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Ewkova 2.1 O Baoelg dedopévwv GenBank, EMBL-Bank kot DDBJ cuvtovilovta
ot tnv INSDC.



(a) National Center for Biotechnology

MpdéoPacn péow
NCBI E-Utils, EDirect

Nucleotide

Information (NCBI)

Entrez (40 popiakég kai BiBAIoypagIkeg
Baoeig dedopévwv)

. Sequence Read
Genome Survey Expressed Sequence
Sequences (GSS)

(B) European Bioinformatics Institute (EBI)

loviduwpatikég Tinyég Tou EBI

Ensembl Ensembl Genomes European

(omovéuAwTd) (aomévduAa

HUKNTES, pUTA,

lMpéapaon péow
BioMart, Perl APIs

(y) DNA Database of Japan (DDBJ)

Tag (EST)

Nucleotide European Genome-
petalwa, Archive (ENA) Phenome Archive (EGA)

Baktipia)

i Sequence Read
EMBL-Bank Archive (SRA)

Sequence Read
Archive (SRA)

BioProject
BioSamples

Ewikova 2.2 Ou tpelg KUpPLeG BAOELG TTOU amoOnkevouv
6e6opéva VOUKAEOTISIKWY aAAnAouxiwv potlpadovrat
TG 6te¢ aAAnAouyieg DNA. (a) To NCBI oteyalel tnv
GenBank w¢ pépog tng Entrez, n onoia meptAapBavel
40 Baoslg pe poprakd kot BiBAloypadika dedopiva.
Ito Trace Archive amoOnkevovtat aAAnAouxieg mou
Exouv Stafaotel pe aAAnAolxion Katd Sanger, EVw
otnv SRA amnoBnkevovtat 6edopéva aAAnAouvxiong
enopevng vyeviaGc. H GenBank mepltAapBavel
EeEXxwPLOTEG evotnNTeg ywa aAAnlouxieg Siepelivnong
YOVISLW-patog, yua ETIKETEG ekppalopevng
oaAAnAouyiag Kot ylo TG UTIOAOLITEG VOUKAEOTLOLKEG
aAAnAouyieg. (B) Ztig nmny£g tou EBI meplhapfavovrat
n Ensembl (mou eotidletar oto yovidbiwpa Twv
onovbuAwtwv), n Ensembl Genomes (mou
neplAapfavel yovi-dSiwpata and €va supl paocpa
eldwv ekto¢ tTwv onovdéulwtwv), to ENA (European
Nucleotide Archive) kot to EGA (European Genome-
Phenome Archive).) H EMBL-Bank tou ENA
nepthapBavert taa dla  mpwrtoyevy Sedopéva
aAAnAouxiwv pe tnv GenBank tng Entrez. Mapdpola
dedopéva nepléxovran kot oto Trace Archive kat otnv
SRA. (y) Ko n DDBJ nepthapBavet tnv SRA. H evotnta
«Trad» tng DDBJ poipddletatl o kabnuepvn Baon ta
i6la mpwtoyevy dedopéva pe tnv GenBank kat tnv
EMBL-Bank. OAeg avutég oL Baoslg dedopévwy eival
NMPOCPBACIMEG MEOW TOU Sladlktiou 1N HéEow
MPOYPOUHATWY ONMWEG N oouita TPOYPOUNATWY
EDirect, mou emupéneL tnv mpocfoon HEOW TNG
YPOUHNG EVTOAWV OTLG BAoelg Sedopévwy tng Entrez.
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Ewkova 2.3 H avénon tou aplBpol twv Katoaxwplopevwv aAAndouvxiwv DNA oe anoBstripla dgdopevwv. Ta
6edopéva ywa tnv GenBank (urmAe poppot) mepthappfavouv tig kdooelg 3 (AekEpPprog 1982) £wg kot 206
(DeBpouvaprog 2015). Me ta Asukd tetpaywva moapoucialovtal ot aAAnlouyxie¢ WGS, mou dpxiocav va
katatifevtal to 2002. Ta dedopéva yia tnv SRA and to NCBI mepthapfdavouv to ocUVOAO TwWV BACEWV TNG
(kOKkKwa Tpiywva) A povo tig BAacelg tng mou eivatl eAeVBepa npooBaocipes (Lo cOuBoAa +). Ta Sedopéva avta
Bacilovtan oe otoeia ¢ GenBank  (http://www.ncbi.nlm.nih.gov/Genbank) kot tng SRA
(http://www.ncbi.nlm.nih.gov/Traces/sra/sra.cgi?). O cUVOAKOG OPLOMOG TwV BAcswv DNA TTOU EKTLHATOL TTWG
aAAnAouxnOnkav ce peyadla kévipa aAAnAouxiong to 2014 umodelkvUetal HE M mpdacivn mavAa (~40
petabases). Av ermunAéov AndOei unoPv kot 0 Oykog Twv SESOHEVWV AAANAOUXLONG TTOU TTAPAYOUV OL LOLWTLKEG
ETOLPELEG OL omoieg mpaypatonolovv VPNARG anddoong aAAnAouyion, n ektipnon avtn Oa avénBsi onpavtka.
20pdpwva pe to NCBI, yia tnv SRA ot 3,5 X 10> Baoelg otnv tpéxouvca £kdoon (Mdaptiog 2015) avtiotolyouv o€
2,3 X 10> bytes 6sdopévwv.




NMivakag 2.1 Movadeg pétpnong yia ta {evyn Bacswv tov DNA.

Zgvyn Bacswyv Movada Tuvtopoypagia Napadeiypa
1 1 base pair 1 bp
1.000 1 kilobase pair 1 kb Méyebog TG KwAIKNG TEPLOXTG EVOG TLTIKOV YOVIOIOV
1.000.000 1 megabase pair 1 Mb Méyehog evog TVTIKOV PAKTNPLAKOD YOVIOIWLLATOG

10° 1 gigabase pair 1 Gb To avBpamivo yovidiwpa amoteAeitat and 3 dioekatoppdpla
Cevyn Pacewv

10" 1 terabase pair 1Th
10" 1 petabase pair 1 Pb




Mivakag 2.2 Eupog Tou peyéBoug Twv apyxeiwv Kat TUmKa mapadeiypata.

Méye0o¢

ZuvTtopoypagia

Ap1Opocg bytes

Napadsiyparta

Bytes
Kilobytes
Megabytes
Gigabytes

Terabytes

Petabytes

Exabytes

1 kb
1 Mb
1Gb

1'Tb

1 PB

1 Eb

1

10°
10°
10”

1012

10"

10"

1 byte eivat 8 bits kat eivat o xwpog amobnkevong mov katalapPavet atov vtolo-
YIOTT] £VaG XapakTRPAS KEWEVOL (Ypdppa, aptOpog 1 aupfolo)

MéyeBog evog apyeiov ketpévou pe péxpt 1.000 xapaktripeg

Méyefog evog apyeiov Kelpévou Le 1 EKaTOUUDPLO XAPAKTIPES

600 Gb: MéyeBog tng GenBank (un ovpmecpéva apyeia)
ftp://ftp.ncbi.nih.gov/genbank/gbrel.txt (WebLink 2.84)

385 Tb: Awadiktvakn moAn ™ BipAobrkng tov Koykpéoov tov Hvopévoy
[Tohttewwv (http://www.loc.gov/webarchiving/fag.html) (WebLink 2.85)

464 Tb: MéyeOoc v dedopévaov mov Onovpyndnkav ano to

npotiext 1.000 Genomes (http://www.1000genomes.org/ fag/how-much-disk-
space-used-1000-genomes-project) (WebLink 2.86)

1 Pb: Méyebog twv dedopévav tov pottekt TCGA (The Cancer Genome Atlas)
5 Pb: Méyefog twv dedopévwy g SRA tov NCBI

15 Pb: Méyebog twv dedopié vy mov mapdyovtat kabe xpovo amnd to Tufua
puoikng tov CERN (kovta otn Tevevn)
(http://homeweb.cern.ch/about/computing) (WebLink 2.87)

2,5 Eb: Méye0og v dedopé vwv mov mapdyovtat kabe pépa maykoopiong
(Lampitt, 2014)




NMivakag 2.3 Taivopukég povadeg otnv GenBank.

Katnyopisg AvwTtEpEC lévn i Katwtepeg ZUvolo
TaIlVOMIKEC Ta§IlvVoMIKEG
Hovadeg povadeg

Apyaia 143 140 0 808
Baktnpla 1.370 2.611 : 819 18.131
Evkapuwteg 20.443 67.606 207 22.608 407.864
Mvknteg 1.550 4.620 1.128 36.748
Metalwa 14.670 45517 45.04+ 11.428 216.659
dokn 2.622 14.680 .52¢ 9.789 140.620
loi 618 447 .34 3.409
OAeg ot Tavopkeg povadeg 22.603 70.806 427 430.279

lnyn: GenBank, NCBI, http://www.ncbi.nlm.nih.gov/Taxonomy/txstat.cgi.




Mivakag 2.4 O1 10 mo aAAnAovxnpévol opyaviopoi otnv GenBank.

Ap1Opd¢ Kataywpicewv

Ap1Opd¢ vouKkAgoTISiwv

Eido¢

Kowvn ovopacia

20.614.460
9.724.856
2.193.460
2.203.159
3.967977
3.296.476
1.727.319
1.796.154
744.380
1.332.169

17.575.474.103
9.993.232.725
6.525.559.108
5.391.699.711
5.079.812.801
4.894.315.374
3.128.000.237
1.925.428.081
1.764.995.265
1.617.554.059

Homo sapiens

Mus musculus

Rattus norvegicus

Bos taurus

Zea mays

Sus scrofa

Danio rerio

Triticum aestivum
Solanum lycopersicum

Hordeum vulgare subsp. vulgare

AvBpwmog
[Tovtikog
Apovpalog
Ayehada
Kolapmoxt
Xoipog
YapL GEPpa
Z1Tapl
Ntopara
KpiOapt

lnyr: GenBank, NCBI, ftp://ftp.ncbi.nih.gov/genbank/gbrel.txt (GenBank £ékdoon 194.0).




Bdoeig Sedopévwv

:}'Xpwuéowpu Genome
dbVar

GenBank
SRA

| Tlovibiwpatikd dbGSS
dbHTGS
UniSTS

E€6vio 2 E€6vio 3 dbSNP

Metaypaen

:}_ Mpddpopo
~ RNA

dbEST
UniGene
GEO profiles
GEO datasets

UniProt
Protein Data Bank
Conserved Domain Database

Ewkova 2.4 Eivar duvatov va SOUME TOUG TUMTOUC TV SE80UEVWV TTOV artoOnKevovTol OTLG
dlwadopec Baoelc (6e€ld otAAN) amd T OKOMLA TOU KEVIPLKOU SOypato¢ tne BloAoyioag.
0udwva pE autd, To YyovidiwpatikO DNA (mou opyovwvetol O XPWHOCWHOTA)
nepltAappavel ta yovidia mouv petaypadovrtal oe npodpopo ayyeAtodpopo RNA, to omoio
vdiotatal enefepyacio wote va wpLHacel kot va petatpanei o€ mRNA mou kotomw
petadpaleton o npwteivn. H npwteivikl dopn eivar and thv kataxwpion 1HBS (BA.
Aoylopko Cn3D, Kedpalaio 13). MNa va PAOeTE MEPLOCOTEPA OXETIKA HE OQUTEG TG BAOCELG
6edopévwy, avalntnote tnv aApabntiky Aiota nnywv [Resource List (A-Z)] otnv apXwkn
oeAida tou NCBI.



Mivakag 2.5 O1 déka opyaviGHoi yia TOUG OTToioug £€Xouv aAAnAou-
XNOsi ot meplocotepeC EST. XTi¢ dnpooieg Baoelg dedopévwy Bpi-
CKOVTAl KATAXWPIOHEVECG TIEPICCOTEPEC ATTO 41 eKaTtoppLptla EST,
mmov npoépxovTtal amo MOAAEC XIAtadeg BiAoORKec KAwvwy cDNA
Ol OTTOIEC £XOUV SnUIoupynOsi amod pia mMoIKIAia opyavIGHWV.

Opyaviopog Kowvn) ovopacia Ap1Ouog EST
Homo sapiens AvBpwTog 8.704.790
Mus musculus + domesticus [TovTiKOC 4.853.570
Zea mays Kahapmoxt 2.019.137
Sus scrofa Xolpog 1.669.337
Bos taurus Ayelada 1.559.495
Arabidopsis thaliana Apapidoymn 1.529.700
Danio rerio Wapt (€fpa 1.488.275
Glycine max 20yla 1.461.722
Triticum aestivum 21Tapt 1.286.372
Xenopus (Silurana) tropicalis Batpayxog 1.271.480

[Tnyr: NCBI, http://www.ncbi.nlm.nih.gov/dbEST/dbEST_summary.html (dbEST ékdoon 130101).



Mivakag 2.6 Ta 19 ¢UAa Kat ot 142 opyaviopoi mou eknmpocwmouvtal otn UniGene.

®ulo ApIOpO¢ 16wV Mapadstypa

Chordata 42 Equus caballus (horse)

Echinodermata 2 Strongylocentrotus purpuratus (purple sea urchin)
Arthropoda 19 Apis mellifera (honey bee)

Mollusca 2 Aplysia californica (California sea hare)
Annelida 2 Alvinella pompejana

Nematoda 2 Caenorhabditis elegans (nematode)
Platyhelminthes 3 Schistosoma mansoni

Porifera 1 Amphimedon queenslandica

Cnidaria 3 Nematostella vectensis (starlet sea anemone)
Ascomycota 5 Neurospora crassa

Basidiomycota 1 Filobasidiella neoformans

Codonosigidae 1 Monosiga ovata

Streptophyta 50 Zea mays (maize)

Chlorophyta 2 Chlamydomonas reinhardtii

Apicomplexa 1 Toxoplasma gondii

Bacillariophyta 1 Phaeodactylum tricornutum

Oomycetes 2 Phytophthora infestans (potato late blight agent)
Dictyosteliida 1 Dictyostelium discoideum (slime mold)
Ciliophora 2 Paramecium tetraurelia

lnyR: UniGene, NCBI (AmpiAtog 201 3).



UGID:914190 UniGene Hs.523443 Homo sapiens (human) HBB Order cDNA clone, Links

Hemoglobin, beta (HEB) Ewkova 2.5 H Baon 6edopévwv

Human protein-coding gene HBB. Represented by 2363 ESTs from 234 cDNA libraries. Corresponds to UniGene Ttepl.hap.B('xVEl 0[1(158(;
reference sequence NM_000518.4. [UniGene 914190 - Hs.523443] y y

eTKETWV ekPpalopevns aAAn-

SELECTED PROTEIN SIMILARITIES Aouyiag (EST) ané tov dvBpw-mo

Comparison of ciuster transcripts with RerSeq proteins. The alignments can suggest runction of the ciuster. Kal ané ula usvdkn notKlAia

AAAWV sukapuwtwv. (a) Ztnv

HBB gene product tangline karaxwplon te UniGene yia thv

NP_001188320.1 hemoglobin subunit beta-1-like M. musculus 46 avBpwriivn HBB (B-odar-pivn)

NP_001091375.1 uncharacterized protein LOC100037217 X laevis ava(bépstal 6'“. 2.363 EST TOoU

yovibiovu €xouv TtowTto-moinOsi

SltadopeTikEg

BBAoONkeg kAwvwv cDNA. H

UniGene opyavwvel Tt aAAn-

EENE R Aouyiec (6nAadny tg EST) o¢

Ticcues and develonment staces from thic gene's sequences survev aene exnression. | inke to other NCBI expressio
/ISsues ana ageveiopment stages Irt LIS gene s sequences survey gene expression, LINKS L0 other NCB1 expressio

resources. S ; OMASEC LE BAON OUYKEKPLUEVOUG

EST Profile:  Approximate expression patterns inferred from EST sources. Baep‘qyc OP‘Ol'Otntaq 22 ETSlT[EGO
[Show more entries with profiles like this] MPWTELVNG. Entiong, O'UVOlIJlZEl Ta

GEO Profiles: Experimental gene expression data (Gene Expression Omnibus) 6 ’ 4
gdbopéva ywa tTn XWPOXPO-VIKNA

CDNA Sources: blood; mixed; muscle; placenta; bone marrow; lung; brain; spleen; pancreas; connective tissue;
pharynx; eye; ovary; uterus; liver; bone; heart; prostate; mammary gland; kidney; éKd)paon TWV VOVl8 iwv.
uncharacterized tissue; skin; adipose tissue; intestine; stomach; umbilical cord; adrenal gland;
nerve; vascular; thymus; testis; embryonic tissue; pituitary gland; parathyroid; ganglia; thyroid;
lymph node; pineal gland; ear

PREDICTED: hemoglobin subunit beta isoform 2 P troglodytes

NP_571095.1 ba1 gene product D. rerio

NP_001157900.1 HBB gene product M. mulatta ) 46 s 234

ano

NP_001162318.1 HBB gene product P anubis




Color key for alignment scores
40-50 80-200

AR POUC prikoug EST

Ewkdva 2.5 (B) Ou EST xaptoypadouvtol o€ Eva CUYKEKPLUEVO YoVvidlo Kol otowxi{ovtol HLE TV
aAAnAouyxia tou Kot peta€l Toug. O aplOuog twv EST mou amnoteAolv pa opada tng UniGene
KUpaivetal oo 1 €éwg ko mavw ano 1.000. Katd péco dpo vnapxouv 100 EST ava opada.
Mepikég dopég (av ko de Ba £mpene), Eexwplotéc opadeg tng UniGene avtiotowyoUv o€
SLadopeTIKEC TLEPLOXEC EVOC Yovidiov (bLaitepa Ootav nmpoketal yo peyaia yovidia). Edw n
aAAnAovxia tou mRNA tou avOpwrmivou HBB (NM_000518.4) otowiotnke oto BLAST
(KedpaAawo 4) pe evvéa EST mou emiAExOnkav oo tig >2.000 EST tov HBB. TEGOEPLG QTG AUTEG
TPOEPYOVTAL OO TRV 5° Ko TEooegpig ano tnv 3° mepLloxn Tov yovidiou, evw pia KAAUTTEL TO
NANPEC HURKo¢ tou. Ou apBpoi kataxwpelong sivor AA985606.1, AA910627.1, Al089557.1,
Al150946.1, R25417.1, R27238.1, R27242.1, R27252.1, R31622.1, R32259.1.



Search for as completename v ¥l lock Go || Clear
Display |0 levels using filter: none v

Homo sapiens Entrez records
Database name Subtree links | Direct links
Taxonomy ID: 9606
y Nucleotide 2
Genbank common name: human
Tk blas: e: pri S 8,

Mitoc, .clrm‘rm? genanc cade T1 ansl;nu. on table 2 (Vertebrate Mitochondrial)
Other names:

common name’ man

authority: Homo sapiens Linnaeus, 1758

UniSTS 328.844

F o1 5 i
Homininae; Homo PubMed Central 11,154 11,148

Taxonomy 3 1

Ewkdva 2.6 H kataywpion yia tov Homo sapiens otov nepinyntn ta§ivoptkng tov NCBI epdavilel
nAnpodopieg yia tnv taflvopnon tou, Kabwe Kot pa TToKIALa SLaSIKTUOKWY GUVOECHWY TIoU
odnyouv oe apxeia tng Entrez. Méow TwV CUVOECUWV OQUTWV MIOPEITE va peTaBeite os évav
KatadAoyo npwteivwy, yovidiwv, aAAnAouxtwv DNA, dopwv | AAAWV tUNwv S£dopévwv yLa Tov
OUYKEKPLUEVO OPYAVIOHO. AUTO MIOPEL va OITOTEAECEL La XPAOLKN OTPATNYLKA yLa TNV eVpeCh
HLOG TTPWTEIVNG 1 EVOG YOVLSLOU EVOC CUYKEKPLUEVOU opyaviopoU (evog eidoucg R evog umosidoug),
kaOwg dev neplhappavovron Sedopéva amnd onolovdnmote AAAo opyavIOHO.



beta globin

About 75,478 search results for "beta globin"

Literature

Books 3 books and reports EST expressed sequence tag sequences
MeSH 4 ontology used for PubMed indexing Gene collected information about gene loci

books, journals and more in the NLM GEO Data Sets functional genomics studies

NLM Catalog Collections

- . gene expression and molecular abundance
PubMed 8,827 scientific & medical abstracts/citations BEO Broflios profiles

PubMed Central 18,185 full-text joumal articles HomoloGene homologous gene sets for selected organisms

sequence sets from phylogenetic and
Health Fopet population studies

ClinVar human variations of clinical significance UniGene " clusters of expressed lranscripts

dbGaP genotype/phenotype interaction studies Proteins

GTR genetic testing registry
Conserved

MedGen medical genetics literature and links .
Domains

conserved protein domains

OMIM online mendelian inheritance in man .
K i Protein .3 protein sequences
PubMed Health clinical effectiveness, disease and drug reports . )
Protein Clusters sequence similarity-based protein clusters

experimentally-determined biomolecular
structures

Genomes Structure
Assembly genomic assembly information

BioProject biological projects providing data to NCBI Chemicals

BioSample : descriptions of biological source materials molecular pathways with links to genes
BioSystems ’

Clone genomic and cDNA clones proteins and chemicals

dbVar genome structural variation studies PubChem

BioAssay bioactivity screening studies

Epigenomics . epigenomic studies and display tools
PubChem chemical information with structures,
Compound information and links

PubChem ~ e o :
Nucleotide DNA and RNA sequences Substance deposited substance and chemical information

Genome 5 genome sequencing projects by organism

GSS genome survey sequences

Probe sequence-based probes and primers
SNP short genetic variations

high-throughput DNA and RNA sequence read

SRA archive

taxonomic classification and nomenclature

Taxonomy catalog

Ewkéva 2.7 H pnxavy avalitnong tn¢ Entrez (mou €ivai mpoofacipn anod tov SLadLKTuaKo
tomo tou NCBI) napéxet anoteAéopata arno 40 dtadopetikég Baoelg Sedopévwy tou NCBI. MNa
ToAAQ yovidia ko mpwTteiveg untapyxouv XtAtadec aplOpol kataxwpiong. To mpotlekt RefSeq
glvar laitepa  onUOVIIKGO OtV  TNPOOTAOsl MPOOSLOPOMOU TG  KAAUTEPNG
OLVTILIPOOWTEVUTIKNG aAAnAov)iag T060 Twv GUCLOAOYIKWYV (HN HETAAAAYHEVWV) peTaypadwV
TLOU TIOLPALYOVTOL OLTIO £VA YOVISLO 600 KOl TWV AVTLOTOLXWV TIPWTEIVWV.



NMivakag 2.7 Mopen Twv apiBuwv kataxwpiong otn RefSeq. Yrnapyouv 22 Sia@popeTikoi TUMOL aplOpuwv Ka-
Taxwpeiong yia tig ahAnlovyieg avagopag (RefSeq). Mpocappoopévog and http://www.ncbi.nlm.nih.gov/
refseq/about/.

Mopio
H?\l'] pEC YoV 1Ol Lo

Tovidiwpatiko DNA
Tovidiwpatiko DNA
Tovidiwpatikd DNA

mRNA
[Tpwreivn
RNA

Mopyn Kataywpiong
NC_123456

NW_123456 or NW_123456789
NZ_ABCDI12345678
NT_123456

NM_123456 or NM_123456789
NP_123456 or NM_123456789
NR_123456

Mepypaen

I_U\f] PN yow&wpam\'d Hopla (Y pwpoowpata, n)\aap[&a} TUPNVIKWYV Kal
0pYavISIaK@V YOVIOLW ATV

Mn n)\f] PN yow&wparmd GU\!appo)\oyr']paTa (assemblies)

Aedopéva alAnlovyiong tuxaiag mpoomédaong oikol yoviStopatog

Mn mhipn yovidiwpatika ovvappoloyrpata (dedopéva and alknAovyion
TUNHATWY KAOVOTIOHEVWY 08 TEXVNTA PAKTNPLAKA X POHOCWLTO Kat/T)
aAAnhovyxion Tuxaiag TpoomENacng oAtkoy yoviSiwpatog)

Metaypaga mov kwdkomotobv mpwTeiveg (MRNA)

[TpwTeivikd popra (kvpiwg TARPOLE HKOLE)

Mn kwdika petaypagpa (. dopkd RNA, petaypagopeva yevdoyovidla)




NMivakag 2.8 AptOpoi kataywpiong twv RefSeq mou agopoiv tnv avlpwmivn B-ogatpivn.
Npocappoocpévog and http://www.ncbi.nlm.nih.gov/refseq/about/.

Moptio Kataxwpion Méye0o¢ Nepiypagn

DNA NC_000011.9 135.006.516 bp Tovidiwpatiko ouvappoloynua (xpwpocwpa 11)
DNA NG_000007.3 81.706 bp TovIdLwHaTIKOG TOTOG

DNA NM_000518.4 626 bp mRNA

[TpwTeivn NP_000509.1 147 apvoééa [TpwTeivn
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Gene [Gene ~] beta globin

Save search Advanced Help

Show additional Display Settings: (%) Tabular, 20 per page, Sorted by Relevance Send to: (V) Filters: Manage Filters
filters
W Top Organisms [Tree]
Homo sapiens (39)
S ‘ Mus musculus (27)
Genomic Name/Gene ID = Description Location Aliases \ Rattus norvegicus (6]
" HBB hemoglobin, beta Chromosome 11, CD113t-C, Danio rerio ff_‘
ID: 3043 [Homo sapiens NC_000011.10 beta-globin Bos taurus (5) )
(human)] (5225466..5227071, All other taxa (30)
complement) More

Gene Results: 1 to 20 of 113 Page [1 | of6 Next>
sources

Categories
Alternatively spliced
NEWENTRY
Protein-coding
Pseudogene L hemoglobin, NW_004668244 1 beta-globin,
gamma A (60116737..60118249) hbb1, hbga,
[Xenopus (Silurana) hbgr, hsggl1
tropicalis (western

clawed frog)]

S Find related data
equence

content

Database: | Select

hemoglobin, beta-globin
gamma A hbb1, hbga,
[Xenopus laevis hbgr, hsggl1

Status (African clawed
frog)] beta globin[All Fields]

Search details

Current only
"' Hbb-bh1 hemoglobin Z, Chromosome 7,
ID: 15132 beta-like embryonic NC_000073.6
chain [Mus (103841638..103843162,
musculus (house complement)

mouse)
Clear all ] Search See more..

hemoglobin, Chromosome 1, HBB, HBD,
Show additional 39648 gamma G [Gallus NC_006088.3 HBE1
gallus (chicken)] (193724299..193725801) Recent activity

Chromoso...
locations

Select

Ewkova 2.8 AnoteAéopata tng avalitnong pe tov 0po «beta globin» otn Baon dedopcvwv
Gene touv NCBI. MNapéxovtal nAnpodopieg yia mokilou opyaviopoug, omwe o Homo sapiens,
o Mus musculus kat dwadopa €ibn Patpdxwv. OL Sdwadiktuakoi oclvdeopol ma-pEXouv
npooPacn oe mAnpodopicg yia tn B-odatpivn and diadpopec AAAeC Baoels SedopuEvwv.




& NCBI  Resources @ How To pevsner My NCBI Sign Out

v

Limits Advanced

Display Settings: () Full Report Send to: (v
Table of contents
Summary

HBB hemoglobin, beta [ Homo sapiens (human) ]

Genomic context
Gene ID: 3043, updated on 16-Apr-2013 Genomic regions, transcripts, and
products

*! Summary : Bibliography

Phenotypes
Official Symbol HBB HGNC
Official Full Name hemoglobin, beta
Primary source HGNC 4827
See related Ensembl:ENSG00000244734: HPRD:00786: MIM:141900: Vega:OTTHUMG00000066678 General gene information
Gene type protein coding
RefSeq status REVIEWED
Organism Homo sapiens General protein information

Interactions

Pathways

Lineage Eukaryota; Metazoa; Chordata; Craniata; Vertebrata; Euteleostomi; Mammalia; Eutheria; Reference sequences
Euarchontoglires; Primates; Haplorrhini; Catarrhini; Hominidae; Homo
Also known as CD113t-C; beta-globin

Summary The alpha (HBA) and beta (HBB) loci determine the structure of the 2 types of polypeptide
chains in adult hemoglobin, Hb A. The normal adult hemoglobin tetramer consists of two
alpha chains and two beta chains. Mutant beta globin causes sickle cell anemia. Absence
of beta chain causes beta-zero-thalassemia. Reduced amounts of detectable beta globin
causes beta-plus-thalassemia. The order of the genes in the beta-globin cluster is 5-epsilon
- gamma-G - gamma-A - delta - beta—-3". [provided by RefSeq, Jul 2008] 3D structures

BioAssay

Related sequences

Additional links

Related information
Order cDNA clone

~ Genomic context 2117 BioAssay, by Protein Target

BioP ts
Location: 11p15.5 See HBB in Epigenomics, MapViewer sali o

Sequence:  Chromosome: 11: NC_000011.9 (5246696. 5248301, complement) BioSystems
Books

Chromosome 11 - NC_000011.9 CCDS
[ 5198951 p [ 5264822 p
ClinVar

0RS221 ORS1V1 HEB 4= HBD HBBP1
Conserved Domains

Elkova 2.9 TuRMa TG KotaxwpeLong ywa thv avlpwrivn B-odairpivn otn Bdaon dedopévwv Gene tou NCBI.
NoapExovtal TANPodOPLEC OXETIKA LE TN SOMN TOU YoVISiou Ko Th XPWHOOWHULKN Tou B€on, KaOwe Kat po
nepiAnyn ywa tnv npwteivn. Emiong, kavovta¢ KAk otov ouvdeopo «Reference sequences» amo tov
niivaka meplexopévwy (table of contents, emavw 6&€Ld), mapExovral aplOuoi kataywpiong RefSeq (6€
daivovtal). Itov Mivaka TEPLEXOMEVWV UTAPXOUV E£miong OSLadlktuakoi oUVOECHOL TOU TOPEXOUV
npooPaon oe diadopeg Baocelg dedbopévwy, onwe n PubMed, n OMIM, n UniGene (KeddAawo 10), pia
Baon pe dedopéva nov adopouv noAvpopdpiopouvg (dbSNP), n HomoloGene (Bdaon pe nAnpodopieg yia
opoAoya yovidia, Kedpalaro 12) kaw n Ensembl (KedpaAoaro 8).



Ewkova 2.10 H kataxwpion otn Baon
6edopévwv Protein tou NCBI ywa tnv

avOpwnivn B-odaipivn. AmoteAel TUMIKO
wics smos ll TTOUPASEYHOL  KOTAXWPELONG  yloL  pual
Protein Protein v W o P t . 'A v

npwteivn otnv Protein. Avw THAMA TNG

Limits Advanced Help

Ditplay Setings; @ GeoPep Sond ;0 ElKOVOG: Napéxovtau ONMUOVTLKEG
Change region shown

hemoglobin subunit beta [Homo sapiens] Tlhl’] pOd)OpiE(; ywa thv npwts'fvn, 6“(1)@ TO
TJCB\ Refe’en?e Sequence: NP_000509.1 PSR ur’l KOC tnq (147 al‘llvogéa), o apleuéq
. e S coiies kataywpwong 1tTng (NP_000509.1), o

i v o S S 0PYQVIGHOG ard Tov omoio mpopxetal (H.

Highlight Se

P 5 Sompaes sapiens), BiBAoypadikéc avadopEg Kot
OXOAldL OXETKA ME TN Asttoupyia TwWV
B opapwvwv. Aegfld spdavidoviar  Swa-
e o Pl 't_‘( s Slktuakoi ouUvdeopoL moOU  MApPEXOUV
rearien (@) cema (12 npooBaon oc GAAe¢ Bdoelg Sedopévwv.

| SR STO ENMAVW OPLOTEPO HEPOC TNG LOTO-

' oeAibag, o oUVOeopOG €emIAOy OQTIELKO-
fgzizgiiilmnbeta_globm; cD113t-C" viong (display option) emutpénel v
e nPoBOoAR EVAAAAKTIKWV HOPPWV AUTAC TN
e et Kataxwplong. Mia and autég mapéxel tnv

s g aAAnlouxia tnG¢ mpwrteivng oe popdn

/db_xref="MIM:1 0 ) ) )
ORIGIN FASTA (Ewova 2.11). Kdatw tpApa 1tIng

1 mvhltpeeks avtalwgkvn vdevggealg rllvvypwtq rffesfgdls tpdavmgnpk O O 0
61 vkahgkkvlg afsdglahld nlkgtfatls elhcdklhvd penfrllgnv lvcvlahhfg ELKOVOG: AlveTan n GAAI']AOUXK! ™ng¢

121 keftppvgaa yvgkvvagvan alahkyvh e ’ ’

npwteivng (oUpdwva He TOV KWOKA
OUMBOALOHOU KAOe apvoé€éog MeE Eva
VPAUMa), Opwe edw bev eival oe popdn

FASTA.

aniata; Vertebrata; Euteleostomi; Protein 3D Structure
ires; Primates; Haplorrhini;




gﬂ NCBI  Resources ¥/ How To [+

Protein Protein
Limits Advanced

Display Settings: [+] FASTA

hemoglobin subunit beta [Homo sapiens]
NCBI Reference Sequence: NP_0003509 1

GenPept Graphics

>gi|4504340 | ref |NP 000509.1| hemoglobin subunit beta [Homo sapiens]
MVHLTEPEEESAVT ALWGEVNVDEVGGEALGRLLVVYEPNTQRFFESFGDLSTFDAVMGHNEEVEAHGEEVLG
AFSDGELAHILDNLEGTFATLSELHCDELHVDPENFRLLGNVLVCVLAHHFGEEFTPEVQARYOREVVAGVAN

ALAHKYH

Ewkova 2.11 Mia anod ti¢ npoPoAEC TwWV KATAXWPLOEWV TWV NMPWTEIVWV SeiXvel TV aAAnlouyia toug o€
popdn FASTA. 2tn popdn FASTA n mpwtn olpd nou EeKvA HE TO oUMPBOAO > amoteAel thv ermikepaAida
KOLL OLTEO TNV EMOMEVN OELpa EeKva n aAAnAovyia (eite pLog mpwteivng, onote kKAOe apwvoéL cupBoAiletal
HE Eva YPAUMA, ite eVOC TUAMaTOG DNA, onote yia Ta VOUKAEOTISLOL XpnoLponoLlouvtal tTa ypauupata G,
A, T kat C). H popdpn FASTA xpnotponoleitat yia tnv etoaywyn dedopévwy o dtadopa AoyLopika mov Oa
TLOLPOUCLACGOUE Otav Oa pAnooupe yia tn otoixion katd {evyn (KedaAawo 3), to BLAST (KedaAaro 4),
Vv aAAnAouyion enopevng yeviag (KepaAaio 9) kat tnv npwtewpkn (Kepaiato 12).




' (a) KaBopiote To €idog, T yovidwpatikr) aAAnAouyia avag@opdg kai to yovidio (r) tnv meploxr) '

group genome assembly position search term

Mammal v | Human v| Feb. 2009 (GRCh37/hg19) v  chr21:33,031,597-33,041,570 | hbb

HBB (

Click here to reset the browser user interface settings 1MEEP

| submit

track search add custom tracks track hubs configure tracks and display

(B) EmA£é€Te 1o yovibio
UCSC Genes

-1)

17), transcript variant 2, mRNA.

RefSeq Genes

F11: - o hemoglobin subunit beta
2= 39)

UCSC Genome Browser on Human Feb. 2009 (GRCh37/hg19) Assembly

move | <<< << | < || » >3 >> | Zoomin | 15x | 3x | 10x | base |Zoomout 15x | 3x | 10x

chr11:5,246 696-5,248,301 1,606 bp. | ente terms

Click on a feature for details. Click or drag in the base position track to zoom in. Click side bars
for track options. Drag side bars or labels up or down to reorder tracks Drag tracks left or right
to new position

move start
< |20 >

move end
< 20 >

rack search default racks default order hide all add custom fracks track hubs configure reverse resize refresh

Ewkova 2.12 O meplnyntng YoviSLWHATWY
tov UCSC. (a) EmAé€te avapeoa o€
6ekade¢ opyaviopol¢ (kupiwg omovéu-
Awtd) Kal yovidlwpatikéG aAAnAouvyieg
avadopaAC Kol KOTOTLV ELCOYAYETE E£vav
opo avalntnong, onwg «beta globin», R
gvav  aplOud  katoxwpwong R pa
XPpwHpoowpiky 0€on. (B) Kavovtag KAk oto
kouuni Submit, epdaviletal pla Ai-ota pe
yvwota yovidia kat kotayxwpiosig RefSeq.
(v) Av kdvete KAk OTOV OUV-8EGHO TNG
RefSeq tou HBB, avoiyel éva mapadupo to
omoio epdavilel ta 1.606 {evyn Paocewv
tov yovidiov 1tGg PB-odaipivng oto
avOpwrnivo xpwpoowpa 11. Epdavilovrol
eniong O6wadopec evotnteg (YPOAMMES)
UTTOMVNHOTIOHOU Tou  TePLAap-Bavouv
kotaxwpioelc RefSeq kot mpoPAe-mopeva
yovidta amé tnv Ensembl. Ta efovia
ovanapiotavrol pe pavpa mAai-ola, EVW n
katevOuvon ™mg petaypadng
untodeikvuetat pe BEAN [amod ta de€La npog
TOL APLOTEPQA, UE KATELOUVON PO TO AKPO
(mpo¢ to teAopepEC) Tou KovtoU Bpayiova
TOU XpwHoowpatog 11].



Nivakag 2.9 Api1Opoi kataxwpiong otnv Ensembl. O1 avBpwmiveg kataxwpioeig Aappfavouv 1o npodepa
ENS. AA\a nmpoOépata givai ta ENSBTA (ayeAada Bos taurus), ENSMUS (movtikog Mus musculus), ENSRNO
(apoupaiog Rattus norvegicus) kai FB (pOoya twv @poUtwv Drosophila melanogaster).

Fpappa mou akoAouBsi To mpoBepa Tou gidoug Ztolxeio Napadsiypa andé tnv avlpwmvn B-cpaipivn

E&ovio ENSE00001829867
[IpwTeivikn okoyévela ENSFM00250000000136
Tovidio ENSG00000244734
Tovidiako 6évtpo ENSGT00650000093060
[TpwTeivn ENSP00000333994
PvBuiotiko atoryeio ENSR00000557622
Metaypago ENST00000335295

lnyn: Ensembl ék&oon 76, Flicek et al. (2014). Avadnpootevetal katémyv adeiag tng Ensembl.




(a)
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 biological function of your set through annotation enrichments, send the data to GREAT. 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: |Feb.2009 (GRCh37/hg19) v ~———

group: Genes and Gene Prediction Tracks v track: RefSeqGenes v add custom tracks track hubs

table: refGene v| | describe table schema
2

region: © genome © ENCODE Pilot regions @ position | chr11:5240001-5300000 lookup || define regions | ~€———

identifiers (names/accessions):  pastelist = upload list
filter: create

intersection: create

correlation: create

4
output format: | all fields from selected table v  Send output to [] Galaxy [ GREAT¢———

output file: (leave blank to keep output in browser)
file type returned: @ plaintext O gzip compressed

5
get output summary/statistics = ~————

To reset all user cart settings (including custom tracks), click here.

Ewova 2.13 O mepinyntn yovidtwpatwv tou UCSC npoodEpel Eva CUUMANPWHOATIKO TIPOYPOO TIEPLAYNONG
TIWVAKWV ToU eival e€icou xprnowto. (a) O mepinyntng mvakwv mepAapBavel emAoyEG yo va SLaAEEETE TOV
TAWOULKO KAQSO0, TO yoviSiwpa Kat Tn yoviSiwpatik aAAnAovyia avagopag, t.x. GRCh37/hg19 (B€éAog 1). Eivau
duvatov va smhé€ete «group» (m.X. Genes and Gene Prediction Tracks), pia evotnta (ypapun) nAnpodopiwv
(track), yia napadsiypa tn RefSeq, kat va emikevipwOdeite oe pa meploxn mou oog evéiadépel (BEAog 2).
INUELWOTE OTL OTO TAQICLO TOU UMOSEIKVUETOL ME TO PBEAOGC 3 MMOPELTE va ELOOYAYETE XPWHOOCWLKEG
OUVTETOYHEVEG | Eval Ovopa yovidiou (m.x. hbb) kat va emiAé€ete «lookup» wote va ecaxBolv autopata ot
YOVLSLWHOTIKEG OUVTETAYHEVEG TOU. ITN CUVEXELQ, TIPOYLOTOMOLROTE Mia emtAoyn oto medio «output format»
(BEAog 4). Kavte KAk oto «summary statistics» (BéAo¢ 5) wote va OSeite ouvomtikda MOOM OTOLXELQ
nepltAapfavovtol ota anoteAECHATA oag 1) eTAEETE «get output» yia v AABETE T TTAR PN OMOTEAECHATAL.



(B)

all fields from selected table W

all ields from selected table

selected fields from primary and related tables
sequence

GTF - gene transfer format

CDS FASTA alignment from multiple alignment
BED - browser extensible data

custom track

hyperlinks to Genome Browser

(v)
chrill 5246695 5248301 NH_OOOSlS 0 - 5246827 5248251 0 3 261,223,142, 0,1111,1464,
chrill 5254058 5255858 NH_OOOSIQ 0 - 5254193 5255663 0 3 264,223,287, 0.1162,1513,
chrll 5263184 5264822 NR_OOlSBQ 0 - 5264822 5264822 0 3 293,223,143, 0,1151,1495,
chrll 5269501 5271087 NH_OOOSSQ 0 - 5269588 5271034 0 3 216,223,145, 0,1096,1441,
chrill 5274420 5276011 NH_000184 0 - 5274506 5275958 0O 3 215,223,145, 0,1101,1446,
chrll 5289579 5291373 NH_005330 0 - 5289698 5291120 0 3 248,223,345, 0,1104,1449,

Ewkova 2.13 (B) Napadeiypata tinwv popdomnoinong twv anoteAsopatwv (output format). Apou kavete
TNV €AoYy OaC QMO TO TMTUOCOMEVO MeVOU, ouvOwe avoiyel pla véa LotooeAida mou mpoodEpel
npPocBeteg emAoyEg [r.X. N aAAnAouxia (sequence) pnopei va eival avt) tov DNA 1 tng npwrteivng, Eva
apxeio BED pmnopei va nepthappavel Eva oAOkAnpo yovidio | ta Kwdka efovia k.a.]. (v) Noapadeypa

apxeiov BED. Auta ta apxeia ival eunpoodppoota Kot eivatl Suvatov va xpnotponotndouv yia nokiAeg
TLEPALTEPW AVOAUOELG, yLa TtopAdetypa ano Aoylopikd aAAnAovxiong emopevng yeviag (BA. KepaAaro 9).




NMivakag 2.10 Mopyég apxeiwv mov umoatnpifouv n Ensembl kai/) to UCSC. Aivovtat 8Vo opiopoi tou GtF
(am6 tnv Ensembl kat to UCSC).

Mopen apxeiov Opiopdc Tumko péyeBog apyeiov
BAM Omnolodnmote péyebog, ouyva eKaTOUUDPLa OELPEG
BED Browser extensible data Omnotodnnote péyedog, ovyva dekaded 1 yhtadeg 1y kat
EKATOUHDPLO OELPES
BedGraph Omolodnmote péyebog
bigBed
GFF/GTF General feature format, General transter format, Omnolodnmorte péyebog
Gene transfer format
MAF
PSL Omnotodnnote péyedog
WIG Wiggle Omnotodnmorte péyebog
BAM Binary alignment/map [ToAv peyalo
BigWig [ToAv peyalo
VCF Variant call format [ToAV peydlo




Mivakag 2.11 Métpnon mou Baci{statoto0oto 1.

Mnyn Ioothua Tuvdeopog

Python Métpnon mov Paciletatoto 0

[Tepiyntng tov UCSC oe BED 1 AN popon Métpnon mov BaoiGetatoto 0

Aedopiéva tov UCSC o BED 1) dAn popen Métpnon mov PaciCetatoto 0

Apyxeia BAM (Kegdhato 9) Métpnon mov PaciCetatoto 0 http://samtools.mynforge.net/SAM1.pdf
(WebLink 2.88)

Ensembl Métpnon mov Baoi(etatoto 1 http://www.ensembl.org/Help/Faq?id=286
(WebLink 2.89)

[Tepinyntic UCSC o€ popen ovvTeTaypévwy Métpnon mov PaciCetatoto 1 http://genome.ucsc.edu/FAQ/FAQtracks.html
(WebLink 2.90)

BLAST (Kegdhawo 4) Métpnon mov PaciCetatoto 1

Apyeia GFF (Kegdhato 9) Métpnon mov PaoiCetatoto 1

Apxeia VCF (Kegpdahato 9) Métpnon mov Pacietatoto 1 http://www.1000genomes.org/wiki/Analysis/

Variant%20Call%20 Format/vcf-variant-call-
format-version-41 (WebLink 2.91)

Mnyrj: http://alternateallele.blogspot.com/2012/03/genome-coordinate-cheat-sheet.html (WebLink 2.92).
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