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Mpéypappa Ala Biou Mdabnong. Tunua Bioxnueiag kai BiotexvoAoyiag,

MavemoTAuio Osooaliag.

TitAog Ai1aAegng: H BiotrAnpo@opikn Kai ol eAeuBepa diaBéocipeg Baoeig

Aedopévwy yia avlpwITIiveg aoBéveleg UE YEVETIKO UTTORABpO.

Mpny6png Auoutdiag, Ettikoupog KabnyntAg BiotrAnpo@opikig otn Mevwpikn

Mpoteivopeva ocuyypdupara yia BiomrAnpo@opikn:
EAANVIKG ouyypduparta:
e Andreas D. Baxevanis & B.F. Francis Quellette. BiotrAnpo@opikn:
‘Evag TTPAKTIKOG 0dNyog yia Tnv avaAuon yovidiwv Kal TTPpwTEIVWV.

e 2o@ia Koooida. BiotrAnpo@opikr] - Auvatotnteg & NPOoOoTITIKEG.

AyyAikd ouyypduuara:
e Jin Xiong. Essential Bioinformatics. Eival éva ouUvTopo, TTEPIEKTIKO Kal
atTAG YpaupEVO oUyYpapa, 1I9aVIKO YIa EI0aywyr) OTO QVTIKEIUEVO.
e David W. Mount. Bioinformatics. Sequence and genome analysis. Eivai

€va €KTEVEG KAl TTOAU avaAuTIKO oUuyypaua, 1I0aviko yia eupaduvorn.

Ti gival n BiomrAnpo@opiki:

Eivai n avaTTugn Kal Xpnon TEXVIKWV Kai EPYaAgiwv
TTANPOPOPIKAG/ HABNUATIKWV/CTATIOTIKAG  yia TNV avaAuon  BloAoyikwv
dedouEVWY (KUPiWG popIakng BloAoyiag). ZApepa yivetal dIAKpIon PETAEU TNG
BiommAnpo@opikng kai TG YTToAoyioTikAG BioAoyiag. TAéov pe TOov OpO
BioTTAnpo@opikr}  evvooUuEe  KUpiwg TNV avamTuén  YEBOdwV  Kal
TTPOYPOUMATWY, EVW PE TOV OpO YTTOAOYIOTIKA BloAoyia evvoouue Kupiwg tnv
XxpAon Twv Trapamdvw peBOdwV Kal TTPOYPANMATWY yia Tnv avdaAuon
BioAoyikwyv OedOPEVWV Kal TNV €Caywyr CUUTTEPACHATWV/YVWONG. ZUuxVva
ouuBaivouv Kal Ta dUO TauTOXPOVa Kal Ta ouvopa Ogv €ival TTAVTa EUBIAKPITA.
MAéov, péoa otov Xwpo TG BiommAnpo@opikng/YTroAoyioTIKAG BioAoyiag

OUVAVTAPE ETTIOTAPOVEG ATTO TTOANEG KOl CUUTTANPWHAOTIKEG METAEU TOUG



eI0IKOTNTEG OTTWwG  T.X. BloAoyia, Bioxnueia, Xnueia, Xnuiki Mnxavikn,

Mnxavikr}, YTroAoyioTég, MaBnuaTikd, ZTaTIOTIKA K.Q.

O1 Baoikoi Toueig TNG BIOTTANPpO@YOPIKAG

O1 Baoeig dedopévwy (Databases) armoteAouv Tov BACIKOTEPO iICWGS TOPED TNG
BiommAnpo@opikng. Eivalr utrelBuveg yia Tnv opydvworn, aTToBrnkeuon Kal
avalAtnon Tou TEPACTIOU GYKOU OEOOUEVWV TTOU UTTAPXOUV TTAEOV OTOV XWPO

TWV BIOETTIOTNUWV.

‘Evag GAAog onuavTikég Topéag eivalr n avdAuon akoAouBiwv DNA, RNA,
TpwTteivwy (Sequence analysis). O Topéag autdg TrepiAauBdvel Tnv oToixion
akoAouBiwv, dnAadr) TNV oUYKPION TWV AVTIOTOIXWV TTEPIOXWYV, METAEU dUO N
TTEPICOOTEPWYV OKOAOUBIWY, TNV avalATnon opdoAoywv akoAouBiwy (PEow TNG
OTOIXIONG) KAl TNV QUAOYEVETIKA avAAuon, OTTOU OTTOKAAUTITOVTAI Ol EEEAIKTIKES
OX€0EIC METAEU OMOEIdWV  AVTIKEINEVWY OTTWG TI.X. Yyovidia, TTPWTEIVEG,
opyaviopoi. O Topéag TnG avadAuong akoAouBiwv gival atrd Toug TTIo TTAAIoUG
Kal OTO TTAPEABOV Pe ToV OpOo BIOTTANPOPOPIKA EVVOOUCANE KUPIWG QUTEG TIG

QavOAUOEIG.

‘Evag aAAog Topéag TTou avBnoe Adyw TnG aAAnAouxiong Twv yovISIwUATwYV
gival kal n Movidiakn puBuion/ékepacn (Gene expression), TTou TTEPIAAPBAVEI
Kupiwg avaAuon TTOAUTTAOKwYV OedOPEéVWVY aTTO MIKpoouaoTolxieg Kal Next-
Generation RNA Sequencing. AOoyw ToU peydAou Oykou Twv OedOUEVWV
auTwv aAAd kal Adyw Tou BopUPou TTOU TTEPIEXOUV, O XWPOG AUTOC €OTIAOE
OTnNV AavdarTugn Kal €QApPoyr OTATIOTIKWY EPYOAEiwV, Ta OTToid OPWG
MTTOpOUV va  XpnoigotroinBouv  kal o€ Treipapatikd  oedopéva  PeydAng

KAipakag (Omics).

AMN\oG Topéag gival n dopikA BIOTTANpo@opIKr, TTOU €0TIAZETAI OTAV avAAuon
deutepoTaywyv Kai Tpitotaywv douwv RNA/mpwreivwy (structural biology).
Edw, onuavtikég dpaoTtnpIdTNTEG atroTEAOUV N TTPORAEWn deuTepOTAYOUS Kal
TPITOTAYOUG OOUAG PBIOAOYIKWY HOKPOWOPIWY OTTWG €TTIONG Kal N avaAuon

TIPWTEIVIKWYV ETTIPAVEIWV TTOU AAANAETTIOPOUV PETAEU TOUG.



Tnv TeAeuTaia 15¢Tia, AOyw NG eKTETAPEVNG XPAONG ETTIOTNPOVIKWY ApOpwv
Kal TTEPIOBIKWY O0€ NAeKTpovIKA pop@r (pdf, Html), d66nke n duvarétnTa
e€opuenc dedopévwy atrd Tnv BIBAIoypagia PJeE QUTOUATOTTOINUEVOUG TPOTTOUG
(text mining). H dpaoTtnpidtnTa autr] £xel TTPOCEAKUOEI JEYAAO EVOIAQEPOV Kal
gival TTOAU OnuUAavTiKA yia TNV ammodoTIKOTEPN Kal TaxuTtepn didxuon TNng

YyVWOoNG OTOV ETTIOTNUOVIKO XWPO.

Ovtag oTnv €TMOXN TNG YOVIOIWMPATIKAG KAl TWV TTEIPAUATIKWY OEOONEVWV
MEYAANG KAipaKag €xoupe TTAEoV KaTavoroel 0TI Ta Blopopia dev AsiToupyouv
WG MEMOVWUEVA CUOTAMOTA PECA OTO KUTTAPO, AAAG OAANAETIOPOUV PETALU
TOUG Kal OnuIoupyoUuv TTEPITTAOKEG BIOAOYIKEC MNXAVES, 1 POVOTTATIA
METAPOPAG TNG TTANpogopiag. Na Tov Adyo autod, €va onUAvTIKO PEPOG TNG
ouyxpovng BlotrAnpo@opikAg €oTidel oTa BioAoyikd dikTua/povoTTaTtia o1rwg
emmiong kal otnv BiloAoyia ZuoTnudTtwy, OTTOU TTEIPAPOTA PEYAANG KAIMOKOG
atmdé TOAAG emmiTreda TNG PioAoyiag, Twv SOPIKWY CUCTATIKWY OAAG Kal Tng
BioAoyIKAG puUBPIONG evowpaTwvovTal, yia va dnuioupyndei pia 600 TO
duvaTtov TTANPNG EIKOVA TOU TI CUUPAiVEI HEOQ OTO KUTTAPO. ATTWTEPOG OKOTTOG
gival n ammotuttwon 6ANG autig TNG TTANPOYOPIOG O€ NaBNUATIKA POVTEAQ Ta
otroia Ba pag emTPETTOUV va TTPORAEYOUUE TNV CUUTTEPIPOPA KAl TOV
@aIVOTUTTOU TOU KUTTAPOU A KAl TOU OpyavIOUOU PE BACN TOV YOVOTUTIO KAl TQ

eCwrepIKA epeBiopara.

TéNOG, €vag TopEag €iocou onPAvTIKOG Ue Toug AAAouG gival kal ol OvToAoyieg
(Ontologies), Tou oToxeuouv oTNV dnuioupyia Kal XPAoN €vOg eAeyxOuEvVOU
AegIAoyiou (pE 1EpapxIkr) dOUNON), VIO TNV TTEPIYPAPT) TwV IBIOTATWY KAl TWV

AEITOUPYIWV OPOEIBWYV AVTIKEINEVWYV (TT.X TTPWTEIVWIV).

[MAéov 0 6pog ‘BioTTANPOPOPIKN’ €ival TOOO EEIBIKEUPEVOGS/YEVIKOG, OGO Kal O
0pog ‘poplakny BioAoyia’! BpiokdépaoTe o€ pia peTARATIKR TTEPIOdO yia TIG
BIOAOYIKEG €TTIOTAMEG, OTTWG N QUOIKA TTPIV TTOAAG Xpovia. OcwpeiTal TTAEOV
BEBain n e10doxA TTEPICCOTEPWY PABNPATIKWY, OTATIOTIKAG KAl TTANPOPOPIKAG
(TTPOYPOUMOTIONOG) ueCOTTPOBECcUa  OTa  TTPOYPAPPATA  OTTOUdWV  ME

QVTIKEIPUEVO TIG BIOETTIOTAMEG.



Baoeig dedopévwyv

H mpwtn Bdon poplakwyv Oedouévwy dnuioupyndnke 1o 1965 ammd Tnv
Margaret Dayhoff ye 1o Atlas of protein sequence and structure, TTpOdpPOUOG
NG Paong Oedopévwy TTPWTEIVIKWY akoAouBiwv PIR (protein information
resource). 21n CUVEXEIA, N AVATITUEN TNG TEXVOAOYIOG Kal n dnuioupyia vEwv
MopIaKWV edoPEVWVY PE OAO Kal TaXUTEPOUG puBuoUG 0drynoe o€ Pia €Kkpnén
TOU apIBUoU Twv Bdoewyv dedopévwy, O OTTOIEG OTNV GUVTPITITIKI TTAEIoWN@ia

TOUG €ival EAeUBepa TTPOCRACIUEG.

O1 Baoikoi TpoTTOI aTTOONKEUONG OEBOPEVWYV €ival PE KATAAOYOUG ETTITTEDONG
opyavwong (Flat-files), ue oxeoiakég Paoeig (relational databases), 6TTwg ..
n SQL, ye avTikelyevooTpePeig Baocig (object orientated), o1 o1T0ieg OPWG dev
gival 101aiTepa dIAdEDOPEVEG OTOV XWPO TwV BIOETIOTNPWY Kal TEAEUTAIa YE
Baoeig dedopévwy TTou Baacifovtal oe ypagoug (Graph-databases). Ad Toug
TTAPATTAVW TUTTOUG, Ol TTIO OTTAEG €ival o1 KaTAAoyol €TTiTTEdNG opyAvwong,
OTTOU KABE pia eyypa@n €XEl CUYKEKPIPEVA TTEIQ TA OTTOIA CUPTTANPWVOVTAL.
OAeg o1 eyypa@ég atrobnkevovTal N pia KATW at1rd TNV AAAn o€ éva peydio

apxeio (Eikéva 1a).

AvTiBeta, o1 oxeolokéc Bdoeig eival 1o TTEPITTAOKEC GAAG Kal TTOAU TTI0
O10dedopéveg TTAEOV O OXEON ME TOUG KATOAOYOUG ETTITTEONG OPYAVWONG.
Edw, n tmAnpogopia opyavwvetal oe Trivakeg (Eikova 1) 1Tou oxeTiCovral

METAEU TOUG. 'ETOI aTTOQEUYETAI N ETTAVAANYN KAl CUCOWPEUCH OEOONEVWIV.



LOCUE nama of locus, length and type of segquence,
classification of organism, data of encry
DEFINITION deacription of entry
ACCESSION  accession numbars of original source
EEYWORDS kay words for cross referencing this entry
SOURCE souroa organism of DHA
ORGAHISM dascription of organism
REFEREHCE
COMHENRT biolegical function or database information
FEATURES information about sequence by base position or range of positions
BOUrCSe range of seguenca, Socurca organiam
misc aignal ranga of seguenca, type of function or =ignal
mRHA range of sequence, mARHA
CDS range of seguence, protein coding region
intran canga of saquence, positicn of intron
mutation saquence position, changa in sequence for mutation
BASE COUNT count of A, ©, G, T and othar symbols
ORIGIN taxt indicating start of sequance
1 gaattogata aatctotggt ttattgtgoa gtttatggtt ccaasatogo
51 atatactcas AJCAtAActyg tAtAtACACS CAJYIYOOgy AAtgasagog
Fr database symbol for end of sequence

Figure 2.5, GenBank DINA sequence entry.

Eikéva 1a. KardAoyog etTiTredng opydvwaong yia yia eyypaen otnv Genbank.
2TA OPIOTEPA TWV YPAUMWY avaypageTal To €idog TnNG TTAnpogopiag (1redio)
TTOU KaTaypa@eTal 0TV ouvéxela. To oupPolo // atreikovifel TO TEAOG QUTAG
NG EYYPAPNG. 2€ Eva KATAAOYO ETTITTEDNG OPYAVWONG, ATTO KATW OKOAOUBEI

MIa VEQ Eyypa@n.

gene/protein

syntenic hlocks
blocid bigint ® species_abrv  character varying(5) FK
speciesl character varying(5) pid irteger PE
species2  character varying(5) pid_new Inkoger
pid1 — K FK strand character(1)
pid2 intoger PK FK length smallint
start integer
stop integer
function character varying
‘ T sequence character varying
o ne) chromosome  character varying(50) FK
w2 ch e 3 genename character varying(20)
pid_1 integer PK FK
—t pidtemp_1 integer
strand_1  character(1)
pid 2 intepr PK [ genome
m_z integer N species character varying(100)
trand Lﬂl‘c‘ﬁ( strain character varying(50)
distpam taxonomy character varying
definition character varying
date character varying(20)
accession character varying(15)
[ neighbourpairs | version  character varying(40)
pidl_spl integer  FK nbbasepair  integer
p%dl_sp2 muscr FK nbprotein smallint
Ppid2 spl integer  FK chromosome  character varying(50) PK
pid2 sp2 integer FK abrv character varying(5)  PK

Eikéva 1B. Zxeolak Baon dedopévwy OTTOU Ta dedOMEVA gival opyavwuéva
oe Trivakeg. O1 Trivaokeg oxeTiCovral METAEU TOUG Kal yia Hia eyypaen

QAVOKTWVTAI OAA Ta OXETIKA OedOUEVA ATTO TOUG TTIVAKEG.

O1 Bdoeig dedopévwy, avaloya pe 1O TI €idoug dedouéva ammobnkeUlouv
dlaKpivovTal O€ OPXEIOKEG/TTPWTEUOVTEG KAl OEUTEPEUOVTEG. ZTIC OPXEIAKES

atroBnkevovTal TTEIpapaTika dedouéva TTou €xouv dnuioupynBei yia TTpwTn




@opa arto Toug emoTAPOVEG. I.X., n Protein Data Bank (PDB) cival apyxeiakn,
ylati ekei Ba atmoBnkeuBouv ol TpIToTayeic dOUES BIOPOPIWY (CUVTETAYUEVEG
TWV OTOUWY OTOV XWPEO) TToU £XOUV avakaAu@Oei pe tnv BorBeia aktivwyv X.
2TIG OeuTEPEUOVTEG PAoelg Oedopévwy Oev KATATIBEVTAI VEQ TTEIPAPATIKA
O0edopéva. g aUTEG yivovTal PETA-AVOAUOEIG OEOONEVWV TTOU UTTAPXOUV OTIG
apxelakéS. Mapdadeiypa evog TéTolou TUTTOU Bdong dedopévwv atToTEAOUV Ol
CATH & SCOP, 61tou BiotrAnpo@opikoi aAyopiBuol aAAG Kai €101Koi HEAETOUV
TIG TPITOTAYEIG OOPEG TTOU KaTaTiBevTal otnv PDB kai TIG TagIVOUOUV 1EpAPXIKA

ME BAoN TNV OPOIOTNTA TOUG (WG TPIOOIACTATA AVTIKEIMEVQ).

O ETtAolog kardAoyog Bdaoewv dedopévwv Tou TreEPIodikou Nucleic

Acids Research

O 1epdoTIog OYKOG TWV BloAoyikwy dedouévwyv aAAd Kal n TTOAUTTAOKN @UON
TOUg €xouv odnynoel Ta TeAeuTaia xpovia o€ pia €kpnén Tou apiBuou Twv
Baoewv dedopEvwy TTOU gival OIABECINEG OTOUG BIOETTIOTAUOVES. ‘Evag OXETIKA
MIKPOG apIiBudG atrd auTéG €ival YEVIKNG QUOEWG KAl XPNOIUOTTOIoUVTAl ATTO
oxedOV OAOUG TOUG PBIOETTIOTAMOVEG O€ KaBnuepivr) Bdon. Aev Ba ptTopoloe va
uttapéel TTAéov poplakr BloAoyia dixwg autég TIG B.A. Opwg, uttdpxel Kal évag
TTOAU  peydAog apiBuog B.A. Tou  €ival  apkeTd  €CEIOIKEUPEVEG KAl
XpnoigotrolouvTtal  amo  PIKPEG  Kal  TTOAU  €CEIDIKEUPEVEG  KOIVOTNTEG
emoTnuovwy. Eival TAéov aduvartov va TTapakoAouBroel Katrolog amd pévog
TOU TO TI oupBaivel oTov Xwpo Twv B.A. Kai To TI V€O €xel eppavioTei. Na Tov
Aoyo auTd, 10 dieBvéC TTEPIodIKG Nucleic Acids Research (NAR) €xel avaAdpel
MIa TTPWTOROUAI va KATAyPA®El KAl VA OPYAVWVEl (0€ BEPATIKEG EVOTNTEG —
eiIkOva 2) ot éva €1dIkd Teuxog (Database Issue) kGBe lavoudplo €va €Thoi0
Katdhoyo pe TIGC Olagopeg B.A. TTOU  UTTAPXOUV, QVAVEWVOVTAI 1)
onuioupyouvtar ek véou  (http://www.oxfordjournals.org/nar/database/c/).
XapaktnpioTikd, yia 10 2014 autdg o katdAoyog €xel 1552 kataxwpnuéveg

B.A. O kardAoyog gival eTTiong opyavwuévog Kal aA@apnTikd.



1 www.oxfordjournals.org/nar/database/cat/8
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Eikéva 2. O Emioiog katdhoyog Twv B.A. Tou d1€Bvoug TTEPIOdIKOU Nucleic

Acids Research opyavwpévog avd Bepartikh evoTnTa.

ZnMavTikéG B.A. eupUTEPOU EVIIAPEPOVTOG

Apxelokég BAOEIG VOUKAEOTIOIKWYV BESONEVWV

H EMBL-Bank otnv EupwTtn, n Genbank otnv Apepiki kai n DNA Databank
of Japan otnv lamwvia atmoteAolv 3 apxelakég Baoelg 0edopévwy OTTOU
KataTiBevTal VOUKAEOTIOIKEG akoAouBieg attd GAoug Toug opyaviopougs. Kai ol 3
BA avrikouv oT1o International nucleotide sequence database collection
(INSDC) (eik6va 3). Kabe pépa avralldoouv dedouéva peTaglu Toug, OTToTE N
idla akoAouBia ep@avifetal kal oTig 3 TAUTOXPOvVA. ETTopévwg, apkei pia

avalntnon o€ otroladnmote amd TIc 3 autég B.A. Mia véa akoAouBia




KATaTiBeTal OWG Povo o€ pia ammod Tig 3 B.A. n otroia gival utreuBbuvn yia TNV
eyypaery authi. ETiong €xer mv duvarotnta (uévo autp n B.A) va

QvaBewpPNOEl TNV EYYPOYN.

CiB-DDBJ
DNA Data Bank of Japan
DDBJ Read Archive
DDBJ Trace Archive

/ | I-NSDC

Eikéva 3. O1 3 BA 1mou aviikouv oTo International nucleotide sequence

database collection.

A6 10 2009, T0 INSDC EeKivnoe va Kataxwpei Kal apgop@oTtroinTa dedouéva
ammd PeYAANG KAipakag aAAnAouxioeic (Sequencing projects), eite autd
TTpoépxovTtal ammd KAAOOIKEG PeEBOdoUG aAAnhouxiong (Trace archive)
(capillary sequencing), €ite ammd ueBoddoug aAAnhouxiong véag yevidg (Read
Archive).

B.A. MNpwrTteivwv

lowg n o onuavTiki B.A. TTpwTteivwy gival n Swissprot kail dnuioupynénke 1o
1987 oto [lMavemoTtAuio Tng leveung. Kdbe eyypaen eivar pia povadikh
TTPWTEIVN, OTTOU KATTOI0C BIOETTIOTANOVAG TNV PEAETNOE Yéoa atmd Tnv O1EBvA
BiBAIoypagia kai ouutApwoe Ta avrioToixa Tedia otnv B.A. Adyw Tou
eAéyxou TTOU UTTOKEITal N KABe eyypa@ry atmd €1dIKoUg PIOETTIOTAUOVES
(database curators), n Pdaon aut amoTeAei onueio ava@opdg eite yia
BioemoTApovEG €ite yia AAAeg B.A. H Swissprot “puiIAdel” pe TToANEG AAAeg B.A.
KAl ETTOMEVWG, MEOW OUVOEOPWYV MTTOPEI KATTOIOG va TTAonynBei atrd Tnv
Swissprot oe pia GAAn o e€eidikeupévn B.A. kal va dgl TI TTANPOPOPIES

UTTAPXOUV EKEI yIa TNV idla TTPWTEIvVN.




Ta  Poaoikd  media  TOU  €xel pia eyypaery  (mm.X. BRCAT:
http://www.uniprot.org/uniprot/Q3B891) otnv Swissprot civai (eikdva 4):

e 7O dvOud, CUVWVUNA, TAEIVOUNOT TOU €id0OUG

I816TNTEC TNG TTPWTEIVNG, OTTWG TO YAKOG TNG

e OvroAoyieg yia Tnv TpwWTEivN, OTTOU €va  eAeyXOPEVO  AEEIAOYIO
IEPAPXIKAG dOUNONG XPNOIMOTIOIEITAI IO va TTEPIYPAWEl TIG BACIKES
I010TNTEG KAl AEITOUPYIES TNG TTPWTEIVNG

e H akoAoubia Tng TTpwTEIiVNG

e BIBAIOYPOQIKEG ava@QOPES TTOU XPNOIKOTTOINBNKAV yia va Yivel auTh n
eyypaen

e 2U0vOeopol o€ AAAEG B.A. TTOU EPTTEPIEXOUV ECEIDIKEUPEVEG TTANPOPOPIEG

Yl auTr TV TTPWTEivN.

Mpoéktaon g Swissprot amoteAei n TrEMBL (Translated EMBL), n otroia
onuioupyABnke T0 1996 Kal TTEPIEXEI TTPWTEIVEG Ol OTTOIEG TTPOEPXOVTal ATTO
TNV QUTOUATN METAPPACN TWV VOUKAEOTIOIKWY akoAouBiwv Tng EMBL-Bank. H
dlapopd atrd Tnv Swissprot gival 0TI 01 eyypa@EéS dnUIoUPYoUVTal AUTOUATA KAl
Oev UTTOKEIVTAI TOV €AEyXO TTOU TTEPVAEI HIa gyypa®r Tng Swissprot atmo
€I0IkoUug BroemmoTtriuoveg. Emopévwg, otnv TrEMBL Trepiéxovral TTOAAEG
TTEPICOOTEPEG EYYPAPEG, N TTOIOTATA TWV OEDOUEVWV TOUG OUWG Egival O€
KATTOIEG TTEPITITWOEIG AN@iIBOAn. Mia Tpitn B.A. mpwrteivwv €ivar n PIR
(Protein Information Resource) tmou edpdletal otnv Apepikr). To 2002, ol
Tapamdvw 3 B.A. evwBnkav Katw atrd tnv outmpéAa Tou Uniprot Knowledge
Base (UniprotKB).
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Submitted name:
BRCA1 protein (EMEL AAIDET46.1)
Submitted name:

Breast cancer type 1 susceptibility protein (Ensamil ENSPO0000419103 )

Name:BRCA1 (Ensembl ENSF00000419103 ) (EMBL AAI0G746.1)
Homo sapiens (Human) [Reference proteome] (EMBL AAIDGT45.1
96086 [NCBI]

Eukaryota » Metazoa » Chordata - Craniata » Vertebrata » Euteleostomi »
Hominidae » Homo ©*

473 AA.
Fragment.

Evidence at protein level
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Sequence databases

(=) EMBL AC135721 Genomic DNA. No translation available.
GenBank BC106745 mANA. Translation: AAIOE746.1.
DDEJ

UniGene Hs.194143.

3D structure databases

ProteinModelPortal Q3B891.
SMR Q3BAg1. Positions 1-103.
MeodBase Search...
MobiDB Search...

Protocols and materials databases

StructuralBiclogyKnowledgebase  Search...

Genome annotation databases

Ensembl ENST00000434123; ENSP00000419103; ENSG00000012048.

Organism-specific databases

HGNC HGMNC:1100. BRCAT1.
GenAtlas Search...
Phylogenomic databases

HOGENOM HOGO00142477.
HOVERGEN HBGOB1757.

Eikéva 4. Ta Baoikd media TNG eyypa®ng yia Tnv avBpwtmvn mpwrteivn BRCA1

oTnv Swissprot.

B.A. TPpWTEIVIKWV ETTIKPATEIWV

O1 pwrTeivikég emKpdTeIEG (domains) eival TTEPIOXES (O€ IO TTPWTEIVN) ME
OUYKEKPIMEVN  AciToupyia, Tpitotayrp Oouf  Kal  ouvhBwg €ival  KAA&
ouvTnpnpéves. O eviomOopuOg HIa ETTIKPATEIOG OE Wi AyvwoTn TTPWTEIVN POG
BonBdsr va TpoBAéwouue o0€  €va  APKETA IKAvOTTOINTIKO Babud  TIg
BioxnuIKEG/MopIoKESG  AsiIToupyieg autng TG Tpwreivng. Ty, av og pia
AyvwaoTn TTPWTEIVN EVTOTTIOTEl IO €TMIKPATEIQ UTTEUBUVN yia oUvdeon OTO
DNA, 161¢ mMBavév n dyvwoTtn TTPpwTEivn va AEITOUPYEl WG HETAYPAPIKOG
Tapdyovtag. EmmmAéov, pia peT@AAagn Tou ouvavTtatar o€ pia Babid

ouvTnpnuévn ETTIKPATEIQ PTTOPEl va pag PonBrioel va TTPOoRAEYOUNE Ti




EMTITWOEIS Ba €xel AUTH N METAAAAEN OTO POPIOKO UOVOTIATI KOl OTOV QOpPEQ

Tg.

210 TapeABOv  utmpéav  TTOANEG  Kal  avegdpTnTeG TTIPOCTTABEIEG  va
KATOYPOQPOUV Ol TTPWTEIVIKEG €TTIKPATEIEG 0€ Bdoeig Asdopévwy. H KGBe pia
EPEUVNTIKA OMAdA MTTOPEI va TTEPIEYPOPE MIO CUYKEKPIYEVN ETTIKPATEIQ ME
eEAAQPA JIAPOPETIKG TPOTTO ATTO PIa AAAN opdada. EmimrAéov, pia B.A. ptTopei
va TTEPIEIXE TTANPOPOPIEG YIA HIA ETTIKPATEIQ TTOU OEV oUVAVTOUVTAV O GAAN
B.A. Aidgopeg Pdaoeig dedopévwy, ommwg n PROSITE, Pfam, PRINTS,
ProDom, SMART, TIGRFAMs, PIR superfamily, Superfamily €xouv TtTAéov
evorroinBei  k&tw amd Tnv  oumpéda Tou INTERPRO (eikbéva 5)
(http://www.ebi.ac.uk/interpro/). EmimAéov, 10 TIpoypaupa INTERPROscan

avIXVEUEI QUTEG TIC ETTIKPATEIEG OTIC TIPWTEIVEG.

@ Pyruvate-flavodoxin oxidoreductase (IPR0O11895)
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Eikéva 5. Mapdadeiypa opydvwong TTPWTEIVIKWY ETTIKPATEIWY O€ YIO TTPWTEIVN,

ME Baon TO Interpro.

B.A. MopI1oKWV HOVOTTATIWYV KAl ACOEVEIWV.

A6 TIc TToI6 onpavTikéG B.A. autig Tng katnyopiag ecivar n KEGG (Kyoto
encyclopedia of genes and genomes). [lepiéxel PeTABOAIKG/POPIOKA
MOVOTTATIO KAl TTANPOQOPIES YIA Ta CUPHETEXOVTA yovidia. O1 TTANPOPOpIES yia
Ta POPIOKA POVOTTATIa €XOUV OUYKEVTPWOEi atrd €10Ikoug BIOETTIOTAPOVEG
(curators) Tmou peAeticav Tn OxeTIKA BiBAioypagia kal eTopévwg Bewpeital
B.A. uynAig Troidtntag. EkT6¢ amd T pOpPIOKA  POVOTTATIO  €XEl Kal
TTANPOPOPIES YIa POPIAKEG ACOEVEIEG TTOU OXETICOVTAI PE QUTA T PJOVOTTATIA,

OAAG Kal yia OXeTIKA @apuaka (EIkOva 6).
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C [ www.genome.jp/kegg/

KEGG Home
Release notes
Current statistics
Plea from KEGG

KEGG Database
KEGG overview
Searching KEGG
KEGG mapping
Color codes

KEGG Objects
Pathway maps
Brite hierarchies

KEGG Software

KEGG : | [search | Help

» Japanese
KEGG: Kyoto Encyclopedia of Genes and Genomes

KEGG is a database resource for understanding high-level functions and utilities of
the biological system, such as the cell, the organism and the ecosystem, from
molecular-level information, especially large-scale molecular datasets generated by
genome sequencing and other high-throughput experimental technologies (See
Release notes for new and updated features).

Please see: Renewed plea to support KEGG

&' Main entry point to the KEGG web service
KEGG2 KEGG Table of Contents Update notes

& Data-oriented entry points

KEGG PATHWAY

KEGG pathway maps [Pathway list]

KegTools KEGG BRITE BRITE functicnal hierarchies [Brite list]

KEGG API KEGG MODULE KEGG modules [Module list]

KGML KEGG ORTHOLOGY Ortholog groups [KO system]
KEGG FTP KEGG GENOME Genomes [KEGG organisms]

Subscription KEGG GENES Genes and proteins Release history

KEGG COMPOUND Small molecules [Compound classification]
GenomeNet KEGG REACTION  Biochemical reactions [Reaction modules]
] KEGG DISEASE Human diseases [Cancer | Infectious disease]

| -t KEGG DRUG Drugs [ATC drug classification]
Feedback KEGG MEDICUS Health information resource [Drug labels search]

&' Organism-specific entry points

Kanehisa Labs KEGG Organisms

Enter org code(s} Go hsa hsa eco

& Analysis tools

KEGG Mapper KEGG PATHWAY/BRITE/MODULE mapping tools

K[cc Glycolysis / Gluconeogenesis - Reference pathway

[ Pathway menu | Pathway entry | Hide description ]

Glycolysis is the process of converting glucese into pyruvate and generating small amounts of ATP (energy) and NADH (reducing
power). It is a central pathway that produces important precurser metabolites: six-carbon compounds of glucose-6P and fructose-
6P and three-carbon compeunds of glycercne-P, glyceraldehyde-3P, glycerate-3P, phosphoenclpyruvate, and pyruvate
[MD:M00001]. Acetyl-CoA, ancther important precursor metabolite, is produced by oxidative decarboxylation of pyruvate
[MD:M00679]. When the enzyme genes of this pathway are examined in completely sequenced genomes, the reaction steps of
three-carbon compounds from glycercne-P to pyruvate form a conserved core module [MD:M00002], which is found in almost all
organisms and which often corresponds to cperon structures in bacterial genomes. Gluconeogenesis is a synthesis pathway of
glucose from noncarbohydrate precursors. It is essentially a reversal of glycolysis with minor variations of alternative paths
[MD:M00003].
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Eikéva 6. H B.A. KEGG kai Ta €idn Tng TTANPO@OPIiag TToOU EVOWMATWVEL.

B.A. TTou £&101KEVOVTAI OTA AVOPWTTIVA YoVidia & acOéveiEg.

ENSEMBL

Eival ammé 11 mo onuavtikég B.A. yia yovidiwpaTta (http://www.ensembl.org/).

Evowpatwvel TTANpo@opieg:

"evikéG (TTEPIYPA®H TOU YoVIdiou)

Aopn Tou yovidiou (E¢ovia/lvipdvia)

AvTioTOoIXO METAYPOPA KAl TIPWTEIVES

ECeANKTIKG  Oedopéva amd TV oUykpion  HE  GAAa €idn
(opBdAoya/TTapdAoya)

2XETICOPEVOUG QAIVOTUTTOUG KAl TTOAUPOPQICUOUG/METAANGEEIG

2UvOEoelg o€ AAANEG TTIO £CEIDIKEUPEVEG B.A

EmtrAéov, n ENSEMBL éxel éva uttoAoyioTikO epyaleio, To BioMart, pe 10

OTTOI0 KATTOIOG XPNoTng PTTopei va uttoBdAAel otn B.A. pia eTepwTnon, TT.X.

MIa AioTa pe yovidla Kal va ¢nTACEl PIa oeipd aT1ro JIAQOPETIKEG KAl TTOAU

OUYKEKPIMEVEG  TTANPOQYOPIEG  yIa auTrp TNV  AioTa, TI.X. QaKOAOUBIEG,

TTOAUMOPQICOUG, Kal OXI OAa Ta UTTOAOITTA, avTi va KAvel avalnitnon yia Kaoe

éva yovidlo EexwploTd.
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iman ¥ Location: 17:41,196,312-41,277,500 [T L
Gene-based displays

Summary Gene: BACA1 EnsGo0000012046
Splice variants (31)
Transcript comparnson Description breast cancer 1, earty onset [Source:HGNC Symbol.Acc:1100]
Supporting evidance
L Sequence Location Chramosome 17: 41,196,312-41,277,500 reverse strand
Secondary Structure INSDC N3T.CMOD0BTS.1:41196312:41277500:1
Extomal raferences
Aeguiation Transcripts This gena has 31 transcripts (spiice varants) [T T )
Expression
= Comparative Genomics
Genomic alignments Summary @
= Gene tree (mage)

Gene tree (tex)) Name BRCA1 (HGNG Symbal)

Gene tree (@ignment,

Gens galm‘msgs oo ) Synonyms BRCC1, PPP1RS3, ANFS3 (To view al Ensemil genes inked to the name glick here |
Orthologues (58) ccos This gene is a member of the Human CCOS sat: CCOS11453, CCOS11454, CCOS11455, CCOS11456, CCOS11458
Paralogues
Ero i e @ RefSeq Overapping RefSeq Gene ID 672 matches and has smiar biotype of protein_coding

Phanatypa Ensembl version ENSGO0000012048.15
= Genalic Variation
Variation table Gene type Known protein cading
;Mﬂl\b‘" Image Prediction Method Annotation for this gene includes both automatic annotation from Ensembl and Havana manual curation, see aricle.
tuctural varation
&. Extemal data Alternative genes This gene carresponds to the following database identifiers:
Personal annotation Havana gene: OTTHUMGU0000157426 (varsian 5)
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Eikéva 7. H B.A. ENSEMBL kai Ta €idn TG TTANPO@OPIag TTOU EVOWNATWVEL.

NCBI Gene
Eivai B.A. Tou NCBI 110U TTEpI€XEI TTANPOYOPIES YIa Yovidia,
(http://www.ncbi.nlm.nih.gov/gene) 01TWG:

o [evikh XapakTnpioTiIK& (eTmionun ovopacsia yovidiou, Cuvwvuua,

TTEPIANTITIKA TTEPIYPAPN).

o [oVIOIWUATIKEG TTANPOPOPIEG.

o 2 XETIKN BiBAloypagia.

e  Qaivétutrol TTou oxeTICOVTAl UE TO YOVIidIO auTo.

e [loAupop@iouoi Tou yovidiou.

o Moplakd JOVOTTATIO OTA OTTOI CUMMETEXEI TO YOVIdIO.

o ANNAeMIOPAOCEIG TNG TTPWTEIVNG TOU.
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MedGen
Eival B.A. Tou NCBI 110U TTEPIEXEI TTANPOPOPIES VIO AVOPWTTIVEG AOBEVEIES Kal
@AIVOTUTTOUG TTOU £XOUV YEVETIKO UTTORaBPO

(http://www.ncbi.nlm.nih.gov/medgen) (eikéva 8).




Mapouola dedopéva €xel eTTiong Kal dia GAAN TTOAU dnuo@iAng B.A. n OMIM

(Online Mendelian Inheritance in Man) (http://www.ncbi.nlm.nih.gov/omim).

H MedGen mrepi€xel TTAnpogopieg OTTWG:
e [evIKG XapakTnpEIoTIK& (CUVWVUNA, TPOTTOG KANPOVOUIoNG)
e Ta yovidla TTou eUTTAEKOVTAI OTNV a0BEvEIa
e TA XOPOAKTNPIOTIKA TNG aoBEveiag
e [IAnpogopieg atrd GAAeg B.A. 611G n OMIM
o  KAIVIKA XOPOKTNPIOTIKA
o  KAIVIKEG JEAETEG
e Aldyvwon

e O¢paTreia

o [Ipdyvwon
K.Q.
800 %Cystic fibrosis {Concept ¢ % it
&« = mvw.ncbi.nlm.nih.govfmedgen,ﬂdl393

F‘j NCBI Resources ¥ How To (¥

MedGen [ MedGen il

Limits Advanced

Display Settings: [~ Full Report

Cystic fibrosis cF)
MedGen UID: 41393 » Concept ID: COD10674 = Disease or Syndrome

Synonyms: CF; Classic Cystic Fibrosis; Cystic fibrosis of pancreas;

Modes of inheritance: Autosomal recessive inheritance

SNOMED CT: Cystic fibrosis (190905008); CF - Cystic fibrosis (190205
Mucoviscidosis (190805008)

Genes: TGFB1; CFTR

Cytogenetic locations: 19q13.2; 7g31.2

OMIM: 219700

Eikéva 8. H B.A. MedGen kal Ta €idn TNG TTNPOPOPIAG TTOU EVOWHOTWVEL.

Genetic Testing Registry
Eival B.A. Tou NCBI 110U TTEPIEXEI TTANPOYOPIES YIA TA YEVETIKA TEOT TTOU Eival
dlaB€oiya o€ dIAQOopPa EPYOCTAPIA VIO MIA CUYKEKPIYEVN TTABNON/acBéveia e

YEVETIKO uTTORaBpo (http://www.ncbi.nim.nih.gov/gtr/) (eikéva 9).

MepiExel TTANPOPOpPIES OTTWG:

e [evIKG XapakTnpEIoTIK& TNG aoBéveiag




AloBEoipa yeveTikG TEOT
Moid yovidia eutTAékovTal
AMN\eG OXeTICOUEVEG TTABROEIG

KAIVIKG XapaKTNPIOTIKA

Available tests

Clinical tests (141 available)

Molecular Genetics Tests

Linkage analysis (3

Mutation scanning of the entire coding region (2)

Targeted variant analysis (74)

Deletion/duplication analysis (36

Mutation scanning of select exons (6

Sequence analysis of select exons (8

Sequence analysis of the entire coding region (60)

= -
2 NCBI

Resources (¥ How To %)

GTR: GENETIC TESTING REGISTRY

C0010674[DISCUI]

GTR Home > Tests > Search results - Cystic fibrosis > Filter applied (Remove all)

Apply filters
~ Condition/Phenotype

Showing test for 1 condition

Select a condition

Congenital bilateral absence of the vas
deferens (37)

Bronchisctasis (32)
Hereditary pancreatitis (30)
Ciliary dyskinesia, primary, 12 (12)

Compare labs

Your search term can be found in tests with a

total of 1588 conditions. Only 1000 conditions.
are displayed in this filter box. Please type the
name of the condition in the search box in this

G Clinical test, 0 Research test

Showing 1 to 20 of 141 tests for 1 condition in 66 labs F

@ CFTR Target Mutation Analysis
Lab: GENETIX Centro de Investigacién en Genética Humana y Reproductiva Bogota, Cundinamarca, Colombia

Conditions Test targets Methods
Cystic fibrosis with helicobacter pylori gastritis 7931.2 T Targeted variant analysis
megaloblastic anemia and subnormal mentality CFTR

Cystic fibrosis
Exocrine pancreatic insufficiency, dyserythropoietic
anemia, and calvarial hyperostosis

@ Cystic Fibrosis

Lab: ChildLab Molecular Genetics Laboratory Nationwide Children's Hospital Columbus, Ohio, United States

Conditions Test targets Methods
Cystic fibrosis CFTR T Targeted variant analysis

Eikéva 9. H B.A. Genetic Testing Registry, Tou NCBI.




