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INFORMATION

dr Magda Mielczarek

= Utworzone w 1988

* Dziedziny nauki: biologia molekularna,

biochemia, genetyka

= Zadania

* Przechowywanie — bazy danych
* Analiza danych — oprogramowanie

* Udostepnianie baz danych i oprogramowania do badan
naukowych

" Koordynacja gromadzenia danych na poziomie
miedzynarodowym



NCBI

National Library of Medicine

National Center for Biotechnology Information

National Library of Medicine

National Center for Biotechnology Information

All Databases w

NCBI Home

& rzekotka

Search NCBI Search NCBI

Literature

PubMed

PubMed® comprises more than 38 million citations for biomedical literature
from MEDLINE, life science journals, and online books. Citations may include
links to full text content from PubMed Central and publisher web sites.

Featured Bookshelf titles
Drugs and Lactation Database

Q—?S (LactMed®)

Browse the Bookshelf »

Data

Genes

Gene sequences and annotations used as
references for the study of orthologs structure,
expression, and evolution

Gene
Collected information about gene loci

GEO DataSets
Functional genomics studies

GEO Profiles
Gene expression and molecular abundance profiles

dr Magda Mielczarek

Characteristics of Existing Asthma
Self-Management Education
Packages

Leas BF, Tipton K, Bryant-Stephens T, et al

Proteins

Protein sequences, 3-D structures, and tools
for the study of functional protein domains
and active sites

Conserved Domains
Conserved protein domains

Identical Protein Groups
Protein sequences grouped by identity

Protein
Protein sequences

Literature databases

Bookshelf
Books and reports

MeSH
Ontology used for PubMed indexing

NLM Catalog
Books, journals and more in the NLM Collections

PubMed

Scientific and medical abstracts/citations

PubMed Central
Full-text journal articles

BLAST

A tool to find regions of similarity between
biological sequences

blastn
Search nucleotide sequence databases

blastp
Search protein sequence databases

blastx
Search protein databases using a translated nucleotide
query

gy Information advances science and health by providing access to

zation | NCBI Mews & Blog

Download Learn

Transfer NCBI data to your
computer

Find help documents, attend a
class or watch a tutorial

Analyze Research

Identify an NCBI tool for your
data analysis task

Explore NCBI research and
collaborative projects

3 rzekotka

Nucleotide
Genome
SNP
Gene
Protein
PubChem

NCBI News & Blog

NCBI Taxonomy Updates to Virus
Classification

Starting April 28, 2025 In December
2N24 we annnuncad caveral kev

PubMed Central's Updated Full-Text
Search Preview Now Available

As previously announced, NLM’s NCBI is
mademizinn the PuhMead Central (PR

Coming Soon! Enhancements to ClinVar
Homepage

y people visit NCBI's ClinVi
r dav multinle times a dav A

PODSTAWY BIOINFORMATYKI 2024/2025
Copyright ©2017, J. Szyda & M. Mielczarek




NCBI: GENOME

Genome

Search by taxonomic name or ID, Assembly name, BioProject, BioSample, WGS or Nucleotide accession
rch term

Try examples: omo sapiens 5C 405.40 PRJNA489243 SAMNI1 0 WFKY01 GRCh38.p14 NC_000913.3

Genomic data available from NCBI Datasets

Click below to learn more about the genomic data available from NCBI Datasets.

Eukaryota

Archaea

Bacteria

Viruses

All Genomes

Reference

dr Magda Mielczarek

Annotated
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NCBI: GENOME

Genome

Download a genome data package including genome, transcript and protein sequence, annotation and a data report

Mus musculus (mouse)

Filters

Select columns 67 Genomes Rows perpage | 20 ~ 1-20 of 67

Assembly GenBank RefSeq Scientific name Modifier Annotation

GCA_DODDD1635.9 GCF_000001635.27 Mus musculus (house mouse) C57BL/6J (strain) MNCEI RefSeq

GCA_964188535.1 Mus musculus (house mouse) C57BL_6J (strain)

BCA_921998315.2 Mus musculus (house mouse)

NEI_Mmus_1.0 GCA_030265425.1 Mus musculus (house mouse) B10.RII (strain)

mMusMuc. GCA_949316315.1 Mus musculus (house mouse)

NOD_SCID GCA_D31763685.1 Mus musculus (house mouse) NOD/SCID (strain)

BALB_cJ_v3 GCA_921997145.2 Mus musculus (house mouse)

O0000D0 O

NZO_HILt)_v3 GCA_947593165.1 Mus musculus (house mouse)
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N c B I . G E N 0 M E Assembly statistics

NCBI Dataseis Taxonomy Genome Gene Command-line tools Documentation

GenBank

Genome size 2.7Gb

Total ungapped length 2.7 Gb

Genome assembly GRcm39 reference Addii Gaps between scaffolds 143

Browsez MNumber of chromosomes 21 21

5 datasets . Number of organelles 1 1
BioP

Actions Number of scaffolds 101 101

NCBI RefSeq assembly GCF_000001635.27 : PRINAZ  scaffold N5O 106.1 Mb 106.1 Mb

Genome
Submitted GenBank assembly GCA_000001635.9 : muscull  Scaffold LSO 11 1

Genome )
Number of contigs
Taxon Mus musculus (house mouse)

Strain C57BL/6J Publl Contig N30

Synonym mm39 Contig L50 15 15
Showing 5

Assembly type haploid GC percent 42 42
PLoS Biol

Submitter Genome Referel 2 Consortium Moderni  Assembly level Chromosome Chromosome
DM Churc
View sequences view RefSeq sequences view GenBank sequences

Date Jun 24, 2020

PLoS Biol
Lineage-specific biology revealed by a

=3\ View annotated genes See in Genome Data Viewer finished genome assembly of the mouse
=0 DM Church, et al.
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Chromosomes

Download

Chromosome

dr Magda Mielczarek

GenBank

CMO00994.3

CMO000995.3

CMO00996.3

CMO00997.3

CMO00998.3

RefSeq

NC_000067.7
NC_000068.8
NC_000069.7
NC_000070.7

NC_000071.7

Size (bp)

195154 279
181755017
159745316
156 860 686

151758 149

Annotation details

See full annotation report

RefSeq

Provider NCEI RefSeq

Name GCF_000001635.27-RS_2024_02
Date Feb 11,2024

Genes 50 763

Protein-coding 22 198

Software version 10.2

View RefSeqg annotation

Quality analysis
BUSCO analysis (4.1.4)

@ Single_copy 98.6%
@ Duplicated 0.9%
(© Fragmented 0.2%
) Missing 0.4%
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NCBI: GENOME

Genome

Download a genome data package including genome, transcript and protein sequence, annotation and a data report

Homo sapiens

Filters

Select columns

Assembly GenBank

GRCh3g.p14 % GCA_000001405.29
T2T-CHM13v2.0 GCA_009914755.4
hg002v1.1.mat GCA_018852615.3
hg002v1.1.pat GCA_018852605.3

Ash1.v2.2 GCA_011064465.2

O
O
O
O
O
O
O

hg01243.v3.0 GCA_018873775.2

dr Magda Mielczarek

1596 Genomes

RefSeq

GCF_000001405.40

GCF_009914755.1

Scientific name

Homo sapiens (human)
Homo sapiens (human)
Homo sapiens (human)
Homo sapiens (human)
Homo sapiens (human)

Homo sapiens (human)

Rows per page 20 =

Modifier

NA24385
NA24385
NA24385

HG01243 (isolate)

1-20 of 1596

Annotation

NCBI RefSeq

NCBI RefSeq

Submitter

Submitter
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FORMAT FASTA

Prosty i popularny =2 czytelny dla wielu programéw do analizy bioinformatycznej

Lapis sekwencji kwaséw nukleinowych oraz biatek

>gi| 52693750 | dbj| AB175071.1 !

ATGACCAACTTTCGAAAAACCCATCCATTAATAAAAATTCTTAACAACTCATTCATCGAC
CATCAAACATTTCATCATGATGAAATTTCGGGTCCCTTCTAGGATTGTGCCTAGTAATC
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NCBI: REFSEQ

NCBI| Reference Sequence Database:

kompleksowy, zintegrowany, niepowtarzalny dobrze opisany zestaw sekwencji
referencyjnych

" genomy, transkrypty, biatka
" baza niepowtarzalna (non-redundant)

" informacje sprawdzone (czesto weryfikowane manualnie)
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NCBI: REFSEQ

v ||mus musculus|

RefSeq: NCBI Reference Sequence Database

A comprehensive, integrated, non-redundant, well-annotated set of reference sequences including genomic,
transcrpt, and protein.

Using RefSeq RefSeq Access RefSeq projects
About Ref Human Genome Re

Human Refe

argeted Loci
MCBI Handbook Mew RefSeq transcrip t 30 days) Virus Variation

Factzsheet
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NCBI: REFSEQ

&= NCBI Resources (¥) How To ¥ Sign in to NCBI

Nucleotide Nucleotide ¥ | mus musculus AND srcdb_refseq[PROP] | [ Search |
Create alet Advanced

Species ary = 20 per page = Sort by Default order Sendto:~  Filters: Manage Filters

Animals (116,577)

Plants (13)

Fungi (175) ltems: 1 to 20 of 129096 Results by taxon

Protists (256) Top Organisms [Tree]

Bacteria (12,056) Fage [1 | ofod35  Nexi=  Last== Mus musculus (116395)

Viruses (20) Mus musculus esterase D/formylglutathione hydrolase (Esd), transcript variant 2, mRNA Escherichia coli (2339)

Customize ) Lactobacillus reuteri (1328)
- 1,988 bp linear mRNA Yersinia pestis PY-36 (592)

Molecule types Accession: NM_016903.5 GI: 550544231 Yersinia pestis PY-48 (555)

genomic DNA/RNA (20,205) Protein PubMed Taxonomy All other taxa (7557)

mRNA (77.471) GenBank FASTA Graphics More...
rRMNA (61)
Customize ...

i Find related data
Source databases - 2,121 bp linear mRNA

RefSeq (129,096) Accession: NM_001285423.1 GI: 550544229 Database: | Select
Customize Protein PubMed Taxonomy

GenBank FASTA Graphics

Genetic
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NCBI: REFSEQ

&= NCBI Resources (¥) How To ¥ Sign in to NCBI

Nucleotide Nucleotide ¥ | mus musculus AND srcdb_refseq[PROP] | [ Search |
Create alet Advanced

Species Summary = 20 per page ~ Sort by Default order « Sendto:~  Filters: Manage Filters

Animals (116,577)

Plants (13)

Fungi (175) ltems: 1 to 20 of 129096 Results by taxon

Protists (256) Top Organisms [Tree]

Bacteria (12,056) Fage [1 | ofod35  Nexi=  Last== Mus musculus (116395)

Viruses (20) Mus musculus esterase D/formylglutathione hydrolase (Esd), transcript variant 2, mRNA Escherichia coli (2339)

Customize ) Lactobacillus reuteri (1328)
- 1,988 bp linear mRNA Yersinia pestis PY-36 (592)

Molecule types Accession: NM_016903.5 GI: 550544231 Yersinia pestis PY-48 (555)

genomic DNA/RNA (20,205) Protein PubMed Taxonomy All other taxa (7557)

mRNA (77.471) GenBank FASTA Graphics More...
rRMNA (61)
Customize ...

i Find related data
Source databases - 2,121 bp linear mRNA

RefSeq (129,096) Accession: NM_001285423.1 GI: 550544229 Database: | Select
Customize Protein PubMed Taxonomy

GenBank FASTA Graphics

Genetic
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NCBI: REFSEQ

Species Summary = 20 per page = Sort by Default order - Sendto:=  Filters: Manage Filters
Animals (116 577)

Plants (13)

Fungi (175) ltems: 1 to 20 of 129096 Results by taxon
Protists (256) Top Organisms [Tree]
Bacteria (12,056) Fage 1 |ofB455 Next=  Last== Mus musculus (116395)

Viruses (20) Mus musculus esterase D/formylglutathione hydrolase (Esd), transcript variant 2,_mRNA Escherichia coli (2339)
Lactobacillus reuter (1328)

Customize ... ;
- 1,988 bp linear mRNA Yersinia pestis PY-36 (592)
Molecule types Accession: NM_0165803.5 GI: 550544231 Yersinia pestis PY-48 (585)
genomic DNA/RNA (20,205) Protein PubMed Taxcnomy All other taxa (7857)
S More...

mRMNA (77,471) GenBank FASTA  Granhics

rRMNA (61) X
- | Molecule types
4 yp prmylglutathione hydrolase (Esd),_transcript variant 1, mRNA

Find related data

( ' I-
Source datab genomic DNA/RNA Database: | Select

RefSeq (129,00 # mRMNA 550544229

Customize ... CENA

Genetic ncRMNA

compartment] & ANA _ _
FRiNA pate isomerase 1 (Tpil),_ MRERNA
tRNA Search details

Mitochondrion
Plasmid (55)

transcribed RNA 958348 {"Mus musculus"[Organism] OR mus
Sequence len musculus[All Fields]) AND
Custom range srcdb_refseq[PROP]

Release date m
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NCBI

|dentyfikatory:

*NM_numer / XM_ numer mRNA

*NP_numer / XP_numer biatka

*NR_ numer / XR_ numer niekodujgce RNA

*NC_ numer, NG_ numer kontigi, sekwencje genomowe

*N — sekwencje uzyskane z wynikéw eksperymentéw

* X — sekwencje z adnotacji (sekwencja zostata przewidziana np. przez
zmapowanie biatka do genomu spokrewnionego organizmu)
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GENOMY | ICH ADNOTACJE
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ENSEMBL

" ,Przeglgdarka” genomoéw kregowcow

" Wspiera badania z zakresu genomiki poréwnawczej, ewolucji i regulaciji
ekspresji gendow

" Dostepne narzedzia: BioMart, Variant Effect Predictor (VEP)

BLAST/BLAT | BioMart | VEP | Tools | Downloads | Help & Docs | Blog

BioMart = BLAST/BLAT > Variant Effect Predictor =

Export custom datasets from Search our genomes for your DMNA Analyse your own variants and
Ensembil with this data-mining tool or protein sequence edict the fu eqUEeNCES
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ENSEMBL

Caenorhabditis elegans < Plasmodium falciparum 3D7
WBcel235 AN ASM276v2
Drosophila melanogaster Dictyostelium discoideum
BDGP6.28 | dicty 2.7
[ ]
E nsem b I Bombyx mori
ASM15162v1
" EnsemblGenomes
. Go to Ensembl Metazoa Go to Ensembl Protists
* EnsemblFungi —
" EnsemblMetazoa
6! EnsemblFungi 6! EnsemblBacteria
" EnsemblProfists
| Magnaporthe oryzae Streptococcus pneumoniae
° MG8 ASM688v1
" EnsemblBacteria
Saccharomyces cerevisiae Escherichia col
ac S S ASM584v2
" EnsemblPlants R64-1-

Aspergillus nidulans ASM73511v1
ASM1142v1

Go to Ensembl Fungi Go to Ensembl Bacteria
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ENSEMBL

" Ensembl
*EnsemblGenomes
* EnsemblFungi

" EnsemblMetazoa
" EnsemblProtists
"EnsemblBacteria

" EnsemblIPlants

dr Magda Mielczarek



ENSEMBL

|dentyfikatory (Homo sapiens):

*ENSG - Gene

* ENST = Transcript
* ENSP - Protein

* ENSE - Exon

Zagadka:
ENSTOO000471181.7
ENSRNOTO0000075759.1
ENSSSCG00000018060

dr Magda Mielczarek

|dentyfikatory (inne gatunki):

* ENSFCATO00000032635
* ENSRNOGO00000050313
* ENSCAFG00000022708

* ENSBTATO0000064726

Felis catus
Rattus norvegicus
Canis lupus familiaris

Bos taurus
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ENSEMBL

dr Magda Mielczarek

All genomes

BLAST/BLAT | BioMart | VEP | Tools | Downloads | Help & Docs | Blog

BioMart >

BLAST/BLAT >

rom Ensembl with this

e.g. BRCAZ or rat 5:6279

Favourite genomes

Human

E Zebrafish
—

Variant Effect Predictor >

n variants and predict the fu

n and L

var
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ENSEMBL

BLAST/BLAT | BioMart | VEP | Tools | Downloads | Help & Docs | Blog

BioMart > BLAST/BLAT > Variant Effect Predictor >

rom Ensembl with this data-

Search

e.g. BRCAZ or rat 5:6279 627669 or rs699 or coronary heart disease

All genomes Favourite genomes

E Zebrafish
W
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ENSEMBL

hromosome 19: 12,571,690-12,571,788

<=

Chr. 19

Region in detail @

(Ensembl)

Location:

BA<EBEET

coding
CAGTGGST CCTCCCAGGAGCT GGAGGAGMNMMMNHMMHMNHNMMNNNNMNNMNMNNNBNNNMNMWNNNNBNNNNHN®NMNNNMNNMNBNNENNNENNNNNMENRNRENRNNBNNNBNRN®NBNBNNNNRNRNRNRN
DAAAD2048402.1 =
GTCACCAGGAGGGTCCTCGACCT CCTCMMMMMMNNMMNNNNNNNMNNNNNNNMNNNNNMNMNNENN®NMNMNMEMNENNMNBNENENNENSNNNNNNENNENNNNNNNRNNNBNNNRNRNRNRNRN

Protein Coding
mbl pretein coding

Ensembl Bostaurnusversion (UMD3.1) Chromosome 19: 12,571,690 - 12,571,

D A<EERED
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ENSEMBL

dr Magda Mielczarek

All genomes

BLAST/BLAT | BioMart | VEP | Tools | Downloads | Help & Docs | Blog

BioMart > BLAST/BLAT >

Export n dat from Ensembl with this d
mining

Search

Human
BRCAT (Go

e.g. BRCAZ2 or rat 5:627973 627669 or rs699 or coronary heart disease

Favourite genomes

E‘ Human

E Zebrafish
—

Variant Effect Predictor >
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Na ktérym chromosomie lezy gen BRCA1?2

lle ma form splicingowych?

E N S EM B |_ Ktéry transkrypt jest najdiuzszy?

Gene: BRCA1 Enscoo000012048

Description BRCA1 DNA repair associated [Source:HGNC Symbol;Acc:HGNC: 1100 E9]
Gene Synonyms BRCC1, FANCS, PPP1R53, RNF53

Location Chromosome 17: 43 044 295-43 170 245 reverse strand.
GRCh38:CM000679.2

About this gene This gene has 40 transcripts (splice variants), 196 orthologues and is associated with 111 phenotypes.

Transcripts Hide transcript table
Show/hide columns (1 hidden)

Transcript ID Name Biotype CCDs UniProt Match RefSeq Match
ENST00000357654.9 | BRCA1-203 Protein coding CCDS1145 P38398-1¢&/ NM_007294 4

ENST00000618469.2 | BRCA1-226 | Protein coding CCDS5114 G1UI37 & -
ENST00000652672.2 | BRCA1-232 - | Protein coding CCDS5S11459 AOA494C182 &
ENSTO0000471181.7 | BRCA1-209 Jof Protein coding CCDS11 P38398-7 '
ENST00000494123.6 | BRCA1-221 - | Protein coding CCDS11 Q3B891 &

ENST00000470026.6 | BRCA1-208 - | Protein coding CCDS11 E7TEWNS &




ENSEMBL (DOWNLOADS —> FTP DOWNLOAD)

Slmwentries Show/hide columns

+ Species DNA cDNA CDS ncRNA  Protein  Annotated Annotated Whole Variation  Variation  Variation Regulation Data BAM/BigWig
(FASTA) (FASTA) (FASTA) (FASTA) sequence sequence segquence databases (GVF) (VCF) (VEP) (GFF) files
(FASTA) (EMBL) (GenBank)

Human FASTAE FASTAZ FASTAE FASTAA FASTAE EMBLE GenBankd? [ ySQLE 3V VCF& Regulation# Regulation
Homo sapiens sFF3 (GFF) data
files &

ulation? Regulation
GFF) data
files &

Zebrafish FASTAE FASTA EMBL & ( ) 0 v v } )
Danio reric 3

Algerian FASTA# FASTA# FASTAE FASTAG FASTA EMEL#H

mouse

Mus spretus

Alpaca EMBL#

Vicugna

pEcos

Mouse FASTA# FASTAM FASTA® FASTAE EMBLE G ( ) GVF Reg
3 (

Mus musculus

Amazon EMBL &
molly
Foecilia
formosa

Angola
colobus
P
Lol0DUs
angolensis
palliatus

Anole lizard
Analis
carolinensis
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ENSEMBL

Show [[EJIR entries

Species DNA

(FASTA)

cDNA
(FASTA)

CDS
(FASTA)

Mouse FASTAE FASTAR FASTAE

Show/hide columns

ncRNA  Protein Annotated
(FASTA) sequence sequence
(FASTA} (EMBL)

FASTAE FASTA® EMBLE

Annotated
sequence
(GenBank)

GenBank &

Mus

musculus

Algerian FASTAR ASTAR

EMBL#®

P

GenBank &

mouse
Mus spretus

Ferret FASTA®E E

FASTAE FE

EMBL &

GenBank é

Mustela
putorius furo
FASTAE

Mouse ASTAF

EMBL &

12951/ 5vim.J
Mu

MUSGUIUS

Mouse Al

dr Magda Mielczarek

Whole
databases

Variation
(GVF)

mus

Data
files

Variation BAM/BigWig

(VEP)

Regulation
(GFF)

Variation
(VCF)

VCF& EPg Regulation® Regulation
(GFF) data

files
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ENSEMBL

Species DNA cDONA cDs ncRNA  Protein  Annotated Annotated Gene Whole Variation  Variation  Variation Regulation Data BAM/BigWig
(FASTA) (FASTA) (FASTA) (FASTA) sequence sequence sequence sets databases (GVF) (VCF) (VEP) (GFF) files
(FASTA) (EMBL) (GenBank)

Mc:use FASTAE FASTAR FASTAE FASTAZR FASTAE  EMBL

Index of /pub/release-110/fasta/mus_musculus/dna

ILJ\}LF_IIJ-\}

Algerian ASTAR FASTAR FASTAE FASTAE  EMBL

—mﬁélii,ehs Name Last modified Size Description
P Tl =

Ferraet ASTAR FASTAR FASTAR FASTAE FASTAE  EMEL4

Mustel i
Mustela & Parent Directory, -
DUTOMUS furo o

Mouse FASTAE FASTA® FASTAR FASTAE FASTA®  EMBL @ CHECKSUMS 2023-05-02 09:13 4.2K
.1_2951 Sl h Mus_musculus. GRCm39.dna.chromosome.1.fa.gz 2023-04-21 17:21 56M

musculus. GRCm39.dna.chromosome.7.fa.gz 2023-04-21 17:21
musculus. GRCm39.dna.chromosome.8.fa.gz 2023-04-21 17:21
musculus. GRCm39.dna.chromosome.9.fa.gz 2023-04-21 17:21
musculus. GRCm39.dna.chromosome. 10.fa.gz 2023-04-2117:21
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ENSEMBL

Species DNA cDONA cDs ncRNA  Protein  Annotated Annotated Gene Whole Variation  Variation  Variation Regulation Data BAM/BigWig
(FASTA) (FASTA) (FASTA) (FASTA) sequence sequence Ssefquence databases (GVF) (VCF) (VEP) (GFF) files
(FASTA) (EMBL) (GenBank)
Mouse FASTAZ FASTA®H FASTAM FASTAE FASTAE EMEBLE GenBankd ) 3V VCF & EP& Regulation® Regulation
~ (GFF) data
files &

Show/hide columns mus

ASTAF FASTAE EMBLE GenBankd? [

GenBankd |

£ 156.17.191.216 - PuTTY

>ENSMUST00000196221.1 cdna chromoscme:GRCm38:14:54113468:54113476:1 gene:ENSMUSG00000096749.2 gene biotype:TR D gene trans
cript biotype:TR D gene gene symbol:Trddl description:T cell receptor delta diversity 1 [Source:MGI Symbol;Acc:MGI:4439547
]

ATGGCATAT
>ENSMUST00000179664.1 cdna chromosome:GRCm38:14:54113468:54113478:1 gene:ENSMUSG00000096€749.2 gene biotype:TR D gene trans

cript biotype:processed transcript gene symbol:Trddl description:T cell receptor delta diversity 1 [Source:MGI Symbol;Acc:
MGI:4439547]

ATGGCATATCA

>ENSMUST00000177564.1 cdna chromosome:GRCm38:14:54122226:54122241:1 gene:ENSMUSG0000009€17¢6.1 gene biotype:TR D gene trans
cript biotype:TR D gene gene symbol:Trdd2 description:T cell receptor delta diversity 2 [Source:MGI Symbol;Rcc:MGI:443954

]
ATCGGAGGGATACGAG
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ENSEMBL

Species DNA cDONA cDs ncRNA  Protein  Annotated Annotated Gene Whole Variation  Variation  Variation Regulation Data BAM/BigWig
(FASTA) (FASTA) (FASTA) (FASTA) sequence sequence sequence sets databases (GVF) (VCF) (VEP) (GFF) files
(FASTA) (EMBL) (GenBank)

Mouse FASTA¢ FASTA®E FASTA® FASTAE FASTA® EMBLE GenBanki@ GTF& ) 5V VCF& EPg Regulation? Regulation
GFF3 & (GFF) data
files &

FASTAZ EMBLE GenBankdgd GTF&

GenBankd |

putorius furo
Mouse
£ 156.17.191.216 - PuTTY

>ENSMUST00000196221.1 cds chromosome:GRCm38:14:54113468:54113476:1 gene:ENSMUSG00000096749.2 gene biotype:TR D gene transc

ript biotype:TR D gene gene symbol:Trddl description:T cell receptor delta diversity 1 [Source:MGI Symbol;RAcc:MGI:4439547]
ATGGCATAT

>ENSMUST00000177564.1 cds chromosome:GRCm38:14:54122226:54122241:1 gene:ENSMUSG0000009617¢€.1 gene biotype:TR D gene transc

ript biotype:TR D gene gene symbol:Trdd2 description:T cell receptor delta diversity 2 [Source:MGI Symbol;Acc:MGI:4439546]
ATCGGAGGGATACGAG

>ENSMUST00000178537.1 cds chromosome:GRCm38:6:41533201:41533212:1 gene:ENSMUSG00000095668.1 gene biotype:TR D gene transcr

ipt biotype:TR D gene gene symbol:Trbdl description:T cell receptor beta, D region 1 [Source:MGI Symbol;Acc:MGI:4439571]
GGGACAGGGGGC

>ENSMUST00000178862.1 cds chromosome:GRCm38:6:41542163:41542176:1 gene:ENSMUSG00000094569.1 gene bilotype:TR D gene transcr

ipt biotype:TR D gene gene symbol:Trbd2 description:T cell receptor beta, D region 2 [Source:MGI Symbol;Acc:MGI:4439727]
GGGACTGGGEGEGET
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Species DNA cDONA cDs ncRNA  Protein  Annotated Annotated Whole Variation  Variation  Variation Regulation Data BAM/BigWig
(FASTA) (FASTA) (FASTA) (FASTA) sequence sequence Ssefquence databases (GVF) (VCF) (VEP) (GFF) files
(FASTA) (EMBL) (GenBank)
Mouse FASTAZ FASTA®H FASTAM FASTAE FASTAE EMEBLE GenBankd ) 3V VCF & EP& Regulation® Regulation
(GFF) data
musculL fileg @

FASTAFE EASTA FASTAE EMBLE GenBank@? [

Mu

FASTAE FASTA ASTAE FASTA EMELE GenBankf |

Mouse FASTAR EMBLE GenBankg ¢

e

>ENSMUST00000083969.1 ncrna chromosome:GRCm38:X:64800511:64800616:1 gene:ENSMUSG00000065903.1 gene biotype:snRNA transcrip
t biotype:snRNA gene symbol:Gm26l111 description:predicted gene, 26111 [Source:MGI Symbol;Acc:MGI:5455888]
GTGCTCACTTCCGCAGCACATACACTAARATTGGAACAAAACAGAGAAGGTTAGCATGGC

CCTTGTACAAGTATGACATGCACGTTCATGAAGCTTCCATATTTTT

>ENSMUST00000157441.1 ncrna chromosome:GRCm38:2:71495271:71495374:1 gene:ENSMUSG000000880€6.1 gene biotype:snRNA transcrip
t biotype:snRNA gene symbol:Gm23253 description:predicted gene, 23253 [Source:MGI Symbol;RAcc:MGI:5453030]
GCTGTGCTCACTTCAGCAGCARACAGTAAAATCGGAATGAGCAGAGGTTAGTATGACCTT

TGTACAAGGGTGACACAGARANT TGTGAGGTGCTCCATTARMAR

>ENSMUST00000178877.1 ncrna chromosome:GRCm38:16:14807163:14807269:-1 gene:ENSMUSG00000095165.1 gene biotype:snRNA transcr
ipt biotype:snRNA gene symbol:Gm25547 description:predicted gene, 25547 [Source:MGI Symbol;Acc:MGI:5455324]
GTGCTCGCTTCGGCAGCACATATACTAARAATTGGAACGATACAGAGAAGATTAGCATGEC

CCCTGCGCAAGGATGACACGCAAATTCGTGAAGCGTTCCATATTTTT
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ENSEMBL

DNA cDONA cDs ncRNA  Protein  Annotated Annotated Gene Whole Variation  Variation  Variation Regulation Data BAM/BigWig
(FASTA) (FASTA) (FASTA) (FASTA) sequence sequence sequence sets databases (GVF) (VCF) (VEP) (GFF) files
(FASTA) (EMBL) (GenBank)

FASTAE FASTAE FASTA®R FASTAE FASTAE® EMBLE GenBankl GTFE ) 5V VCF & EP& Regulation® Regulation
GFF3 & (GFF) data
files &

FASTAE FASTAE FASTAE FASTA EMBELE GenBankd!

FASTAF FASTAR FASTAE FASTA ASTA EMBLE GenBankd |

putorius furo

Mouse FASTAR EASTAR FASTA® EMBLE GenBankg ¢

£ 156.17.191.216 - PuTTY

>ENSMUSP0000014254¢6.1 pep chromosome:GRCm38:14:54113468:54113476:1 gene:ENSMUSGO000009€749.2 transcript:ENSMUST00000196221
.1 gene biotype:TR D gene transcript biotype:TR D gene gene symbol:Trddl description:T cell receptor delta diversity 1 [So
urce:MGI Symbol;Acc:MGI:4439547]
MAY
>ENSMUSP00000142955.1 pep chromosome:GRCmM38:14:54122226:54122241:1 gene:ENSMUSG00000096176.1 transcript:ENSMUST00000177564
.1 gene biotype:TR D gene transcript biotype:TR D gene gene symbol:Trdd2 description:T cell receptor delta diversity 2 [So
urce:MGI Symbol;Acc:MGI:443954¢]
IGGIR
>ENSMUSP00000141764.1 pep chromosome:GRCm38:6:41533201:41533212:1 gene:ENSMUSG00000095668.1 transcript:ENSMUSTO00000178537.
1 gene bilotype:TR D gene transcript biotype:TR D gene gene symbol:Trbdl description:T cell receptor beta, D region 1 [Sour
ce:MGI Symbol;RAcc:MGI:44359571]
GTGG
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ENSEMBL

Species DNA cDONA cDs ncRNA  Protein  Annotated Annotated Gene Whole Variation  Variation  Variation Regulation Data BAM/BigWig
(FASTA) (FASTA) (FASTA) (FASTA) sequence sequence Ssefquence databases (GVF) (VCF) (VEP) (GFF) files
(FASTA) (EMBL) (GenBank)

FASTAFE FASTAE FASTAE FASTAE EMBLE GenBank@ GTFE ) : W & VCFE . Regulationg? Regulatior
(GFF)

FASTA® FASTA® FASTA® FASTAR GenBank &

fl F 156.17.191.216 - PuTTY

LOCUS 1 155471971 bp DNA HTG 9-MAR-2018
-, DEFINITION Mus musculus chromosome 1 GRCm38 full sequence 1..195471971 reannotated via
12951/Svim.J h EnsEMBL
Mu ACCESSION chromosome:GRCm38:1:1:195471971:1
' err . . VERSION 1GRCm38
SSR¢ ¥ KEYWORDS .
SOURCE house mouse
FASTA® F£ ORGANISM Mus musculus
Eukaryota; Opisthokonta; Metazoa; Eumetazoa; Bilateria;
Deuterostomia; Chordata; Craniata; Vertebrata:; Gnathostomata:
Teleostomi; Euteleostomi; Sarcopterygii; Dipnotetrapodomorpha;
Tetrapoda; Amniota; Mammalia; Theria; Eutheria; Boreoceutheria;
Euarchontoglires; Glires; Rodentia; Myomorpha; Muroidea; Muridae.
_ COMMENT This sequence was annotated by Ensembl (www.ensembl.org). Please visit the Ensembl
- or EnsemblGenomes web site, http://www.ensembl.org/ or
http://www.ensemblgenomes.org/ for more information.

S
musculus
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ENSEMBL

Show [[EJIR entries

Species DNA ncRNA

(FASTA)

cDNA
(FASTA)

CDS
(FASTA)

Mouse FASTAF FASTAE FASTAE FASTAR

Show/hide columns

Protein

(FASTA)
FASTA®

Annotated

(FASTA) sequence sequence

(EMBL)
EMBL#

Annotated
sequence
(GenBank)

GenBank &

Mus

musculus

Algerian FASTAE FASTAE FASTA® FASTA®

FASTA®

EMBL#®

mouse
Mus spretus

Ferret FASTAE E

FASTAR

EMBL &

GenBank é?

Mustela
putorius furo

Mouse FASTA®

ASTAR

EMBL &

GenBank &

12951/5vim.J
Mu
musculus

Mouse Al

Mus
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Whole
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(GVF)

mus

Data
files

Variation BAM/BigWig

(VEP)

Regulation
(GFF)

Variation
(VCF)

VCF & EP& Regulation &

Regulation
(GFF) C

lata
files
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ENSEMBL

& 156.17.191.216 - PuTTY

#!genome-build GRCm38.p6

#!genome-version GRCm38

#!genome-date 2012-01

#!genome-build-accession NCBI:GCA 000001635.8

#!genebuild-last-updated 2018-01

1 havana gene 3073253 3074322 . + - gene id "ENSMUSG00000102693"; gene version "1"; gene name
"4933401J01R1k"; gene source "havana"; gene biotype "TEC";

1 havana transcript 3073253 3074322 . + . gene id "ENSMUSG00000102693"; gene version "1"; tr
anscript id "ENSMUST00000193812"; transcript version "1"; gene name "4933401J01Rik"; gene source "havana"; gene biotype "T
EC"; transcript name "4933401J01Rik-201"; transcript source "havana"; transcript biotype "TEC"; tag "basic"; transcript su
pport level "NA";

1 havana exon 3073253 3074322 . + . gene id "ENSMUSG00000102693"; gene version "1"; transcript
_1d "ENSMUSTO00000193812"; transcript version "1"; exon number "1"; gene name "4933401J01Rik"; gene source "havana"; gene b
iotype "TEC"; transcript name "4933401J01Rik-201"; transcript source "havana"; transcript biotype "TEC"; exon id "ENSMUSE(Q
0001343744"; exon version "1"; tag "basic"; transcript support level "NA";

1 ensembl gene 310201e 3102125 . + . gene id "ENSMUSG000000€4842"; gene version "1"; gene name
"Gm26206"; gene source "ensembl"; gene biotype "SnRNA";

1 ensembl transcript 3102016 3102125 . + . gene id "ENSMUSG00000064842"; gene version "1"; tr
anscript id "ENSMUST00000082908"; transcript version "1"; gene name "Gm26206"; gene source "ensembl"; gene biotype "snRNA"
; transcript name "Gm26206-201"; transcript source "ensembl"; transcript biotype "snRNA"; tag "basic"; transcript support
level "NA";

1 ensembl exon 3102016 3102125 . + . gene id "ENSMUSG00000064842"; gene version "1"; transcript
_1d "ENSMUSTO00000082%908"; transcript version "1"; exon number "1"; gene name "Gm2€20€&"™; gene source "ensembl"; gene biotyp
e "sSnRNA"; transcript name "Gm26206-201"; transcript source "ensembl"; transcript biotype "snRNA"; exon id "ENSMUSE(0000052
2066"; exon version "1"; tag "basic"; transcript support level "NA";




ENSEMBL

# 156.17.191.216 - PuTTY

##gff-version 3

##sequence-region 1 1 195471971
#!genome-build Ensembl GRCm38.p6
#!genome-version GRCm38

#!genome-date 2012-01
#!genome-build-accession NCBI:GCA 000001635.8
#!genebuild-last-updated 2018-01

1 ensembl havana gene 3205901 3671498 . - ID=gene :ENSMUSG0O0000051951; Name Xkrd;biotype=prote
in coding;description=X-linked Kx blood group related 4 [Source: MGI Symbol%3BAcc:MGI:3528744] ;gene 1d=ENSMUSG00000051951;1
ogic name=ensembl havana gene;version=5

1 havana 1lnc _RNA 3205901 3216344 . - ID=transcript:ENSMUST00000162897; Parent=gene:ENSMUSG000000
51951 ;Name=Xkrd-203; blotype processed transcript; tranacrlpt 1d=ENSMUST00000162897;transcript support level=1l;version=1

1 havana exon 32055901 3207317 . - Parent=transcript:ENSMUST00000162897;Name=ENSMUSEQ00008666
52;constitutive=0;ensembl end phase=-1;ensembl phase=-1l;exon 1d=ENSMUSE00000866652;rank=2;version=1

1 havana exon 3213609 3216344 . - Parent=transcript:ENSMUST00000162897;Name=ENSMUSEQ00008589
10;constitutive=0;ensembl end phase=-1; enaembl_phaae——l exon 1d=ENSMUSE(00000858910;rank=1;version=1

1 havana 1nc RNA 3206523 3215632 . - ID=transcript:ENSMUST00000159265; Parent=gene: ENSMUSG000000
51951 ;Name=Xkrd-202; blotype processed transcript:; tran&crlpt 1d=ENSMUST00000159265; transcript support level=l;version=l

1 havana exon 3206523 3207317 . - Parent=transcript:ENSMUST00000159265; Name=ENSMUSEQ00008678
97:;constitutive=0;ensembl end phase=-1;ensembl phase=-1;exon 1d=ENSMUSE00000867897;rank=2;version=1

1 havana exon 3213439 3215632 . - Parent=transcript:ENSMUST00000159265; Name=ENSMUSEQ00008639
80;constitutive=0;ensembl end phase=-1; enaembl_phaae——l exon 1d=ENSMUSE(00000863980;rank=1;version=1

1 ensembl havana mRNA 3214482 3671498 . - - ID—tranacrlpt ENSMUSTDDDDDD?DE33 Parent gene: ENSMU
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ENSEMBL

Stmenh'ies Showrhide columns mus

Species DNA cDONA cDs ncRNA  Protein  Annotated Annotated Whole Variation  Variation  Variation Regulation Data BAM/BigWig

(FASTA) (FASTA) (FASTA) (FASTA) sequence sequence Ssefquence databases (GVF) (VCF) (VEP) (GFF) files

(FASTA) (EMBL) (GenBank)
Mouse FASTA®R FASTA®R FASTAR FASTA® FASTAER EMBLE GenBankd ) VCF i@ EP e Regulation? Regulation
3 (GFF) data

musculus files
Algerian FASTAZ FASTA ASTAER FASTA EMBLg
mouse
Mus spretus
Ferret FASTAE FASTA®R FASTAR EASTAE FASTA EMBL &
Mustela
putorius furo
Mouse FASTAR ASTAE EMBLE GenBankg
12951/Svim.J

Mu

Mus

MUSGUIUS

Mouse Al
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ENSEMBL TOOLS

."/'/ BLAST/BLAT | BioMart | VEP | Tools | Downloads | Help & Docs | Blog

BioMart > BLAST/BLAT > Variant Effect Predictor >

rom Ensembl with

or coronary heart disease

All genomes Favourite genomes

E‘ Human
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VEP

Login/Hegister
BLAST/BLAT | BioMart | VEP | Tools | Downloads | Help & Docs | Blog

Using this website ~ Annotation and prediction ~ Data access [EAE-E10i0 G0 About us

.1 Help & Documentation API& S e Ensembl Tools Variant Effect Predictor

Variant Effect Predictor

VEP determines the effect of your variants (ShPs ions, deletions, CNVs

Simply input the coerdinates of your variants and the nuclectide changes to find out the:

Genes and Transcripts affected by the variants

Location of the variants {e.g. upstream of a transcript, in codin i A, in regulatory

Consequence of your varia g protein sequenc ost, frameshift)
JNe:

Data formats Known variants that matc

SIFT and PolyPhen score hange se La u nCh

.. And more : dats . ,
" 'y

e
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Web Tools
= Web Tools
BLAST/BLAT

Variant Effect Predictor

File Chameleon
Assembly Converter
|D History Converter

Loy |

BLAST/BLAT | BioMart | Tools | Download

Variant Effect Predictor@

€) VEP for Human GRCh37

If you are looking for VEP for Human

Name for this job (optional):

Either paste data:

Or upload file:

dr Magda Mielczarek

2 prime_UTR _variant,
feature truncation

Category Count Consequences (all)
Variants processed G upstream_gene_variant 22%
Variants filtered out 0 ® |ntr0n_va!r|ant: 13%_ )
@ non_coding_transcript_variant. 12%
Novel | existing variants 5(83.3)/1{16.7) @ feature_truncation: 11%
COverlapped genes 10 -, @ non_coding_transcript_exon_variar
Overl dt ot 70 @ frameshifi_variant. 8%
veriapped transcripts @ NMD_transcript_variant: 7%
Overlapped regulatory features 1 downstream_gene_variant: 7%
3_prime_UTR_variant: 5%
® Cthers
Results preview
Q Filters
Show: All variants | Uploaded variant Y |is v
Show'hide columns
Uploaded variant Location  Allele Consequence Impact Symbol
i
1_160283_duplication 1:160282-  duplication | upstream gene variant MODIFIER  RNUG-
160282 1100P
1_160283 duplication 1:160282-  duplication | non _coding transcript_exon variant, MODIFIER RP11-
160282 Intron_variant, 34P13.13
non_coding_transcript_variant
1_160283_duplication 1:160282-  duplication | non_coding_transcript_exon variant, MODIFIER RP11-
160282 Intron_variant, 34P13.13
non_coding transcript variant
1_160283_duplication 1:160282-  duplication | non coding transcript exon variant, MODIFIER RP11-
160282 Intron_variant, 34P13.9
non_coding_transcript_variant
1.182712_AIC 1:182712- C downstream gene variant MODIFIER  FO538757 1
182712
1_182712_A/C 1:182712- C downstream_gene variant MODIFIER FO538757.1
182712
1_1827T12_AJC 1:182712- C MODERATE FO538757.2
182712
1_182712_AJC 1:182712- C downstream_gene variant MODIFIER FO538757 1
182712
1_1385015_deletion  1:1385014- deletion stop_lost, HIGH CCNL2
1385014 coding sequence variant,

Coding consequences

th Download

All:

@® frameshift_variant 64%

@ stop_lost 14%

@ coding_sequence_variant: 14%
missense_variant 7%

VCF VEP TXT

BioMart: Variantsg? Genesg?

Gene Feature type

Feature

ENSG00000222623 Transcript

ENSG00000241860 Transcript

ENSG00000241860 Transcript

ENSGO00000241599 Transcript

ENSGO00000279457 Transcript
ENSG00000279457 Transcript
ENSGO00000279928 Transcript
ENSGO00000279457 Transcript

ENSGO00000221978 Transcript

ENSTO00000410691

ENSTO0000466557

ENSTO00000451962

ENSTO00000496488

ENSTO00000623083

ENSTO00000623834

ENSTO00000624431

ENSTO00000624735

ENSTO00000400809

Biotype

snRMA

lincRMA

lincRMA

lincRNA

protein_coding
protein_coding
protein_coding
protein_coding

protein_coding




BIOMART

."/'/ BLAST/BLAT | BioMart | VEP | Tools | Downloads | Help & Docs | Blog

BioMart > BLAST/BLAT > Variant Effect Predictor >

rom Ensembl with

or coronary heart disease

All genomes Favourite genomes

E‘ Human
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BIOMART

______ I EEE—E—————————————————————————————————————————— _____..___.....__._..__.I.-.u_é___._ __léiér.__
ff BLAST/BLAT | BioMart | BLAST | VEP | Tools | Downloads | Help & Docs | Blog

Dataset - CHOOSE DATABASE - v
[Mone selected]

Dataset:

Ensembl genes

Mouse strains
Ensembl Variation
Ensembl Regulation
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BIOMART

BLAST/BLAT | BioMart | BLAST | VEP | Tools | Downloads | Help & Docs | Blog €|~ Search all species ..

> New | @ Count | M Resuls

Login/Register

Dataset

Cow genes (UMD3.1)
Filters
[None selected]
Attributes

Gene stable ID
Transcript stable 1D

Dataset
[None Selected]

dr Magda Mielczarek

Ensembl Genes 32

Cow genes (UMD3.1)

Filters
Atributes
Count
Results

- specifikacja przeszukiwan

—> okreslenie formatowania danych wyjsciowe
—> dostepne rekordy o okreslonych parametrach
= wyniki, eksport plikéw
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BIOMART

BLAST/BLAT | BioMart | BLAST | VEP | Tools | Downloads | Help & Docs | Blog

> New | @ Count | M Resuts

&N~ Search all species...

[Ty T R WLy I TR]

Dataset

Cow Structural Variants
(UMD3.1)

Filters

Limit to variants from this
source: DGVa

Attributes

Study accession

Structural variant name
Chromosome/scaffold name
Chromosome/scaffold position
start (bp)
Chromosome/scaffold position
end (bp)

Dataset
[Mone Selected]
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Ensembl Variation 92 v

Cow Structural Variants (UMD3.1)
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BIOMART

BLAST/BLAT | BioMart | BLAST | VEP | Tools | Downloads | Help & Docs | Blog &N~ Search all species...

> Wew | @ Count | B Resuts

L LR LR CY LR

Dataset
Cow Structural Variants
(UMD3.1)
Filters
Limit to variants from this
source: DGVa
Chromosome/scaffold: 29
Attributes

Study accession
Structural variant name
Chromosome/scaffold name

Chromosome/scaffold position
start (bp)

Chromosome/scaffold position
end (bp)

Dataset
[None Selected]

dr Magda Mielczarek

a REGION
# Chromosome/scaffold

Coordinates
Start

End

Marker
Marker Start

Marker End

Please restrict your query using criteria below
(If filter values are truncated in any lists, hover over the list item to see the full text)
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BIOMART

BLAST/BLAT | BioMart | BLAST | VEP | Tools | Downloads | Help & Docs | Blog €}~ Search all species. ..

> New | @ Count | B Resuits

 LoginRegister

Dataset 365/ 10462 Entries
Cow Structural Variants
(UMD3.1)
Filters
Limit to variants from this
source: DGVa
Chromosome/scaffold: 29
Attributes
Study accession
Structural variant name
Chromosome/scaffold name
Chromosome/scaffold position
start (bp)
Chromosome/scaffold position
end (bp)

Dataset
None Selected
dr Magda Mielczarek

=2 REGION
¢ Chromosome/scaffold

Coordinates
Start

End

Marker
Marker Start

Marker End

Please restrict your query using criteria below
(If filter values are truncated in any lists, hover over the list item to see the full text)
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BIOMART

\ST/BLAT | BioMart | BLAST | VEP | Tools | Downloads | Help & Docs | Blog

> New | @ Count | M Resuls

€]~ Search all species...

[Ty T R IWL Y I T TR]

Dataset 365 / 10462 Entries
Cow Structural Variants
(UMD3.1)
Filters
Limit to variants from this
source: DGVa
Chromosome/scaffold: 29
Attributes

Study accession

Structural variant name
Chromosome/scaffold name
Chromosome/scaffold position
start (bp)
Chromosome/scaffold position
end (bp)

Dataset

dr Magda Mielczarek

Export all results to

Email notification ta

vTSV v

Unique results only m

View

50 w|rowsas | HTML *

Unique results only

Structural variant name

Chromosome/scaffold name

=
=]

mosome/scaffold position start (bp)

Chromosome/scaffold position end (bp)

Study accession
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SHNIHEHUZ ; Uest 2 Genome Browser

Za :
2 Genomes Genome Browser Tools Mirrors

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 newly
assembled genome was released on the web at
http://genome.ucsc.edu, along with the initial prototype of a
graphical viewing tool, the UCSC Genome Browser. In the
ensuing years, the website has grown to include a broad
collection of vertebrate and model organism assemblies and
annotations, along with a large suite of tools for viewing,
analyzing and downloading data.

Downloads My Data Help About Us

Our tools

m Genome Browser
interactively visualize genomic data

B BLAT
rapidly align sequences to the genome

m Table Browser
download data from the Genome Browser database

Variant Annotation Integrator
get functional effect predictions for variant calls

Data Integrator
combine data sources from the Genome Browser database

Gene Sorter
find genes that are similar by expression and other metrics

Genome Browser in a Box (GBiB)
run the Genome Browser on your laptop or server

In-Silico PCR
rapidly align PCR primer pairs to the genome

LiftOver
convert genome coordinates between assemblies

H VisiGene
interactively view in situ images of mouse and frog

More tools...

What's new

Apr.04, 2018 - New NCBI RefSeq tracks for model organisms
Apr. 03,2018 - New tool: Track Collection Builder

Feb. 20, 2018 - New video: Visibility control in the Browser
More news...

Subscribe

The UCSC Genome Browser is developed and maintained by the
Genome Bioinformatics Group, a cross-departmental team within
the UCSC Genomics Institute.
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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 newly
assembled genome was released on the web at
http://genome.ucsc.edu, along with the initial prototype of a
graphical viewing tool, the UCSC Genome Browser. In the
ensuing years, the website has grown to include a broad
collection of vertebrate and model organism assemblies and
annotations, along with a large suite of tools for viewing,
analyzing and downloading data.

Downloads My Data Help About Us

Our tools

m Genome Browser
interactively visualize genomic data

B BLAT
rapidly align sequences to the genome

m Table Browser
download data from the Genome Browser database

Variant Annotation Integrator
get functional effect predictions for variant calls

Data Integrator
combine data sources from the Genome Browser database

Gene Sorter
find genes that are similar by expression and other metrics

Genome Browser in a Box (GBiB)
run the Genome Browser on your laptop or server

In-Silico PCR
rapidly align PCR primer pairs to the genome

LiftOver
convert genome coordinates between assemblies

H VisiGene
interactively view in situ images of mouse and frog

More tools...

What's new

Apr.04, 2018 - New NCBI RefSeq tracks for model organisms
Apr. 03,2018 - New tool: Track Collection Builder

Feb. 20, 2018 - New video: Visibility control in the Browser
More news...

Subscribe

The UCSC Genome Browser is developed and maintained by the
Genome Bioinformatics Group, a cross-departmental team within
the UCSC Genomics Institute.
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Browse/Select Species

POPULAR SPECIES

Mouse Rat Fruitfhy

|Enter Species or commaon name

G
<

REPRESEMNTED SPECIES

Human

Chimp

Bonobo ||

Garilla

Crrangutan

Gibbon

Green monkey

Crab-=ating macague -

Rhesus - |

Baboon (anubis) 4 ]
Baboon (hamadryas) <

Probosciz monkey
Gaolden snub-nosed monkey

Marmoset
Squirrel monkey

Tarsier

Mouse lemur
Bushbaby

Mouse -
Rat ~

Chinese hamster

Kangaroo rat

Maked mole-rat
Guinea pig

dr Magda Mielczarek
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Find Position

Human Assembly
| Dec. 2013 (GRCh38/hg38)

Position/Search Term

|Enter position, gene symbol or search terms
Current position: chr1:11,102,837-11.267.747

Human Genome Browser - hg38 assembly

UCSC Genome Browser assembly ID: hg38

Sequencing/Assembly provider ID: Genome Reference Consortium Human GRCh38 (GCA_000001405.15)
Assembly date: Dec. 2013

Accession ID: GCA_000001405.15

NCBI Genome ID: 51 {Homo sapiens (human))

NCBI Assembly ID: 883148 (GRCh38, GCA_000001405.15)

BioProject ID: 31257

Homo sapiens

Search the assembly: {Graphic courtesy of CESE]

B By position or search term: Use the "position or search term" box to find areas of the genome associated with many different attributes, such as a specific chromosomal coordinate range; mRNA, EST, or STS
marker names; or keywords from the GenBank description of an mRNA. More information, including sample queries.

B By gene name: Type a gene name into the "search term" box, choose your gene from the drop-down list, then press "submit" to go directly to the assembly location associated with that gene. More information.

m By track type: Click the "track search” button to find Genome Browser tracks that match specific selection criteria. More information.

Download sequence and annotation data:

B Using rsync (recommended)

| Using FTP

m Using HTTP

m Data use conditions and restrictions
m Acknowledgments

Assembly Details

The GRCh38 assembly is the first major revision of the human genome released in more than four years. As with the previs sembly, the Genome Reference Consortium (GRC) is now the primary source
for human genome assembly data submitted to GenBank. Beginning with this release, the UCSC Genome Browser versi ne human assemblies now match those of the GRC to minimize version
confusion. Hence, the GRCh38 assembly is referred to as "hg38" in the Genome Browser datasets and documentation. Fo ssembly-related terms, see the GRC Assembly Terminology page.
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Gen PAH (enzym hydroksylazy fenyloalaninowej)
UCSC — GEN PAH

Na ktérym chromosomie jest zlokalizowany?
Jakiej dlugosci jest sekwencja?
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Gdzie vlega najwyzszej ekspresii?

UCSC — GEN PAH

UCSC Genome Browser on Human Dec. 2013 (GRCh38/hg38) Assembly

move | <<< | << | = =

chr12:102,836,885-102,917,603

ENSG00000171759.4 Gene Expression from GTEx (Release VE )

chriz cozz.2y [0 B BEREL R

Zcale
chir12: 1e2,558, oaal

Hpes

AH | e—
FAH -

HCEI REefZe
—

T
genes, curated =
'l

FFH
FAH m—

T

OMIM Alleles

R I By, s

1
T
]
T
]
T
dedl
T

FFAH

laa _
Lagered HIKETAC

8 |

—_—— . e e e B e e i — s s i el T il e el el e e e e el el el et el el e e e e e B g e e e e
DHase Clusters 227 145224133332 11 72 B4 117105125114 108 84 98 113 o7 71 63 214 320 57 430 171 25039 72323 293
4,55 _ T T T T T T T T T T T T T T T T T T 1 T T T T T 1

& 5N & 3 2 £ . ] & B o5 B B
cons 1e@ verts i ” l ‘J o YP e cg: !‘g‘ @i'ﬁm\\, fgolg‘ .\.;:_-_. S D e & J‘b‘a -*:.‘&,;“p

Goc\ ¢ ¥ g e b .
c@a Yga ?§¥}° Q@ CP éﬁ r ', £ {~ L_. d§p
%@- o@% \\-& Tl 3 &

—4.5

Ehesus

[ A T I TN TR

Maouse —JIIEHI] -IIII=-=I-II
Do | N - 10 11—

E 1ephant I -I-II=-I_

Chicken 1=

A_tropicalis i -I:
Zebraf ish ||
Lamprey |||
J Common SNE=CLSLy ]I | IIIIII IO I 0T WO O R 1 S Wi im i m wenn II IO R A LA T A e
EEpest ing Elements by EepeatMasker
EIME || | 11 11 I I i ]| 1 L ant
LIME | | | I | [ | I I LI




UNIVERSITY OF CALIFORNIA

SHNTH GRUL

aenome Browser

ﬁ Genomes Genome Browser Tools Mirrors Downloads My Data Help About Us

Our tools

m Genome Browser
interactively visualize genomic data

B BLAT
rapidly align sequences to the genome

m Table Browser
download data from the Genome Browser database

Genomes Genome Browser Tools Mirrors Downloads My Data Help About Us

Table Browser

Use this program to retrieve the data associated with a track in text format, to calculate intersections between tracks, and to retrieve DNA sequence covered by a track. For help in using this application see Using the Table Browser for a description of the controls in
this form, the User's Guide for general information and sample queries, and the OpenHelix Table Browser tutorial for a narrated presentation of the software features and usage. For more complex queries, you may want to use Galaxy or our public MySQL server.
To examine the biclogical function of your set through annotation enrichments, send the data to GREAT. Send data to GenomeSpace for use with diverse computational tools. Refer to the Credits page for the list of contributors and usage restrictions associated

with these data. All tables can be downloaded in their entirety from the Sequence and Annotation Downloads page.
clade: | Mammal v | genome: Human v | assembly: Dec 2013 (GRCh38/hg38) v

group: | Genes and Gene Predictions v | track:  GENCODE v24 v add custom tracks || track hubs

table: | knownGene v | | describe table schema

region: ® genome position |chr12:102835885-102917603 lookup || define regions

identifiers (names/accessions): | paste list | | upload list

filter: | create

intersection:| create
correlation: | create

output format: | all fields from selected table
output file:

v | Send output to Galaxy GREAT GenomesSpace
(leave blank to keep output in browser)
file type returned: ® plain text gzip compressed

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 newly
assembled genome was released on the web at
http://genome.ucsc.edu, along with the initial prototype of a
graphical viewing tool, the UCSC Genome Browser. In the
ensuing years, the website has grown to include a broad
collection of vertebrate and model organism assemblies and
annotations, along with a large suite of tools for viewing,
analyzing and downloading data.

dr Magda Mielczarek

Apr. 03,2018 - New tool: Track Collection Builder
Feb. 20, 2018 - New video: Visibility control in the Browser
More news...

Subscribe

The UCSC Genome Browser is developed and maintained by the
Genome Bioinformatics Group, a cross-departmental team within
the UCSC Genomics Institute.
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