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T1 gival n BiotrTAnpo®@opIkn
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T1 Kavel n BiomrAnpo@opikn

E@appoyn peBOdWYV Kal TEXVIKWY TTOU

QVATTTUCOOVTAI ATTO TNV ETTICTAMN TWV UTTOAOYIOTWYV

UE TN OUVOPONN TWV HOBNUATIKWY, TNC PUOIKNAC KAl TNG XNMUEIOC
oTn dlaxeipion TTANPOPOPIWV TTOU EUTTEPIEXOVTAI OTA BIOPOPIA
LUE OTOXO TNV KATAVONON KAl 0Opyavwaon TwV TTANPOPOPIWY
WOTE va atravTtnOouv BIoAOYIKA EpWTAMATA.




2UvnOn ZnTtoupueva TG BIOTTANPOYOPIKNAG

* Katavonon TG opyavwaong Kal TNG AEIToupyiag Twv
(WVTAVWY OPYaAVICUWYVY

* Avayvwpion YEVETIKWY aVWHaAIWYV

* MEAETN TWV PNXAVIOHUWY YEVETIKWY KAl PN a0BevEIWV

* AvakaAuyn kail oXe0IQ0UOC PAPHAKWY

* [ EVETIKA TPOTTOTTOINCN KUTTAPWY KOl OPYAVIOUWYV

* ['ovidlaKn BeparTreia



T1 KAvoupue ouvROwg otn BioTrAnpo@opiki

* Aveupeon kal ecaywyn aAAnAouxiwv DNA, RNA
TTPWTEIVWYV aATTO BACEIC OEDOUEVWV.

* 2 XOAIQOMOC TNG OOMNC KAl AEITOUPYIOC TOUG JE
TTANPOPOPIEC ATTO TTEIPAPATA TTOU £XOUV KATAXWPNOEI
OTIC PACEIC.

* Algpelivnon TWV OUVONKWYV KATW ATTO TIC OTTOIEC
ouVTIOevTal QUTA TA POPIa OTA KUTTAPO KOl OTOUG
opyaviououc.

* MEAETN TWV PETACU TOUC AAANAETTIOPACEWV.

* 2UOXETION ME TOV PAIVOTUTTO (EMPAVION Kal AEIToupyia)
TWV KUTTAPWYV KAl TWV OPYOAVIOUWV.



Ac YyVWpPIooUHE OJWCS TTPWTA Ta Blopopia

2UVNOEIC UTTOTTTOI

MNpwTEiveg
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Ac YyVWpPIooUHE OJWCS TTPWTA Ta Blopopia

T1 gival n aAAnAouyia DNA & RNA

* Attopuovwon tou DNA a1rd 1a KUTTapa vog opyaviouou.

- \Q * [1poodIopIoPOC TNG CUYKEKPIMEVNG OEIPAC OTTOU 01 BACEIC
> TWV VOUKA£OTISiwV SlaTdooovTal OTIC AAUGIDEC TNG
dITAoéAIkag Tou DNA.

Deoxyribonucleic acid (DNA)

:

Miner groove

* 2ZUNTTANPWHATIKOTATA TWV BACEWV: ATTEVAVTI ATTO PIO
adevivn (A) BpiokeTal pia Bupivn (T) kal atrévavTl aTtro yia
kKutoaivn (C) Bpiokeral Travra yia youavivn (G).

* XpNOIYOTIOIWVTAC TNV AapXN TS CUPTIANPWHATIKOTNTAS TWV
Baocewv(A-T, C-G) rpoodiopiloupe TN OEIPA UE TNV OTTOIA
dlatdooovTal T VOUKAEOTIOIO oTnV Jia €Alka Tou DNA atro
TN yvwaon tnG GAANG.

* Mg 1n BonBeia Tou idiou kavova TTpoodiopiloule TNV
aAAnAouyxia Twv voukAgoTIdiwv oto RNA TTOU TTPOKUTTTE
a1rd 1o DNA.



AAAnAouyia DNA

S ATCG
> TAGC
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Ac OOUNE OHWG TTPWTA TTWG
YiveTal n atroyovwon tou DNA




) Atropovwon DNA atrd @uTIKA KUTTOpO
YAIKG:

NMayog

Mtravaveg

MNa 1o didAupa ekxUAiong Tou DNA (100 mL )

Yypo mIATWV (60X CUNTTUKVWHEVO) 10 mL
Mayeipiké aAdTi 2 KOUTOAIOU
ATrioviopévo vepo 90 mL

MNa Tnv aropdévwon tou DNA

i A10avoAn 6 ml Traywpévn (-20 °C)
2Tayoveg diaAvuparog rewivng 1%w/v

Opyava K 2UCKEUEG:

*HOuOG R yala

*2aKOUAGKI 1} MToudi

Xwvi

*AOKIHOOTIKOGC CWARVAG

‘MoTApI (Eoswg

*=UAIVOG 1] YUAAIVOG avadEUTHPOG
‘[héra Pasteur  oupiyya




BAug 1 ExktéAeon MNMeipaparog
NMoAToTrOoI0UNE TO UAIKS HOG HECA OTO OCOKOUAAKI
BAua 2
NpooBéToupe TrepiTrou 10mL diaAvparog ekXUAIong (ion
TTOOOTNTA JE TO OJOYEVOTTOINMA) KAl TTIECOUME EAAPPA WOTE VA
avapixoouv.
BrAua 3
ToTtro0eToUE Eva XWVi 0€ £€va OOKIMAOTIKO CWARVaA Kal
- Bafoupe pia yaga/nOuog pEca oTo Xwvi.
" Pixvoupe 10 piypa Tou S1I0AUMATOG EKXUAIONG ME TO
TTOATOTTOINHMEVO UAIKO paG, OTOV OO Kal QIATPAPOUUE TO
J/ ' Miyya péca oTo CWARva.
BAhua 4
Me tn BonBeia Tng mITéTag rpooBéToupe 2-3 oTAYOVEG
OIAUOTOG TOU EVCUMOU (TTEWIVNG), AVOKATEUOUUE EAA@PA KAl
l repipévoupe Aiya Aetrtd. ‘ETreiTa mpoo@EéToups olyd oiyd Tnv
TTAYWHMEV AAKOOAN 0TO dIRONUA HEXPI VO OXNHATICTOUV OUO
O1aKpPITEG PaoelG. KpaTApEe TO SOKIJAOTIKO CWARVA aKivnTO Kal
TTAPATNPOUME TIG OUO Pacelg. Ta AITTidIa Kal Ol TTPWTEIVEG
KIVOUVTaI OTOV TTUBUEVA TNG UdATIVNG (KATW) oTOoIRAdAG, EVW
TO VOUKAEIKA o&€a avépyovTal oTn oToIfdda TG AAKOOANG
(Travw)
' BApa 5
Me tn BonBeia Tng paBdou “wapevoupe” To DNA Kai Tnv
OTTOMAKPUVOUME TOV SOKINAOTIKO CWARva




Epwrtnosig- MpoBAnuatioyoi

* To TrTapaTTavw TrEipAa B NTTOPOUCE VA YiIVEI XPNOIMOTTOIWVTAG KATTOIO
AAAO UAIKO TT.X (WIKOU I0TOU | AKOMN KAl avOpwTTIvou;

* INaTi TTOATOTTOIOUME TNV HTTAVAVA ;

* Mol10g 0 pOAOG TOU bmoppunavnxoﬁ KAl TNG TTPWTEIVAONG

oTO OIGAUNO EKXUAIONG;

* MNari avarrpooBEToupe TTPWTEIVAOT OTO JIRONMQ;
‘I'iati To DNA cuAAéyeTal oTnVv @Aon TNG AAKOOANG;
*To RNA ouAAgyeTal oTnV @ACT TNG AAKOOANG;

*Av TTapatnpnoouue To DNA o010 HIKPOOKOTTIO 8a doupue TNV OITTAOEAIKA;



AAANnAouyxion DNA

[1000dI0PICOC TNC VOUKAEOTIOIKNC aAANAouxiac

(sequencing)
AvaAuon kata Sanger (1997): PCR pe padioonuacpéva ddNTPs,
NAEKTPOPOPNON O€ TINKTWHUA aKPUAANidNG & autopadioypagia

..

ggaattactgggcgtaaagcgcacgcaggcggttgcccaagtcagatgtgaaageecccgggcttaacctgggaa
ctgcattgaaactgggcgactagagtatgaaagagaaagcggaattticcagtgt agcagtgaaa tgcgtagata
ttggaaggaa caccgatggc gaaggcagct ttctgggteg ata



AAuo1dwTn AvTidpaon NMoAuvupgpdaonc L
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AAuci10wTn AvTidpaon NoAupgpaong
PCR




NTP, dNTPs & ddNTPs

O O O
_D—Il’=D _D—Il'——D *D—IL=O
| I C'l
“0—p=0
0
“0—p=0

O Base

OH OH OH H
Ribonucleoside Deoxyribonucleoside Dideoxyribonucleoside
triphosphate triphosphate triphosphate

(NTP) (dNTP) (ddNTP)



HAekTpo@opnon o€ NNKTwua

MEBodOC diaxwplouou Biogopiwyv pe Baon 1o NEYEOBOC TOUC

Pulse Field Gel Electrophoresis
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AAAnAouyion DNA katda Sanger

dNTP ddNTP o
decxyr | bonucheosido thphosphate dideoxyr ibonucleossde triphosphato 1C) 5 GCATATGTCAGTCCAG 3 | double stranded
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O=CH, O 5 IGGAR ¥ single stronded

¥ COGTATACAGTCAGGTC 5 pwa
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Autopatn AAAnAouyion DNA pe
P0opiloucec XpWOTIKEG
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NMpoodiopiopuog AAANnAouyxiag: AAAnAouxion DNA




[MloviIdiwpa

* KaBe KUTTAPO QEPEI TIC TTANPOYPOPIEC TTOU XpPEelaleTal TO idI0
KOl KAT' ETTEKTAON KAl O OPYAVIOUOG OTOV OTTOIO AVHKEI
KwOIKoTToINMEVEC O€ opla DNA.

* 2TA eUKOPUWTIKA KUTTapa To DNA uAdooeTal oTov TTupnva
TOU KUTTApOoU Kal auto To DNA atroTeAgi TO yovIOiwua Tou.

* H moootnTa Tou DNA TTOU TTEPIEXETAI OTA KUTTAPA EVOC
opyaviopouU gival OTaBEPI KAl XOPAKTNPIOTIKI TOU €i00UC TOU.

* 2TOV TTUPNVA OAWV TWV CWHATIKWY KUTTAPWY TOU avBpwITToU
uTTap)ouVv 6*10° (eUyn VOUKAEOTIOIWYV TTOU Qv Td
CEQITTAWOOUE EKTEIVOVTAI OE PAKOC TTEPITTOU 2m.

* Auto To DNA utTopouE va To TTapaTneEnOOUPE OTO OTITIKO
UIKPOOKOTTIO JOVO OTN Ao OTToU dIAIPEITAl TO KUTTAPO,
OTTOU KOI CUMTTUKVWVETAI KAl TTAIPVEI TN HopPN
XPWHOOWHATWY. Z€ £VA PUOIOAOYIKO avOpWTTIVO KUTTOPO
TTaPATNPEOUNE 46 XpWHOOWHATA.



NMpocdiopiocuog TS AAAnAouyiag
TOU AvOpWwTTIVOU [NOVIOIWHATOG
The Human Genome Project

* [Maykoouia rpootrdBeia mou apxloe 1o 1990 kal oAokAnpwBnke To 2003.

* To TpOypaAupa TOU AvOpWTTIVOU YoVIDIWPATOC dlecayoTav TTapAaAAnAa
atrd éva dnuoaoio (IHGSC) kai Eva 101wTIKO popea (Celera Genomics).

* 2TOXO0C N avayvwplion OAwvV Twv yovidiwyv Tou avBpwTTou Kal n
XapToypa@pnon Toug TTavw oTa 46 XpWHOOWMATA.

* 2TOXO0G ETTIONG O TTPOCOIOPICHOG TWV AAANAOUXIWY TWV TTAPATTAVW
YoVIQiwV.

* 2TOXOI NTAV N KATAOKEUN YOVIOIOKWY KAl XPWHOCWHIKWY XAPTWV
TOU avOpWTTIVOU YOVIOIWMATOG.

* [TapaAANAOC OTOXOGC NTAV N MEAETN TWV YOVIOIWHATWY GAAWV
OPYAVIOUWV- HOVTEAWV.

* KaraBeon Twv TTANPoPopIwy o€ BACEIC OEQOUEVWY £TOT WOTE VA gival
eUKOAQ TTpooBAciuec o€ GAOUC Kal va gival duvarth n avaAuaot] Touc.



NMpoodiopiouog TS AAAnAouyiag
ToU AvOpwTTIvou [NOVIOIWHATOG
The Human Genome Project




YT1repBoAIK) AUENoN NOUKAEOTIOIKWY
AAANnAouxiwv

Autopatotroinon tou DNA
Sequencing

* Mg 1n uEBODO Sanger kal TN Xpnon Twv
auTopaToTToINUEVWY NEBOOWYV TToU clonyaye n Celera
Genomics atrokpuTtrToypagnOnke To Human Genome (K
OXl JOVOV).

* Apxika n oAhokAripwon Tou Human Genome Project €ixe
rpoadiopioTei oto 2005 E

* H akoAouBia oAokAnpwOnke Tnv avoign Tou 2003

* YynAo KO6OTOC Sanger sequencing

* Next-Generation-Sequencing (NGS): AutouaroTtroinon
g diadikaaoiag — Emiotreuon (10° nucleotides/ cycle) &
XapnAOTEPO KOOTOC



Mati BromAnpodopkn?

* MaALla
Bpegtn Agén CAT

* JNUEPQ
Bpeite TIc Ag€eLc

ACTTTATATTITTATTTTTGGAGCTTGATCTAGAATAATTGGAACTT
CTTTAAGAATATTAATTCG GGTCATCCAGGTTCCTT
AATTGGAAATGACCAAAT, T TGTAACAGCTCATGC
ATTTATTATAATTTITIT TTATAATTGGAGGA
TITTGGAAATTGATTAGT iIGAGCACCAGATATAG
CTTTTCCTCGAATGAATAATATAAG ACTTCTTCCTCCTGCT
TTAATACTTTTATTAACAAGTAGA AGAAAGTGGAGCTGGA
ACAGGATGAACAGTTTATCCTC CATCTATTATTGCTCATG
GAGGAGCATCTGTTGACTTAG TTTTCTCTTCATTTAGCAGG
AATTTCTTCTATTTTAGGAGCTGTAAATTTTATTACAACTGTAATT
AATATACGATCTATTGGTATTA | TGATCGAATACCTTTATTTG
TITGATCAGTTGCTATTACAGCLU T TATTACTTTITATTATCTTITACCA
GTTTTAGCTGGAGCAATTACAATATTATTAACNGATCGAAATTTA
AATACATCATTTTITG




Ac €CoIKEIWOBOUE Aiyo ME TNV OpOAoyia

["ovidio kail MNovidiwua

['ovidlo ovopdadeTal n Baoiki yovada TNG
KANPOVOMIKOTNTAG.

ATTOTEAEI TUAUA TOU YOVIDIWMATOC JE EKTAON KATA
> ; MECO OPO MEPIKEC XIAIADEC VOUKAEOTIOIA.

. To yovidiwpa dev TTEPIEXEI HOVO YOVidIa GAAG Kal
I+ =  aAnAouxiec TTou dev AVTIOTOIXOUV OE yovidia.

[TaAaioTepa yovidlo ovoualotav o0 TPOTTOC EAEYXOU
MIOG 1010TNTAC EVOG OPYaVIOHOU.

2UNPWVa JE TN OUYXPOVN MOPIaKK TTPOCEYYION
yovidio gival n aAAnAouyxia DNA TTou JETATPETTETAI
o€ poplo RNA, 10 otr0i0, £€iTE KATAANYEI OTN
oUvOeON PIOC TTIPWTEIVNG, EITE EAEYXEI KATA KATTOIO
TPOTTO TN oUVBEON TWV TTPWTEIVWYV TOU



ATro 10 [TOVIOIO OTNV TTPWTEIVN

Gene structure

DNA "ﬁne" -+ search

1 compute
mRNA

1 compute
Protein

seguence

Folded
Protein

To KevTpikoé Adyupa TnG MoplaKng BioAoyiag

@A = @A - TIPWTEIVES 1

(voukAeikd 0&¢a — mparEives

..........




MNpwTElveg

* Eival kal auteg BIoAoyIKA HOKPOPOPIA TTOU ATTOTEAOUVTAI ATTO
MIKPOTEPA UOPIA, TA AUIVOCEA, TTOU EVWVOVTAI Kal oxnuaTti(ouv Jia
TTOAUTTETITIOIKN aAUCIOQ.

* OI TTPWTEIVEC EVOC KUTTAPOU ) EVOC OPYAVIOUOU £€XOUV POAO
OOMIKO (TT.X. KEPATIVN) N AEITOUPYIKO (TT.X. AlyoC@alpivn).

* O pOAOC pIag TTPWTEIVNC ival aTTOAUTA E€apTNUEVOC ATTO TN
JIAOPPWAON TG OTOV XWEO.



MNpwTEiveg

H 1piodidoTarn dour piag TTpwTeivng kabopilstal atrd Ta akoAouba
4 eTiTreda opyavwong:

- TTPWTOTAYNG OOMN: N OEIPA dIATALNG TWV AMIVOCEWY OTNV aAuaida
NG TTPWTEIVNG (oUuuBoAooeipd atrd 20 ypAuuaTO- AUIVOZEQ)

-QeuTEPOTAYNG OOMN: TOTTIKI AvVAdITTAWON a- EAIKAC 1) B-TITUXWTAC
ETTIPAVEIAC

-TPITOTAYNG OOWN:N OUVOAIKN dlauopPwaon TNS aAucidac oTo XWEO
TTOU KaBopileTal aTro TIC ETTIMEPOUC TOTTIKEC AVADITTAWOEIC

-TETAPTOTAYNAC dOMN: N TEAIKA DIOANOPPWON OTO XWPEO YIA TTPWTEIVEC
TTOU aTtToTEAOUVTAI ATTO 2 N TTEPIOCOTEPEC AAUTIOEC




(V4|

AT1ro 10 T'OVIOIO OTNV MNPWTEIVN

2UVOTTTIKA AOITTOV E£XOUME

AAANnAouyia n
VOUKAEOTIOIWYV |
yovidiou

BioAoyik6g
P6Aog TnG
TTPWTEIVNG

\TTTGCTGAAATGCCGATTTTTGCCCAGAGAGAGAGATAGATAAAAGGGATT

Ala, Arg, Asp, Asn, Cys, Glu, Glin,

iinbsingd pelypeniics Fobdosdl posfarmation in



2T10X0I1 TG Mopiakn¢ BioAoyiag

AAANAOUXION KOl CUYKPIOHN YOVIOIWHNATWY OIQ@POPETIKY:
ECEANIKTIKA TTOpPEIQ

Avayvwpion YovIOiwv Kal TIPWTEIVWV- 2UVQEDH | /l0 KUTTAPOU

Algpeulvnaon TNG YOVIOIOKNG EKPRE
OPYQVIOUWV

Avayvwpion MeTtaAAagewv Kal NoAUPOopPIOPWV- [EVETIKEGC QOOEVEIEC



2TOX0I1 TNS BIOTTANPOPOPIKAG

fToOnkevon
KaTtnyoploTtroinomp
AvAKTnon

2 XEQIOOMOG
oK) MovTeAOTT O YTTOAOYIOTIKWV
EpyoAgiwyv

G OapUAKW V-




To lNpoypapua Tou AvBpwITivou
[[oVIOIWNATOG

Baoegic AsdopEvwy
Baoikd EpyaAcgia & AAyopiOuol



MloviIdiwpaTa & BioTTAnpo@opIkn

Aiddpaon BioAoyiag & YTToAoyioTwyv

AvaAuon TTPWTEIVWY, YOVIOIWV Kal YOVIOIWNATWY PE XpNon
aAYOopPIOUWY Kal BACEWV DEDOUEVWV.

Genomics ovouadeTal N AVAAUON YOVIOIWMNATWYV.

2.UyXpova gpyaAcia BIOTTANPO@OPIKNC XPNOIMOTTOIOUVTA
via TNV avaAuon dioekaToppupiwy Baocewv DNA

TTOU TTPOKUTITOUV ATTO TA ETTIMEPOUC TTPOYPAMMATA
aAAnNAouUXIoNG YOVIOIWHATWY OIaPOPWY OPYAVIOUWV.



Epapuoyeg BIOTTANPOPOPIKNG
AvaAuonc Twv NovIOIWHATWY
Genomics

KUTTapO: Tautomoinon, emBeBaiwon & mpoyvwaon Rlogopiwy
OpyavioHOG: ESynon & Tpoyvwaon TIEIPAUATIKWV SESOUEVWIV

AEvTpo TNG ZWNG: ATTOKAAUTITOVTAG TIG AEITOUPYIEG TWV
YoVIOIWHATWY & TNV £€EAIEN TS CWNG



KevTpiko Aoyua Mopilaking BioAoyiag

> eEaywyn akoAouBiwv

> oUyKpIon 2 aKOAOUBIWV

> oUykpion 1 akoAouBiag pe AAANEC KaTaxwpnuéveg og BAoeIC
OeDOUEVWV

Fovﬁiwpa‘ MeTaypdgpoua - MpwTéwua

KevTpiko Aoyua TnG BiomrAnpo@opikng & TnG NovISIWNATIKAG



T1 gival ToO avOpwWTTIVO YOoVIOIWHNO?

*To ouvoAikd DNA 1ToU UTTa@pXEl OTOV TTUPHVA TOU KUTTAPOU
*['ovidia TTou KWAIKOTTOIOUV TTPWTEIVEG- MRNA

*['ovidia TTou KwoikoTTolouVv rRNA, tRNA, snRNA 110U
OUMMETEXOUV OTNV oUVOEDN TTPWTEIVWV

* Mn ekppadlouevecg trepioxec DNA — Mn yovidia



Emiteuvuata Tou Human Genome Project

AttokdAuywn TNS aAAnAouyiac Twv ~ 3*10° VOUKAEOTIOIWV TTOU ATTOTEAOUV TO
avBpwTtrivo DNA.
H ocipd Twv voukAeoTidiwv a1o DNA (As, Gs, Cs, and Ts) kaBopilel TNV auIVOCIKN)
ouoTaon Twv TTPWTEIVWV.
Avayvwplian 6Awv Twv (~25.000 yovidiwv) TTou KWAIKOTTOIOUV TTPWTEIVEC.
To avBpwTrivo DNA oTtnv tTAciogn@ia Tou (~95%) trepIAauBavel JeTacu Twv yovidiwy
uN ekppalouevec aAAnAouyicc.
2UyKpIon Tou apiBuou Twv yovIdiwv dIaPOPETIKWY OPYAVIOUWY
Fugu rubripes (pufferfish): 20,000 to 25,000
Arabidopsis thaliana (thale cress): 26,000

Caenorhabditis elegans (worm): 19,000
Drosophila melanogaster (fly): 13,000

~ Genes

H diapopd HETACU TWV YOVIOIWHUATWY JIAPOPETIKWY avlpwttwy ~ 1%

50% TOU AVOPWTTIVOU YOVIDIWMATOC: ETTAVAAANBAVOUEVO
DNA(Retrotransposones:LINEs, Alu, LTR)



Ti1 aAAo uaBapue ardé To Human Genome Project

Avayvwplion TwV QUOIOAOYIKWY & HETAAAQYUEVWY OAANAOUXIWY TWV YOVIOiwV
TTOU KWOIKOTTOIOUV TTPWTEIVEC.

O1 TAouoieg oe G-C TTEPIOXEC TOU YOVIDIWMATOC AVTIOTOIXOUV O€ TTEPIOXEC
TTOU KWOIKOTTOIOUV TTPWTEIVEC, EVW OI TTEPIOXEG TTOU gival TTAoUOIEG o€ A-T
gival ouvnBw¢ PUBUIOTIKEC TTEPIOXEC I TTEPIOXEC ECWViWV.

O1 ~1,4 *10° roAupop@icpoi Tou DNA ggnyouv TNV TTOIKIAOPOPPIa JETALU TWV
avOpwTtTwyV Kal divouv wbnon o€ véeg TexVoAoyiec didyvwaong, TTpoANYNS Kai
Oepatreiag Twv aoBeveiwv.

Eival duokoAo va Bpebei o poAog Twv TTEPIOXWY Tou DNA TTOU avTIoTOIXOUV
o€ un MeTappalopeva RNA.

Etriong mmepioxec DNA pe adyvwoTtn Asitoupyia Kal ecwvia XIANadwv C.[3.
MeyaAocg apiBuoc Baoeswv Aedopévwy, O01ToU atroBnkeuovtal OedOUEVAQ.
MeyAaAog Oykog TTANpoPopiag — AVATITUCN EPYAAEIWV yia TNV OIECAYWYI
avaAUOEWV.



To Mpoypappa Tou AvlpwTrivou MNoviSIWHATOG :
8 21oYOI

11  AvBpwTtrivec DNA aAAnAouxieg

2] Avayvwpion TTOAUMOPPICUWY AAANAOUXIWYV
Tou AvBpwTTivou [ovIOIWPATOC

A&gIToupyikn INoviIOIwPaTIKA

2. UYKPITIKN [TOVIOIWMATIKN

ELSI: ethical, legal & social issues™

AvaTtrtuén TexvoAoyiwv aAAnAouxiong

BiotrAnpogopikrn & YTToAoyIoTIKr BioAoyia

Extraideuon & AvBpwTTivo duvauiko

e MO NI

* ELSI: 2.€ TTolIoV aviKel N TTAnpogopia ? MNolog £xel Tpocaon o’ auTn?
2.€ TT010 BaBuod Ta yovidla eTTnEEAlOUV TN CUMTTEPIPOPA TOU avOpwTTOoU?
[Mola n oxéon yovidiwv Kal QUAWV?



OAokKAnpwpueEva MNovIdIWPATO

, Estimated Total Size of Genome
Species and Common Name

(bp)*

Ef;;::??:;?s cereviziae (unicellular 17 milion
Trichomonas vaginalis 160 million
E;El::ivﬁng:::?;;;:fperum (unicellular 29 milion
Caenorhabditis elegans (nematode) 95.5 million
Drosophila melanogaster (fruit fiy) 170 million
i.:eas:}mpsfs thaliana (mustard: thale 195 milion
QOryza =ativa (rice) 470 million
&allus gallus (chicken) 1 billion
Caniz familiaris (domestic dog) 2.4 billion
Muz musculus (laboratory mouse) 2.5 billion
Homo sapiens (human) 2.9 billion

Eztimated Number of Protein-
Encoding Genes*®

6,000

60,000

5,000

18,000

14,000

25,000

51,000
20,000-23,000
18,000
30,000

20,000-25,000

= There may be other estimates in the literature, but most estimates approximate those listed here.

Kal TTOAAG aKOMN... (>100.000 species)



Emiyépoug EvoTnTteg

Opioud¢ BIoTTANPO®OPIKAC

Epappuoyéc BIOTTANPOPOPIKIC Mepog 1

To lNpoypapua Tou yovidiwpaTog Tou AvBpwTtrou & AAAWV opyaviouwyv

ME 2
Eicaywyn oTi¢ BioAoyikEc Baoeig AedouEvwv Sl
E¢ayovtac TAnpogopiec yia yovidla & TTPpWTEIVEC
2. 10iX1on AkoAouBiwv: MNMoAAaTTAR & Katd Zeuyn
Mépog 3

[MpakTik AoKnon

Mépog 4




Eicaywyn 2116 Baoeig BioAoyIKwyv AgdouEvwy

T gival yia BAon OEOOPEVWV;
* Mia ouAAoyn aTro...
» OoMNUEVA

» TTOU duvaTal va waxoouv (index) -> TTivakag TTEPIEXOMEVWV
» TTEPIODIKA avavewalipa (release) -> kaivoupyia €kdoon

...0EQ0MEVO

* Cross-referenced (hyperlinks) -> ouvd€oelg ue GAANEC BAOEIC

* 2upTreplAapBavel epyaAeia (AOYIOHIKA TTOKETA) yia TTPOCacn Kal
avavéwaon otn Baon, karaxwpenon, dlaypa@n TTANPOPOPIWY KATT.

Ta dedopéva O dnuoaievovTal TTAEOV PE TOV TTAPADOCIOKO TPOTTO, AAAG
KaTaTiBevral arreubeiag oe BAoEIC OEOONEVWV

ATTapaitnTa epyaAcia yia Epeuva OTTWC Ol KAQOIKEC ONUOCIEVOEIC !



KaTtnyopieg BioAoyIKwyv BAcewyv OEOOHEVWV

AAANNAouxiec (DNA, MNMpwrTeivwy) -> MNpwTtoTtaync doun

[ OVIOIWUATIKN

MeTtaAAdaceic/ToAupop@iouoi

[Meproxeg TTpwTEIVWY /Kataragn o€ olkoyEvelec-> AeuTepOoTayNS doun
[MpwTeWMIKN (O10D1A0TATEC NAEKTPOYPOPNOEIC, PACUATOMETPIO HAlag)
TpiodiaoTaTtn dopn -> Tpitotayng & TetaptoTayng doun
MeTaBoAIouOC

AoBEveleC Kal [TeveTIKEC AVWMAAIEC

BiBAloypagia

Alad@popa aAAa




Ti rpéTrel va £xel pia Baon Aedopévwy yia
AKoAouBigc

AkKoAouBieg !!
Movadikoug aplBuouc Tpocacne akoAouBiwv [Accession number
Ava@QOopEC

Tacivouika Acdouéva

(AC)]

Xapaktnpiopog- EtTravaktnon (Annotation /Curati

NECeIC- KAEIDIa
Alaouvdeopevec AvaPopEg



T1 gival To Accession Number?

Movadikdg KwOIKOG TTOU ouVvodEUEl HIa akoAouBia.
[Mapadeiypata RBP4 (Retinol- binding protein 4):

X02775 GenBank genomic DNA sequence
NT_030059 Genomic contig - DNA

Rs7079946 dbSNP (single nucleotide polymorphism) )

N91759.1 An expressed sequence tag (1 of 170)
NM_006744 RefSeq DNA sequence (from a transcript) RNA

NP_007635RefSeq protein -

AAC02945 GenBank protein

P02753 UniProt protein - MpWwTEivn
1KT7 Protein Data Bank structure record




21N COUYKAQ TwV dl1a@opeTIKwV Accession Number

Baon Agdopsvwy

EvOosikTIKO Accession Number

GenBank

KR711248.1
ENA KT584548
UniProtkB PO2753
RefSeq nucleotide NM_006744.4
RefSeq protein NP 006735.2

RefSeq prediction

XM_032502550. 1

PDB (protein structure)

SNU7



MeTaTPOTI| ATTO TN MIA HOPPN OTNV AAAN

iy _ % ‘Il Gene ID Conversion Tool
‘Jl ) - - LY DAVID Bioinformatic Resources 2007, NIAID/NIH

Home Start Analysis  Shortcul to DAVID Tools  Techaical Center Downloads & APIs  Term of Service DAVID Forum  About Us

Gene ID Conversion Tool

Gene List Manager
o Select genes in the gene list and its

specdes to be converted

Convert the gene list being selected in left panel to  DAvIDID (Defaul) v

Homo sapiens({171) WﬂﬂVIDiD Default

1 L Submit AFFY_ID
GENE_SYMBCL
\GENPEPT_ACCESSION
| Select | GI_ACCESSION
- PIR_ACCESSION
PIR_ID
.-P.Ft. Hi“ager E PIR_HH.EF_ID
REFSEQ_GENGMIC
demolist] REFSEQ_MAMA
REFSEC_PROTEIN
S REFSEQ_RNA
Choose the destination e

Selact Liat ta: gene identifier type to be  UNIPROT_ACCESSION
UNIPROT_ID

, , Submit the converted to |unirer160_to

| Remove | work to engine

Show Gene Lisf®"'



https://david.ncifcrf.gov/conversion.jsp?VFROM=NA

BioAoyikég Baoceig dedopEvwv(>1000!!)

O1 6éka 110 oNUAVTIKES BAoEIg BIOTTANPOPOPIKNAG *

GenBank/DDJB/ENA https://www.ebi.ac.uk/ena NoOUKA£OTIOIKEC AAANAOUXiEC
Ensembl www.ensembl.org ['ovIdIwpaTa

PubMed www.ncbi.nlm.nih.gov Avag@opéc BiBAloypagiag

RefSeq-NR  https://www.ncbi.nim.nih.gov/refseq/ lNpwTteivik€c aAAnAouxiec
UniProt https://www.uniprot.org/ [TpWTEIVIKEC aAANAOUXIEC

InterPro https://www.ebi.ac.uk/interpro/ 2uvtnpnuEveC TTEPIOXEC TTPWTEIVWV

OMIM https://lwww.omim.org/ [eveTiKEC aoBEvelec avOpwTTOU
BRENDA https://www.brenda-enzymes.org/ ‘Eviupa
PDB https://www.rcsb.org/ AOUEC TTPWTEIVWYV

KEGG https://www.genome.jp/kegg/ MeTaBoAika pyovoTtraria

*x .- : .
oupgewva pe 1o «Bioinformatics for dummies»



AUo TuTrol Badoswyv Asdopévwy yia
NoukAeoTIOIKEG AKOAOUBIEG

Me kévTpo 10 MNoVvidio Me kévTpo 1O NoOVISiWA
[TANPOPOPIEC OXETIKA UE TIC
Apeon TTpOoRaacn OTIC aKoAouBieg TwV yovidiwy, TNV

; ‘ OXETIKN TOUG BEan, Tov
Tr)\r]pocpoplag’ OXETIKA HE TTPOCAVATOAIOUO TOUG OTO
TNV akoAouBia kaBevog SikAwvo DNA, TIC BIoXNHIKEC
yovidiou TOUC )\€ITOUpVI£§
m.X. RefSeq ZuoTAKOTa SIaXEipIong
TTANPOPOPIWYV TTOU CUVOEOVTAI UE
ECEIDIKEUPEVEC OUANOYEC
OKOAOUBIWYV Kal epyaAcia
avalntnong (browsing tools)
m.X. Ensembl



Baoceigc Aedopevwy INovIOIWHATIKN

* [lepiAapBavouv TTANPOYPOPIES VIA: yovidia, YovIOIaKoUG
TOTTOUG (XapToypdaenon yovidiwyv), ovouaTtoAoyia yovidiwv
ka1 ouvoEaelc (links) TTpo¢ Baceic dedoPEVWY Yia
akoAouBiec. 2uvrnBwg ol akoAouBiec dev TrepiAauavovral!

* Ymrapxouv diaBeaipec PAoeIC yia KaBEva €idog opyaviouou
e10IKA. MeyaAuTtepn Eugaacn diveTal O€ opyaviououUg
ONMAVTIKOUG OTNV £€PEUVA TWV ETTIOCTNMWYV UYEIAC.

* [MNapadciypara:OMIM (human), MGI (mouse), FlyBase
(Drosophila), SGD (yeast), MaizeDB (maize), KATT.



http://www.informatics.jax.org/

Kolv) HETOEU TWV ETTIOTNMOVWY OVOUATOAOYIO KAl
OPOAOYia yIa Ta YOoVidIa Kal TIC OIKOYEVEIEC TOUC

ools+ Downloads= WVGNC~ Contactus- More-

HGNC

HUGO Gene Nomenclature Committee

The resource for approved human gene nomenclature

Last updated: 2022-01-18



https://www.genenames.org/

MpakTikn Aoknon- Mépoc A

ETTIOKEUTEITE TOV IOTOTOTTO:

KAl ETTIAEYOVTAC £va YOVidIo TNG ETTIAOYNAC OOC BPEITE yIa auTO

* TO EYKEKPIMEVO CUUPBOAO TOU KAl TNV KOIVA ATTOOEKTN Ovouaaia
TOU

* OUVWVUNA- TTaAQIOTEPO OVOUATA KOl CUUBOAQ
* TN PBioAoyikn Tou Asitoupyia (functional annotation)

* AV KWOIKOTTOIEI TTPWTEIVN N €0TW MPIA TTOAUTTETTTIOIKA) OAUCida
KOl AV val TTwWS OVOUAlEeTAl TO TTPWTEIVIKO TTPOIOV TOU.


https://www.genenames.org/

Euxoapiotw

http: Mbiocomicals blogspot .com)

mkapasa@med.uoa.gr
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