
download data from the Genome Browser database

B Variant Annotation Integrator
get functional effect predictions for variant calls

B Data Integrator
combine data sources from the Genome Browser database

B Genome Browser in a Box (GBiB)

run the Genome Browser on your laptop or server
B |n-Silico PCR

rapidly align PCR primer pairs to the genome
| LiftOver

convert genome coordinates between assemblies

B Track Hubs

m

http://genome.ucsc.edu/

Our story What's new

On Ju nel22. 2000 UCSC and the olther membelrs of the Nov 3‘ 2020 - New gnomAD pext track for GRChS?/hgi?
International Human Genome Project consortium completed

the first working draft of the human genome assembly, Qct 23,2020 - New GRCm39 Mouse Genome Browser is here

forever ensuring free public access to the genome and the
information it contains. A few weeks later, on July 7, 2000, the Oct 21, 2020 - Oct 215t SARS-CoV-2 release

newly assembled genome was released on the web at

WS,
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Ensembl Genome Browser

Login/Register
BLAST/BLAT | VEP | Tools | BioMart | Downloads | Help & Docs | Blog €N\~ Search all spscies. . Q

Ensembl is a genome browser for vertebrate genomes that

Tools BioMart > BLAST/BLAT > Variant Effect Predictor > supports research in comparative genomics, evolution, sequence
variation and transcriptional regulation. Ensembl annotate genes,
All tools Export custom datasets from Search our genomes for your DNA  Analyse your own variants and computes multiple alignments, predicts regulatory function and
Ensembl with this data-mining tool or protein sequence predict the functional collects disease data. Ensembl tools include BLAST, BLAT,
consequences of known and BioMart and the Vanant Effect Predictor (VEP) for all supported
unknown variants species.

Ensembl Release 94 (October 2018)

e New fish- 38 new and updated fish genomes
Search e GENCODE update 29 for human and M19 for mouse
All species - for ® Additional pathogenicity predictors for missense variants
m e New transcription factor binding matifs from SELEX

e Gene trees using HMMs
e.g. BRCA2 orrat 5:62797383-63627669 or rs699 or coronary heart disease

More release news & on our blog

Other news from our blog

All genomes Favourite genomes ® 13 Nov 2018: What's coming in Ensembl 95 / Ensembl
Genomes 42 &7
~ Select a species — T b Human & 06 Nov 2018: Job: Requlation Project Leader &
GRCh38 p12
» 06 Nov 2018: Job: Bioinformatician — comparative genomics g
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https://www.ensembl.org/index.html
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Vista
y.I S;[“‘Ah Tools for Comparative Genomics (Damowus 9 eneus ¢ contmerus

VISTA Home Custom Alignment Enhancer DB Downloads Publications Help

Clade Genome Release Paosition

Vertebrate -~ Human + Feb. 2009 - chr9:107,543,285-107,690,436 | Submit

@ VISTA-Point
() VISTA Browser (Requires Java?)

Help

Whole Genome Comparative Analysis of the Human Feb. 2009 Genome

From this page you can access the results of:

the multiple alignments

« Human Feb 2009, Chimp Mar 2006, Callithrix jacchus v2 0 2, Rhesus Jan 2006 and Pongo pvgmaeus abelii v.2 0 2 genomes.

the pairwise alignments of the

Human Feb. 2009 genome produced by the Genome Reference Consortium with the following genomes:

http://pipeline.lbl.gov/cgi-bin/gateway?2

* The Chimp Feb. 2011 genome produced by the Chimpanzee Seguencing and Analysis Consortium

* The Cow Oct. 2011 genome produced by the Bavlor College of Medicine -- Cow

« The Gorilla Dec. 2009 genome produced by The Wellcome Trust Sanger Instifute

Annotation for this genome comes from the UCSC.

Methods and references
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GBrowse

& Login/ create account

a4
GMf’a: D Page Discussion Read Viewform Viewsource View history |Search Q

®

L .3

—r GBrowse

m

L 1 Y
T T r 4

Navigation

£ I 1 1 1
< T T T T
GMOD Home
Software

Categories / Tags
View all pages Contents [hide] Status
1 About Generic Genome Browser (GBrowse)
Documentation 1.1 Screenshots Mature release
S 2 Downloads Development: active
i Support: active
. 3 Using GBrowse pp
HOWTOS 3.1 System Requirements Licence
Glossary 3.2 Installation
3.3 Configuration 0 GPL20&
Community 4 Documentation . Artistic
4.1 POD documentation 0
T . License 2.0&
ELOD e 4.2 Installation
T { Out h
S[:J‘;':S ureac 4.3 Configuration Resources
GMOD Promoation ) T e Home page &
L L]
| Ittp /l[gmod.org/wiki/GBrowse
" g " g
Wi
M TslreE 7 GBrowse in the wild
Related changes 8 See also
Special pages
- 9 More on GBrowse
Printable version
Permanent link 2.0 CEtmr=n loge
Page information
Browse properties .
. About Generic Genome Browser (GBrowse)
rint as PDF
GBrowse is a combination of database and interactive web pages for manipulating and displaying annotations on genomes. Features include: o
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UCSC Genome

Browser
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enome Browser Tools Mirrors

//hgl9
Mouse GRCm3%9/mm3%
Mouse GRCm38/mm10
Mouse: 16 strains
SARS-CoV-2 (COVID-19)

Other

3arpyxaem

; Q Genome Browser

Downloads My Data Projects Help About Us

Qur tools

B Genome Browser
interactively visualize genomic data

B Coronavirus Data
view SARS-CoV-2 genome and COVID-19-related datasets

B BLAT

rapidly align sequences to the genome

B Table Browser
download data from the Genome Browser database

B Variant Annotation Integrator
get functional effect predictions for variant calls

B Data Integrator
combine data sources from the Genome Browser database

B Genome Browser in a Box (GBiB)

run the Genome Browser on your laptop or server
B |n-Silico PCR

rapidly align PCR primer pairs to the genome
| LiftOver

convert genome coordinates between assemblies

B Track Hubs
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wBa @ % & 4%

m
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Our story

On June 22, 2000, UCSC and the other members of the
International Human Genome Project consortium completed
the first working draft of the human genome assembly,
forever ensuring free public access to the genome and the
information it contains. A few weeks later, on July 7, 2000, the
' was released on the web at

genome.ucsc.edu/cg

What's new

Nov 3, 2020 - New gnomAD pext track for GRCh37/hg19

Oct 23, 2020 - New GRCm39 Mouse Genome Browser is here
Oct 21, 2020 - Oct 21st SARS-CoV-2 release
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UCSC Genome Browser
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UCSC Genome Browser on Human Dec. 2013 (GRCh38/hg38) Assembly
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UCSC Genome Browser
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UCSC Genome Browser
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UCSC Genome Browser
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UCSC Genome Browser on Human Dec. 2013 (GRCh38/hg38) Assembly
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UCSC Genome Browser
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UCSC Genome Browser
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OnpepneneHusn

e JloKyCc — MecTononoXxeHmne onpegeneHHoro
reHa Ha reHeTU4YeCcKoOu U UNTONIOrM4YEeCcKou
KapTe XPOMOCOMbI

e Annenb — BapuaHT nocrieaoBaTefnbHOCTH
[NHK B naHHOM nokyce

e [eHeTnyeckaa kKapTa — ynopsaa0YEHHbIV
nepeYyeHb JIOKYyCOB reHoma

e [ eHHOe KapTupoBaHne — onpegeneHue
nokyca anga cneundonyeckoro
bunororn4yeckoro npusHaka



AHHOTaAUMNA reHoma

e OnncaHme YHKUNOHANbHLIX W
CTPYKTYPHbIX XapaKTEPUCTUK reHoma

e MecToHaxoxaoeHne Koaupyrowunx y4acTKoB
[EHOB B reHOME, PEerynsitopHbIX
ONIEMEHTOB, PEryrMpYyoLnX TPaHCKPUNLUIO,
apyrue yHKUMM reHoMma M OCOBEHHOCTU
PYHKLMOHNPOBAHNSA reHOMa

e TkaHeCHeUMNYHOCTb 3KCNpPECCUH,
NPOdOUNN 3KCNPECCUN U KOIKCMPECCUIO
reHOB
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XapakTepucTUKM reHoma

e 24 XpOMOCOMbI

e ~3.2 MNnpA4. nMap HyKNeoTngos

e ~21 ThiC. reHOB

e OonH reH — 1000-3000 ocHoBaHUK

e [IBa reHoma MAEeHTUYHbI Ha ~99.9 %

e OeHOTUNNYECKME TMPU3HAKN U BCE
3aboneBaHns — ~0.1 % reHoma, T.e. ero
1/1000 myTmnpoBaHHaga 4YyacTb
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