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XpNuotToootnon

* To mapdv ekma10€LTIKO VAIKO £xel avamtuyDel 6Tta TAaicto Tov
EKTOLOEVTIKOD £PYOV TOV 010AGKOVTOL.

* To épyo «Avowktd Axkaonuaikd Modnuoto 6to ApioToTELELD
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AVOOLAUOPPMOCT] TOV EKTOLOEVTIKOD DAIKOV.

* To £pyo viomotgitan 6To TAiclo Tov Emtyeipnoiokon
[Ipoypaupatoc «Exmaiocvon kot Ao Biov Mdabnony» ko
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AdeLa XpNong ELKOVWYV

Euxaplotoupe Bepud Tt Akadnuaikec ExkdOOelC ylo TNV
nopoxwpnon tTou SLKOLWMATOC XPNoNS Twv €ENC ELKOVWV TNC
nopouvong napouvoiaong:

Ewovec: 1, 7, 9-11

OL elkovec autec npogpyovtal amo to BLBAlo Peter Russell,
iGenetics: M pevteAiknn Tmpoogyywon, 1n  €xkdoon,
Akadnuaikec Ekdooelc I. Mntacdpa ko ZIA O.E.

ElS1ka O€pata MEveTIKAG
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MeplexOpEVA EVOTNTOG

* Aettoupyikn Novidtwpatikn - Eloaywyn

* Mn
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AouvxLon

Aouvxlor

Aovxlor

C IPWTNC VEVLOC
¢ 6eUTEPNC YEVLAC
C TPLTNC YEVLAC

* JUYKpLon Mnxavnuatwyv aAAnAouxLong

* Juotolxiec DNA

* Qaopatoypadoc palwv

Eldwka O¢pata Mevetiknig

Tunua BlioAoyiag



Aettoupyikn Novidtwpatikn (1/3)

EATTLOEC val KATAVONOOULE:

* TN Asttoupyla kat pUBULON OAWV TWV YoVISLWV Kal TWV TIPWTEIVWY,
* QIoKpUTITOYPAPNON TWV LNXOVIOUWY AELTOUPYLAC TWV KUTTAPWV,
* TPOOSLOPLOUO TWV UNXAVIOUWV dnpLloupyiac aacBevewwy, Kat

e armokAaAvn TPOTWV va TaPEUPOULE yLa VO TIPEUTOOLOOUE OVWUOAEC KUTTOPLKEC
Aettoupyiec yla va BeAtiwBel n vyeia Tou avBpwrou Kat n tototnta {wnC.

Emopevn BlroAoyikn emavactoon

Xpelaletol va yivel yvwotn n Asttoupyia 2500 yoviblwyv yla va
KatovonBel To MPOKAPUWTLKO yovidlwpa

R
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Aettoupyikn Novidtwpatiki (2/3)

H avaykn yta 6UVOALKEC avaAUOELC 0ONYNOE OTNV AVATTTUEN
Loxupwv nthatpoppwv (high-throughput platforms).

Mua yovidlwpatikn mAatdopua uPpnAng avaluvong ntepltAapBavel

* QUTOMOTO LNXOLVALLOTA VLo TTopaywyn THnuatwyv DNA vy
aAAnAovxLon,

e aqutopato avaAutry aAAnAouyiog

* kot TAB0C UTTOAOYLOTIKWV HEBOSWV yLa vor cUAAEXBoUV Kall va
enetepyacBolv ta dedopeva

Eldwka O¢pata Mevetiknig 7
Tunua BlioAoyiag




Aettoupyikn Novidtwpatikn (3/3)

Ta pNXovAUOTOL TTOU TTPAYMOTLKA TtapAyouV TtANnB6oc¢
dedopévwy elval ta €Nc:

* O autopatoc avaAutnc aAAnAouvywwyv (sequencer)
* Ot DNA pkpoouotolyiec (DNA arrays)

* O dacpatoypadoc palwv (mass spectrometer)

Eldwka O¢pata Mevetiknig
Tunua BlioAoyiag




Mnyavipota aAAnAouxiong
npwtnc yeviac (1/5)

3 v

— Padievepyd onpaopévo

. OAIYOVOUKAEOTIBIO-EKKIVNTIC
3 (empnkUverar and TAv DNA
noAupepaon).

KAwvonoinuévn
aAinAouxia
npog avaiuon
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Ewkova 1: M€B0b0g eUpeoNG AAANAOUXIOG  wosooon:  an e

ddG ddT
’ S Mpoiovta DNA: 5 AAA AAA A A A A
Kata >anger e ege cc o sg
ccC CcC C CccC
TT T T TT
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Mo ueBodoc mou XpnoLUoTOoLEL c & & ¢
I C C
dLdeoéuvoukAeoTidLla T
KAEOTIBIWV: 168 349 27 510
HAekTpOo@OpNON: l l i l
Mevq)\L'JTEpa ddA ddC ddG ddT
TUAHATa
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gs2 | 1l ___ 2
§8¢ 5 —_—
2
ga¢ : _—
=
= 2 —
Mikpotepa 1 =

AAANAouxia nou cuvayeTal ano To NPATUNO Twv {WVmOV TOU

http://www.youtube.com/watch?v=0YpllblOgF8 oo

auTopadioypa@iuaTos To onoio NPOKUNTEl UETA and EkBean
TOU NNKTWHATOG OE KATAAANAO (IAp:

5" A-G-C-C-T-A-G-A-C-T 3’
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http://www.youtube.com/watch?v=oYpllbI0qF8

Mnyavipota aAAnAouxiong
npewtnc yeviac (2/5)

2taéo 1
H DNA mtoAupepaon ouvOETeL Evav
GULTEAN PWLLATLKS KAOVO EEKLVEVTAC OTTd i A e DSOS e, ) H\f;_ --
€VOV EKKLVNTH S o bl S0
4 5LadOopETIKEG AVTLOPAOELG, OTtOU KaBepia : 1 e
nepthappfavel eva Sbeofu-availoyo Twv 4 Jmesenen fomsene _
voukAeotdiwv G, A, C, Kot T OVEULYHEVO LE ™ 5tddio 1 = = E/‘
KOVOVLIKQ VOUKAgoTiOLa. Teppatilovtol M w
nepinou 1o 0,5% Twv avéavopevwy T —— -~
aAANAOUYLDV e LH .'l'.!("' e dtston i touneronee
Entlonuavon tTwv 4 avidpacewyv pe 4 T R
$dOopilovoeg XPWOTLKEC CUVOESEUEVEC UE Ewova 2: Sanger sequencing

TOUC EKKLVNTEG N ME Ta HLOeofu-voukAeoTiOL

http://www.youtube.com/watch?v=dUjMf2Zezlw
& Aev xpnolpornoleital padloemionuovon
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http://www.youtube.com/watch?v=dUjMf2ZezIw

Mnyavipota aAAnAouxiong
npwtnc yeviac (3/5)

2tadLo 2
O l, 4 6 Lad)o pETlKE’ q CXV'[ l,6 p ('IO'E Lq l_,le :s;i::prsamr?#?ut:::m:es:EETAPT{lH:r:?:ETP.uGTP.anu dTTR) U !

T KOoppAaTLor SLopopETIKWV

neyeBwv nAektpodopouvtal padi os
Lot 0TAAN N TPLXOELOEC

Ot nAekTpodOPNTLIKEC CUVONKEC
ETUTPETIOVV TO SLAXWPLOLLO

) b ba & -
Ztaduo 2 M
3 Capillary gel electrophoresis

separation of DNA fragments
| L Capillary gel

Tunuatwyv DNA rtou duadEpouv oe

nEyeboc evoc voukAeotidiou
http://www.yourgenome.org/downl
oads/animations.shtml

Ewkova 2: Sanger sequencing

\\‘,?' 54 :_(/ ’ /] L4
ApLOTOTEAELO Eldka Ogpata Mevetikng
Naveruotipo Turpa Bloloyiag

Oecoalovikng
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http://www.yourgenome.org/downloads/animations.shtml

Mnyavipota aAAnAouxiong
npewtnc veviac (4/5)
2tadio 3

Otav ta tuRpata DNA ¢tdvouv oto TEAOG,

Reaction mixture
= Primer and DNA template = DNA polymerase

'cr]q nAE K'[pod)c’)pnonq oap(bVOVTal us tn » ddNTPs with flourochromes » dNTPs (dATP, dCTP, dGTP, and dTTP) U !
BonOsia A£lep. ’ ’ /T
Me tn PonBsla pwtokuTTAPOU o L,.w

7 /4 7 = iE .
OVLXVEUETOAL N EKTTOUTTH TOU GWTOC KL TO S - oo dﬁ'
oNuo LETAPEPETOL OE NAEKTPOVLKO e
UTTOAOVYLOTI] TTOU QLUTOUOTO OVOAUEL KOl st
amoBnkevel ta bedopeval. e

AL LR R R 'II"1 |1__|||||.'|l.I th5103

Exel kaBlepwBel wote N vTTOPEN Ewkdva 2: Sanger sequencing
voUKAgoTLOloU A va eTilonpaivetal Kat va
dBopilel o Ypwpa , To G paupo,
ApLotBtE)\sLo Elbkd @¢pata MeveTkAg 12
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Mnyavipota aAAnAouxiong
npwtnc yeviac (5/5)

> Ta autopoTo LoV pLotal gVPEONC
aAAnAouxiac avaAUouv ToUTOXpPOvVA OKOUOL KOl
384 tunuoto DNA

» Mapaywyn mavw ano 10 Mb dsbopgvwy tnv
nuepa

Eldwka O¢pata Mevetiknig 13
Tunua BlioAoyiag



Aoknon 1

Mot n aAAnAouyia Tou apxLkou
KAWVOU LATPOC?

Auon:
5 TTGAACAGATCCTGAGTGCATTACCG 3’
5" CGGTAATGCACTCAGGATCTGTTCAA 3’

Eldikd O¢pata MeVeTIKAG 14
Tunpa Brohoyiag




Aoknon 2

2XeOLAOTE TO MPOTUTIO AAANAOUXLONC OTO CUUTTANPWHOTIKO KAWVO

‘\}‘;;X&_“‘@’ 7 4 1
ApLoTOTéAELD Eldka Ogpata Mevetikng 15
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Aoknon 2 - Avon

ATGCTTGATGGACCTC -> GAGGTCCATCAAGCAT

Eld1ka Opata MEVETIKAG
TuRua BloAoyiag
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...kalL oL puBpoi avéavovroat

..next generation sequencers
(NGS)

...2"9 generation sequencers
...3"" generation sequencers

Eldwka O¢pata Mevetiknig 17
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Mnyavipota aAAnAouxiong
devtepnc yeviac (1/8)
* To 1987 €va avtopato punxavnuo ABI tapnyoye
4.800 Baoelc/pepalll
* [llumina - mapayouv 25 dic Baoelc/pepa

 Life Technologies - 100 6i¢ Baoelg (cuvtopa 300
o1¢)

* Kootoc lowc kat Atyotepo aro S 10.000

MropoULLE va EXOUHE AVETA Eva avBpwTilvo
yovibilwpa o€ pla eféopada.

Eldwka O¢pata Mevetiknig
Tunua BlioAoyiag
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Mnyavipota aAAnAouxiong
devtepnc yeviac (2/8)

454 sequencing
» Nature, Rothberg et al. 2005

25.000.000 Baoelc os 4 wpec!

» EUpeon aAAnAouyioc avOpwmou o€ PEPLKEC LEPEC

» Eupeon aAAnAouyiac Mycoplasma genitalium o 4 wpec pe 99,96%
akpiBeLa

» Mnxavnuo peyebouc microwave

H emavaotaon Baociletol otnv nMPosToLpacio Tov delypatoc Kal otnv
nAatdoppa avaluonc= 1,6 skat. Avtidpaotnpec oe oAAWT 6,4 cm?

Massively parallel machines!
http://www.454.com/ http://454.com/products/technology.asp

Eldwka O¢pata Mevetiknig 19
Tunua BlioAoyiag



http://www.454.com/
http://454.com/products/technology.asp

Mnyavipota aAAnAouxiong
devtepnc veviac (3/8)

454 sequencing

Koppatiaopo DNA

2uvoeon povokAwvou DNA pe aAAnAouxleC avTAMTOPEC
TIOU ETILTPETIOVV TN ocuvdeon o povadikn priAlo-yavpa 28
um OLALETPOU

Evowpatwvovtal og otayova Aadlov O1ou UTtapxouV ta
arapaitnta UALka yio emPCR

OL otayovec Aadlov dev evwvovtal =2 oL ETHOAUVON

Eldwka O¢pata Mevetiknig 20
Tunua BlioAoyiag



Mnyavipota aAAnAouxiong
devtepnc veviac (4/8)

454 sequencing

e OL prtikleg pe to utootpwipa DNA tomoBetouvtal peoa o€
oAQLVT PWTOELALOONTWY OTTTLKWYV VWV OTIOU UTTIAPXOUV Kall
Ta atopattnTa evivpa yia aAAnAouyion

* Me kaBe npooBnkn evoc vVOUKAEOTLOLOU UTTAPXEL
dwtoevaioBntoc atodBntripac mov dtafalel to
voukAeotidlo og 1 armo touc 1,6 ekatou avidpaotnpec!

Eldwka O¢pata Mevetiknig 21
Tunua BlioAoyiag




Mnyavipota aAAnAouxiong
devtepnc veviac (5/8)

454 sequencing — NMpoBARuata to 2005

|16aviko yia emtavaAnn aAAnAouxtonc N yLot Ukpa YovidLwuoTa e
novadiko DNA ... AAAA

Atapfadlel koppatia 80-120 Baocelc
Noapouaotalel petwpevn AkpiBeLa

To dtaBaopa povokAwvou DNA dev emitpemeL Tnv akpLpn
ouvappoAoynon

Ou dLadikaoiec Oev eival MANPWC AUTOUATOTIOLNUEVEC
Mnkoc avayvwaonc ria: >500 Baoelg

Hutchison CA 2007 Nucleic Acids Research 1-11
Metzker 2010 Nature Reviews Genetics 31-46

Eldwka O¢pata Mevetiknig 22
Tunua BlioAoyiag



Mnyavipota aAAnAouxiong
devtepnc yeviac (6/8)

Applied Biosystems SOLiD

» 2006

» Mpoaypatomnotetl 100 skatoppUpLa AvilOPACELC
» Mnkoc avayvwonc: 35 BaoeLc

http://www.appliedbiosystems.com/absite/us/en/home/applications-
technologies/solid-next-generation-sequencing/next-generation-systems/solid-
sequencing-chemistry.html

https://www.youtube.com/watch?v=nlvyF8bFDwWM

Eldwka O¢pata Mevetiknig 23
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http://www.appliedbiosystems.com/absite/us/en/home/applications-technologies/solid-next-generation-sequencing/next-generation-systems/solid-sequencing-chemistry.html
https://www.youtube.com/watch?v=nlvyF8bFDwM

Mnyavipota aAAnAouxiong
devtepnc veviac (7/8)

lllumina

> 2007

» MpaypatornoLel 80 ekatoppUpLa AVTLOPACELC
» Mnkoc avayvwonc: 45 Baoelc
http://res.illumina.com/documents/products/techspotlights/techspotlight sequencing.p
df

http://www.illumina.com/systems/miseq.ilmn
https://www.youtube.com/watch?v=womKfikWIxM

In the 2nd quarter of 2014 lllumina reported adjusted earnings of 57% per share — most
probably the biggest increase in the companies history.

Eldwka O¢pata Mevetiknig 24
Tunua BlioAoyiag



http://res.illumina.com/documents/products/techspotlights/techspotlight_sequencing.pdf
http://www.illumina.com/systems/miseq.ilmn
https://www.youtube.com/watch?v=womKfikWlxM

Mnyavipota aAAnAouxiong
devtepnc yeviac (8/8)

lon Torrent-Life tech-ABI 1.000 5 genome candidate!

* Kootilel poAig 50.000 doAadpLa

*  Xpetaletot MONO €va PKPOTOUT LOVTWVY KOOTOUC 99 SoAapiwv yla va dtaBacel Eva
Baktnplako yovidiwpa (25 Mb) o 2 wpeg

* Ynapyouv 1,2 ekatoppupla BEceLS yia avidpaoelg-(avaloyeg pe 454)

e Boolletol oTnV LKAVOTNTO TOU UNXOVALOTOC Vo avayvwpilel tnv aAAayn tou pH
Qo TA LOVTO IOV arteAELBEPpWVOVTOL KATA TN TIPO0ONKN TWV BACEWV KATA TN
ouvBeon tou DNA og kaBe B€on avtidpaonc

* Méoo peyeBoc koppatiwyv 100bp
* 'HOn metuxnuéva

_ http://www.youtube.com/watch?v=yVf2295JqUg&fe
http://www.iontorrent.com/ ature=BFa&list=PL171604F04548D64E

{[@%k;ttp //www.youtube.com/watch?v=fxCY f0QazQ

AptoToTéNEL0 EWdka @€pata MEVETIKAG 75
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http://www.iontorrent.com/
http://www.youtube.com/watch?v=yVf2295JqUg&feature=BFa&list=PL171604F04548D64E
http://www.youtube.com/watch?v=fxCY_f0QaZQ

Mnyavipota aAAnAouxiong
Tpitnc yeviac (1/3)

* Pacific Biosciences, Oxford nanopore, Starlight

AMnAoUxLon MEMONQMENOY MOPIOY ywpic ENIZXYSH

e Awafalouv tnv aAAnAouyxio TOU UTIAPYXOVTIOC KAWVOU

* Qo (eEMEPACOUE TO OTOXO TOU EVOC YOVIOLWHUATOC ava
avOpwrto Kot

e Oa naipvouue «pwtoypadiec» armo tov idlo avBpwrmo amno
SlapopeTikoUC LOTOUC/KUTTOPO OTIWCE VEVVNTIKA,
BAaotokUTTapO, KOPKLVIKA

Aslte:
http://www.genome.gov/27543255

Eldwka O¢pata Mevetiknig 26
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http://www.genome.gov/27543255

Mnyavipota aAAnAouxiong
Tpitnc yeviac (2/3)

Single-molecule, real-time DNA SMRT sequencing

http://www.pacificbiosciences.com/

* H neBodoc tou Baoiletal oto dOopLouo

e [lveTal MpayaATIKOU Xpovou mapatnpnon tou DNA noAuvpeplopou
* Xpnotomnotlovvtal teocoepa pwodopo-cuVOEOUEVA VOUKAEOTLOLL
SLaPOPETIKWV XPWUATWV

* O dBopLopOC ameAeUBEPWVETAL TAUTOXPOVA LLE TNV VOUKAEOTLOLKN
EVOWUATWON

J. Eid et al., Science 323, 133 -138 (2009)
f"g http://www.dnatube.com/video/3003/SMRT-DNA-Sequencing

R
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http://www.dnatube.com/video/3003/SMRT-DNA-Sequencing
http://www.pacificbiosciences.com/

Mnyavipota aAAnAouxiong
Tpitnc yeviac (3/3)

Oxford Nanopore

EvteAwc S1adpOPETIKEC TIPOCEYYLOELG, XPNOLULOTIOLOUV VOVOTEXVOAOYLA KoL
NMPWTEIVEC LE vavoTtopouG. AvixveUouv To KABe dladopeTiko VoukAeotidlo
KaOw¢ TEPVAEL LECA OTTO TOUC TTOPOUC.

H emituyio avtwyv twv peBodwv Baoiletal otnv evalocbnoia toug 6oov
adopad TNV avixvevon Twv oAU pKpwV Stadopwv OTLG PUCIKOXNULKEC
LOLOTNTEC TWV TECOAPWV BaOLKWV VOUKAEOTLO LWV KaBwC Kal otnVv emitevén
otaBepol puBpoL dLEAevonc tng voukAeoTOKNC aAAnAovxiog pEoa armo
TOUC TTOPOUC (lowe pEow TNE tPooBnNKNG e€wVouKAEAONC TTOU KOPBEL Eva
£va Tt VOUKAgoTiOLa Kot peta ta StaBaled).

Anplovpyla pnyavnuotoc peyeboucg USB

https://www.nanoporetech.com/  https://www.youtube.com/watch?v=Sx6FbYoFGmM

https://nanoporetech.com/technology/the-minion-device-a-miniaturised-sensing-system/the-
({@%} minion-device-a-miniaturised-sensing-system
%% x",yi_::;l
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https://www.nanoporetech.com/
https://www.youtube.com/watch?v=Sx6FbYoFGmM
https://nanoporetech.com/technology/the-minion-device-a-miniaturised-sensing-system/the-minion-device-a-miniaturised-sensing-system

2UyKkplon Mnyavnuatwv aAAnAouxiong
(1/15)

To peyeBocg Twv SLABOCUEVWY TUNHATWY KOl N TTapoywyn
dedopevwy €xeL avénBel e tic avaPabuiosic twv
unxavnuatwv NGS

Field guide to next-generation DNA sequencers —Glenn 2011
http://onlinelibrary.wiley.com/doi/10.1111/j.1755-0998.2011.03024.x/pdf

http://fIxlexblog.wordpress.com/2013/10/01/developments-in-next-generation-
sequencing-october-2013-edition/

Nhe s
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http://flxlexblog.wordpress.com/2013/10/01/developments-in-next-generation-sequencing-october-2013-edition/
http://onlinelibrary.wiley.com/doi/10.1111/j.1755-0998.2011.03024.x/pdf
http://onlinelibrary.wiley.com/doi/10.1111/j.1755-0998.2011.03024.x/pdf

2UyKkplon Mnyavnuatwv aAAnAouxiong
(2/15)

Kootoc aAAnAouyiong
Ta unxavnuoto pmopouv va Ywplotouv o€ SUo opadec:
e Auta mou Sivouv petplo aplBuo dtafacpatwy peyalou peyeBoug e
OXETLKA peyalo kootoc ava Mb aAAnAouyioc (454, lon Torrent, PacBio,
Starlight)
e ATtO TNV AAANn autd rou divouv tepAoTLO aApLOO SLaPACUATWY ULKPOU
neyEBouc pe pkpo kootog ava Mb aAAnAouxiac (lllumina, SOLID)

e Tao veéa pnyavipata 31 yeviag (ry Oxford Nanopore) iowg katadEpouv
va dwoouv oAAa StoBacpata peydAou PEYEBOUC UE OXETIKA XA LNAO
KOOTOC

* [la de novo aAAnAouXioELC TTAVTWC, TPOTELVETOL O CUVOUAOUOC TWV

unxavnuatwy lHlumina ko 454
Field guide to next-generation DNA sequencers —Glenn 2011
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2UyKkplon Mnyavnuatwv aAAnAouxiong
(3/15)

* MMp€meL va BUOMAOTE OTL KOVEVOL OTTO TAL LNXOVILOTOL TTOU €XOUV
dnuoupynOet HEXPL Twpa SEV EXEL TETOLA TEXVOAOYLO TTOU VAl
ETUTPETEL TNV TTANPN cuveX aAAnAoUXLoN EVOC XPWHOCWUOTOC
QKOO KOLL TOU ULKPOTEPOU YOVLOLWATOC.

*JUVETIWC EVPUELC BLOTTANPODOPLKEC TIPOCEYYLOELC CUVAPUOAOYNONG
TWV TTOPOYOUEVWV aAANAOUXLWY OE €va GUVOALKO yoviSiwpa gival
QTAPALTNTEC YLA TNV €TITUX LA AAANAOUXLONC TWV YOVIO LW UATWV.

* Entioncg, 6& onuaivel otL ta maAlotepa pLnxavipata 6o teBolv oe
axpnotia. KaBeva amo autd EXEL TA XOPAKTNPLOTIKA TOU Kol KAOE
£PELVNTNC avaAoya pe Tov POUTIOAOYLOUO KOl TOUC 0TOXOUG TOU

TIPOYPALUOTOC TOU Ba TPETEL VAL ETIAEYEL UOTEPA ATIO TIOAAN OKEYN.
(% »\f‘;,iﬁ:

'\_. ,“:.m:l_:; é'
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2UyKkplon Mnyavnuatwv aAAnAouxiong
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Kootog aAAnAouyxiong

Gene sequencing leaves the laboratory

Nature 2013, 494, 290-291

http://www.nature.com/news/gene-sequencing-leaves-the-laboratory-1.12454
» Kootoc avBpwrivou yovidtwpatoc: ~ $5.000
» To KOOTOC KoLl 0l SUVATOTNTEC TWV TEXVOAOYLWYV TIOU
UTTAPXOUV CMEPA KABLOTOUV TLC LATPLKEG EPEVVEC KoL
epappoyec aéloAoyec
» Kamola pnyavnpota propolv va aAAnAoUXooUV UE
KOOTOC HOALC 1 cent/Mb

Tov OktwpRpLo tou 2014 n PacBio kukAodOPNOE LA ETIKOLPOTIOLNMEVN XNUELQ LUE EVOL LECO
unkoc avayvwon¢ 10.000 €wcg 15.000 Baoeslg ko akopn peyoAutepa Stofaocpata €wg Kot
40.000 BaoeLg
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2UyKkplon Mnyavnuatwv aAAnAouxiong
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Kamrouwot xyavouv!
The 1000S genome

H Roche Ba otapatnoeL TNV mapoywyn pnxovnuatwyv 454
ueta to 2015

H Roche Ba ocuvexloel va tapayet 454 pnyxovnpoto LECO OTO
2015

Oa emevdUoEL 0TO PLOSLAYVWOTIKO SUVAULKO TWV
unxovnuatwy Pacific Biosciences (SPACB), to omolo kooTilet
S75 €k.

Eldwka O¢pata Mevetiknig 33
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2UyKkplon Mnyavnuatwv aAAnAouxiong
(6/15)

Kamnowot Kepbilouv!
The 1000S genome

15/1/2014

Nopaywyn 16 Human Genomes / 3 nuépec = 18.000 HG / xpovo 30X
KAAudn, xapn o€ KAAUTEPO TTAKETAPLOUO TWV AVTLOPACEWV GTOUC
LLLKPOQVLXVEUTEC, KAAUTEPN Kataypadn ToU CHUATOC LECW
BeATlwpEVNC KApEPAC, PONVOTEPN TTOAUUEPAON

AN\Q ... TpEMEL vaL ayopaoelc 10 tetola pnxavipato = 10 M S
http://www.nature.com/news/is-the-1-000-genome-for-real-
1.14530
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2UyKkplon Mnyavnuatwv aAAnAouxiong
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Mlat@oppa Etapeia Mé£0060¢g Mé£0060¢g Adyog Emruyiog
AMNA. Evioyvong
Ynootp.
454 Roche >vvOheon emPCR 1° Mnyévnua Néag yeviag, Meydlo
(KA®VOL) uéyeoc dofacudtmv
Illumina [llumina >HvOeon BridgePCR 1° Mnyévnua Bpayémv dafoacudtov,
Myotepa AT, peyaAdTEPN TAPAYOY
dedoUEVMV
SOLID Life Y Bp1otopoc emPCR 2° Mnydvnuo Bpoayéwv dafacudtmv,
Technologies TOAD YOUNAO TOGOGTO AadmV
Heliscope Helicos >HvOeon On [TpodTo unydvnuoe aAAnAovyiong
uepovouévov popiov DNA
lon Torrent Life YHvOeon emPCR 1° unydvnuo aAAnAovyiong mov o
Technologies (aviyvevon H+) Baciletal otnv ekTOUT PMTOG, KOGTOG
< $100.000
PacBio Pacific >HvOeon On 1° umydvnuo aAAnAovyiong
Biosciences uepovouévov popiov DNA ce
TPUYLOTIKO YPOVO
Starlight* Life >HvOeon O Mnyavnuo GAANA0DYIGNC LELOVOUEVOD

Technologies

nopiov DNA pe quantum dots

MNavemiotiuLo
Oeooahovikng
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HAoTpoppo Etapeia Baowkéc
Egoap-
poyég
454 Roche 1,2,3,4,7,8
[llumina [llumina 1,2,3,4,5,6,7,8
SOLID Life 3,5,6,8
Technologies

Heliscope Helicos 5,8

lon Torrent Life 1,2,3,4,8
Technologies

PacBio Pacific 1,2,3,7,8
Biosciences

Starlight* Life 1,2,7,8

Technologies

1 = de novo aAAnAovxlon o BACs kot
Baktnplaka yovidlwpata

2 = YOPOAKTNPLOUOC HETAYPAPWUATOC
3 = otoXeuopevn emavallnAouvyLon

4 = de novo aAAnAouxLon o€
EUKOPUWTLKA YovISLwHaTA,

5 = ermavaAAnAoULon KoL KATAUETPNON
uetaypadwv

6 = aviyvevuon peTtaAldéewy,

7 = LETAYOVLIOLWUATLKEC AVAAUOELG,

8 = aAAa (ChIP-Seq, uLRNA-Seq, Methyl-
Seq)

Field guide to next-generation DNA sequencers —Glenn 2011

http://onlinelibrary.wiley.com/doi/10.1111/j.1755-0998.2011.03024.x/pdf
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2UyKkplon Mnyavnuatwv aAAnAouxiong
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Reducing assembly complexity of microbial genomes with single-

molecule sequencing
Koren et al. 2013 Genome Biology

http://genomebiology.com/2013/14/9/R101

» H npwtnc ko eUTtEPNC YEVLAC TEXVOAOYiec aAAnAouxiong Sev pumopouv

VOl OVOLKOTOLOKEUQLOOUV TIAVTA £VA ULKPOBLaKO yovidiwpal

» Koatd tnv aAAnAovxlon Kal cuvapuoAoynon 6 BoaktnpLokwy

YOVISLWHATWVY SladopeTLKNG TTOAUTIAOKOTNTAC ATTOKAAUPONKE OTL N

TIAELOVOTNTA TWV YOVISLWUATWY TwV BakTnplwv Kol Twv apxoiwy,

LITopoUV va. cuvappoAoynBouv xwpic Keva, XpnNOLULOTIOLWVTOG Lo

npoogyylon aAAnAouxioncg tng Pacific Biosciences

» AUTOU TOU TUTIOU OL CUVAPLLOAOYNOELC £lVOL TTIEPLOCOTEPO AKPLBELC Ao
hl%%funtkéq OUVOPUOAOYNOELC ULKPOU NKOUC aVAYVWONG

ey
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2UyKkplon Mnyavnuatwv aAAnAouxiong
(10/15)

* TNV EMOUEVN ELKOVA paiveTal OtL Novidlwpato UKPAC
noAurtdokotntac (Tumog |) umopouv va. cuvappoloynBouv e
omoLodnNmnote pnxavnua aAAnAouyxilonc.

* loviblwpata pETpLag toAurtdokotntoc (Tumoc 1) divouv eva kaho
QTMOTEAEC O CUVAPUOAOYNONC, LOVO LE T Xprion tou Pacific
Biosciences (mapatnpnote Tov OAOKANPWUEVO €EWTEPLKO KUKAO TTOU
delyvel oAokKANpwWHEVN cuvopuoAoynon).

* loviblwpata peyaAng moAumAokotntac (Tumoc ) pe moAAEC
eTIAVOAQUPAVOLLEVEC TIEPLOXEC OEV HIMOPOUV va. cuvopuoAoynBouv
TEAELA PE Kaveva punxavnpa aAAnAovxiong (ovte kat pe to Pacific
Biosciences) rtap’oAo 1ou 1o pEyeboc dtafacpatoc pmopel va
tenepaoel TI¢ 7 XIAtadec Baoelg).

N
&)
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Ewkdva 3: Tpelg Ta€elg MOAUTTAOKOTNTOC CUVOPUOAOYNONG HLKPOBLAKWY YOVISLWHUATWY
‘*} Koren et al. 2013 Genome Biology, http://creativecommons.org/licenses/by/2.0
—
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2UyKkplon Mnyavnuatwv aAAnAouxiong
(12/15)

...CLVOPUOAOYNON OEOOUEVDV?

Yrtdpxouv MoAAd tpoypapLpoTo
KaBe €va pe ta HLKA TOU XapoKTNPLOTIKA, aAyopiBouc Kot aduvapiec

To mpoypappa cuvappoloynonc Ba kaBopiletal oto HEANOV OO T
XOPOAKTNPLOTIKA TOU HEAETOULEVOU YOVIOLWMATOC AAAQ KOIL TO
unxavnua aAAnAouvxong

=SOAP: Short Oligonucleotide Analysis Package
(soap.genomics.org.cn/)

= ABySS: Assembly By Short Sequences

So you want to be a computational biologist?
http://www.nature.com/nbt/journal/v31/n11/full/nbt.2740.html

T omy,
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2UyKkplon Mnyavnuatwv aAAnAouxiong
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Assemblathon 2: evaluating de novo methods of genome assembly

in three vertebrate species: Bradnam et al. 2013, Gigascience
(http://www.gigasciencejournal.com/content/2/1/10)

Snake Scaffold Alignment to Optical Map

Coverage Validity A
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Qaivetal 0tL UTIAPXEL AKOUA TTIOAU peyaAo meplBwplo BeAtiwong
OTOL TIPOYP AT
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2UyKkplon Mnyavnuatwv aAAnAouxiong
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Insights into the phylogeny and coding potential of microbial dark
matter Nature (2013)

Ewkova 6: Maximum-likelihood phylogenetic
inference of Archaea and Bacteria.
http://www.nature.com/nature/journal/v499
/n7459/full/nature12352.html, CC-BY-NC-SA-
3.0, http://creativecommons.org/licenses/by-
nc-sa/3.0/

http://genome.jgi.doe.gov/MDM/

\\:"1' % ‘-\/ % I3 ’ ’
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2UyKkplon Mnyavnuatwv aAAnAouxiong
(15/15)

[MANpeC cuoTnua Mapaywync, avalvonc aAAd Ko
anoBnkevonc dedopevwy avBpwmvwyv yovidlwpatwy (to
knoSYS100). Me kd6otoc 125.000S okomoC TNC ETOLPELOC
elval va Urmopel Eva VOOOKOUELD VoL SIVEL CUYKEKPLLEVEC
NANPODOPLEC TTOU TIPOYHATIKA EVOLADEPOUV KATIOLOV,
dnAadn va emeényel Tol amoteEAEoUATA YPryOoPA KoL OWOTA.

www.knome.com
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Aoknon 3

AOUAEVETE O& PEYAAO YOVLIOLWUATLKO KEVTPO.
O&Aete va Stafaocete yovidiwpa Boktnpiov.

O&Aete va aAAnAouxnoete To yoviSiwpa evoc
avOpwrtoeldoUC yLa VoL CUYKPLVETE TNV €EEALEN TOU ME
10 yovidiwpa touv avBpwrou Kol Tou Xuratln.

©&Aete va aAAnAouxnoeste to yovidlwpa Tou
KouvouTilov Anopheles gambiae ywa vo. Bpeite
TPOTIOUC VO OVTIMETWTTILOETE TNV EAovooiaL.

Mota texvikn aAAnAouxnonc Ba XpnoLUOTIOLOVOATE OF
KQBe meplmTwon KAl yLoT;

R
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Aoknon 3 -Avon

Fovibiwpa Baktnpiovu: Mmnopeite va XpNOLUOTIOL\OETE £val
orotodnmote punyavnua NGS. Ze nepintwon mou eivatl uPnAng
TTOAUTTAOKOTNTOLC TO YOVIO LW TOU, LowC XPELAOTEL va
xpnotuomnotwnoste Pacific Biosciences

Ffovibiwpa evoc avBpwroetdouc : Aol BEAeTe va Seite kal TNV
gEENLEN OEAeTE peyaAn akpiBela. Apa xpeLAleoTe LEpOPXNUEVN
TIPOOEYYLON.

Fovibiwpa tou kKouvouTiloV Anopheles gambiae. ESw
evoladpeEpeoTe yLa Ta yovidla (LoVadLKES TIEPLOXEC KUPLWC) Kot
dev oo evoladepel to emavalappavopevo DNA. Mia cuvoALkn

(OxL LepapxnNUEVN TtpocEyyLon) Ba ocac SwOoEeL T ATOTEAECHOTA
TIov XpeLlaleoTte

ApLOTOTEAELO
MNavemiotiuLo
Oeooahovikng
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Aoknon 4

Eav eiyate va aAAnNAOUXNOETE TO YOVLOLWUO TOU
12rtAoedouc {axopoteuTtAou N tn¢ 8rmAoeldoulg

EUTOPLKNG PpaouAag TL TeEXVIKN Oa
XPNoLomoLovoate?

X "j :'; f o~ ,
ApLOTOTEAELO Eldka Ogpata Mevetikng
MNavemiotiuLo ! '
Oeccoovikng Tunpa BLOAOV Lag
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Aoknon 4 - Avon

Oa xpelalocaoToyv olyoupa pNXAVNLLO TTOU VO UTTOPEL vat
dwoel peyala dtafaocpata €oLtiag tng mMOAUTTAOKOTNTOG
Kol emavaAnLpotntac tou yovidiwpartoc (m.x. towc Pacific
Biosciences) kat low¢ xpeLal0oaoTaV VoL KAVETE KoL Lol
LEpOPXNUEVN TIPOCEYYLON UE TN dnuLoupylor GUCLKWV Kot
VEVETLIKWV XOPTWV yLa va. fonOnoeL mepattepw otn
ouvappoAoynon

Eldwka O¢pata Mevetiknig 47
MNavemiotiuLo Turzlua BLOAOVILCXC

Oeooahovikng



To DNA gvOc Kuttapou

Genome-Wide Detection of Single-Nucleotide and Copy-Number
Variations of a Single Human Cell . Science 2012
http://bernstein.harvard.edu/research/MALBAC.html|

H aAAnAouxion vPnAng armodoonc aAlalel paydaia Toug TPOTIOUC
LLE TOUC omoiou¢ avTipetwrii{ovtal Ta BLOAOYLKA EPpWTAHATAL.
Avaykaio AoV eival n aAAnAouxLon evog LOVO KUTTAPOU.

Eldwka O¢pata Mevetiknig
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To DNA KApKWIKWV KUTTAPWV

Clonal evolution in breast cancer revealed by single nucleus genome
sequencing

Wang et al 2014 Nature 512, 155-160

H Nuc-Seq aAAnAouyel kUTTOpa pe SUTAOCLOOUEVO YEVETIKO UALKO (Alyo
npv StapeBoulv), EeKvAEL oo TIEPLOCOTEPO YEVETLKO UALKO OTTOTE
LELWVOVTOL OL TILBavoTNTEC Yo AdBn otnv aAAolxnon.

A defining decade in DNA sequencing
John D McPherson, Nature Methods 11, 1003—-1005 (2014)

Eldwka O¢pata Mevetiknig
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Juotoulyiec DNA

e AmoteAoUvtal amo PeyaAo aplOpo tunuatwyv DNA
TOTIOBOETNUEVA OE OTEPED UTIOCTPW AL

e JuvOBetovrtatl tuApata DNA nou amoteAoUv TUA AT
yoviOiwv & tormobetouvTal 0€ CUYKEKPLUEVEC BEDELC OF
OTEPEOD UTIOCTP WAL

e YBpudiletal piypa amo tunpoto DNA i RNA
(emonuaopeva pe pBopilovoec XpWOTLKEC N padLEVEPYELQL)
navw otn cuvototyio DNA

e 'ETOL HETPOUVTOL TTOLOTLKA KOlL TTOOOTLKA TA ETieda
£kdbpaonc Twv yovidiwv mou eival tonoBeTnpeEva oTN

cuoTtolyia
7=\ http://bme240.eng.uci.edu/students/08s/jentel/Diagnhose-hereditary-disease.htm

e 5"9«'—"'
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Juotoulyiec DNA

Moakpoouotolyiec DNA (macroarrays)

@ Anuovpyettat pa BLBALo6rikn cDNA, n omola
netadEPETOL O ayapoln Kol LETA o€ Ttnyadla
HLKpoTLtAomoinong. Me poumot cuAAEyovTaL LEXPL
20.000 kKAwvol Kol OTEpEWVOVTAL OE VALAOV LEUBPAVEC
dSnuloupywvTac Lo cuotolyio

@ To piypna DNA rtou Ba uBpldlotel emonpativetal e
paSLEVEPYELA KOL TO ATIOTEAEGA TOU UBpLOLoHOU
eAEyxeTaL e autopadloypadio

@ 2xeTkA $ONVEC, XpNOLUOTIOLOUVTAL OE TIPOKATAPKTLIKAL

otadLa eAEyYoU TNC EKbpaonc
((@) http://openi.nlm.nih.gov/detailedresult.php?img=3110109 1471-2229-11-70-9&req=4

e
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Juotoulyiec DNA

Muwkpoouototyiec DNA (microarrays)

@ Tunuata DNA evioxvpeva pe PCR otepewvovtal o€
yuaAwvo oAawt/chip
@ Eva oAauvt dexetan 5.000-40.000 poiovta PCR (m.y.

oAa ta 6.200 yovidia tn¢ LVung)
@ To piypo artdo mRNAs kot cDNAs rtou 6o avaAuBet,

emionuaivetol pe ¢Bopillovoec XPWOTLKEC Kol LBPLSileTaL
@ To eninedo $pBopLopov elval avaloyo Twv ETMUMESWV

ekppaonc Twv yovidiwv

Eldwka O¢pata Mevetiknig 52
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Juotoulyiec DNA

Muwkpoouotolyiec DNA (microarrays)
@ Tavtoxpovn avaivon 2 dtadopetikwyv deiypatwyv cDNA (A
RNA) amo €va KUTTaPLKO TUTIO 0€ OUO0 OLAPOPETIKEC
KOTOLOTAOELC (TT.X. KAVOVLKO/KAPKLWVLKO KUTTOPO) N SUo
SLaPOPETIKEC XPOVLKEC OTLYMEC N 0 OUO SLaPOPETLKOUC
opyoaviopoU¢ (rovtiky/avBpwroc) i amno dvo dtadopetikolg
KUTTAPLKOUC TUTIouC (eykEdbaloc/Evtepo)
@ To kaBeva emonuaivetal pe dtadopetikn pOopilovoa
XPWOoTLKN. Metpouvtal ta enineda vBpLdlopov yla Kabe
Bcon. To enedo pOBopLopov eival avaloyo Twv EMLMESWV
ekbpaonc Twv yovidiwv. EEayovtal cupunepACHATA VLA TNV
_TIPWTEVIKN Ekppaon

Nncas : ! A
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Juotoulyiec DNA

Muwkpoouotolyiec DNA (microarrays)

Ta cDNA delypota €0Tw OTL EMLONUOLVOVTOL LE KOKKLVEC
(KO PKLVLKA) KoL TtPAOLVEC (KAVOVLIKA) XPWOTLKEC
avtiotowa kot uBpLdifovtal oe pikpoouotolyia DNA.
Otav kot ta Suo detypata uBpLldilovtal o pa 6€on,
MOPAYETAL EVa KITPLVO XpwHa. To KOKKLVO XpwHal
vrtodnAwvel MRNA (i cDNA) vuntepekppaoUEVO OE
KOPKLVLKO KUTTAPO Kot To tpactvo mMRNA (3 cDNA)
UTIEPEKPPACUEVO OE KAVOVLIKO KUTTOPO.

http://www.web-books.com/MoBio/Free/Ch9F.htm

R
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2uotowyiec DNA

Muwkpoouotouxiec cDNA

KAwvol cDNA

‘ http://www.youtube.com/watch?v=VNsThMNjKhM
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http://www.youtube.com/watch?v=VNsThMNjKhM

Juotoulyiec DNA

Muwkpoouotolyiec cDNA
YUykpLon Ekppaonc, SVo SelypATWY
FoviSio cDNA o kdOe cDNA katnyop. red/green
O¢on Y(
Y (
¢
Y

e.g. Rna avadopdc (reference)/
Rna peA€tng (target)
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Juotoulyiec DNA

Muwkpoouotouxiec cDNA
Lﬁe: Detector
N\

BaAe ioec moooTNTEC ILLHH‘\

KOLTNYOPLOTIOLNLEVOU

dewypatwv cDNA otnv

HLKpOouoToLXia O
o
O

DNA microarray
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2uotolyiec DNA

BloAoyikny Epwtnon
> Differentially expressed genes
I'Ipc')B)\sLIJri Katnyopiag
[ 2xedlaopog MNepapatod ]

[ Melpapa Microarray }
16-bit TIFF files

[ Eneéepyaoio Elkovog ]

1  (Rfg, Rbg),

[ Kavovikomoinon |
R,
[Estimation] [ Testing ]----- [ Clustering ] [Discrimination}

[ EmaAnBevon kal epunveia}

R
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Juotoulyiec DNA

Muwkpoouotolyiec DNA (microarrays)

Avixyvevovtol TANB0C yvwoTtwv aAAd Kol AyvwoTwVv yovidiwv.
Elvail Suvatov va avakaAudpBOel 1t.x. o€ oL yovidlo LELWVETOL Kall
o€ Tola avéavetal N Ekppacn KAtd tn SLAPKELA TNEC LETATPOTIAC
£VOC KOVOVLKOU KUTTAPOU OE€ KOPKLVLKO, N KOTA TN HETABaon armo
TOL TIPWTOPXLKA KAPKLWVLIKA oTtadla o otadla petaotaonc.
AapBavovtog to mpodiA evog atopou pe tn Bondela Twv
uikpoouotoytwv DNA, sival Suvatov va yivel dStayvwon tou
otadlov tnC acBevelac.

MAVTWC OKOUN OTTEXOUE OPKETA ATtO TN XPAON LUTWV TWV
Hnxavnuatwy ywa evpeon biomarkers (Nature March 2011) —
xpetalovtal > 90% svatocbnoia kat > 90% e&eldikevon,.

e 5"9«'—"'
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Juotoulyiec DNA

Muwkpoouotolyiec DNA (microarrays)
- Alayvwon Kapkivou

* MEeAETN LECW ULKPOOUCTOLXLWYV TNC
avtidpaonc Twv aocbevwyv oe xnueLoBeparneia

* Qaivetal 0Tl ol acBeveic Exouv SLAPOPETIKO
nPodiA yovidLakng Ekbpaong

http://www.plosone.org/article/info%3Adoi%2F10.1371%2Fjournal.pone.003638
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http://www.plosone.org/article/info:doi/10.1371/journal.pone.0036383

Juotoulyiec DNA

Muwkpoouotolyiec DNA (microarrays)

\ ' Mn noA )
4\ (Biampouval oe kaANiépyeia anoucia opol)

| .. Ewova 7@ Me 1w xpnon
l i e HULKPpOOUOTOXLWY  amokaAudpOnke oOTL

YowIBIOKI|G EXPPOONG HE TN XPROT HIGG OTIKTNG HIKPOOUOTOIXIAg

i KATA TNV amnokpwon woBAaotwv o€
“““““ - auéNTIKOUG Tapayovieg HeTtaBAaAAstal

Factor I
Factor III

st TO T(POTUTIO  €kPpaocng yovidiwv Tou

PLAUR
PAI1

" EUMAEKOVTOL OTNV  €MOVAWON  TWV

v
:::::::::

TFPI2

TFPI2

e o s TTANYWV.

p57Kip2

p27Kip1

p18 karaoToAéag TG COKE
NpawreivikA Kivéon épola pe TV WEEL
LBR

PBX3

hSIAH1

PCNA

PCNA

DNA Tonoloopepéon 11 o
DNA Tonoicopepaon 11 o
Madp2, npwrelvn eAéyxou TG pitwong
CENP-F

RRM1

RRM2

CCNA

CCNA

a-ipnoprivn

cpc2

CKs2

CCNB1

CDK7

EST AAD16305

D3
D2 ®opég KaTaoToAf ®opég enaywyr

CTPS >8 >6 >4 >2 1:1 >2 >4 >6 >8
KukAlvn D1 I ]
MKI67 KAipaxa nou 70 BaBud G N xdBe
Kutrapikdg KiikAog yowidiou o€ kiTTapa nou éxouv BiyepBei pe opd oe oxéon pe Ta
xai NoAAGNAGOIaopdG enineda éxppaong npiv and T Bityepon
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Juotolxiec DNA

2ta Northern Blot ywotav éAeyxog Ekdppaong Evog Hovo yovidiou

Ewkova 8 a):Arayxwplopog RNA o€ mnktn ayapolng

bl bl [ |

B): Avixveuon cuykekptpévou mRNA pe uBPLOLGLO UE ONHACUEVO QVLYVEUTH

% , X ‘ﬁ; 13 1 1
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Northern Blot

Ewkova 9: Métpnon twv emunédwv mRNA pe otinwpa koukkidog (dot blot)
Kot UBPLOLOMO.

1 2 3 4 5 6 7 8 9 10

rovidco1| ® ® ©® © ©

fovidio2 | @® @® ©

fovidio3| @ ©

fovidcio4| @ ® ©® © ©

fovidio5| @ ©

rovicio| @ ©
Q %) & \2J \2) 3% © o) O) )
. O v vy v Py 2 A M Ny
~ S A R I A

O Ot o ot O o'
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20yKkplon Zuotoxtwv/Northern Blot

Northern 2uoToyia
210)0C Miyua RNA dwoyopiouévo | Mopra CDNA (ov €yovv
(target) oc TNk pe faon 1o npokOyel awo MRNA pe
nEYEDoC, OTEPEMUEVO GE Bondeia g avdoTpoeng
pepPpavn HLETOYPOPACTIC)
ETICT|LOGUEVOL LLE
@Bopilovoeg ¥pmOTIKEG
AviyveuTtng Paotevepyd emonuacpévo | AeKAdES yIAtddeg nopla
(probe) cDNA c¢ odivpa CDNA otepempéva og chip
[Tootnta YynAn, Kabopiletou kot Oyt 1660 KA, dgv eivan
uéyebog tov MRNA YVOGTO T0 HEYEDOC
ApOuog yovidiwv | Eva/ éreyyo ‘Ewg kot 35.000 yovido/
(=) EAEYYO

—t G\ % TF)

RN
Aplototélelo
MNavenot o
Oecoalovikng

Eldwka O¢pata Mevetiknig
Tunua BlioAoyiag

64




Juotoulyiec DNA

OAwyovoukAeoTidkec cuotolyiec (oligonucleotide arrays)

2UvBeon kal otepewaon TovAdytotov 100.000 oAtyovoukAgoTidiwy
o€ YyuaAwa oAAivt spBadol oplopEVWY cm?
Ta oAtyovoukAeotidla cuvBETovTaL TEXVNTA Kal £Xouv HEyeBoc 20-
60 bp

[MAgovekTpota
1) Avixvevouv mtoAupopdLopoUc SNP & dtaxwpilouv yovidlaka
npoiovta mou dtadepouv Alya bps
2) Aev amowtovv xpnon PLPAL0ONKwY 1 HeyaAwv MocoTNTWVY
npoiloviwv PCR. Mia oAlyovoukAeotiSIkn cuotolio armalttel
Tupata 50-70 bp yia kaOe yovidlo

http://www.cs.tau.ac.il/~rshamir/algmb/00/scribe00/html/lec11/nodel0.ht

/ e N
(s . '\

Ly OF - ||||
¥
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http://www.cs.tau.ac.il/~rshamir/algmb/00/scribe00/html/lec11/node10.html

Juotoulyiec DNA

Muwkpoouototyiec DNA (microarrays)

Aeiypya mRNA  dBopilouca
NpogG €6€TACN  eTIKETA

OAlyOVOUKAEQOTIdI0

Ewova 10:
YBpwdomoinon
TuNuatwv mRNA o€
LLKPOOUOTOLYIEC
OALyoVOUKA£OTLOLwV.

VX
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Juotoulyiec DNA

Muwkpoouotolyiec DNA (microarrays)

/mRNA
5 ’ l 3'I'I)\|'1pmc CUMNANpW-
Ewova 11: lNa tov PR e [ : :
- , EXEX X, X X | X | [ X & HOTIKOI aVIXVEUTEG
EVTOTILONO KaBE poplou Tl OAIYOVOUKAEOTISI-
OTLC ULKPOOUOTOLXLEC KO QVIXVEUTEG WE
TIOU Kataokevalovtal T~ gvavrigrolxid
HUECW
dwrtohBoypadiag e TGGGAAAATGACTATTGGGAGATTAACTACATCTACGCTAATGGGs |
Xpnolpomolouvtal YBpidonoinon [TATTGGGAGATTAACTACATCTAC —-[1ANpwg cupnAnpw-
roAudpLopa [TATTGGGAGATGAACTACATCTAC ™ HATIKOG GVIXVEUTIIG
A A (5 OAIlyovoUuKA€oTIDI-
OALYOVOUKA£O0TIOLAL. KOC QVIXVEUTAC LE
avavTioToIxia

| NARP®WC CUMNANPWHATIKO! QVIXVEUTEC
e T N T
@BopiouoU

~ OAIYOVOUKAEOTISIKOI QVIXVEUTEG UE avavTioTolxia
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Juotoulyiec DNA

OAwyovoukAeoTidkec cuotolyiec (oligonucleotide arrays)

KouwvoUpLEC TEYVLKEC: OTITIKEC vec (OltapEtpou 1mm) 96
OTTTLKEC LVEC VA pLnXAavnua.

Ewc 50.000 mnyadia/ iva. Eket tomoBetouvrtatr 50.000
odalpidLa omou otepewvovtat oAlyovoukAeotidta 25 bp.

Avéavetal BOeapatikd o oplBuog¢ Twv EAEYXWV TOU
urmopoulVv va yivouv ywa moAvpopdplopd SNP n oto
eTtiinedo TN MPWTEIVIKNC EKPpaonC.

50.000 ntinyadia X 96 ivec = 4.700.000 petpnoeic!!
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Juotoulyiec DNA

Muwkpoouotolyiec DNA (microarrays)

MassARRAY Nanodispenser (Sequenom)

http://bgiamericas.com/service-solutions/genotyping/massarray-genotyping/
384 0<os1c / 8 min
= 6-30 nl

[MAeovekTnuaTa:
* YYnAN svatoOnoia
* OLKOVOLLKA artodOTLKO
* EuEAKTO

ApLoTOTéAELO ElSkd Oépata Mevetikig
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http://bgiamericas.com/service-solutions/genotyping/massarray-genotyping/

Juotoulyiec DNA

Muwkpo/OAlyoouotolyiec DNA

[} AfTyme trix

o
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- - milores. of ioentics
algoTLChEotice nrobes
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Ewova 12: Affymetrix GeneChip and lllumina BeadChip designs

GeneChip Zebrafish Genome
Array: TopEXEL OAOKANPWHLEVN
KAAUN TOU YOVIOLWUATOC TOU
zebrafish kat amnoteAel Eva
OnNUAVTLKO EpyaAeio yLa
QVOTTTUELOLKEC LEAETEG

www.affymetrix.com

www.agilent.com

www.illumina.com

www.roche.com

ApLoTOTéAELO ElSkd Oépata Mevetikig
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http://www.affymetrix.com/
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http://www.illumina.com/
http://www.roche.com/

Juotoulyiec DNA

Kataloyoc uotoylwv Affymetrix

Arabidopsis Genome Arrays

B. subtilis Genome Array (Antisense)
Barley Genome Array

Bovine Genome Array

C. elegans Genome Array

Canine Genome Array

Drosophila Genome Arrays

E. coli Genome Arrays

Human Genome Arrays

Mouse Genome Arrays

P. aeruginosa Genome Array
Plasmodium/Anopheles Genome Array
Rat Genome Arrays

S. aureus Genome Array

Soybean Genome Array

Vitis vinifera (Grape) Array

Xenopus laevis Genome Array

Yeast Genome Arrays

Zebrafish Genome Array

Aplototélelo
MNavenot o
Oecoalovikng
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http://www.affymetrix.com/products/arrays/index.affx?Arabidopsis
http://www.affymetrix.com/products/arrays/specific/bsubtilis_mto.affx
http://www.affymetrix.com/products/arrays/specific/barley.affx
http://www.affymetrix.com/products/arrays/specific/bovine.affx
http://www.affymetrix.com/products/arrays/specific/celegans.affx
http://www.affymetrix.com/products/arrays/specific/canine.affx
http://www.affymetrix.com/products/arrays/index.affx?Drosophila
http://www.affymetrix.com/products/arrays/index.affx?E. coli
http://www.affymetrix.com/products/arrays/index.affx?Human
http://www.affymetrix.com/products/arrays/index.affx?Mouse
http://www.affymetrix.com/products/arrays/specific/paeruginosa.affx
http://www.affymetrix.com/products/arrays/specific/plasmodium.affx
http://www.affymetrix.com/products/arrays/index.affx?Rat
http://www.affymetrix.com/products/arrays/specific/saureus.affx
http://www.affymetrix.com/products/arrays/specific/soybean.affx
http://www.affymetrix.com/products/arrays/specific/vitis.affx
http://www.affymetrix.com/products/arrays/specific/xenopus.affx
http://www.affymetrix.com/products/arrays/index.affx?Yeast
http://www.affymetrix.com/products/arrays/specific/zebrafish.affx

Juotoulyiec DNA

Mwkpoouototxiec DNA (microarrays) - Kootoc

100 doAdapia /chip, 20 chips/meipapa= 2000 doAdpLa
+ 2000 avaAwolpo

+1000 for gPCR

2UvoAo 5000 6oAapla

[lo pLaL epyacio o€ evol KOAO ETLOTNLOVLKO TIEPLOOLKO
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Awadiktuakoi tomot yia Microarrays

Microarray methods and reagents:

http://www.genisphere.com/pdf/array50v2 10 19 04.pdf, Array 50 Kit Manual (Genisphere)

DNA sequence databases and related resources:
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?db=Taxonomy, NCBI Taxonomy Browser
http://www.tigr.org/tigr-scripts/tgi/T index.cgi?species=r trout, TIGR rainbow trout gene index
http://www.tigr.org/tigr-scripts/tgi/T index.cgi?species=salmon, TIGR Atlantic salmon gene index
http://www.molecularcloning.com, Molecular Cloning, a Laboratory Manual on the Web
http://www.ncbi.nlm.nih.gov, National Center for Biotechnology Information (NCBI)

http://www.phrap.org, PHRAP program for DNA sequence assembly

Minimum Information About a Microarray Experiment guidelines:
http://www.mged.org/Workgroups/MIAME/miame checklist.html, MIAME Checklist (Brazma et al. 2001)
Microarray data extraction and analysis software:

http://www.biodiscovery.com/index/imagene, ImaGene microarray image processing software (BioDiscovery)
http://www.silicongenetics.com/cgi/SiG.cgi/Products/GeneSpring/features.smf, GeneSpring microarray data analysis software
(Agilent Technologies)

http://www.moleculardevices.com/pages/software/gn genepix pro.html, GenePix Pro 6.0 microarray image analysis software
(Molecular Devices)

http://www.bioconductor.org, Bioconductor 1.8 (open source software for genomic data analysis)

Functional annotation of nucleic acid or protein sequences, and identification of molecular pathways:
http://www.geneontology.org, Gene Ontology Consortium home page

http://ca.expasy.org, Expert Protein Analysis System (ExPASy) proteomics server
http://www.genmapp.org/introduction.asp, GenMAPP Gene Map Annotator and Pathway Profile

Submission of microarray platform, sample, and series information to a public data repository:

N Ve )
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http://www.genisphere.com/pdf/array50v2_10_19_04.pdf
http://www.ncbi.nlm.nih.gov/entrez/query.fcgi?db=Taxonomy
http://www.tigr.org/tigr-scripts/tgi/T_index.cgi?species=r_trout
http://www.tigr.org/tigr-scripts/tgi/T_index.cgi?species=salmon
http://www.molecularcloning.com/
http://www.phrap.org/
http://www.mged.org/Workgroups/MIAME/miame_checklist.html
http://www.biodiscovery.com/index/imagene
http://www.silicongenetics.com/cgi/SiG.cgi/Products/GeneSpring/features.smf
http://www.moleculardevices.com/pages/software/gn_genepix_pro.html
http://www.geneontology.org/
http://ca.expasy.org/
http://www.genmapp.org/introduction.asp
http://www.ncbi.nlm.nih.gov/geo/

Qaopatoypadoc Malwv (Mass
Spectrometer)

YrtoAoyilel tTn pada popiwv (mpwteiveg, memntidla,
oAlyovoukAegotidla) pe Baon tnv taxvutnta peETaKivnong
TOUC e 0€ NAEKTPLKO TIESLO (LLKPEC MAlEC
LLETOKLVOUVTOLL TILO YPNYOPQ OTTO MEVAAEC).

Ta Booka Tou oTolKela eival:

@ O LoVIoTNC,

@ O avaAvutnc podwv Kol

@ O avyveUTNC
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Qaocpatoypadpoc Malwv (1/3)

» H mtnyn toviopov ovilel ta popla

» O avaAvutnc poalwv dlaxwpilel Ta LOVIOUEVA TUAOTOL
avaAoya pe to nmnAiko padla / doptio (m/z, mass charge
ratio)

» O oVLYVEUTNAC UTToAOYL{EL TO XPOVO SLoXWPLOUOU,

» loxupa UTTOAOYLOTLKA TTpoypApLpaTa, avalntoUV Ot
NMPWTEIVIKEC Paoelg Sedopevwy, ol tpwTteivn Ba
LUTtopoUoE, VoL SWOEL TOL CUYKEKPLUEVA TIEMTLOLA LE TLC
OUYKEKPLUEVEC MALEC
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Qaocpatoypadpoc Malwv (2/3)

» O MS umopel va aAAnAovxnoetL mentidla,
oTtA{OVTAC TA KoL 0TN CUVEXELA uTtoAoyllovTtac th
Ao Twv VEWV TIEMTIOLwV

» Eva TETOLo pNXAvNO OVOUAETOL ZELPLAKOC
daoparoypadoc poalwv (tandem mass
spectrometer, MS/MS)

» Epyaleio ylo tautonoinon kat aAAnAouxnon
NENTLOLWV o oV UTTAOKA TIPWTEIVWV KaBwC Kol
yla yevotumnon SNP

NN http://www.nature.com/nprot/journal/vl/n4/fig tab/nprot.2006.257 F4.html
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http://www.nature.com/nprot/journal/v1/n4/fig_tab/nprot.2006.257_F4.html

Qacpatoypadpoc Malwv (3/3)

AvaAuvon Mpwteivwv
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ZNMELWHO XPNONEC EPYWV TPLTWV

Sanger sequencing, http://commons.wikimedia.org/wiki/File:Sanger-sequencing.svg, by Estevezj,
CC-BY-SA-3.0 (http://creativecommons.org/licenses/by-sa/3.0/deed.en)

DNA microarray, http://www.flickr.com/photos/ajc1/2034113679/sizes/o/, by AJC1, CC-BY-NC-2.0
(http://creativecommons.org/licenses/by-nc/2.0/)

Affymetrix GeneChip and lllumina BeadChip designs,
http://commons.wikimedia.org/wiki/File:Affymetrix GeneChip and Illumina BeadChip designs.svg
, by Philippe Hupe, CC-BY-SA-3.0 (http://creativecommons.org/licenses/by-sa/3.0/deed.en)

Mass spectrometry protocol, http://en.wikipedia.org/wiki/File:Mass spectrometry protocol.png,
by Philippe Hupe, CC-BY-SA-3.0 (http://creativecommons.org/licenses/by-sa/3.0/deed.en)
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http://commons.wikimedia.org/wiki/File:Sanger-sequencing.svg
http://creativecommons.org/licenses/by-sa/3.0/deed.en
http://www.flickr.com/photos/ajc1/2034113679/sizes/o/
http://creativecommons.org/licenses/by-nc/2.0/
http://commons.wikimedia.org/wiki/File:Affymetrix_GeneChip_and_Illumina_BeadChip_designs.svg
http://creativecommons.org/licenses/by-sa/3.0/deed.en
http://en.wikipedia.org/wiki/File:Mass_spectrometry_protocol.png
http://creativecommons.org/licenses/by-sa/3.0/deed.en

2nueiwpa Avadopag
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Znpeiwpa Aderodotnone

To apov VALKO SlatiBetal pe toug 0pouc tng adelag xpriong Creative
Commons Avadopa - Mapopota Atavoun [1] R petayeveotepn, AleBvng
‘Ekdoon. E¢apouvtal Ta autoteAn £pya Tpitwyv T.X. pwtoypadiec,
Slaypappata K.A.TT., T OTtola EUTIEPLEXOVTAL OE ALUTO KalL T OToL
avadEpovtal pall LE TOUC OPOUC XPNONCE TOUC OTO «2nUelwpa Xpriong Epywv

Tpitwv».
[©Nolel

O dkalovyoc unmopet va rapéxel otov adelodoxo Eexwploth adela va

XPNOLUOTIOLEL TO EPYO YLOL EUTTOPLKN XpNon, Ebocov auTto Tou {NTnOEL.

[1] http://creativecommons.org/licenses/by-sa/4.0/
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2\ APIZTOTEAEIO ANOIXTA
%5 MANEMIZTHMIO

AKAAHMAIKA ""F\
OESSANONIKHS MAGHMATA

TEAOG EvOoTNTOC

Enteéepyacia: Mnvoudn ZtuAlavni
Oeocoalovikn, Xelpepwo etapunvo 2014-2015

EMIXEIPHZIAKO MPOIPAMMA |
EKFIAIAEYZH KAI AIA BIOY MAGHZH i-/ Ez nA

=

@O0

YNOYPIEIO MAIAEIAL & BPHEKEYMATON, NOAITIZMOY & ABAHTIZMOY
EvpwndikiEvweon EI/AIKH YMHPEIZIA AIAXEIPIZHE
Evpwmaiké Kovwviké Tapeio

Me tn ouyxpnuatodoétnon tng EAAGdag kai tng Evpwmnaikrg ‘Evwong




AlratpNoN ZNUELWHATWV

Ornoladnmnote avamapaywyn N dlaokeun Tou UALKOU Ba mtpeTmeL
va cupmnepLhapBavet:

" 10 Znuelwpa Avadopag

= 10 Znueiwpa Adeodotnong

" tn 6NAwon AlatApnong ZNUELWUATWY

" 10 2nueiwpa Xpnong Epywv Tpltwv
nall pe Toug cuvodEVOUEVOUC UTIEPOUVOECHOUC.
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