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EYXAPIZTIEZ

Euxapiotw 1n ouluyd pou lwdavva TTou OuveTéAeoe TTOAUTTAEupa yia TNV
uAotroinon TG @oitTnoNG Mou oTo Trapov  Metatrtuxiakd  lNpoypapua.
AQlepwVvw, ETTOPEVWG, AUTH TNV gpyacia oTnV lwdvva Kal oTn JIKPR Hou
Kopn XpioTiva.

Euxapiotw, emiong, Tov Emikoupo KaBnynt kai 1TAéov, QiAo pou,
KUpIO ['pnyopio ApouTtdia yia TNV EUTTIOTOOUVN, TO £VOIAQPEPOV, TIG TTOAUTIUEG
ETMONPAVOEIG TOU, TV KA Tou O1G0€arN, ToV XpOVo Kal ToV KOTTO TTou O1€0e0€
ylad va uloTToIfow auTr Tnv epyacia, OTwg eTriong Ttov Kabnyntr Kuplo
Mavayiwtn MapkouAdTo kai Tov Ettikoupo KabnyntA kupio Anuntpio MéoiaAo
yla TO evOIA@EPOV KAl TIG ETTICNPAVOEIG TOUG ETTi TOU TTEPIEXOMEVOU TNG
TTaPOUOaG.

OéAw omrwaodnTroTe va euxaploTAow Toug: Mdpio NikoAdidn, Xpuoa
NTouvTtoupn kai Bikn ®AidTroupa, @oitnTég Tou TuAMATOG Kal Tou EpyaoTtnpiou
BioTTAnpo@opIknG yia TNV KaAr} Toug dIdBeon, TO evOIOPEPOV Kal TNV TTOAUTIHN
BorBeid TOUG WG TIPOG TNV TIPOKTIKN A€IToupyia Twv BIOTTANPOPOPIKWV
EQAPHOYWYV TTOU ava@EPOVTAl O€ AUTA TN MEAETN.

TéNog, euxapioTw TOov Kabnynth kupio Anuntpio Koupéta yia TO
eVOIOQPEPOV KOl T GUVOAIKI TOU ETTOTITEIQ £TTI TWV BEPATWY TTOU ATITOVTAV TOU
MeTtaTrTuxiakoU MNpoypduuaTog Kal TRV eUpuBun AsiToupyia Tou, KABWG Kal ToV
KUplo AAEEavOpo TouAoupTCidn yia TO CUVOAIKO TOU evOIa@EPOV Kal TN BonBeid

TOU €TTi TWV BEPATWY TNG [PAPPATEIAKNS UTTOOTHPIENG.

Ap. ZTa0pog ZweTOApPiag
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NEPIAHWH

H duvapiki Twv TEXVOAOYIWV aAANAOUXIONG VEQG YEVIAG TTPOUNVUEI TO HEAAOV
TWV TOGIKOAOYIKWY, €YKANUATOAOYIKWY, KAIVIKWV KOl TWV  EPEUVNTIKWY
avoAuoewyv. Or1 TeEXvoAoyieg TTOU €QAPPOCOUV O AVOAUTEG TWV ETAIPIWV
lllumina kai Pacific Biosciences (PacBio), av kal dIOQOPETIKEG PETALU TOUG,
atmmoTeAOUV TOV akpoywviaio AiBo yia Tnv a&iéTmoTn Kal Taxeia avaluon
MIKPORBIOKWY YOVIOIWUATWY TOEIKOAOYIKOU Kal EYKANPaAToAOyYIKOU
EVOIOQPEPOVTOG.

H uBpidiki ocuvapuoAdynon Twv Oedouévwy aAAnAouxiong Twv ev
AOYW MIKPORBIOKWY YOVISIWPATWY, HMECW TNG OUVOUAOCTIKAG agloTroinong Twv
oedopévwy NG lllumina kai Tng PacBio, odnyei o€ cuvapuoAoyRoEIS CAIPETIKA
UWNANRG akpipelag, yeyovogs 1I01aiTepa onuUavTikG yia TV TEAIKA aTTOTiunon Twv
ATTOTEAEOUATWY TWV  TOEIKOAOYIKWY, KOBWG KAl TwV EYKANUATOAOYIKWV
AVOAUCEWV.

E1reidn, o Oykog Twv dedoPEVWY Eival TEPAOTIOS, ATTAITEITAI N EQAPHOYN
BIOTTANPOYOPIKWY avaAucewV yia Tn dlaxEipion Kal agloTroinor] Toug. 2&€ auTh
TNV €pyacia TTEPIYPAPETAI N AVATITUEN €VOG BIOTTANPOPOPIKOU TTPWTOKOAAOU
avaAuong MIKPORBIOKWY YOVIOIWHATWY TOEIKOAOYIKOU Kal E€YKANUATOAOYIKOU
EVOIAQPEPOVTOG.

¢ Bdon Oedopévwyv avalntibnkav yovidlIwuaTiKa Oedouéva  TwV
TeEXVOAoyIwv aAAnAouxiong lllumina kai PacBio. AkoAouBnoe 1O TTOIOTIKO
QIATPpApIoPa Kal N avadAuon TNG ToI0TNTAG TOoug ME  €I0IKA  AoYIoMIKA
TTPOYPAUMATA. ZTN CUVEXEIQ ouvappoAloynonkayv, EexwpioTd, Ta dedopéva Twv
QU0 TeXVOAOYIWV. Ta ATTOTEAECUATA TWV CUVAPHUOAOYNOEWV OUVOUAOTNKAV O€
Mia uBpIdIKA cuvappoAdynon.

H voukAeoTIOIKA aAAnAouyia Twv CuvapuoAoynUEVWY  UIKPORBIaKWYV
YOVISIWHPATWY €CETACTNKE YIO TNV €UPECN CUYYEVIKWYV YOVIOIWUATWY O€ €10IKI)
Baon dedopévwy, evw dievepynOnke, €ITTAOV, N oUYKPIoN TNG aAAnAouxiag
Tou KABe €geTalOuevoU YovIBIWUATOG PE TNV aAAnAouyia Tou TTI0 OUyYEVIKOU
MIKPORBIOKOU YOVIOIWMPOTOG ava@opds. TEAOG, €EETAOTNKE O EVTOTTIONOG

yovidiwv TTaBoyovikoTnTag o€ 101K PAaN deSOUEVWV.
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ABSTRACT

The dynamics of next-generation sequencing technologies outline the future
of toxicological, forensic, clinical and research analyses. Technologies
implemented by lllumina and Pacific Biosciences (PacBio) sequencers,
although different from each other, are at the forefront. Hybrid assembly of
lllumina and PacBio data, leads to high-precision genome assemblies, which
is particularly important for the final assessment of the toxicological and
forensic results. Because the volume of data is enormous, bioinformatics
analyses are required to manage and exploit them. This thesis describes the
development of a bioinformatics protocol for the analysis of microbial
genomes of toxicological and forensic interest.

Genomic data from the lllumina and PacBio sequencing technologies
were searched and retrieved from a public database. Quality control and
filtering were performed by special software. The data of the two technologies
were then separately assembled. The results of the assemblies were
combined in a hybrid assembly.

The nucleotide sequence of the assembled microbial genomes was
used for finding related genomes in a specific database, and a pairwise
comparison was performed. Finally, the detection of pathogenicity genes in a

specific database was examined.
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EIZAIrQrH

1.1 ZKo1rdg TNG Epyaciag

1.1.1 BioTpopokparTia Kal TTapAyovTEG TOSIKOAOYIKOU Kal

EYKANMATOAOYIKOU EVOIOQPEPOVTOG

2Uhowva pe ta Apepikavikad Kévipa EAEyxou kar MpoAnwng Noonudtwv
(Centers for Disease Control and Prevention, CDC) twv H.M.A., n
BloTpopokpartia €ival n OKOTTIUN ATTEAEUBEPWON 1WV, BAKTNPiwy, TOEIVWV 1
GAwv emBAaBwv TTapayovIwy TTOU TTPOKaAoUV acBévela 1 Bdavaro o€
avBpwtroug, Cwa 1 @uta (Bioterrorism|Anthrax). AuTtoi oI TTApPAYOVTEG
Bpiokovral ouvABwg OTn @UON, aANd pTTopoUV va HETOAAaYBouv 11 va
TPOTTOTTOINBOUV yId VA QUENOOUV TNV IKAVOTATA TOUG VO TTPOKOAECOUV
Q0BEVEIEC, VO KATAOTOUV AVOEKTIKOI 0€ @APUAKA ) va augnoouv Tnv Ikavotntd
Toug va eEatTAwBouv oT1o TrePIBAAAOV. [evikdTEPQ, O BIOAOYIKOI TTAPAYOVTEG
MTTOPOUV va eEaTTAWBOUV OTOV aépa, OTO VEPO Kal OTA TPOPIMA.

O1 TpopokpdTeg TEiVOUV  va  XPNOIMOTIOIoUV  TOug  BloAoyikoug
TapdyovTteg €Teldr) eival €EQIPETIKE OUOKOAO va EVTOTTIOTOUV KAl va PNV
TIPOKAAEOOUV QOBEVEIO VIO QPKETEC WPEG £WC APKETEC NUEPES. Opliouévol
TTOPAYOVTEG BIOTPOMOKPATIAG, OTTWG O 160G TNG €uloyidg (smallpox virus),
MTTOPOUV va €€amAWBOUV atrd ATOPO O ATOPO, EVW KATTOIOI GAAOI, OTTWG TO
BakTtriplo Tou oTeAéxoug Bacillus anthracis TTou TpokaAei Tn Aoipwdn vooo Tou
avBpaka (anthrax), &¢ ytropouv (Bioterrorism Overview / Preston, 2002).

H Biotpouokparia atroTeAei pia «EAKUGTTIKN» TTapdvoun dpdaon, €1Teidn
ol BloAoyikoi TTapAyovTEG ATTOKTWVTAI €UKOAA, KOOTICouv ¢Onvd, UTTopouv
€UKOAa va 81adoBoUlv Kal PTTOPOUV VO TTPOKAAECOUV EKTETAUEVO QOBO KOl
TTaviko, Tépa ammd TIG TPokAnBecioeg ocwpaTikEG PBAABReg (Advantages of
Biologics as Weapons Bioterrorism, 2008). Qotéco, n PloTpouokpartia

UTTOKEITAI OTOV £ENGC ONUAVTIKO TTEPIOPIOUO: Eival SUoKoAO va xpnoiyoTroinBei
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éva BloAoyiké OTTAO PE TPOTTO TTOU Va €TTNEEAlEl HOvo Tov XOPO Kal OXI TIG
@iNeg duvapelis. BéPaia, €va PioAoyikd OTTAO €ival XPACIMO yia TOUG
TPOUOKPATEG, KUPiwg, wg Mpia pEBodog dnuioupyiag Padikou Travikou Kal
d1aTApagnNsG TNG KOIVWVIKNAG npepiag. Emotipoveg, 6mws o Bill Joy, €xouv
TTpocIdoTroINoel yia T OuvnTIKA OUvaun TTou WPTTOPEl va BE€0El n YEVETIKA
MNXOVIKA oTa XEpPIa TwV JEANOVTIKWY BloTpopokpaTwy (Joy, 2007).

O 6pog «BlroTpopokpaTio» duvaral va XpnolPoTroinBei Kail yia 1n Xprnon
BloAoyIKwv TTapayovTwy TTou Ogv TTPOKOAOUV BAGRN oToug avBpwITToug, aAAG
MTTOPOUV va TTPOEEVIIOOUV ONUAVTIKEG Cnuieg oTnv oikovouia (Ray, 2002). ¢
QUTH TNV KATNyopia avAKEl Kal 0 160G Tou a@Bwdoug TTupeTou (Foot-and-Mouth
Disease, FMD), 0 o1T0i0g €ival IKAVOG va TTPOKAAETEl EKTETAPEVEG OIKOVOUIKEG
(nNuieg Kal avnouxieg yia TO KoIVO, OTTwG dIaTToTWONKE OTIC €0TIEG TOU
a@Bwdoug TTupeToU Katd Ta £€tn 2001 kai 2007 oto Hvwuévo BaaoiAegio, evw

Oev €xel oxXeOOV Kapia IKavOTNTa va JOAUVEI TOV AvOpwTTO.

1.1.2 Kartnyopigg BIOAOYIKWYV TTAPAYOVTWYV TOEIKOAOYIKOU £VBIAQPEPOVTOG

Ta Kévipa EAéyxou kal MpoAnwng AcBeveiwv Twv H.IM.A. kKatnyopiotroiouv
TOUG PBIOAOYIKOUG TTOPAYOVTEG TTOU €XOuv Tn duvaTtdTNTa va dnuIoupyrocouv
ooBapr atrelAf yia TN dnPooIa uyeia Kal ac@AAgia o€ TPEIG KaTnyopies: A, B
kal . Qotoc0, katrolol emBAaBAS BloAoyikoi TTapdyovTteg, 6TTWG 0 166 H5N1

TWV TITNVWY, OEV £€X0UV aKOUN KATNYOPIOTTOINBE.

e Karnyopia A
O1 BioAoyikoi TTapdyovreg QUTAG TNG KaTnyopiag Bewpouvtal uyioTng
onpaciag d161 duvavtal va BEcouv o€ KivOuvo TNV €0VIKI ac@AAEIa, KaBwg
MTTOPOUV eUKOAQ va peTadoBouv kal va diadoBouv, va odnyrnoouv o€ UWnAn
OvnoiuoTNTa, va £XOUV ONUAVTIKEG EMMTITWOEIS OTn Onuéoia uyeia, va
TTPoKaAéoouv dnudoio TTavikd 1 va atmairjoouv €101k dpdaon €TOINOTATAG.

2TnV KaTnyopia A avkouv ol £¢Ag TTapAYOVTEG:
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» TouAapaiyia (Tularemia)
H Toulhapaiyia €xel TOAU YaunAd TT0000TO BvnoludtnTag €4Gv O
TpooBeBAnuévog aoBevrng uTToBANBEi, eykaipwg, oe Bepartreia, aAd uTTopeEi
Kal va utrooTei ooPBapr) avikavotnta (Tularemia - Emergency Preparedness &
Response). lMpokaAegital amdé 10 BakTtApio Francisella tularensis kai eivai
aoBévela Twv (wwv TTou TTPOORAAAEI, KUpiwg, Tov Aayd Kal OTTavioTEPA TO
Capkadl, TN yaTta, ToV OKUAO, Ta TTpORaATA, TOUG X0ipoug, Ta BooEIdr K.a. AT
Ta TTPooReRANUEVA Cwa PETADIOETAI OTOV AVOPWTTO, KUPIWG YE EVOPOBAAUIOHO
TOU BOKTNPIOU OTO dEPUA TWV KUVNYWYV, TWV KTNVOTPOYWY TWV CPAyEwV, Kal
TWV KTNVIATpwv. MTtTopei va ueTadobei kal atrd TNV KatavaAwaon KpEATog TTou
0¢ BpdoTnke 1 0¢ WABNKE KAAQ, PE TNV €ICTIVOr, ME TO TTOCIMO VEPO
(Touhapaiyia, BikiTaideia), kKaBw¢ kKal Pe T TOIUTAPATA eVIOPWY. To
Baktipio Francisella tularensis €ival TTOAU JOAUCHATIKG. ‘Evag TTOAU PIKPOG
apIBu6s kutTdpwy (10-50 TTepitrou) PTTOPEl VO TTpoKaAéoel aoBévela. Eav 1o
ev AOyw BakTrplo xpnoipoTtroinBei wg 01TAo, Ta BakTrpia mlavéTata Ba gival
aEpoETaPEPOMEV, HE €KBeon MEOW TNG €l0Tvong. O1 avBpwTtrol TToU
€I0TTVEOUV €va POAuCMATIKO agpolOA, edv dev utToPAnBoUv ot Beparreia, Ba
UTTOOTOUV OOBaPEC  QVATTVEUOTIKEG VOOOUG, oupTtrepIAapBavouévng NG
TIVEUMOVIAG KAl TWV CUCTNPIKWY AoIpwéewyv. To Baktipio Tng TouAapaiyiag
EM@aviCeTal EUPEWG OTN QUON KOl PUTTOPEI va aTTOMOVWOE Kal va avatrTuxOei
O€ TTO00TNTA O€ €va EPYOOTAPIO, AV KAl N KATOOKEUN €VOG QATTOTEAECUATIKOU
OtTAou agpoldA Ba nArav apkerd TTOAUTTAOKN Oladikacia kai Ba atraitoluoe
eCaIPETIKA e€eIdIKEUPEVES yVwoelS (Tularemia - Key Facts About Tularemia).
» AvOpakag (Anthrax)

H aoBéveia Tou AvBpaka gival un JETAdOTIKY Kal TTPOKAAEITal atrd To BAKTAPIO
Bacillus anthracis 10 omoio oxnuarifel omopia. H ikavoTnTa Tou AvBpaka va
QVOTTAPAYETAl PE MIKPA OTTOpIa TO KABIOTA €UKOAA dIatmepatd ammd TO
TTOPWOEG OEPUA KAl PTTOPEI v TTPOKOAECEI AUECO CUUTITWHOTA, €viog 24
wpwyv, atrd Tnv ékBeon. H diaotmropd autou Tou TTaBoydvou Trapdyovta o€
TTUKVOKQTOIKNMEVEG TTEPIOXEC BewpeiTal OTI Ba UTTOPOUCE va ETTIPEPEI TTOGOOTO
BvnoIuoTNTOG MIKPOTEPO aTTO TO £€va ToIg ekaTO (Adalja et al., 2015). YTrdpxel

eUBOANIO yia Tov AvBpaka, aAAG atraitouvtal TTOAAQTTAEG eVECEIC Kal O€
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o1aBepég dooelg. Otav evromoTei vwpig, o AvBpakag ptTopei va BepatreuBei
ME TN xoprynon avtiBIoTIKwy, OTTwG N oimmpo®Aogacivn (Vietri et al., 2009).

O AvBpakag gival £vag atro Toug Aiyoug BIOAOYIKOUG TTOPAYOVTEG OTOUG
OTTOioUG €XOUV €UBOANIACTEI O OPOOTIOVOIOKOI UTTAAANAOI Twv HvwPévwy
MoAiteiwyv. ZTiIg H.IM.A. uttdpxel éva euBoAio yia tov AvBpaka pe ovouaacia
«Anthrax Vaccine Adsorbed» (AVA) kal oTraitei TTEVTE OEIPEG EVECEWV OE€
o1aBepég d6oelg. EkTdg ammd 10 AVA, uttdpxouv kKal GAAa egBOAIa KaTtd Tou
AvBpaka.

» Euloyid (Smallpox)
H Euloyid cival évag e€aipeTIKa PeTadoTIKOG 16¢. MeTadideTal eUKOAQ HECW TNG
ATMOOQAIPAG Kal £l UYPNAOG TTOOOOTO BvnoiudtnTag Tou avépxetal oe 20-
40% (Smallpox Home). E¢agaviotnke Tn dekaetia Tou 1970 xdpn ot éva
TTAYKOOWIO TTpOypapua egBoAiacpol (Smallpox - What CDC Is Doing to
Protect the Public From Smallpox). Qotdéco, opicpéva deiypata 1wV
e€akoAouBouv va gival d108£0Iua OTA PWOIKA KOl OTA APEPIKAVIKA EpyAcTrpIal.
Opiopévol TToTeloOUV OTI PETA TNV KATAppeuon TnG 2oBIETIKAG ‘Evwong, ol
KaAAiEpyeleg TNG Euloyidg éyivav d1aBéoipeg Kal o€ AAAEG XWpPES. Av Kal Ol
avBpwTtrol TTou yevvABnkav Tpiv ammdé 10 1970 Ba €ixav Tnv €ukaipia va
euBoNiacTOUV yia TV Euloyid oTo TTAQiCIO TOU TTPOYPAUMOTOG  TOU
Maykdéopiou Opyaviopou Yyeiag, n AtmmoTEAEOUATIKOTATA TOU €UBOAIOCHOU
gival replopiopévn 6edopévou 0TI TO PPOAIO TTapEXEl UPNAS TTiTTEDO avoaiag
MOVvo yia 3 éwg 5 xpovia. H Tmpootacia pe emaveufoMacud  diapkei
mePIcooTEPO (IHB - The DoD Immunization Information and Training Portal).
Q¢ PBiodoyikd OmAo n Euloyid civar emkivouvn Adyw TNG €CAIPETIKA
METAOOTIKAG QuoNng TnG. ETriong, n omavidtnTa pe Tnv oTroia xopnyouvral
eUBONIa oTOV YEVIKO TTANBUCHO HETA TNV ekpilwon TnG vooou, aiyoupa, €XEl
QQACEl ATTPOOTATEUTOUG TOUG TTEPICCOTEPOUG QVOPWITTOUG O€E TTEPITITWON
eEM@aviong kamolag €oTiag. H euloyid epgavicetal udvo oToug avBpwITToug Kal
Oev EXEI ECWTEPIKOUG EEVIOTEG ] POPEIG.
»  AAN\avTIKr To&ivn (Botulinum toxin)

H AAAavTIKR) veupoTogivn eival pia amd TIg o Bavarngopeg TOgiveg TToU
TTapayetal atd 10 Paktnpidio Clostridium botulinum (Botulism - Emergency

Preparedness & Response / Nigam et al., 2010). H AAAavTioon TTPpOKaAEi Tov
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BdvaTo atd avatrveuoTIKA aveTTdpkeia Kal TTapdAuon (Facts About Botulism).
QoT1600, n TOgivn cival dIaBECIUN VIO KOAAUVTIKEG Kal, O€ OPIOUEVES EIDIKEG
TTEPITITWOEIG, VIO BEPATTEUTIKEG EQAPPOYEG, OTTWG TNV OUPODBOXO KUCTN TWV
TTOPATTANYIKWY OTOPWV.
» [MavwAn (Plague)
H MavwAn €ival pia acBéveia 1mou TTpokaAeital atrd 1o BakTrpio Yersinia
pestis (Plague Information). Ta TpwKTIK& €ival 0 QUOIOAOYIKOG EEVIOTAG TNG
TTAVWANG Kal N aocBévela PeTadideTal oTov AvOpwTro atrd dayKwuata WUAAwV
Kal, TTEPIOTACIOKA, PE agPOCON PE TN PopPR TTVEUUOVIKAG TTavwAng (Plague
Home Page). H aobBéveia €xel 10TopIkO XpAong o€ PBloAoyikd TTOAEUO TTOU
XpPovoAoyeital TTOANOUG aIWVES TTiIoW Kal Bewpeital atreiAr; Adyw TnG EUKOAIaGg
TNG KAANIEPYEIOG KAl TNG IKAVOTNTAG TNG VA TTAPAUEVEI OTNV KUKAOQOPIa PETAEU
TWV TOTTIKWV TTAUBNOPWY TPWKTIKWY YIa PJEYAAo xpovikd didotnua. H xprion
TNG WG PBloAoyikd OTTAO Ba pTTopoUcE va yivel ue PJOAuvon dia TG EICTTVONG,
KUpiwg, YE TN pop®n Tng TveupovikAg MNMavwAng (Plague - Frequently Asked
Questions). 'Htav n aoBéveia 1ou TpokdAece Tov «Maupo Odvaro» oTn
Meoaiwvikry EupwTn. Me tov 6po «Maupn MavwAn» A «Malpog Odavatog»
avagEpeTal n Tavonuia Twv eTwv 1348-1353, n otroia ATav atrd TIG TTAEOV
KATOOTPOPIKEG  OTAV  TTaykOopia  1oTopia. O  OUVOAIKOG  avBpwtTIvog
atroAoyiopdg TnG, utroloyiletal o 75 éwg 100 ekatoupupla VEKPOUG OTNV
Eupwtn ka1 otnv Acia (Maupn TTavwAn, Bikirraideia).
> loyeveic aipoppayikoi rupetoi (Viral hemorrhagic fevers)

2T0UG loyeveic augoppayikoUg TTUPETOUG  TTEPIAQUPBAvVOVTAl  QIHOPPAYIKOI
TTUPETOI TTOU TTPOKaAoUvTal atrd PEAN TNG oikoyévelag Filoviridae (16¢ Marburg
kal 160G Ebola) kai amdé tnv oikoyévela Arenaviridae (yia mmapddeyua, ol loi
Lassa kai Machupo). EidikdTepa, n vooog Tou 10U Ebola mrpokdAeoe uywnAda
TTOOOOTA BvnoIuoTNTag TToU avépyovrtav o€ 25-90% ue péoo 6po 50%. Aegv
uTTdpXEl BepaTreia, av Kal n €peuva yia TNV avakdaAuwn eupBoliou BpiokeTal o€
eCENEN. H ZofieTikn 'Evwaon digpelvnoe Tn Xprion Twv @IACIWV yia BIOAOYIKO
TOAEPO kal n opada Tou Aum Shinrikyo TpPoOTTAONCE QVETTITUXWS VO
atrokToel KAOAAIEPYEIES 10U Ebola. O Bavatog atrd Tnv acBéveia Tou 10U Ebola
o@eileTal ouvBwWG oe TTOAANATTAR OpPYaVIKI] AVETTAPKEIQ KAl OTNV UTTOOYKAIWIa

(hypovolemic shock), n otroia €ival pia Kpioiun KaTdoTaoN TOU CWUATOG TTOU
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OupBaivel oTNV TTEPITITWON PIAG ATTOTOUNG MEIWONG OTOV TTPAYHATIKO OYKO TOU
KUKAOQOPOUVTOG aipaTtog. 'Evag GAAOG ETTIKIVOUVOG 10G TNG OIKOYEVEIAG TWV
Filoviridae, o 16¢ Marburg, avakaAUug@onke yia TpwTtn opd oto Marburg Tng
leppaviag. Kapid Bepartreia dev UTTAPXEl €KTOG QTG TNV UTTOOTNPIKTIKN
@povTida. O1 apevoioi £XOUV JEIWPEVO TTOOOOTO BvNOINOTNTAG O€ OXEON UE TIG
a0B€veleg TTou TTPOKaAoUvVTal aTTd TOug @IAOIoUG, OAAG egival eupuTEpa
dlavepnuévol, Kupiwg oTtnv Kevipik A@pik kai otn Noémia Apepikry (Viral
Hemorrhagic Fevers).

e Karnyopia B
O1 BioAoyikoi TTapdyovTeg TNG Katnyopiag B mrepIAauavouy ekeivoug TTou gival
OXETIK& eUKOAO va d1adoBoulv, va odnyroouv 0€ PETPIA TTOOOOTA VOONPOTNTAG
Kal o€ XapnAd& rooootd BvnoiudtnTag (Bioterrorism Agents/Diseases)
Ta BakThpia TG Katnyopiag B kal o1 acB€veleg TTou TTPOKAAOUV gival Ta €GAG:

Ta BakTrpia Tou yévoug Brucella TrpokaAouv BpoukéAAwaon (Brucellosis
- Emergency Preparedness & Response). To voonua traparnpeeital 16co ota
(wa 600 Kal gTov AvBpwTTo Kal peTadideTal Kal amd Ta {Wwa oTov AvepwTro.
To oTéNEXOG TO oOTToi0 TTPOCPRAAAEI KUpiwg Tov AvBpwTto eival n Brucella
melitensis TToU ouvavtatar katd Bdon ota aiyompoépara. To HIKpSORIo
METAdIOETAI KUPIWG PE KATAVAAWON JOAUCHEVWY (WIKWV TTPOIOVTWY, HE AUEDN
ETTAQN ME PMOAUCpEvVa (wa Kal oTTavioTepa atrd AvBpwTo o AvBPWTTO. ZTIC
EMTIAOKEG TNG PpoukéA\wong ouptrepIAaupavovtal n  evookapdimda, n
MNVIYYOEYKEPOAITIOO, N KePaTiTIdA, n XPoOvia IPIBOKUKAITIOO Kal n opxiTida.
Kupiwg Opwg putmopei  va  gu@avioTei  apBpimida,  ooTeoapBpiTida,
ooTeopUeAiTIOO Kal SlokooTToVOUAITIOO (BpoukéAAwaon, BikiTTaideia).

To Bakmipio Clostridium perfringens kai n Togivn «Epsilon» 10U
TTOPAYEI, TIPOKOAEI EVTOVEG KPAUTTEG OTNV KOIAIG Kal didppola TTou apxilel 8-22
WPEG META TNV KATAVAAWOT TPOPIMWYV TTOU TTEPIEXOUV HEYAAO apIiBud auTwv
Twv Baktnpiwv (epsilon toxin).

Baktpia Tou yévoug Salmonella, Shigella, Tou €idoug Staphylococcus
aureus kai 1o Baktnpiakd oTéAexog Escherichia coli O157:H7 eivai emkivouva
yla TNV aOQAAEId TWV TPOYINWY, KABWG PTTOPOUV va TTPOKAAEcouV cofapn

TPO@IKN dnAntnpiacn. Emiong, Ta Baktpia Vibrio cholerae (WebMD, Cholera)
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kal Cryptosporidium parvum ptropouv va TTpoKaAéoouv pdéAuvon TnG TTapoxnig
VEPOU PE AUEDES Kal TTOAU COPOPEG OUVETTEIES YIA TNV UYEIa.

To PBaktApio Burkholderia mallei TpokaAei Tnv acBéveia PdAn
(Glanders) (Glanders, CDC). To Burkholderia mallei €ivai ikavd va POAUVEl
TOoug avBpwTToug. H petddoon TTPayPATOTTOIEITAlI HECW TNG APECNG ETTAQPNG ME
MOoAuopEVa Cwa Kal N €i0000G TOU JIKPOOPYAVIOHUOU YIVETAI JEOTW EKOOPWYV TOU
0EpPUATOG, TWV ETTIPAVEIWV TWV PIVIKWYV KAl TWV OTOUATIKWY BAgvvoydvwy,
KaBwg Kal hge TNV €10TTVOr. AOYW TOU UWNAOU TTOCOOTOU BvNnoIudTNTAG OTOUG
avOPWTTOUG Kal TOU HIKPOU apiBuou Twv BaKTnpiwv TTou atraitouvtal yia TV
edpaiwon NG Aoipwgng, 1o Burkholderia mallei Bewpeitar mOavog BIoAoyIKOG
TTapdyovtag BioTpopokpaTiag (Burkholderia mallei, Wikipedia).

To PBaktApio Burkholderia pseudomallei TrpokaAei TN peAiogidwon
(Melioidosis, CDC / Why has melioidosis become a current issue?, CDC) H
Bvnoipuétnta amd peliogidwon avépyetar oe mooooTd 20-50%, akdun Kai
kartomv Bepatreiag (Wuthiekanun kai Peacock, 2006).

To PBakmipio Chlamydia psittaci €uBuvetalr yia tnv TTPOKANCN TNG
WITTAKWOoNG. H yirtdkwon PeTadideTal amd PoAuopéva TITiva Kal duvaral va
peTadobei kal atov dvBpwTro. Mo euaiocbnta va voorioouv gival Ta TTaidid, ol
€YKUEG, Ol KapdIoTraBeig, o1 veppoTtrabeicg, ol diaBnTikoi Kal oI EpyalOuEvol o€
XWPOUG oTTOU uTTdpYOUV TTNVAa (Wirtdkwon,
https://blog.doctoranytime.gr/glossary/psittakwsi/).

To Baktipio Coxiella burnetii mpokaAei Tov TTUPETO Q (Q Fever -
Emergency Preparedness and Response). O1 avBpwrTrol gival eEUGAWTOI OTOV
TTUPETO Q Kal N Aoipwén pTtropei va TTPokANBei kar ammd pikpd apiBud
Baktnpiwv (Q fever, https://www.cdc.gov/gfever/).

To Baktipio Rickettsia typhi i Rickettsia prowazekii TTpoKaAei TOV
TUQO. MeTadideTal oTtov AvOPWTTO PECW EVOIAUECWY HOAUCUEVWYV EEVIOTWV
OTTWG didpopa €idn apbpdTTodwy, WUAAOI, YEeipeS, TOINTTOUPIO Kal N HOAuvon
TIPAYUOTOTIOIEITAI EITE JEOW KATTOIOU TOIUTTAMOTOGS ] HEOW TWV TTEPITTWHATWY
(Tugog, BikitTaidela).

2Tnv Katnyopia B tepiAapBavovtal emmiong o1 AA@aioi (Alphaviruses), ol

OTTOiOI TTPOKAAOUV 10YEVAG EYKEPAAITIOA.
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¢ Karnyopia C
O1 mmapdayovteg NG Karnyopiag C cival TTaBoydvol 10i, o1 0TT0i0I YTTOPOUV va
TIPOKOAEOOUV  ONUAVTIKEG ETTITITWOEIS OTNV  UYEIQ. 2TV KATNyopia QuTh
QVNKOUV 0Ol €N 10i:
|66 Nitra (Nipahvirus)
XavTtaiog (Hantavirus)
Kopwvaiog ooBapol o&E0C avartrveuoTIkoU ouvdpodpou (Severe Acute
Respiratory Syndrome coronavirus, SARS coronavirus)
166 NG ypittng HAN1 (Influenza A virus subtype H1N1)

l6¢ avBpwTTivnG avoooaveTtdpkelag (Human Immunodeficiency Virus, HIV)

1.2 loTopikl Avadpoun

Katd tnv 1Tepiodo Tou lMpwtou MNaykoouiou MoAéuou, o1 TTpooTTdbeleg
va xpnoigotroinBei n véoog Tou avBpaka kateuBuvovtav oToug TTANBuCouoUg
Twv (Wwv. QoTO00, AuTO aTTedEiXON OTI gival avaTtoTeAeouaTikd. ETriong, Aiyo
META TNV €vapén Tou MpwTou Maykoopiou MNMoAépou, n MNepuavia Eekivnoe pia
ekoTpateia BloAoyikoUu cautrotdl omic Hvwuéveg MoAiteieg, otn Pwaoia, otn
Poupavia kai otn MaAia (Gregory kai Waag, 1997). To 1915 o Anton Dilger,
0 otroiog ¢ouoe oTn Nepuavia, oTdABnke oTig Hvwpéveg MoAiTeieg @épvovTtag
Madi Tou KaANIEPYEIEG MOAUOHATIKWY aoBevelwy yia aloya kalr pouAdpia. O
Dilger €¢0Tnoe gpyacTipio oto oTriml Tou oto Chevy Chase Tou Maryland kai
xpnoigotroinoe axbo@dpoug TTou gpyalovtav oTIG ammoBaBpeg otn BaATiuopn
yla va poAuvouv dloya Ta otroia Ba ammrooTéAAovtav otn Bpetavia. O Dilger
ATav UTTOTITOG WG YEPMUAVOS TTPAKTOPAS, aAN& Ot ouveAneOn tToté. ‘EQuye
TeEAKG otn Madpitn ¢ lomaviag, o6tmou TéBave katd Tn diIdpKeEIa TNG
TTavonuiag Tou 10U TG ypitng 10 1918 (Experts Q & A, Public Broadcasting
Service, 2006). To 1916, o1 Pwool cixav cul\&Bel évav Mepuavo TTpdkTopa Pe
Tapouoieg Trpobéoeic. H lMeppavia kalr ol gUPPaxoi NG XpenoIhoTToinoav
MEBODBOUG yIa va poAUvouv Ta aAoya Tou YOAAIKOU ITTTTIKOU Kal TTOAAG pwaoiKé

MOUAdpia kal dAoya oTo AvatoAikd Métwtro. O1  evépyeleg  auTég
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TTOPEUTTOBIOAV TNV Kivnon Tou TTUPOPBOAIKOU Kal TWV OTPATEUMATWY, KABWG
Kal TIG ouvodeieg Twv epodiwv Kal TTpounBeiwv (Gregory kal Waag, 1997).

To 1972, n acTtuvopia Tou 2IKAyo cuvéAaBe duo @oITnTEG, Toug Allen
Schwander kai Stephen Pera, o1 oToiol €ixav TTPOYyPAPUATIOEl VO
onAntnpidoouv TNV udpPodATNoN TNG TTOANG pE dldgopa TTaboyova BakThipia
Kal JE TUQOEIBN TTUPETO, MIO acBévela TTOU TTPOKOAEITAl atmd To BAKTAPIO
Salmonella typhi. O Schwander idpuce pIO TPOUOKPATIKA OMAdA, TNV
"R.S.S.E.", evw o lNépa ouyKEVTPWOE Kal AVETTTUEE KAANIEPYEIEG TTABOYOVWY
BakTnpiwv oTo VOOOKOWEIO TTOU £pyadoTav.

To 1980, o lMaykdéouiog Opyaviopog Yyeiag (WHO) avakoivwoe Tnv
e€aAeiyn ¢ euhoyidg (smallpox), Yo eCAIPETIKA YETADOTIKA acBEvela. Av Kal n
aoBEvela £xel eCaAeIPOei 0TO PUOIKO TTEPIBAANOV, KATEWUYPEVA ATTOBEUATA 10U
euAoyidg e€akoAouBouv va diatnpouvTal aTrd TIS KUBEPVAOEIS Twv Hvwpévwy
MoAiteiwv kai NG Pwoaoiag. YTTdpxel yeviKi avnouxia yia TIG KATAOTPOPIKEG
OUVETTEIEG OTNV  TTEPITITWON  TTOU  ETTIKIVOUVOI  TTOMITIKOI 1] TPOPOKPATEG
xpnoigotrolouoav Ta OoTeAEXN TNG €uAoyldg. Aegdopévou OTI Ta TTpoypAuUaTa
EUBONIACHOU £xouv TTAEOV TEPUATIOTEI, O TTAYKOOUIOG TTANBUCUOG €ival TTOAU
euaioBbnTog TTAéov oTnV eUuAoyid.

2tnv TMOAn The Dalles tou Opeykov 10 1984, o1 otradoi Tou Bhagwan
Shree Rajneesh mpooTrdBnoav va eAEYEOUV TIG TOTTIKEG EKAOYEG KOBIOTWVTOG
«avikavo» Tov TOTTIKO TTANBUCPO. AuTo emdILXONKE PE TN MOAUVON OTEAEXOUG
Salmonella typhimurium o€ ptrou@é cahatag o€ 11 €oTiaTépla, O TTPOIGVTA
TTAVTOTTWAEIWV KAl PHavAapIKwy, o€ TTOUOAA aTrd TTOPTEG Kal AAAWV onuEiwv
eTang oe dnudoioug xwpous. H PBioloyikh €TTiBeon TTpokdAece cofaph
TPOYIKN dnAnTnpiacn oe 751 dropa, xwpic Buparta Ouws. To TTEPIOTATIKO AUTO
QTTOTEAECE TNV TTPWTN YVWOTH PIoTpouokpaTiky €miBeon oTi¢ Hvwuéveg
MoAiteieg Tov 20° aiwva (Past U.S. Incidents of Food Bioterrorism, 2008).
‘Hrav, €tmiong, n YEYOAUTEPN TPOUOKPATIKN €TTi0eon oT0 £dagog Twv H.M.A.
(Novak, 2016).

Tov loUvio Ttou 1993, n Opnokeutikp opdda Aum  Shinrikyo
atmeAeuBépwoe TO PakTPIO Tou AvOpaka oTo TOKIO. AUTOTITEG UAPTUPEG
avépepav pia aoxnun ooun. H emmiBeon, woTtdoo, atmméTuxe, KabBwg n oudda

xpnoigotoinoe euPoAiakd oOTéAeExoG Tou PBakTtnpiou. Ta omoépia  TTOU
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avakThBnkav atd Tnv €miBeon, €deiav OTI ATAV TAUTOONPA UE éva €PPBOAIOKO
oTéAexog AvBpaka TTou gixe 600 o (wa ekeivn TV €TTOXN. AUTA Ta OTEAEXN
TOu €PPOAIOU OTEPOUVTAV TWV YOVIQIWV TIOU TTPOKOAOUV CUUTITWHOTIKA
atrokpion (Bacillus anthracis Incident).
Tov ZemtéuPpio kal Tov OkTwppio Tou 2001, didgopa TTEPICTATIKA AvBpaka
ouvéBnoav oTic Hvwpéveg TMoAiTeieg, Ta otroia TTPOKAABNKAV OKOTTIUA.
2 UYKEKPIYEVA, ETTIOTOAEG HOAUOUEVEG e AvBpaka TTapaddbnkav TauToxpova
o€ ypageia JEowvV Padikng evnuépwong Kal oTo Koykp€oo. Ol TTIOTOAEG AUTEG
TTpoKA&AEcav TOV Bavarto TTEVTE avepwtTwVv (CNN,
http://edition.cnn.com/2008/CRIME/08/06/anthrax.case/index.html).

2tnv EAAGDQ, €uTUXWG VIO TNV WPa, OEV £XOUV KATAYPOQEi, ETTIONUA,
TTEPIOTATIKA TTOU VA TTOPATTEUTIOUV OE ATTOTTEIPEG ) O TETEAEOUEVEG EVEPYEIEG

BloTpouokpariag.

1.3 NovidiwpaTtik Kol KAIVIK/EYKAnpAaToAoyIKA
MikpoioAoyia

H kAvikr pikpoBioAoyia, KaBwg Kal 0 KAAdOG TNG €YKANUOTOAOYIKAG
MIKpoRBIoAoyiag, KIvOoUvTal TTPOG TNV KATEUBUVON TWV POPIOKWY OIAYVWOTIKWYV
TIPOOEYYIOEWV ME TIC OTTOiEC Ba QVTIUETWTTIOTOUV Ol TTEPIOPIOHUOI  TWV
TPEXOUOWV OIaYVWOTIKWY HPEBOGOWYV TTOU aQOPOUV OTIC MOAUCUATIKEG VOOOUG
KAl 0TOUG TTAPAYOVTEG TTOU TIG TTPOKAAOUV. H aAAnAouxion véag yeviag €xel Tn
duvatoTNTa XPNRONS WG £EAIPETIKOU dIAYVWOTIKOU €PYOAEiOU yia Ta AoIpwdNn
voouaTta, TTepIAaPBAvovTag Tn Xpron EiTe yia JEPOVWHEVOUG aoBevEiC 1 yia
™ Oonudéola uyeia Kal TNV €mMTAPNON Twv VvOoowv. H e@appoyn NG
aAAnAouxiong véag yevidg yia Tn d1dyvwaon TwV JOAUCUATIKWY aoBevelwyv Ba
evioxuoel TNV akpIff Kal Taxeia avayvwpion Twyv TTaboyévwy TTapayoviwy,
€101 WOTE VA PTTOPEI VA EQAPUOOTEI N TTAEOV EVOEDEIYHEVN KOl ATTOTEAECUATIKA
BepaTreia o€ TTOAU OUVTOPO XPOVO Kal JE OIKOVOUIKGA XauNAG KOOTOG.

Ava@opIKA HE TIG TTAPADOCIAKEG TTPOOEYYIOEIS yia TR dIdyvwon Kal
ETMTAPNON TWV ACIHWOWY VOOHUATWY, N TUTTIKH HEBODOC TNG KAANIEPYEIOG KAl

™NG OOKIPNG euaioBbnoiag ota avTiBIOTIKA €EaKOAOUBEi va XpnOoIUOTTOIEITAl.
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QoT1600, TTPOUTTOBETEI OTI pIa AoB€vela TTPOKAAEITAI ATTd £vav PIKPOOPYaVIOUO
TTou JTTOpEl  va  KaAMgpynBei.  Zuvettwg, TraBoyova Trou Oev  E€ivail
KaAANIEpYAOIPMa Oev evTOTTICOVTAlI PE ATTOTEAECUA VO QATTOTUYXAVEI N CWOTH
didyvworn. EmmAfov, €ival ouxvd Ta o@AAPOTA OTNV TAUTOTIOINON TWV
TTaBoyovwy, v 0 XPOVOG yia Ta ATTOTEAEOHUATA PTTOPEl va OlapKETE yia
KATTolEG NUEPES. To yeyovog autd augdvel Tov KivOuvo TnG atrelAnNTIKAG yia T
Cwn €CENIENG Kal TNG EEATTAWONG TNG ACBEVEING.

O1 avoooevCuuikéG OlayVWOTIKEG OOKINEG (Enzyme immunoassays)
QVIXVEUOUV TIG OXETICOMEVEG ME Ta TTABOYOVA TTPWTEIVEG XPNOIUOTTOIWVTOG
avTiowpara. Aut n peBodoloyia Trapéxel TaxuTepa atTOTEAEOUATA, OAAG
e€akoAouBouv va uttdpxouv CnTHPATA aAva@opIKA HE TIG DIAKUPAVOEIS OTNV
evaiobnaoia Twv gv Adyw dokipwyv. Etriong, n didyvwon PTTOPEi va eTTNPEAOTEI,
avadloya MeE TOV XPOVO TnG €EETOONG O OXEOn ME TNV €vapén Twv
OUUTTTWUATWV.

H PCR Tmrpayuartikou xpovou (Real-time PCR) xpnoigoTrolgital, €1miong,
oTa KAIVIKGA epyaocThpla pikpoBioAoyiag. ‘Exel atrodeixOei 0TI TTapEXEl TaXEIa Kal
€ykaipn avixveuon mmaboyovwy Trapayoviwy. Aedopévng Tng euaiobnaoiag Tng,
woTdéoo, Ta Weudn OeTikd amroteAéopata  cival ouvnBiopéva, Adyw Tng
evioxuong Tou DNA amd PIKPOOPYyavIOUOUG Trou  Qev  gival  OTnv
TTPAYMATIKOTNTA N AITid TNG VOOOU O€ €va OUYKEKPIUEVO ATOUO 1 TTANBuOouO.
Weudn apvnmikd ammoteAéopata oupfaivouv etmiong yia didgopoug Adyoug,
oupTtrepIAapBavouévng TnS TTapouaciag avacToAéwv Tng PCR oTa d¢iyuara.

H nAektpo@dpnon traAuikou Trediou (Pulsed-field gel electrophoresis)
dnuioupyei TTOAU cuykekpipéva yovidiwpaTikG pdétutta DNA yia didgopoug
MIKPOOPYQVIOPOUG Kal  Ta OTeAéxn Touc. H  xpovoPopa TrTuxn Tng
OUYKEKPIMEVNG TEXVIKNG Kal 1 TIOAUTTAOKN TTPOETOINACIA TWV  OEIYUATWYV
ATTOTEAOUV TA PEIOVEKTAMOTA TNG.

H vyovotutinon Ttng aAAnAouyxiag TTOAAATTAWY  YOVIOIOKWY TOTTWV
(Multilocus sequence typing, MLST) Baciletal otnv avdAuon tng aAAnAouxiag
ToUu DNA TWV VOUKAEOTIOIKWY TTOAUPOPQPIOUWY TwV JIAXEIPIOTIKWY YOVIOiwV
(housekeeping genes), Ta oOToid €ival yovidla TTOU aTTAITOUVTAl YIO TN
dlatipnon TnG BAoIKAG KUTTAPIKNAG AsiToupyiag. MNMapdAo 1Tou n TeEXVIK) MLST

EXEl aTTOOEIXOEl ECAIPETIKA oaPnG Kal €UXPNOTN, MTTOPEI OUXVA VO ATTOTUXEI
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oTn SIAKPIoN PETALU OTEAEXWYV, KABIOTWVTAG TTEPIOPICHUEVN TNV EQAPUOYT TNG
yila Tnv emdnuiodoyik emtipnon (Using Next-Generation Sequencing in
Infectious Disease Diagnosis).

Me Tn xprion Twv TeXVoAoyiwv aAAnAouxIong véag yevidg, dev ugioTaral
n avaykn die¢aywyng tng xpovopBopag diadikaciag TNG KaAAIEpyEIag, TTEION Ol
QVOAUOEIG UTTOPOUV va avIXVEUOOUV MIKPOOPYQVIOPOUG aTtreuBeiag amo Ta
ociypara, OupTTEPIAOUBAVOUEVWY TOU QipaTOG KOl TOU  EYKEQPAAOVWTIAIOU
uypou. EmmTAéov, Ta TTAEOVEKTAMATA EvAVTI TWV OCUMPBATIKWY HEBOdWV
yovoTUTINONG Yia Tn digpeuvnon Twv emdnuiwv £xouv ammodeixBei (Roetzer et
al.,, 2013 / Koser et al., 2012), ye KUpIO €KEIVO TNG QViXVEUONG OTEAEXWV
MIKPOOPYQVIOPWY KAl IWV T OTToia, 0€ TTOAAEG TTEPITTITWOEIG, O Ba ATav
QVIXVEUCIUA UE TNV EQAPHOYI TWV CUPBATIKWY PHEBODdWY yovoTuTTNoNG, AOyw
TNG TTEPIOPICPEVNG eualioBnaiag TTou TIG diETTel. EmimTAéov, dedouévou OTI Ol
OXETIKEC TTANPOPOPIES ME TN YOVIBIWHATIKI) AaAANAOUXION UTTOPOUV va AngBouv
O€ PEPIKEG NUEPEG, N TAUTOTTOINON TWV TTABOYOVWY UTTOPEI va €ITEUXOEI O€
TIPWIMYES KATAOTACEIG ATTO TNV EKOAAWON TG VOOOU TTOU TTPOKAAOUV.

EmTpooBETwe, e TNV e@apuoyr Twv TEXVOAoyIwv aAAnAoUxIong véag
yevidg duvartal va TautotroinBouv Traboydva Ta otroia Ba xdvovtav OTIg
ouvnOeIG KOANIEPYEIEG KAl PE TNV €QOPUOYN TWV TTAPAdOCIOKWY HEBSGdWV
TautoTroinong. Me Tn xpron Twv TexvoAoyliwv aAAnAolxiong vEAg YEeVIAG
dlakpivovtal 6Aa Ta OTeAEXN Twv dlaOpwv TTaBoyovwy, avixveuovTal JIKTEG
AolpwEEIS kKal avakaAuTITovTal vEol TTaBoyodvol TTapayovTEG.

Ta dedopéva TNG TTANPOUS aAANAoOUXIONG VOGS YOVIDIWMPATOG, TA OTToid
QTTOKTWVTAlI PECW TNG OAANAOUXIONG VEAG YEVIAG, €XOUV QTTOKOAUWE! VEEG
TTANPOPOpPIES yia aAAnAouxiec TTou £Xouv XPNOIKOTTOINBEI ETTITUXWGS VI TOV
EVIOTTIONO TWV KOBOPIOTIKWY TTAPAyOvVTWY TNG AvOEKTIKOTNTAG €VaVTl TWV
QAPUAKWY, OTTWG YIa TTaPAdEIYUa TOV EVIOTTIONO Tou yovidiou mecC oTO
BakTtrpio Staphylococcus aureus (Jorgensen kai Ferraro, 2009) kai Tou ampC
oto Escherichia coli. EKTO¢ atmdé 1OV €VTOTTIONO MIKPOOPYAVIOUWY TTOU Eival
avOeKTIKOI O0¢ @ApUaKa, N €@apuoyn TNG aAAnAouxiong OAOGKANPou Tou
yovidiwpaTtog BoRbnoe otnv atmmokAAuwn PETOAAGEEWY Kal GAAWY YEVETIKWV
TTOPAYOVTWY TTOU OXETICOVTAI PE TNV ECATTAWON TWV AVOEKTIKWYV O€ @APUAKA

TTaBoyovwy (Poirel et al., 2015).
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1.4 To MéyeBog Twv BAKTNPIAKWY YOVISIWHATWYV

Ta Baktnpiokd yovidiwparta TTolkiAouv Alydtepo o€ pEyeBog HPETAEU Twv
O10QOpwyV €1dWV TwV BakKTnpiwv Kal gival PIKPOTEPA O€ OUYKPION ME TA
YOVIOIWUOTA TwV (WWV KAl TWV EUKOPUWTIKWY POVOKUTTAPWY OPYAVIOUWV.
AUuTO TO YeEYOVOG TA KAVEI OXETIKA €UKOAn Tnv TTAApn oAAnAouxion Tou
YOVIOIWHPATOG TOUG.

Ta BokTnpiakd yovidliwuata Kupaivovtalr o péyeBog atrd trepittou 130 kbp
(McCutcheon ka1 von Dohlen, 2011 / Van Leuven et al., 2014) £éwg kal TTavw
atmé 14 Mbp (Han et al., 2013). Mia peAétn 1ToU dIECAXON o¢ 478 BakTnpIakd
yovIOIWMATA, KATEANEE OTO CUPTTEPACHA OTI KABWG augdaveTal To PéyeBog Tou
YOVIOIWMPATOG, O apIBPOG Twv yovidiwv augdveTal pe duoavaloya BpaduTepo
PUBUG OTOUG EUKAPUWTES aTTO OTI OTOUG TTPOKAPUWTIKOUG opyaviououg. ‘ETol,
OTOUG EUKOPUWTEG, N avaloyia Tou pn kKwdikotrointikod DNA (nhon-coding
DNA) augdavetal pe 10 pEYEBOG TOU YOVIDIWHATOG TTIO TTOAU atrd OTI OTa
Baktipla. Auté cuppadifel ye To yeyovog OTI TO TTEPICCOTEPO EUKAPUWTIKO
TupnVviké DNA d¢ev KwdikoTrolgi yovidia (Hou kai Lin, 2009).

Méxpl onuepa €xouv TTPOCOIOPIOTEI TOUAAXIOTOV Ol YOVIDIWUATIKEG
aAAnAouxie¢ 50 OlOQOPETIKWYV  BaKTNPIOKWY  QUAwYV, KaoBwg kar 11
OIAQOPETIKWY QUAWV apxaiwv. Me tn peBodoloyia aAAnAouxiong deuTEPNG
YEVEAG €xouv TTpoadloplioTei aAAnAouxiec peydAou apiBuol yovidIwUdTwy,
woTO00 OXedOV 1o 90% TWV BAKTNPIOKWY YOVIOIWHPATWY TTOU £XEl KOTATEDEI
otn Bdon dedopévwy yeveTiKwv aAAnAouxiwv GenBank dev cival TTApeg. Me
TNV €QAPUOYN TWV TEXVOAOYIWV aAANAoUXIONG TPITNG YEVIAG, EVOEXOMEVWG,
duvartal va TautoTroinBei N TTANPNS aAAnAouxia evog yovidliwuaTog péoa o€
XPOVIKO d1aoTnpa Aiywv wpwv. H avaAuon Twv yovISIWHUATIKWY aAAnAouxIiwyv
QTTOKOAUTITEI MEYAAN YEVETIKI TTOIKIAOMOPQIO OTA PAKTAPIA. ZUYKEKPIUEVA, N
avéAuon oe epioodTepa amd 2000 yovidiwuara Tou Baktnpiou Escherichia
coli atrokaAuTrTel évav apiBud Trepitrou 3100 yoviSIAKWY OIKOYEVEIWV, EVW)
ouvoAiK& oTa BakTrpia uttoAoyifovtal cuvoAikd TrepitTrou 89.000 dIOQOPETIKES
olkoyéveleg yovidiwv (Land et al., 2015).

EmmAéov, amd Tnv avdAuon Twv YyovISIWHATIKWY aAAnAouxXIwy

atmodeikvueTal OTI Ta TTapaciTikd PBaktipia €xouv 500-1200 yovidia, Ta
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eAelBepa ot @uon Baktipia diabétouv 1500-7500 yovidia kal Ta apxaia
¢€xouv 1500-2700 yovidia (Gregory, 2005).

Mia evTuTTWOIaK avak@Auyrn, Ocgixvel TEPAOTIOU HEYEBOUG YyOVIDIOKN
aAAoiwon OoTav ouykpiveTal To PEYEBOG TOU yovIdIWUATOG Tou BAKIAOU TNG
AéTTpag pe Ta mTpoyovikd Tou Paktipia (Cole, et al., 2001). MeAéteg éxouv
Oc€igel OTI TTOAAG BaKTHPIA £XOUV PIKPOTEPO HEYEDOG YOVIBIWPATOS ATTO OTI Ol
Tpoyovoi Toug (Ochman, 2005). Katrd kaipoug €xouv TTpoTabei dIAQopES
Bewpieg pe okomd va €gnynbei n yevik TAON TNG aATTOOUVOEONG TOU
BakTnpiokoU YoVISIWPOTOG KAl TO OXETIKA WIKPO HEYEDOG TwV PAKTNPIOKWY
yovidiwpaTtwy. [leioTikég atmodeifeic deixvouv OTI N amoikodéunon Twv
BAKTNPIOKWY YOVIDIWUATWY OQEIAETAI OTO QAIVOUEVO TNG MEPOANTITIKAG
eCaleiyng (deletional bias).

EidikéTepa, TapOAo TToU Ta BAKTAPIO QUEAVOUV TO TTEPIEXOMEVO TOU
DNA TOUG péOW TNG OPICOVTIAC PETAQPOPAG KAl TOU avadITTAQCIAoPoU Twv
yovIdiwv TOUG, TA YOVIOIWMOTA TOUG TTAPAUEVOUV HIKPA KAl OTEPOUVTAI WN
AEITOUPYIKWY aAANAouXIwWV. AUTO TO MOTIBO €gnyeiTal EUKOAOTEPA ATTO MIA
O1axuUTN PepoAnWia TTPog PEYAAUTEPOUG apIBUoUG diaypa@uyV o€ OXECN HE TIG
TPooBNKes. Kar autdv Tov TpoTTo, OTav N QUOIKN €TmIAoy dev gival apKeTA
duvaTtn yia va dIoTNPACEl TV I00PPOTTIA TwV TTPOCONKWY 0€ OXEon HE TIG
dlaypa@ég, Ta yovidla xavovtal o€ PHEYAAEG OlaypPaPEG i ATTEVEPYOTTOIOUVTAI
Kal oTn ouvéxela diafpwvovtal. H atrevepyoTroinon Kal n amwAegia yovidiwv
gival 1I010ITEPA EUPAVEIC OTA UTTOXPEWTIKA KAl OTA CUMBIWTIKA TTapdcoiTa, oTa
OTTOIx O OPAPATIKEG YEIWOEIG OTO YEYEBOG TOU YOVIBIWUATOG TOUG PTTOPEI va
TTPOKUWoOouUV Ol atrd TNV €TMA0YH yia va xadoouv 10 DNA Toug, aAAG atrd N
MEIWPEVN €AoY yia Tn dIaTAPNON TNG YOVIOIOKAG A&IToupyIkOTNTOG. 'ETOI
AOITTOV, N YEPOANTITIKY €CAAEIWN TOu yovidlwuaTikou DNA gival hia onuavTikn

duvapn TTou diapopPwvel Ta BakTnpiakd yovidiwuara (Mira et al., 2001).

1.5 H aAAnAouxion Shotgun

H T1exvoloyia aAAnAouxiong Trou eival yvwoT wg «Sanger» WPTTOpEi va
XpPnoigoTtToIiNBei povo yia apkeTd Ppaxeig kKAwvoug DNA, ammd 100 €wg 1000
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Ceuyn Bdoewv. AvtiBeta, n peBodoloyia aAAnAouxiong «Shotgun» (Shotgun
sequencing) e€ival pia PuEBOOOG TTOU XPNOIKOTIOIEITAI yia TNV aAAnAouxion
pMeyaAwv KAwvwv DNA. Ovopddletal «shotgun» kat avaAoyia pe 10 oxedov
TUXQIO TTPOTUTTO TTOU TIPOKUTITEI ATTO TNV TTUPOdOTNON €VOG KUVNYETIKOU
OTTAOU o€ €vav OTOXO.

evikd, ol JakpUTEPES aAAnAouxieg oTTave 0€ PIKPOTEPO BpalouaTa Ta
oTToia PTTopouvV va uttoBAnNBoUv oe aAAnNAoUXIoN XWPEIOTA KAl OTn CUVEXEIX
ouvappoAoyouvTal yia va dwoouv Tn ouvoAik aAAnAouxia. Auo BacIKEg
MEBODBOI XPNOIUOTTOIOUVTAI VIO QUTO TOV OKOTTO: TO XPWHOCWHMIKO TTEPTTATAMA
(Chromosome walking), 10 oOTr0oi0 TPOXWPA O OAOKANPO TOV KAWVO,
THNUATIKA, KOUPATI TTPOG KOMPATI Kal n aAAnAouxion Shotgun, n otroia gival
MIa Taxutepn aAAG TTI0 TTEPITTAOKN dladIKaoia TToU XPNOIYOTIOIE TuXaia
Bpavouara.

21NV aAAnAouxion Shotgun To DNA diacTraral Tuxaia o€ TToAudpIOua
MIKPG TUAMOTA-BpaUopaTa Kal, 0Tn OUVEXEID, TTpoodiopideTal N aAAnAouxia
TOUG ME KATTOIO PEBODO. ATTO TNV aAAnAouxion Twv BpaucudTwy AapBdavovtal
Ta Aeyoueva «readsy», Ta OTroia €ival oI TAUTOTTOINWEVEG OAANAOUXIEC TwV
BpauoudTwy TToU TTPoéKUYav atrod Tn didotracn Tou DNA.

Me Tnv ekTEAEON QPKETWV KUKAWV QUTAG TNG Bpaucuarotroinong Kai
TNG aAAnouxiong Twv Tunudtwv DNA T1ou TTpokUTITOUV, AauBdvovral
TTOAOTTAG aAAnAeTikaAuTiTOpeva reads Tou DNA otoxou. 'Emeira, €1dikd
TTPOYPAMMATA UTTOAOYIOTWY XPNOIYOTTOIOUV Ta OAANAETTIKOAUTITOMEVA AKPO
TWV reads yia va Ta cuvappoAoyrnoouv o€ pia ouvexr aAAnAouyia (Staden,
1979 / Anderson, 1981). Kauia amd TIC aAAnAouxieg Twv reads TToU
TIPOKUTITOUV O€V KOAUTITEI TO TTANPES PWAKOG TNG apXIKAG aAAnAouxiag, aAAd Ta
reads pTmoOpoUv  va  guvapuoAoynBouv  otnv  apxikl  aAAnAouxia,
XPNOILOTTOIWVTAG TNV €MKAAUWN TwV AKPWV TOUG. ZTnNV TIpAyuaTikéTnTa,
auth) n diadikacia XPNOIKUOTTOIEl TEPAOTIO OYKO TTANPOPOPIWY, O OTTOIOG Eival
YEMATOG VOUKAEOTIOIKEG ap@iondies kKal o@daApara. H ouvappoAdynon
OUVOETWY YOVIDIWUATWY TTEPITTAEKETAI, ETTITTPOCBETA, aTTd TN PEYAAN agpBovia
eTavalaupavopevwy  aAAnAouxiwy, Yeyovog TTou onuaivel 611 TTapduoia
ouvTopa reads Ba ptTopoucav va TTPOEPXOVTAI aTTO TEAEIWG DIOPOPETIKA PEPN

NG €€eTalduevng aAAnAouxiag. ‘Etol Aoimmdv, ToAAG aAANAOETTIKAAUTITOUEVO
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reads yia ka0 TuApa Tou apxikou DNA gival ammapaitnTa yia va EETTEPACTOUV
QuTEG O DUOKOAIEC Kal yia va ouvappoAoynBei pe peyadAn akpifeia n apxikn
aAAnAouxia.

2uvnBwg, Katd Tnv aAAnAouyxion Shotgun, TTPAYMOTOTIOIEITAI N
aAAnAouxion evog Bpavoupatog DNA oe éva amd T1a dUo dkpa TOu, HE
atroTéAeopa n VOUuKAEoTIOIKY) aAAnAouxia Tou read yia To ev Adyw Bpaucua va
TIPOKUTITEl aTTO TO €va Akpo (single-read sequencing). H PeATiwpévn
TapaAlayy Tou single-read sequencing e€ival yvwoTti wg  «Paired-end
sequencing» (aAAnAouxion Cuyapwuévwy akpwyv), 1 we double-barrel (dITTAAG
Kdavng) shotgun sequencing. Me 1n uéBodo Paired-end sequencing die€ayeTai
n aAAnAouxion kal ota dUo dkpa evog Bpaucuatog DNA kal e Autov Tov
TPOTTO TTapayovTal dedopéva aAAnAouxiwy reads uwnAng TToIdTNTAG, TA OTToIA
MTTOPOUV Va 0ToIXNBOUV PE HeEYaAUTEPN €UKOAIO O€ pia aAAnAouxia avag@opdg.
H aAAnAouxion Paired-end O&1euKkOAUVEI TNV QviXxveuon YOVIOIWMPATIKWV

avadIaTALEWY, ETTAVAAANPBAVOUEVWY OTOIXEIWV KAl YOVIOIOKWY CUVTALEWV.

Eikéva 1 Me tnv aAAnhoUxion Paired-end cival e@ikti n aAAnAoUxion kai Twv 600 Akpwv
evog TuAparog DNA. ‘ETol, gival yvwoTr n atréotacn Petagl Tou KABe {euyapwuévou dkpou
Kal ol aAyopiBuol oToiXiIong UTTOPOUV va XPNCIMOTTOIACOUV AUTEG TIG TTANPOQOPIEG yIa va
XOPTOYPAPACOUV WE PeyaAUTEPN akpiBeia Ta reads.

Amé: Advantages of paired-end and single-read sequencing,

https://www.illumina.com/science/technology/next-generation-sequencing/paired-end-vs-single-read-
sequencing.html

OT1rwg amreikovietal kair otnv Eikéva 1, ye Tnv aAAnAouxion Paired-end
KaBiotatal €QIKTA N aAAnAouxion Kal Twv dU0 Akpwv evog Turuatog DNA.
Emeidr), pe autdév T1pOTIO €ival yvwoTr n ammoéoTaon METagU Tou KABE
Ceuyapwpévou akpou, ol aAydpiBuol oToiXIong YUTTOPOUV VA XPNOIUOTTOIOO0UV
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QUTEG TIG TTANPOQOPIEG VIO VO XAPTOYPOPROOUV UE PEYOAUTEPN akpifeia Ta
reads o€ emmavaAAPPAVOUEVEG TTEPIOXEG TwV OTTOIWV €ival OUOKOAO va
TpoodiopioTei N aAAnAouyxia (Advantages of paired-end and single-read
sequencing). H apyikr yovidiwpaTiky aAAnAouyia avakaTaokeuddeTal atmo Ta
reads xpnoigotroiwvTtag €10IKG  AoyIopikG ouvapuoAdynong aAAnAouxiwv
(sequence assembly software). Kat 'apxdg, ta aAAnAoeTTiKaAuTITONEVA reads
OUVAPPOAOYOUVTAl O€ POKPUTEPEG OUVOETEG OAANAOUXIEG TTOU €ival YVWOTEG
wg «contigs». Ta contigs YTTopouv va ouvoeBoUV PETALU TOUG OXNUATICOVTOG

TIG dopéG «scaffoldsy», OTTwg atreikovi(eTal oxnuUaTIKa oTnv Eikéva 2.

Genome

Heads — —

Contigs

Scaffolds

Eikéva 2 Ta aAAnAoetikaAuTITOpeva reads cuvapuoloyouvTal o€ HakpuTePeG aAAnAouyieg
YVWwOoTEG wg contigs. Ta contigs ouvdéovTtal peTagu Toug oTig dopég scaffolds.

ATTo: Biostars, «How to assemble contigs?», https://www.biostars.org/p/253222/

Avaloya pe 1O pEYEBOG TOU KEVOU TIOU OXNUATiCETal METAEU TWV
contigs, PTTOpOoUV va XpNnoidoTtroinBouv JIAPOopPES TEXVIKEC yia va Ppebdei n
aAAnAouxia autwyv Twv Kevwyv. Eav 1o Kevo eival pikpd, TnG Tagng Twv 5-20 kb,
TOTE amaITEITAl N XPAoN TNG aAucIdWTAG avTidpaong TnG TTOAUMEPAONG
(Polymerase Chain Reaction, PCR) yia Tnv gvioxuon TnG €v AOyw TTEPIOXNS
Kal oTn ouvéxel Ba AdBel xwpa n aAAnAouxion. Eav 10 Kevo €ival peydlo,
MeyaAUTepo atmmd 20 kb, 161e TO peydAo Bpavopa DNA kAwvoTtroigital, wg
évBepa, oe €10IKOUG Qopeig, Ta BakTnEIaka TexvNTd xpwuoowpuata (Bacterial
artificial chromosomes, BAC) kai €meira akoAouBei n  aAAnAouxion Tou
evléuartog Tou popéa BAC.

MoAU BaoikA €vvoia otnv aAAnAouxion shotgun gival n kGAuywn r BaBog
(coverage 1 depth) TTOU ATTOdIdEI TOV APIBPO TWV reads TToU TTEPIAAUBAVOUV
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éva  OcdOMEVO  VOUKAEOTIOIO  OTnv  avakaTaokeuaopévn  aAAnAouyia
(Sequencing Coverage / Sims et al., 2014). Zuvettwg, aAAnAouxion uwnAng
KAAuywng, f Badid aAAnAouxion onuaivel dnuioupyia peyahou apiBuou reads
yla KABe TTEPIOX) MIAG avaKATOOKEUAOMEVNG aAAnAouyxiag (Mardis, 2008).
21NV Eikéva 3 atreikovietal oxnuaTtikd n aAAnAoetmkdAuywn tecodpwy reads,
N ouvOAIKr} aAAnAouxia Twv oTToiwv Ba XPNOIKOTTOINGEI yIa TNV AVAKATOOKEUN)
MIaG OUVAIVETIKAG aAAnAouyiag (consensus) ouvoAikou prikoug 37 Bdacewv
TTOU Ba TTpoKUWEl ATTo Ta dEdOPEVA TNG AAANAOETTIKAAUWNG TWV reads TTou TN
ouvBEéTouv. To péyeBog Tou PBABoug (kK&GAuwng) Tng aAAnAouxiong oe KABe

onueio utrodeikvueTal atrd Tov apiBud Twv AAANAOETTIKOAUTITOPEVWY reads.

Eikéva 3 AAAnAoeTTiKGAuWn TeE00Gpwyv reads. To péyeBog TNG KGAUWNGS TNG aAAnAouxiong o€
KAB¢e onueio uttodelkvUEeTal ATTO TOV APIBPO TV AAANAOETTIKOAUTITOPEVWY reads.

Amd: Coverage (genetics) From Wikipedia, the free encyclopedia,
https://en.wikipedia.org/wiki/Coverage_(genetics)

levikd, n péon KAAuwn vyia €va oAOKANpo yovidiwpa MTTopEl va
utToAOoyIOTEl aTTO TO PAKOG TOu apylikou yovidiwuatog G, Tov apiBud N Twv
reads kai 10 péoo prikog Toug L we: N x L / G. lMNa mapadeiyua, éva UttoBeTIKO
yovidiwpa prikoug 2.000 Ceuywv Bdaocewv avokataokeuaopévo atmo 8 reads
TTou €xouv Péoo pNKkog 500 voukAeoTidiwy, Ba éxel KAAuwn ion pe 2. Auti n
TTAPAUETPOG ETTITPETTEL, ETTIONG, TNV EKTIUNON GAAWV TTOCOTATWY, OTTWG TO
TTO000TO TOU YOVIOIWUATOG TTOU KOAUTITETOI ammd reads, péyeBog TO OTT0IO
MEPIKEC QOPEC OVouAdleTal, €TTIONG, WG KAAUWN. Mevikd, n uwnAn KGAuyn civai
emBuuNTA oTnv aAAnAouxion shotgun, €meidf €101 PTTOPOUV VA UEIWBOUV Ta
o@aApaTa katd Tn diadikacia TG cuvappoAdynong (Sims et al., 2014).

MoANég  Béoeic  oe  éva  yovidiwua  TTEPIEXOUV  OTTAVIOUG
MOVOVOUKAEOTIOIKOUG TToAUpop@Iiopoug (Single Nucleotide Polymorphisms,

SNPs). Q¢ €k ToUTOU, YyIO Vva Yivel OIGKPION METALU TWV OQOAPATWY
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aAAnAouxiong kai Twv Trpayuatikwv SNPs, eival amapaitnto va augnbei n
akpiBela TNG aAAnAouxiong akOun TTEPIOCOTEPO HECW TNG OlEEAYWYAS TNG
aAAnAoUXIoNG TwV HPEPOVWHPEVWY YoVvIDIWUATWY TTOAEG @opég (Coverage,
Wikipedia).

MapodAo 1mou n aAAnAouxion shotgun pTTopei BewpnTIKA VA EQAPPOOTEI
o¢ €va yovidiwpua OTroloudnTTOTE HEYEBOUG, N AUECN €@ApUOoyn TNG OTnv
aAAnAouxion HeyAAwvV  YoVIOIWPATWY, Yia TTapddelyya oTo  avlpwITivo
yovidiwpa, ATav TTEPIOPICPEVN MEXPI Ta TEAN TNG OgkaeTiag Tou 1990, o6Tav n
TEXVOAOYIKA TTPOOOOG KATECTNOE UTTOAOYIOTKA TTPOKTIKO TOV XEIPIOWO TWwV
TEPAOTIWV TTOOOTATWY dedopévwy (Dunham, 2005).

O 1AApPNG TTPOCdIoPICPOS TNG OAANAOUXIOG €VOG YOVIBIWUATOG ME
aAAnAouxion shotgun péxpl TTPOC@ATA TTEPIOPICOTAV TOOO ATTO TO HEYEBOG TWV
MEYOAWV  yovIOIWPATWY OCO0 Kal atmd TNV TTOAUTTAOKOTNTA TOU uywnAou
TT0000TOU eTTavaAauBavouevou DNA, peyaAutepo atmo 50% yia 1o avBpwTmivo
YyoVISiWwMa, TTOU UTTAPXEI OTA PEYAAA yovIdliwuaTa. Asv ATAV EUPEWG ATTODEKTO
OTI n aAAnAouxia €voG peyAAOU YOVIOIWUATOG TIOU EXEl TTPOKUWEl HE
aAAnAouxion shotgun Ba Ttrapeixe agiomoTta dedopéva. Na autoUug Toug
AOyoug, AGAAeG peBodoloyie¢ TTou peiwoav TO UTTOAOYIOTIKO @QOPTIO TNG
OuvappoAdyNoNnG Twv aAANAOUXIWV ETTPETTE va XpnoiyoTtroinBouv Trpiv atrd
TNV ekTéAeon TNG aAAnAouxiong shotgun (Venter, 2006). ZTnv 1€PAPXIKN
aAAnAouxion (hierarchical sequencing), yvwoTti kai wg aAAnAouxion «atrod
TAvw TIPOG Ta KATw» (top-down sequencing), dnuioupyeital €vag QUOIKOG
XApTNG ME XapnA avdAucn Tou yovIOIWUATOG TIPIV ATTO TNV TTPAYMOATIKA
aAAnAouxion. ATé autdv Tov XApTn, €vag eAGxIoTog aplBudg BpaucudaTwy
TTOU KOAUTITOUV OAOKANPO TO XpwHOowua eTmAEyovTal yia aAAnAouxion.
(Gibson G. and Muse SV. A Primer of Genome Science). Mg Tov TpO1T0 QUTO,
aTTaITEITal TO €AAXIOTO TNG dlECaywyng Twv dIadikaolwyv TG aAAnAouxiong

uwnAng ammédoong (high-throughput sequencing) kai TNG cuvappoAdynong.
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1.6 TexvoAoyieg aAAnAoUxIoNng VEAG YEVIAG

H kAaoik) aAAnAouxion Shotgun BacioTnke otn nEBodo aAAnAouxiong Sanger
KAl ATTOTEAECE TNV TTIO TTPONYHEVN TEXVIKA aAANAoUXIoNG YOVIOIWPATWY KATA
TN Xpovik Tepiodo 1995-2005. H pebodoloyia aAAnAouxiong Shotgun
e€okoAouBei va e@appoleTal  CHAPEPA, XPNOIKMOTTOIWVTAG, WOTOCO, TIG
TEXVOAoyieg aAAnAouxiong «véag yeviag» (Next-generation sequencing, NGS)
N, Omw¢ oAMwg ovoudlovtal, «uwnAig amédoong» (High-throughput
sequencing). Mg kdarmoleg a1md QuTEG TIG TEXVOAOyieg TTapdayovtal reads
MIKPOTEPOU MAKOUG, KOl OUYKeKpiyéva atrd 25 €wg 500 bp, aAAG
dnuioupyouvTal TTOAAEG EKATOVTABEG XINIABEG I EKATOMMUpPIO reads o€ OXETIKA
OUVTONO XPOVIKO d1a0Tnua, akOun Kal péoa o€ oAU Aiyo xpovo (Voelkerding
et al.,, 2009). Autd éxel wg atToTEAEOUA, ATTO TN MIA TTAEUPQ, TNV ETTITEUEN
UWnANRG KaAuwng, aAAG atmd Tnv GAAn, n diadikacia NG ouvapuoAdynong
gival, og yeydAo Babuod, oAU 1o uttoAoyioTiKr. O1 TexvoAoyie¢ aAAnAouxiong
VEAG YEVIAG €ival ECAIPETIKA avwTEPES aTTd TNV aAAnAouxion Sanger, Adyw Tou
MEYAAOU OYKOU TWV TTAPAYOUEVWY OEDOUEVWV KAl TOU OXETIKA UIKPOU XpOVou
TTOU aTtrauTeiTal yia TNV aAAnAouxion evog oAdkAnpou yovidiwpartog (Metzker,
2010).

2€ oxéon ue TIC TTapadoaolakeég ueBddoug, n TexvoAoyia aAAnAouxiong
véag yevidg eival, TAéov, TTOAU MO @Bnvp Kal TTOAU o Taxeia,. la
TTaPAdeIlyha, n TTPWTN aAAnAouxion Tou avBpwTTIvOU YOVISIWKATOSG TTOU
onuioupyndnke amdé 10 «Human Genome Project» XPNOIMOTTIOIWVTAG TNV
aAAnAouxion Sanger TApe pia OekaeTia va diekmepaiwBei kal KOOTICE
oloekaToupupia  SoAdpia. T[MAéov, n aAAnAouxion €vog avBpPwWTTIVOU
YOVIOIWMPATOG HE HEBODOUG aAANAoUXIONG VEQG YEVIAG UTTOPEI VA KOOTIOEI
MOAIG 1.000 doAdpia (High-Throughput Sequencing of DNA).

2Tnv Eikdéva 4 armreikovileTal éva ypagnua OxeTIKO he TNV paydaia
TITWON TOU OIKOVOPIKOU KOOTOUG TnG aAAnAouxiong Tou avBpwITivou
YOVISIWMPATOG 0TN XPOVIKN TTEPiodo atrd 10 2001 £€wg onuepa. ‘EtTeaira ammd Tnv
avakoivwaon TnNG TeTeEAEoPEVNG AAANAOUXIONG TOU avBPWTTIVOU YOVISIWKATOG TO
¢€10¢ 2004 amd 1o «International Human Genome Sequencing Consortium

2004», 10 EBvikS IvoTitouto ‘Epeuvag AvBpwtrivou lNovidiwpatog (National
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Human Genome Research Institute, NGHRI) dnuioupynoe pia TEXVOAOYIKNA
TTpwToBouAia aAAnAouxiong Tou DNA kai 8i1€8ece yia Tov OKOTTO autd 70
eEKATOPMUpIa  QOAGpIa peE OTOXO TNV ETiTEUEN TNG AAAnAoUXIONG €VOG
avBpwTtrivou yovidiwpaTtog oto oo Twv 1000 doAdpia o BaBog xpovou
0éka eTwv (Schloss, 2008). Me agopun 10 yeyovog autd, atrd 1o 2004 Kai
ETTEITA, QAVAKOAUQONKE pIa o€ipd TeEXVOAOYIWV aAANAOUXIONG VEQG YEVIAG.
Otrwg @aivetal otnv Eikéva 4, amdé 1o 2006, otav 1€ONKE 0€ KUKAO®OpPIa O
avaAuTng «Genome Analyzer Il» Tng etaipiag lllumina (Solexa), To KOOTOG TNG
aAAnAouxiong &ekivnoe va TTEQPTEI OPANATIKA, YE ATTOTEAECUA, ONUEPA, VA EXEI

IKavoTroinBei o otoxog Tou NGHRI.

Eikéva 4 [pdonua TTWoNG TOU OIKOVOMIKOU KOOTOUG TNG aAAnAouUxiong Tou avBpwTrivou
YOVISIWPATOG OTN XPOVIKN TTEPiodo aTtd 10 2001 £wg oruepa.

Amd: Genome Atlantic, Here's the @NIH Cost per Genome graph updated for 2017. Wow.,
https://www.genome.gov/images/content/costpergenome_2017.jpg

O dpduog Tpog autd To opdoNUO TTEPIAAUPBAVE TTOAAEG EUTTOPIKEG
TTAATQOPUES TEXVOAOYIWYV aAANAOUXIONG VEQG YEVIAG, Ol OTTOIEG DIAPEPOUV OTIG
AETTTONEPEIEG TOUG, OAAG OuvABwG akoAouBolv €va  TTapPOUOIO  YEVIKO

TTOPAdEIYUA: TTPOETOIYACIA TOU YOVIDIWHATIKOU UAIKOU, KAWVIKA €VioxXUor| Tou,
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akoAouBoupevn atmmd  KUKAOUG padikwv  Kal  TTapdAAnAwyv  d1adIKaoiwy
aAAnAouxiong. H ouykekpiyévn OTpATNYIKA TTOU XPNOIYOTTOIEITal Ot KAOE
TEXVOAOyia kaBopifel Tnv TToIOTNTA, TNV TTOOOTATA KAl TN MEPOAnWIa Twv
OEQOUEVWV TWV OAANAOUXIWV TTOU TTPOKUTITOUV, KABWG KAl TN XPNOINOTNTA TNG
KAOE TEXVOAOYIAG YIO CUYKEKPIPEVES EQAPUOYEG.

2AMEPA, Ol TTEPIOTOTEPO XPNOIUOTTOIOUUEVES TEXVOAOYiIEG aAAnAouxiong

VEQG YEVIAG KAl O TPOTTOG KE TOV OTTOI0 AEITOUPYOUV Egival Ol €ENG:

e lllumina

H Illumina/Solexa kukAopodpnoe Tov avaAutry «Genome Analyzer II» To 2006
EVW o1 TTP6odoI 0TNV TEXVOAOYia TNG €v Adyw eTaIpiag KaTd Ta TTapeABOvVTa £€Tn
TNV €XOUV KAVEI VA KUPIAPXAOEl, ETTi TOU TTAPOVTOG, OTNV ayopd aAAnAouxiong
véag yevidg. Omrwg @aivetalr otnv Eikéva 5, n diadikacia tng aAAnAouxiong
BaoiCetal otnv KAwvVIKr evioxuon Tunuatwv DNA TTou ouvdéovtal PECw
€1I0IKOU TTPOCOPUOYEQ OTNV ETTIPAVEIA MIAG YUAAIVNG KuweAidag pong (Bentley
et al., 2008).
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Eikéva 5 H aAAnAouxion pe Tnv texvoAoyia tng lllumina Bacidetar otnv KAWVIKA gvioxuon
TuNUATWY DNA TTou cuvdiovTal HEGW TTPOCAPUOYEQ OTNV ETTIPAVEIA JIAG YUAAIVNG KUWEAIdaG
porig. O1 BAceIg TAUTOTTOIOUVTAI XPNOIMOTIOIDVTAG HIa HEBODO KUKAIKOU avaoTpEWIPou
TEPUATIOPOU, KOTA Tnv oTroia dieEdyeTal 0 TPOCdIOPICUOG TNG aAAnAouxiag Tou uTTo
aAAnAoUxion kKAwvou DNA, éva voukAeoTidlo kKaBe @opd, PEow TTPOOSEUTIKWY KUKAWY TTOU
mepIAapBdvouv Tnv evowpdtwon Tng BAong, EKTTAUCT, ATTEIKOVION Kal dIACTTACT).

AT6: Reuter JA, Spacek D, Snyder MP. (2015). High-Throughput Sequencing Technologies. Molecular

Cell 21; 58(4): 586-597. doi:10.1016/j.molcel.2015.05.004
https://www.ncbi.nim.nih.gov/pmc/articles/PMC4494749/

O1 Bdoeig TauTtoTroloUVTAl XPNOIMOTTOIWVTAG MIa PEBODO KUKAIKOU
QVOOTPEWIPOU TEPUATIONOU, KATA TNV otroia SIEEAYETAI O TTPOCBIOPICHOS TNG
aAAnAouxiag Tou UTTO aAAnAouxion kAwvou DNA (DNA template), éva
VOUKAEOTIOI0O KABE @opd, PHECOW TTPOOOEUTIKWY KUKAWYV TTOU TTEPIAQUBAvVOUV
TNV EVOWPATWON TNG PAONG, £KTTAUCN, QTTEIKOVION Kal dIACTTACN. Z€ QUTH TN
MEBODBO xpnaiuoTrolouvTal eEAeUBepa deofupiBovoukAeoTidla Tou TUTTOU «3°-O-
azidomethyldNTPs» yia tnv mTauon g avtidpaong TTOAUPEPIOPOU, Ta OTToid
onuaivovtal ge @Bopiopd. Me Tnv evowudtwon evog 3'-O-azidomethyldNTP
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OTAMOTA O TTOAUMEPIOPOG Tou DNA, eMTPETTOVIAG TNV ATTOPAKPUVON TWV N
EVOWMNOTWHEVWY Oe0EUPIBOVOUKAEOTIOIWY, PE EKTTAUCN, Kal TV @Bopiouca
ATTEIKOVION YIa TOV TTPOCOIOPICUSO TOU TTPOOCTIOEUEVOU VOUKAEOTIOIOU, HECW
Miag ouokeung oueuyuévou gopTiou (coupled-charge device, CCD) (Guo ey
al.,, 2008). Metd Ttnv ateikdvion, agaipeital n @Bopiouca povada Tou
evowpaTwuévou 3'-0O-azidomethyldNTP kai €101 atreAeuBepwvetal To 3° AKPO
Tou UTTG aAAnAouxion DNA, woTte va emavaAngBei n diadikacia. 2 6Aa Ta
povTéAa lllumina, Ta GUVOAIKO TTOOOOTO OPAAPATOG Eival KATW attd 1% Kal o
ouvnBEoTEPOG TUTTOG OPAAPATOG gival TO AdBog didBacua Bdoswv (Dohm et
al., 2008).

H etaipia lllumina kartaokeuddel Oruepa UIO €UPEIQ OEIPA CUOKEUWV
aAAnAouxiong (sequencers) PBEATIOCTOTTOINUEVWY YIA TTOIKIAEG dlEpyaaieg, Ol
oTroieg atreikovifovtal otnv Eikéva 6. O1 ocuokeuéc MiSeq kai HiSeq eivail ol
mo Oladedouéveg. Me Tn ouokeury MiSeq n ekTéAeon MIag avaAuong
TTpaydaTotrolEiTal o€ YONIG 4 Wpeg Kal TTpoopifeTal, METAEU AAAwWv, yia
aAAnAouxion pikpwyv yoviIdlwpaTwy. H ocuokeury HiSeq 2500, amd tnv GAAn
TAEUPd, €ival KOTAOKEUOOUEVN VIO EQAPPOYES uwnAng amédoons. H HiSeq
2500 pTTopei, €tmiong, va TeBei 0€ ypriyopn Asitoupyia, n otmoia woTéoo Egival
AydTeEpO  aTTOdO0TIKI), OAAG pTTopEl va Trapdyel 30 @QOpéG TO avOPWITIVO
yovidiwpa péoa o€ 27 WPEG.

2TIG apxég Tou 2014, n lllumina Trapouciaoe Tn cuokeury NextSeq 500,
kabwg kai Tn HiSeq X Ten. Ouoiwg pe Tn MiSeq, n NextSeq 500 é£xel
oxedlooTei WG €vag ypryopog avaAutig aAAnAouxiwyv. Qotdéoo, n NextSeq
500 cival og B€on va mapdyel 120 Gb dedopévwy, 1 €va povo yovidiwpa 30
@opég, oe ANiyotepo ammd 30 wpes. H ocuokeury NextSeq 500 xpnoiyoTroiei,
etTiong, pia véa pebodoAoyia aAAnAouxiong dUo kavaAiwy. Ze auTr} Tn PEBodo,
n Kutogoivn €ival €mMonUACUEVN ME KOKKIVO XpwHa, n Buuivn pe mTpdaoivo, n
adevivn JE KiTPIVO, VW N youavivn Ogv gival ETTIONUACUEVN. Z€ avTiBEon PE TN
pMEBodOAOyia Twv TECOAPWY KAVOAIWV TTOU XPNOIUOTIOIEITAlI OTIC OUOKEUEG
MiSeq kai HiSeq, n aAAnAouxion o€ dU0 KavAAia atraiTei JOvo dUO EIKOVEG yia
TNV QVIXVEUOTN TWV VOUKAEOTIOIWY, HEIWON TWV XPOVWV ETTEEEPYATIOG TwV

dedopEVWY Kal augnon TG atrédoong. Mapd TN YEIWPEVN TTOAUTTAOKOTNTA, TA
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OUVOAIK& TTOOOOTA OQAAPOTOG, T OTTOI AVTIOTOIXOUV 0€ AlyoTEPO atro 1%,
gival Trapdpola pe TIg dladedouéveg cuokeuEg HiSeq.

H HiSeq X Ten c¢€ival pgia OUOKeur] KATAAANAN yia Tnv TTAfRpPNn
aAAnAouxion Tou yoviIdIwuaTog, o€ TTANBUCHIAKN KAiJOKA, TTOU KUKAO®OPNOE,
etriong, 1o 2014. Eivail ikavry va mrapayel 18.000 yovidiwpata pe kGAuywn 30X
ava €1oc. TéAog, n ouokeury NovaSeq 6000 tng lllumina, atroteAei, onuepa,
TNV TeAeuTaia AEEN TNG TeEXvoAoyiag oTn  yoviIOlwpaTIKA - aAAnAouxion,
ouvOUACoVTag OAA TA TTAPATTAVW TTPOTEPHMATA OE UIO OUOKEUR aAAnAoUxXIong

eCAIPETIKA UWPNARGS aTTdd0o0NG YiIa OAOUG TOUG TUTTOUG TWV YOVIDIWUATWV.

Eikéva 6 MovTtéha avaAutwy (sequencers) Tng lllumina.

ATé: lllumina ALL SYSTEMS, https://mww.illumina.com/systems.html

e Pacific Biosciences (PacBio)
H péBodog aAAnAouxiong evog popiou DNA oe mrpayuaTtikd xpovo (Single-
molecule real-time, SMRT) avakaAu@Onke atd Tnv etaipia Nanofluidics Inc.

Kal d1atédnke oto guTTdpIo atrd TNV Pacific Biosciences. 21n yeBodoAoyia Tng
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Pacific Biosciences xpnoOIMOTIOIEITAI N TEXVIKA TNG €evioxuong TTOAAQTTANG
petarommong (Multiple Displacement Amplification, MDA) Tou DNA, n otroia d¢
Baoifstal oe PCR. AutA n péBOdOG UTTOPEI va evIOXUOEl, YPNyopa, MIKPEG
TTooOTNTEG dElyNATWY DNA, atrodidovTag €TTapKr TToodTNTA VIO YOVIOIWUATIKK
avaAuon. H avtidpaon ekiva pe Tov UBPISIOUS £CaVOUKAEOTIOIKWY EKKIVNTWV
(random hexamer primers) TTou TTPOCOEVOVTAI O€ TuXaieg BECEIC OTO UTTO
evioxuon DNA. H ouvBeon diegayetal pye mn xprion €101kng DNA 1ToAupepdaong
Tou Ola6€tel dpdaon petatommong kKAwvou (DNA  Polymerase Strand
Displacement Activity), oe oT1aBepry Bepuokpacia. Ze oUyKpiIon ME TIG
oupBatikég TexVIKEG evioxuong PCR, n MDA trapdyel Tpoidvta peyaAUuTEPOU
MEYEBOUG, HE OXETIKA HEYAAn Opwg ouxvotnTa o@aAparog (Multiple
displacement amplification, Wikipedia). Me tn xprion tng DNA 1TOoAUpEPAONG
MeTaTotmong kAwvou (strand displacing DNA polymerase), ©&uvatal va
O1e¢axOei TTOAAEC @opéc n diadikacia TNG aAAnAouxiong OTo apXIKO HOPIo
DNA, aut¢davovtag tnv akpipeia tng pebBodoloyiag Pac Bio (Travers et al.,
2010).

Otrwg atreikovifeTal oxnuaTtika kal otnv Eikéva 7, xpnoiyotroiouvTal
deoupifovoukAeoTidlia  kKal Twv Teoodpwv BAoewv, Twv OTOIWV Ol
PWOPOPIKEG OUADEG cival KATAAANAQ eTTIONUOCPEVES e @BOopICovTa UAIKG TTOU
0ev gutrodiouv Tov ouvexny ToAupepiopd Tou DNA. H ouvbBeon tou DNA
TpaypatoTrolgital o€ €161Koug BaAduoug, ueyéBoug TNG TGENG Tou CeTTTOAITPOU
(1 CemmmoNITpo = 1.0%x10°21 Aitpa), TTOU ovopdalovTal zero-mode waveguide,
(ZMW), oTtov TuBuéva Twv OTIoiWV  akIivnToTToIEiTal  pia povo DNA

ToAupepdon (Levene et al., 2003).
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Eikova 7 MéBodog aAAnAouUxiong evog popiou DNA og TTpayuaTiké XpOvo TToU XPNOIKOTIOIET
n TexvoAoyia PacBio. E@apuddetal n TeXVIKA TNG evioxuong TTOAATIANG PETATOTTIONG ME TN
xprion DNA TmoAupepdong Ttou O100€Tel dpAon METATOTTIONG KAWVOU, Ot oOTABePn
Beppokpacia. Xpnoiyotrolouvtal de0&UPIBOVOUKAEOTIOIO KAl TwV TECOAPWY PBACEWV, TWV
OTTOIWV Ol PWOPOPIKEG OPAdEG gival KATAAANAQ eTionuacpéveg e @Bopiovta UAIKG TTou dev
euTTOdiICOUV TOV ouveXH TTOAUpEPIoUS Tou DNA.

AT6: Reuter JA, Spacek D, Snyder MP. (2015). High-Throughput Sequencing Technologies. Molecular
Cell 21; 58(4): 586-597. doi:10.1016/j.molcel.2015.05.004
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4494749/

H @uoiki autwyv Twv BaAdpwyv pelwvel Tov BopuBo Tou utToRABpoU Kal O€
onuioupyeital TTPORANKA PE TNV KATAyPA@H TWV ONUATWY KAl TWV TECOAPWV
€IdWV TWV ETMICNPACUEVWY BEOEUPIBOVOUKAEOTIBIWY, Ta OTToia uTTopoUvV va
OUVUTTApXOUV TauToxpova. 'ETol, O TTOAUPEPIONOS AQUBAVEl XWPa XWPIg
O1akoTTh) Kal N aAAnAouyxia Tou DNA utTopei va TTpocdIopIoTEl O€ TTPAYUATIKO
XPOVO atrd TNV Kataypa@r Twv Bopildvtwyv onuatwy (Eid et al., 2009).

21nv Eikéva 8 arreikoviCetal n ouokeur) aAAnAouxiong PacBio RS Il Tng
Pacific Biosciences pe Tnv otroia emmTuyxAaveTal, JETAEU GAAwv, n aAAnAouxion

OAOKANPWYV YoVIBIWUATWY MIKpoU ueyéBoug. H ouokeurp PacBio RS I
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Kukhopdpnoe 10 2010. QOT60O0, €XOUV YivEl ONUAOVTIKEG TEXVOAOYIKEG

TTOPEUPACEIG TTOU £XOUV BEATIWOEI CNPAVTIKA TV aTTOdOON.

Eikéva 8 AvoAutiig PacBio RS Il Tng PacBio.

A16: PRODUCTS + SERVICES PACBIO SYSTEMS,
http://www.pacb.com/products-and-services/pacbio-systems/

Otmwg oupPaivel pe TIG TTEPICOOTEPESG TEXVOAOYiEG aAAnAouxiong, ol
eCepxdpeveg aAAnAouxieg Twv reads TTOU TIPOKUTITOUV HE MIO POVODIKA
aAAnAouxion, Tapoucialouv  uywnAd TTOCOOTA  OCQEAAPATOG, Ta  OTToid
KupaivovTal yupw o010 11%. Autd 1o o@dAApata trepiAapBdavouy, Kupiwg,
MIKPEG TTPOOBNKeG Kal diaypa@ég (small insertions and deletions, INDELS). Ta
o@aApaTa aAAnAouxiog, wOTOCO, KATAVEUOVTOI TUXQiQ, PE QTTOTEAECHA N
TENIKN aAAnAouxia Twv reads TTOU TTPOKUTITEI ATTO T CUVAIVETIKA aAAnAouyia
€vOG ouvoAou atré reads pe auénuévn KaGAuwn, A N aAAnAouyia Twv reads TToU
TIPOKUTITEl ATTO TTOAAATTAG TTEpAcuaTa aAAnAouxiong Tng idlag TTPOTUTING
aAAnAouxiag, va XapakTnpietalr atro IkavoTroIinTiIKA akpifeia (Carneiro te al.,
2012 / Koren et al., 2012).

H aAAnAouxion SMRT cival, €miong, mOAU Aiyotepo euaioBbntn o€
aAAnAouxieg TTAouoleg o GC oe oxéan pe AAAeg TexvoAoyieg (Loomis et al.,
2013). AuTd Ta XOpakKTNPIOTIKA TNV KaBIoToUV 181aiTEPA XPHOIKN YIO EPYACTIES
TTOU a@opoUv OTnV €K véou/de Novo ouvapuoAdynon Twv BAKTNPIOKWY Kal
KWV YOVISIWPATWY, KaBwg Kal yeyaAutepwy yovidiwpdatwy (English et al.,
2012). QoT1600, n XaunAoTepn aTmrOdOCNn O€ OXEON ME OPIOCHEVEG GAAEC
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TEXVOAOYIEG Kal TO UWPNAGTEPO KOOTOG aAAnAouxiong ava Bacn, treplopifouy,
ETTI TOU TTAPOVTOG, TNV £QAPUOYA TNG OUYKEKPIUEVNG TEXVOAOYIAG O€ EUPEiES
YOVIOIWUATIKEG MEAETEG.

EkT6¢ a1md TNV aAAnAouxion reads TTou €ival PaKPIEG O€ PAKOG Kal
AMEPOANTITEG O€ TTOIOTNTA avAAuONG, £va AANO DIOKPITIKO XAPOKTNPIOTIKO TNG
aAAnAouxiong SMRT e€ival 0TI yiveTal O£ TTPAYUATIKO XPOVO, ETITPETTOVTAG TN
oUAAoyr OedouEVWY TTOU agpopouv TOOO OTh ouvBeon Twv Bdoewv, 600 Kal
otV €VCUMOTIKA  KIVATIKI.  2UYKEKPIMEVA, ECEXWPIOTA KIVATIKA  TTPO@IA
TTapdyovTal KaBw¢ N TTOAUPEPACN cuvavTd dIAPopous TUTTOUG HEBUAIWUEVOU
DNA (Flusberg et al., 2010). AuTéC Ol KIVNTIKEG UTTOYPAPESG E£XOUV
XpnoigotroinNBei yia T xaproypdenon moavwy BEcewv PEBUAIwWONG HE TN
Mop®ry 6-peBUAadEVIVNG OTOUG TTPOKAPUWTEG Kal 5-peBuAokuTOooivng OTOUG
eukapuwreg (Fang et al., 2012). Eival TToAU mBOavé 0TI QuTEG OI TTPOCEYYIOEIG
Ba €TTEKTAOOUV yIa va XapToypa@rnoouv Kal GAAOUG TUTTOUG TPOTTOTTOINOEWVY
oto DNA, ocupTtrepiAappBavouévng Tng BAABNG Tou DNA TTOU TTPOKOAEITaI OTA
KAPKIVIKA KUTTapa. ETTiTAéov, oI cuokeu€g aAAnAouUxIong TTou XPNOIKJOTTOIoUV
TN ueBodoAoyia SMRT dev trepiopifovTal pévo yia Tn JEAETN Tou DNA, KaBwg
GAAa popia, OTTwG Ta PIBOCWPATA, WMTTOPOUV va TTPocdeboUv oTov TTUBUEVA
evog ZMW kai va TrapakoAouBouvtal o pgovouoplakry avaluon (Uemura et
al., 2010).

e Oxford Nanopore Technologies

H etaipia Oxford Nanopore Technologies avéTrTu¢e Kal EuTTopeveTal TN PEBODO
aAAnAouxiong «Nanoporey». H aAAnAouxion Nanopore Bacietal oTtn uetapacn
Tou DNA péow €vOG «vavoTTOPOU», O OTTOIOG €ival PIA UIKPOOKOTTIKF) OTIr, ME
Mopen} dlauAou, TNG TagNnG peyEBoug Tou vavouétpou (nm) (Wang et al., 2015).
H ev Aoyw peBodoAoyia atroTeAei pia e¢eAloodpevn TEXVIKI aAANAOUXIONG TTOU
EXEI ONMUEIWOEI ONUAVTIKA TTPO0d0 Ta TEAEUTAIA XPOVIA.

211G ouoKeuég TnG eTaipiag Oxford Nanopore TTepvd 10VTIKO peUPa HECW
TWV vVAvOTTOpWV Kal Kataypd@ovTal ol PETABOAEC Tou, KaBwG Ta BloAoyikd
MOpIa TTEPVOUV BIa JECW AUTWYV TWV PIKPOOKOTTIKWY TTOpwV. OI TTANPOQOpPIES
OXETIK& YE TN METABOAR TOU PEUPATOC XPNOIUOTTOIOUVTAI YIO TNV avayvwpeion

TWV Mopiwv ToU dlatrepvolv Tov vavotropo. Or OTTéG TwV vavoTTOpwv
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MTTOpOUV va dnuioupynBouv o€ JePPPAvVESG TToUu dIOTTEPVWVTAI EiTE ATTO
QUOIKES TTPWTEIVES (BloAoyikoi vavoTropol), A ammd oTeped UAIKA (vavoTTdpol
OTEPEAG KATAOTAONG) (Oxford Nanopore Technologies,
https://nanoporetech.com/how-it-works).

H diadikacia Tng aAAnAouxiong Nanopore AapBdvel xwpa o€ KUWeAida
ponG, KatdAAnAa Odlapoppwuévn WOTE va  TTEPIAAUPAVEl  EKATOVTADEG
aveCAPTNTA PIKPOPPEATIA, TTOU TO KABEVA TTEPIEXEI I OUVOETIKA UEUPBPAVIKA
dimAooToIBdda  didatpntn amd PBioAoyikoug vavotrotous. H  aAAnAouxion
ETTITUYXAVETAI PETPWVTAG TIG XAPOKTNPEIOTIKEG METAROAEC OTO peUPA TTOU
TTPpoKaAouUvTal KaBwg ol Bdoeig TTepvouyv dia JEow Tou TTOpou, PE TN BorBeia
€EVOG QUOIKOU €VCUPOU TTOU AEITOUPYEI WG MOPIAKOG «KIvnTApaG» (motor
enzyme). 2Tn OUYKEKPIPEVN TEXVOAoyia TO uTTO aAAnAouxion yovidiwPaTIKO
DNA «katakepuaTieTal Kal oTa Bpaloparta  TToU  TTPOKUTITOUV, KAl TTOU
TPOKEITAl  va  OlATTEPACOUV  TOUG  VAVOTTOPOUG,  OUVOEovVTal  €IDIKOI
TTPoCapUOYEiG (adapters).

O1rwg atreikoviCeTal Kal 0To oXAPA TNG EIkOvag 9, ava@opikd e Toug
€101KOUG TTPOCAPHOYEIG, O TTPWTOG CUVOEETAI PE TO EVCUMO «KIVATAPO», KABWGS
Kal pE €va poplakd Tpoéodeua (tether), evwo 0 deUTEPOG TTPOCAPUOYEQS Eival
€va OAIYOVOUKAEOTIOIO 0€ OXANA POUPKETAG TToU ouvdEeTal oTo DNA atrd pia
oelTePN TTPWTEIVN «KIvnTrpa», TN Aeyouevn «HP motor protein» (Quick et al.,
2014). Mg Tnv epapuoyn TnNG TexvoAoyiag aAAnAouxiong Nanopore emTPETTETAI
0 TTPoadIopIouOS TNG aAAnAouxiag kKal Twv dUo KAWvVwYV evog popiou DNA (2-
direction reads), yeyovog TTou au&dvel tTnv akpipela (Ashton et al., 2014 /
Quick et al., 2014).
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Eikéva 9 Texvoloyia aAAnlouxiong Oxford Nanopore. H aAAnAouxion emmTuyxAavertal
METPWVTAG TIG YETAROAEG peUpATOG TTOU TTPOKAAOUVTAl KABWG ol BAcelg TTepvoulv dla pHéow
€VOG vavoTtopou, Ye Tn Borbeia evog gualkoU ev{UPOU TTOU AEITOUPYET WG HOPIaKOG KIVNTAPOG
(motor enzyme). To umd aAAnAouxion vyovidiwpariké DNA katokeppaTiletal Kal OTa
Opavopatra  TOU  TTPOKEITAI  va  JIATTEPACOUV  TOUG  vAVOTTOPOUG  OuvdéovTal  EIOIKOI
TTpooapuoyeic (adapters). 'Evag TTpwTog OUVOEETAl JE TO £VCUPO KIVNTHPA, KOBWG Kal YE éva
popiakd TTpoodepa (tether), evid o deUTEPOG TTPOCAPUOYEQS gival €va OAIlYOVOUKAEOTIOIO a€
OXAua @oupkETag TTou ouvdEeTal ato DNA atrd pia delTepn TpwrTeivn KivnTApa, TRV HP motor
protein.

AT6: Reuter JA, Spacek D, Snyder MP. (2015). High-Throughput Sequencing Technologies. Molecular
Cell 21; 58(4): 586-597. doi:10.1016/j.molcel.2015.05.004
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4494749/

21NV Eikdéva 10, Kal CUYKEKPIMEVA OTN QuTOoypaAPia a), AaTTEIKOVICeTal TO
MinlON, n TpwTn euTropika dlaBéoiun ocuokeun yia Nanopore sequencing, n
oTroia  KUkKAo@opnoe oTIG apxés Tou 2014 amd Ttnv Oxford Nanopore
Technologies. Eival n povadiky opnt ocuokeury aAAnAouxiong DNA kar RNA.
Alabétel Bripa ouvdeong USB yia Tnv €TMKOIVWVIO TOU HE NAEKTPOVIKO

UTTOAOYIOTI KOl yIa va TPOQYOOOTEITAI PE EVEPYEIQ. 2€ MIO OUuveX TTEPIOdO
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Aeiroupyiag 18 wpwv ptropei va TTapdyel dedopéva dvw Twv 90 Mbp atrd
mrepitrou 16.000 ocuvoAikda reads, pe PEOO PNAKOG TwV reads TrepiTrou oTa 6 kb
Kal he pEyIoTo Avw Twv 60 kb (Ashton et al., 2014). QoT1éc0 0€ O,TI APOPA
otov avoAutr] MinlON, TO KATAYEYPAMPEVO TTOOOOTO OQAAPOTOG ATTO TNV
€Qapuoyn Tou gival apkeTd uwnAd. e peAETn Toug, To 2015, o Jain kai ol
OUVEPYATEG TOU QVEQEPAV  TTOOOOTA  TTPOCONKWY, dlIaypa®uwy  Kal
QVTIKATOOTAOEWV o€ Paocelg 1mou avepxotav ot 4,9%, 7,8% kai 5,1%,
avTtioToixa (Jain et al., 2015). Emiong, Tapoucidlel TToAU uywnAd 1TT0000TO
ammoTuXnuévwy  ekTeAéoewy. lMapd 1a uywnAd TT0000TA OQAAPQATOG, T
oedopéva Twv reads TTou €€ixBnoav pe 1o MINION éxouv xpnoipoTToinBei
ETTITUXWG, O€ QVTITTOPAPBOAA PE Ta avTioToixa reads TTou AR@Onkav ato Tnv
epappoyn TnNG TexvoAoyiag lllumina, yia Tov TTpoodIopIouo TNG B€0NG Kal TNG
doung Miag vnoidag BaktnpidlokAg avOekTIkOTNTAS (bacterial resistance
island), ©®nAadr, €vOG VEVETIKOU TOTTOU TIOU TIEPIEXEI OUYKEVTPWHEVQ
TTOAATTAG yovidia avBekTikOTNTAG, (Ashton et al., 2014).

O1 utréroitreg ouokeuég NG etaipiag Oxford Nanopore Technologies,
ameikoviCovtal, €miong, otnv Eikéva 10. H ouokeurp GridlONx5, Tng
owtoypagiag B), TepIAauPavel TTEVTE KUWEAIBEG pong yia aAAnAouxion
Nanopore Kkai, CUVETTWG, N XPNon Tng eival KAaTAAANAn yia TTOAAATTAR
aAAnAouxion. 21 wToypagia y) armeikoviCetal n ouokeury PromethlON, n
oTToia  XapakTtnpietar  ammd TNV - €TAIpia . w¢  uywnAig  atmodoong
mepIhauBavovtag 48 kuweAideg pong. TéAog, n ouokeury SmidglON, TTOU
QaiveTal 0TN PWTOYPAPia O), AVAUEVETAI VA €ival N MIKPOTEPN QOPNTH OCUOKEUN
yia aAAnAouxion Nanopore, aAAG kal yia avaAuon GAAwV BIOAOYIKWY Popiwv.
To eviumtwaolakd ival 611 n o SmidglON Ba cuvdésTal arreubeiag aTo KivnTo
TNAEQWVO, KOBIOTWVTAG EVTEAWG «@OPNTEC» TIC avaAuoelg DNA kal Twv

AOITTWV BIOPOPIWYV YIA TIG OTTOIEG €XEI KATOOKEUAOTEI.
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Eikéva 10 Oi1 avaiutég Tng Oxford Nanonopore: a) MinlON, B) GridIONx5, y) PromethlON
Kal &) SmidglON.

Amo: Oxford NANOPORE Technologies, Products, https://nanoporetech.com/index.php/products

Oa Tpémmel, wOTO0O0, va avo@epBei OTI, TOUAAXIOTOV YIa TO €yyUg
MEAAOV, OEOOPEVWV TWV OXETIKA UWNAWV TTOCOOTWV OCQAAUATOS KAl TNG
OXETIKA XauNAAg TnG atmmodoong, n aAAnAouyxion Nanopore gival SUOKOAO va
cemrepdoel TIG onUEPIVES TEXVOAOYieG aAAnAouxiong. ATTd Tnv GAAN TTAcupd, o
OouvOUAONOG TwV TTPOTEPNUATWY, TTou TTEPIAapBAvouv Tnv aAAnAouxion o€
TTPAYUATIKO XpOVo, TNV TaXUTNTA, TO PAKOC Twv reads kal To0 KOOTOG Twv
OUOKeUWwV, uttéoxeTal TTOAAG yia To péAAov (Reuter, et al., 2015). MNavtwg, o
aI01000&01 £PEUVNTEG, OTTWG 0 Feng Kal ol cuvepYATeG Tou, avépepav 10 2015,
o€ OnuooIEUpévn TOUG ava@opd, OTI oI OUOKEUEG aAAnAouxiong TTou
BagoiCovrar otnv TEXVOAoyia Twv vavotmopwy, Ba €xouv Tn duvardétnTa va

die¢dyouv Tnv aAAnAouxion, ypriyopa Kal  aglommoTta, OAOKAnpou Tou
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avBpwTTIivou yovISIWPaTOoG yia AiyoTepo atrd 1000 doAdpia Kal, EVOEXOUEVWG

KATTola oTiyun, yia Aiyotepo atmd 100 doAdpia (Feng et al., 2015).

1.7 ZuvappoAoynon dedopévwyv aAAnAouxiong vEag YEVIAG

KdaBe texvoAoyia aAAnAouxiong véag yeviag dIaBETEl Eva XapaKTNPIOTIKO
TTPOQIA OQAAPATWY TToU TTEPIAAPPBAvEl o@aApaTa ota 37 dkpa Twv reads,
MeEpoAnyia UTTEP A KATA TNG ouvBeong Twv aAANAouXIwY TToU gival TTAOUCIEG
oe GC kai Tov avakpIBf Tpoodiopioud Twv atTAwy eTavaAnyewy (Huse et al.,
2007 / Dohm et al., 2008 / Harismendy et al., 2009).

levikd, n dladikaoia Tng ouvappoAdynong opadotrolei Ta reads o€
contigs kar Ta contigs oe scaffolds. Ta contigs TTapéxouv pia OTOIXION
TTOAOTTAWV aAAnAouxiwy Twv reads. Ta scaffolds, Ta otroia ovoudlovTal Kal
supercontigs r; metacontigs, opifouv Tn d1EuBETNON, TOV TTPOCAVATOAICUO KAl
T MEYEDN Twv KeEVWV METALU Twv contigs. Ta TTePIOOOTEPA TTPOYPAUMATA
ouvappoAdynong (assemblers) Trapdyouv, €mTTAéov, €va OUVOAO N
OUVOPHOAOYNUEVWY 1 HEPIKWG OuvappoAloynuévwy reads. H TTI0 aTTOOEKTH
Mop@n apxeiou dedopévwy yia pia ouvappoAdynon eival n FASTA, 6ttou n
OuVvaIVETIKA (consensus) aAAnAouyia Twv contigs PTTOpEi va avarmapacTadei
w¢ MO oepd Twv xapaktipwv A, C, G, T, ouptrepiAapBavouévwy,
EVOEXOUEVWG, KAl AAAWV XAPOKTAPWY UE 181AITEPO vonua. MNa mTapddeiypa, ol
TTAUAEG, NTTOPOUV VA QVTITIPOOWTTEUOUV ETTITTAEOV BACEIG TTOU TTOPAAEITTOVTAI
atrd T OUVAIVETIKA aAAnAouxia, aAAG eu@avifovral o€ pia Peiown@ia Twy
reads. H ouvaivetiky aAAnAouyia Tou scaffold uptropei va trepiAaupaver 10
oUPBoA0 «N» oTa Kevd PeETagU Twv contigs. O apiBudg Twv diadoxikwy N
UTTOOEIKVUEI TNV EKTIUNON TOU MPAKOUG TWV KEVWV WE BAon Tn ouvdeon Twv
CEUYOPWHEVWYV AKPWV.

O1 ouvapuoAoyAoeic peTpwvTtal atmd 10 PEyeBog Kal atrd TNV akpieia
Twv contigs kai Twv scaffolds. To uéyebog NG ocuvapuoAdynong dideTal,
ouvnlwg, atmd CTATIOTIKA OTOIXEIO TTOU TTEPIAQUPBAVOUV TO HEYIOTO WAKOG, TO
MEOO PNAKOG, TO ouvOUAOoNEVO OUVOAIKO pnkog kal To N50. To N50 eival pia
METPNON agloAdynong Tng ToIOTNTAG TNG OUVAPMOAOYNONG, KaBweg €va
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utTEPPBOAIKA HIKPO NSO uttodnAwvel 011 6 PuTTOPOoUV va dnuioupyndouv TTOANG
contigs 1Tou va éxouv péyeBog pe katTola PioAoyikry onuacia. Eivail, dnAadn,
mOavo va uttTdpxouv TTOAAG Weudr) YIKpA contigs oTn ouvapuoAdynon. Mevika,
10 N50 eivalr 10 didpeco péyeBog TNG cuvAPPOAOYNONG Tou egeTalOuEvVoU
yovidiwpaTog (Dan Spiegelman, Université de Montréal).

EidikoTepa, dedopévou evog ouvolou ammd contigs, kabéva pe 1o OIKO
Tou PAKOG, To pNKOg NS5O opiletal wg To PPaxUTEPO WRKOG aAAnAouxiag oTo
50% ToU yoviIdiwpatog. INa Trapddeiypa, egetdlovral 9 contigs pe pnkn 2, 3, 4,
5, 6, 7, 8, 9 kau 10 Bdoeig, avrioToixa. To dBpoioud Toug eival ico pe 54, 10
NUIOU TOou aBpoiouatog loouTal Pe 27 Kal TO PEYEBOC TOu YOVIOIWHATOG
utToTiBeTal o1l €xel uAKog 54 Baoeig. To 50% auTAg TG cuvapuoAdynong Ba
gival 10 + 9 + 8 = 27 (10 miod pAKog TG aAAnAouxiag). ‘ETtol, To NSO gival ico
ME 8, To oT1ToiO €ival To ué€yeBOG Tou contig TTou, padi ue Ta peyaAuTePa contigs,
TEPIEXEI TO MAMIOU TNG OAANAOUXIOG €VOG OUYKEKPIUMEVOU  YOVIOIWUATOG.
2NMUEIVETAI  OTI OTav  OuykpivovTal ol TIHEG NSO a1rd  dIAQOPETIKES
OUVOPPOAOYNOEIG, Ta WEYEON ouvappoAdynong TIPETTEl va €Xouv TO idlo
MéyeBog yia va éxer vonua 1o N50 (N50, L50, and related statistics,
Wikipedia). To N50 utropei va augnBei e€aAeipovtag 1iI¢ aAAnAouxieg TTou gival
mOavd va TTpokaAéoouv TTPoBARUaTA, TT.X. TA MIKPA eTTavaAaupBavoueva
TMAMATA. ZnuelwveTal OTI auth n PETpNon 1oxUel povov otav diegdyeral de
Novo ouvapuoAdynon. Av yiveral oToixion Pe éva yovidiwua avagopds, auTn
n M€tpnon Ogv IOXUEL.

H ouvapuoAdynon Tng TAApoug aAAnAouxiog €vog yovIDIWUATOG
dlatapdooeTtal atrd TN KN opoidpopen KAAuwn TG aAAnAouyiag otdyxou. H
MeETABANTOTNTA TNG KAAUWNG €lo0AyeTal Tuxaia, amd Tn dlakUuavon Tou
KUTTOPIKOU apIBuoU Twv avTiypd@wy PETatu Twv popiwv Tou DNA TnG TTNYNRS
Kal a1rd T MEPOANWIa Twv TeEXVOAOYIWV aAAnAouxiong. MoAU xapnAni kGAuyn
TIPOKAAEI KeEVA OTIC cuvapuoAoynoelg. EmmAéov, n petapAntdétnTa otnv
KAAUWN aKUPWVEI TIG OTATIOTIKEG OOKIMEG KAl UTTOVOMEUEI TA DIAYVWOTIKA TTOU
BaaiCovTal oTnv KGAuyn.

‘ETol Aoitév, n  diadikaoia TG ouvappoAdynong TnG  TTAAPOUG
aAAnAouxiog €vOg  YOVIOIWMOTOG TTEPITTAEKETAI OTTO TNV UTTOAOYIOTIKA

TTOAUTTAOKOTNTA TNG €TTECEPYQTiag Tou PeydAou Oykou Twv OeOONEVWV TTOU
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Tapdyovial WG aTOTEAEOUA TNG UWNnANG atrddoong Twv  TEXVOAOYIWV
aAAnAouxiong véag yevidg. MNa va avTIHETWTTIOTE autd TO TTPORANUA, KABWS
Kal TO TTPOBANUA TTOU AVAKUTITEI OTTO TO DIAPOPETIKO PINKOG TTOU £XOUV PETALU
TOuG Ta reads TTOU TTPOKUTITOUV OTTO TIG TEXVOAOyieG aAAnAouxiong véag
Yevidg, otnv avaAuon TTou dIECAyeTal PE TIG OAYOPIOUIKEG UeEBoBOAOYIES Twv
TTPOYPOUUATWY ouvappoAdynong, €ichxbn n évvoia Tou k-pepoug (k-mer),
kabwg otn Odladikacia TG de novo ouvappoAdéynong Ta  k-uepn
XPNOIJOTTOIoUVTAl  yId TNV KATAOKEUR  ypa@nuAtwy aAANAOETTIKAAUWNG
(overlap graphs). Tevikd, w¢ Kk-pepry ava@épovral OAeg ol TOAvES
«uttoaAAnAouxiec» (subsequences), Pnkoug K, TTOU TTPOKUTITOUV ATTO HIA
aAAnAouxia read tTou AapBavetal péow aAAnAouxiong Tou DNA.

Ta TmepioodTeEpa  aAyopiBuikd  TTpoypdpuatra TG de  novo
ouvappoAdynong Twyv dedopévwyv aAAnAouxiong véag yeviag BaacifovTal oTn
Bewpia Twv ypaenuaTwy, oTa oTroia kKouBol (nodes) avatrapioTouv Ta reads,
N Ta oxnuatifopeva atmod Ta reads k-pepr Kal akpéG (edges) avatmapioTouv TIG
aAAnAoetmikaAUWelc Toug. Ta contigs atroteAolv  TIG OIOOPOUEG  TTOU
oxnuatiCoviar  oT10  ypdenua aAAnhoemkaAuywng (Myers, 1995). Ol
aAANAoETTIKOAUWEIG  utToAoyiCovTal  PE  MIa  O€Ipd  aTTO,  UTTOAOYIOTIKA
dartravnpég, oToixioelg aAAnAouxiwv ava Ceuyn. O1 kOUBolI KaAouvTal KAl WG
KOPUPEG, EVW OI AKUEG ava@EépovTal Kal WG YPAPUES. To ypdenua duvartal va
EXEl LEXwPIOTA aToIXEIa yia va dlakpivovTal Ta 5° kal 3” dkpa Twv reads | Twv
avTioTOIXWV K-PEPWV TOUG, o1 euTTPOoBieg (forward) kKal avaoTpogeg (reverse)
OUPTTANPWHATIKEG TOUG AAANAOUXIES, TO MAKOG TOUG, TO MIAKOG Kal O TUTTOG TNG
aAAnAoeTTIKAAUWrG Toug (k-mer, Wikipedia).

Mpokeipgévou va dnuioupynBei Eva ypdenua aAAnAoeTTIKAAUWNG, OTTWG
yla mmapddeiyua éva ypagnua «de Bruijn», o aAAnAouxieg, pAkoug L, TTou
atmmobnkevovTal o€ KABe akurf, TTPETTEl va OAANAOETTIKOAUTITOUV Mdia GAAN
aAAnAouxia o€ pia GAAn  akurf, ME aAAnAoemikdAuywn L-1, woTte va
onuioupynBei évag koOuPBogc. O 6poc «L-1» avagépetar otn d1adoxIKA
aAANAoeTTIKAAUWN TToU AauBdvel xwpa KaTtd yia Bdaon AlyoTtepo.

‘Eva KAaoIkO TTpOBANua pe tn de novo cuvapuoAdynon cival n elpean
MIag d1adpoung oTo ypa@nua oAANAOETTIKOAUWEWY TTOU TTEPVAEl aTTd KABE

évav atrd Toug KOUBoUC Povo pia @opd (XauiAToviavr diadpoun), 1 amd Kabe
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OKMA povo pia gopd (diadpopn Euler). Autd, ouxvd, £Xel wg ATTOTEAECUA TNV
ATTWAEId TNG OUvdeonG METAEU TTOAU  OTTOPOKPUOMEVWY  aAAnAouxiwy,
utTodEIKvUOVTaG OTI oI ueBodoAoyieg TTou Pacifovral oe ypapriuarta, €I0IKA n
MEBODOG de Bruijn, cival eCaipeTikd euaioBnTeg oe o@AApaTa aAAnAouxiong
(Pevzner kair Tang, 2001). MeAéteg deixvouv Ot péxpl To 96,29% evog
yovidiou WUTTOPEI va QVOOKEUAOTEI XPNOIUOTTOIVTOG PBpaxeieg aAAnAouxieg

prKoug atrd 25 voukAeoTidia (Kingsford et al., 2010).

1.8 Katnyopieg aAyopiBuwyv cuvapuoAdéynong

O1 aAy6piBuol cuvapuoAdynong Kal Ol EQAPPOYEG TOUG TTOU A@QOPOUV OTNnV
TARPN aAAnAouxion €vog yovidlwuatog €ival, ouvhBwg, TToAUTTAOKOI. H
aAyopIBUIK emTUXia eCapTaTal OTTO €UPETIKEG MEBOOOUG, OnAadr, atmo
EUTTEIPIKOUG Kavoves. O1 egupeTikéG pEBodoI BonBouv va EeTTepacTOUV T
TTEPITTAOKA MOTIRa €TTAVAAAWEWY, TO TUXQiO KOl CUCTNPATIKO o@AAua oTa
dedopéva aAAnNAoUxXIoONG Kal Ol QUOIKOI TTEPIOPICHOI TwV UTTOAOYIOTWYV. Ta
Tpoypduuata yia T de novo ouvapuoAdynon  uUTToOpouvV  va
KATnyopioTroin@ouv avaloya PeE TOUG aAyopiBuoug TTou XPNOIKOTTOIoUV OTIG
€ENG TPEIG KATNYOPIEG:

e Overlap/Layout/Consensus (OLC),

e de Bruijn Graph (DBG) kai

e Greedy Graph.

H kartnyopia Twv aAyopiBuwy TTou XpNnoiuoTroiouv Tn peBodoloyia OLC
€ival n 1Mo XPNOIYOTTOIOUMEVN YIa PEYAAEG aAAnAouxies. QoTdoO0, UTTAPYXOUV
Kal epapuoyég TTou BaacidovTal o€ auth TN nEBodO yia cuvTopa reads, OTTWGS N
Edena (Hernandez et al., 2008). H péBodog OLC ptropei va XwpIoTEi o€ TPEIG
@aoelg:  aMnAoemmkaAuywn  (overlap), &idraén (layout) ka1 ouvaiveon
(consensus). 21N @don TG aAAnAostikGAUWnNG, KAGBe read, ) To avtioToixo k-
MEPEG, OuykpiveTal pE OAa Ta AGAAa yia va  TTPOCdIOPICTOUV Ol
aAAnAoemmkaAUyelg,  Aappdvovrag  umdyn 10 eAdxiIoTo  péyeBoGg
oAANAOETTIKAAUYNG, n omoia Ba emnpedoel Tnv akpifeia Twv contigs.
Karaypdgovtal TE0oepIG TUTTOI AAANAOETTIKAAUWEWY OI OTTOI0I aTTEIKOVi(ovTal
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otnv Eikéva 11 kai givar o1 €€Ag: (a) ouvoxnig (containment), (b) upePIKAG
aAAnAoetmik@Auwng (partial overlap), (c) poBéuartog (prefix overlap) kai (d)

KatadAngng (suffix overlap).

GTAATTGCCATCGGTTGTACGG
Y qm GLELELEER B L ey
TGCCATCGGTTGTACGGGT
> Slldddtesscenr mm
GTAATTGCCATCGGTTGTA memp
e=raccaad UL,
GCCATCGGTTTT‘A
G

(d)
TAACCATCGG

Eikéva 11 Oi tutTol aAAnAoeTTIKaAUWewV Twv reads: (a) ouvoxng (containment), (b) pepikAg
aAAnAoemmikdAuywng (partial overlap), (c) mpoBéuartog (prefix overlap) kai (d) kardAngng (suffix
overlap).

A1o: Next-Generation Sequencing and Assembly of Bacterial Genomes
https://www.researchgate.net/publication/236610137_Next-
Generation_Sequencing_and_Assembly_of Bacterial_Genomes

1.9 H emdnpia xoAépag otnv AitTij. AAAnAouxion véag Yevidg
Kal avaAuon HIKPORIAKWY YOVISIWHATWY TOSIKOAOYIKOU

EVOIaPEPOVTOG.

211G 12 lavouapiou 2010, évag KATOOTPOPIKOG OeIoudS peyEBoug 7,0 BaBuwy
TNG KAipakag Pixtep xTutnoe tnv Aitr, emmnpeadovtag 3.500.000 avBpwTtToug
(United States Geological Survey, 2010) / Farmer, 2013). To yeyovog autd
ETANEe ooBapd éva nodn uttoBabuiopévo dnuoaoio cuoTnua udpoddTnong Kai
aTToXETEUONG, ONUIOUPYWVTAG I0AVIKEG OUVOAKES yIa TV €KOAAWON coBapwv
MoAuopaTikwy aoBeveiwv. Tov OkTwppio Tou 2010, evvéa pAveg PETA TOV
OEIOP0, €kONAWBNKE N AoIHwdNG vOoog TNG XOAEPAG, n oTroia e€aTTAWONKE
yprniyopa o€ 6An mn xwpa (Delva, 2010). Méxpl kai Tig 7 lavouapiou Tou 2014,
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gixav avagepBei atrd 10 YTroupyeio Anpooiag Yyeiag kal NAnBuouou tng AiTAg
8.534 Bdvarol kal 697.256 poAucpartikég Tepimtwoels (Ministére de la Santé
Publique et de la Population, 2014) (Eikéva 12).

Eikéva 12 AmoAoyioudg atré Tnv emodnuia tng XoAépag otnv AitA: 8.534 Bavarol kai 697.256
MOAUCHATIKEG TTEPITITWOEIG.

ATé: Haiti: The Importance Of Communicating About Cholera,
http://www.doctorswithoutborders.org/news-stories/field-news/haiti-importance-
communicating-about-cholera

Mpiv ammdé 1o 2010, dev €ixe avapepOei 10TOPIKG XOAéEpag oTtnv AiTA,
TTaPd TIGC KATAOTPOQIKEG CUVETTEIEG TNG VOOOU OTnVv TrepIoxX TNG KapaiPikng
Tov 19° aiwva (Jenson et al., 2011). ZuveTtwg, TTOAAOI gixav avapwTnOei atrod
TToU Ba PTTOpOUCE va €ixe TTPOEABEI N XOAEpa oTnv AITH Kal £T01 TTPOEKUYAV
OUO UTTOBEoEIC OXETIKA ME TNV TTPOEAEUc TNG. H KAlyatoAoyikr) utréBeon
uUTTOOTAPIEE OTI TO PN TTaBoydévo Baktiplo Vibrio cholerae, mou evdnuei ota
TTapdakTia Udata TNG AITAG, UTTO TIG KATAAANAEG TTEPIBAAANOVTIKEG OUVONKEG,
e€elixOnke o€ éva TaBoydvo oTéAexog (Parker, 2010). AT Tnv AAAN TTAEUpPd,
n utméBeon TG avBpwtmivng PeTGdoong avépepe OTI N XOAEpa €10mxBn oTtnv
AT até avBpwTToug TToU €ixav HoAuveEei ae {Evn xwpa.

H xoAépa eivar pia ofeia Siappoik) vOOOG TIou O@EiAeETal OTNV

TTPOCPBOAN Tou eviépou atmd TNV EvTEPOTOLivn TTou TTapdyel To BakThpio Vibrio
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cholerae kai ptropei va odnyrnoel oe Bavaro oe Aiyotepo atrd 48 wpeg edv
apeBei xwpig Bepatreia. H katavadAwon poAucpévou vepou gival n KUpIa aiTia
yla v avBpwTrivn poAuvon. H ioxupr 1ogivn TNG XOAEPAG KWOAIKOTTOIEITAI ATTO
Ta yovidia ctxAB (Waldor et al., 1996) tou PBpiokeTar OTO Yyovidiwua
Baktnplotogikwyv oTeAexwv Tou Vibrio cholerae. H 1ogivn, padi pe GAAoug
Aolpyoyovoug TTapdyovTeg, odnyei oTig emBAaBeic emdpdoelis TG ndAuvong.
AuTtoi o1 BonBnTikoi TTOPAYOvVTEG HOAUCHOTIKOTATAG KwOIKOTTOIOUVTAl O€
YOVIOIWMATIKEG VNOIOEG, Ol OTTOIEG ATTOKTWVTAlI PECW OPICOVTIAS YOVIDIOKAG
peTagopdg (de la Cruz kair Davies, 2000). To Bakrtpio Vibrio cholerae
atroteAei coBapd uyelovouikd TTPORANPA e¢aiTiag TNG TTPOKANONG EKTETAUEVWY
TTavonuiwyv. H xoAépa e€aAcipBnke atrd TIG BIOUNXAVOTTOINUEVEG XWPES, HECW
TWV QTTOTEAECPATIKWY ETTEEEPYACIWV TOU TIOOIMOU VEPOU KAl TWV ACTIKWV
AupdaTtwy. Qotdéoo, atmoTteAei TTOAU  ooPapr)y atrelA yia  TIG  AiyoTePO
OVOTITUYMEVEG XWPEG TIoU OlaBETouv  KAKO  OikTuo  udpoddTNoNG  Kal
QATTOXETEUONG.

217G 27 OkTtwRpiou 2010, n €uBlvn yia TV emdnuia NG XOAEPag
a1rod06nNKe OTO TTPOCWTTIKO TNG ATTOOTOAAS Twv Hvwuévwy EBvwv otnv AiTA
TToU €iXe KaTta@Odaoel atrd To NETTAA Kal n oTToia €iXe TTPOCPATA EYKATACTHOEI
otpatoTredo oto Meille, éva KPS XwpIid 2 YAP. VOTIO TnNG TOTTOBETIAg
Mirebalais Tng AiTAG. H attokdAuwn Tou yeyovoTOg £yIVE ATTO dNUOCIOYPAPOUG
Tou emedeICav TIC aKATAAANAEC OUVBRKEC ATTOPPONAS TWV AUPATWY TOU
otpartotrédou (Katz, 2010 / Al Jazeera English, 2010).

Ta dciypata KomTpdvwy TTou CUAAEXBNKav atrd aocBeveic pe XoAEpa
oTnVv apxn NG €kdNAwaong Tng emodnuiag, ammeotdAnoav ota Kévipa EAEyxou
kai MMpéAnwng Noonudtwv (CDC) Ttwv H.IMA. yia avdAuon. zmg 13
NoguBpiou, Ta CDC avépepav OTI TO 0TEAEXOG TOu BakTnpiou Vibrio cholerae
El Tor O1 amopovwBnke amd ta Ociyyata uttodnAwvovtag o1l €va Pdvo
OTEANEXOG TTPOKAAECE TNV €KONAWON Kal TO OTToio, TBavéTaTa, €1I0AXON OTnV
AT pe agopun evog yeyovotog (Centers for Disease Control and Prevention,
2010).

2€ MEAETN TOUG O Piarroux Kal ol CUVEPYATEG TOU XpnoidoTToinoav OAa
Ta d10B€aipa eTTIONUIOAOYIKA OedOMEVA, EAEYXOVTAG TO VOOOKOUEIOKA apxEia,

Ole€dyovrag €mTOTNEG €PEUVEC KAl €QApPUOlOvVTaC OTATIOTIK  €PEUVA
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XWPOXPOVIKAG avAdAuong, ME OKOTIO VO €VTOTTIOOUV TNV TINyH Kal TNV
e€atmAwon ¢ eoTiag (Piarroux et al., 2011). Ta eupfuata NG €PEUVAG TOUG
emPBeBaiwoav Toug 10XUPICKUOUG Twv Odnuooioypdewy. Me Baon 6Aa T1a
OUYKEVTPWHEVA OTOIXEIQ, OUVETAEAV TO €GAG TTIBAVO OEVAPIO: TO OTPATOTTEDO
TNG AammooTOANG Twv Hvwuévwy EBvv poAuve €vav mrapatrotapo tou Meille
ME TTEPITTWHATIKA UAN TTPOEPXOMEVN OTTO TIG AVOUYIEIVEG TTPAKTIKEG ATTOPPONG

TwV Aupdtwy (Eikova 13).

Eikéva 13 Amédoon euBuvwyv yia Tnv €gapon Tng emodnpiag g xoAépag otnv AiTh. «To
oTPaTOTTEdO TNG OTTOOTOANG Twv Hvwpévwy EBvwv pdAuve évav rapatrétapo Tou Meille pe
TEPITTWHATIKA UAN TTpoepXOUEVN aTTO TIG AVOUYIEIVEG TTPOKTIKEG OTTOPPOAG TWV AUPATWV.»
(Piarroux et al., 2011).

Am6: Coordinating Committee for International Staff Unions and Associations, LEAKED UN REPORT
ON HAITI'S CHOLERA OUTBREAK SLAMMED SANITATION AT ITS BASES,
http://www.ccisua.org/2016/04/07/leaked-un-report-on-haitis-cholera-outbreak-slammed-sanitation-at-
its-bases/

O mapatrétapog Tou Meille ouvdéetal ye Tov TTOTANO Latem 1Tou diEpxeTal
amdé Tnv TOAN Tou Mirebalais, Tnv TOTTOBECia TOU TTPWTOU AVAPEPOEVTOG
TTEPIOTATIKOU TNG XOAépag (lvers kai Walton, 2012). O motaudg Latem
OuVvOEETAl E TN OEIPA TOU WE Tov TToTauO Artibonite, Tov pakpuTEPO Kal Tov
ONMAVTIKOTEPO TIOTANO TIOU eKTeEiveTal oTtnv AlT. H peTakivnon kar n
e€ATAWON TNG XOAépag oTnv TPWIYN évapén TnNg e€modnuiag Atav oTevd

OUVOEDEPEVEG [E TNV €yyUTNTA PE TOV TTOTANO Artibonite.
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EmmirA€ov, €ixe ava@epBei 611 To KaTtuavtou, n TpwTtelouca Tou NETTAA,
OTTOU TO OTPATEUPATA EKTTAIOEUTNKAV YIA MIKPO XPOVIKO dldoTnua  TIpIv
eykataotaBouv  otnv  AITA, QvTIMETWTTIoE  €mdnuia  XoAépag oTig 23
2emrepBpiou (Maharjan, 2010). Ta TpwTa oTpareupaTta épracav otnv AiTi
oTig 8 OkTwRpiou (Lantagne et al., 2014) ka1 TO TTPWTO TTEPIOTATIKO XOAEPOG
avaeépBnke oTig 12 OkTtwppiou (Ivers kar Walton, 2012). ETre1dn), kavéva atréd
T OTPATEUPATA OEV EUPAVIOE CUPTITWHOTA XOAEPAG KATA Tn OIAPKEIA TNG
IATPIKNG €€ETAONG TIPIV aTTO TNV eyKATAoTOON OTNV AITr}, O ETTIKEQAANG 1ATPOG
TNG amooToAAG Twv Hvwuévwyv EBvwv, apyotepa, ammokdAuwe OT1 O¢
dlevepynobnkav €18i1kéC dokIPES TTapakoAouBnong (BBC News, 2010). QoTtdoo,
N aTToUCia TWV CUUTTTWHATWY dev atrodeikvue OTI Ta oTpaTeluaTa dgv iXav
MoAuvBei ammd To BakTtApio Vibrio cholerae, kaBwg Ba ptTopoucav va eixav
MOAUVOEI TIC NUEPEG PETA TNV 1OTPIKA €6ETACN KAl TTPIV OTTO TNV €YKATAOTACH
Toug oTtnv AiT, | Ba uTTopoucav va ATAV ACUPTITWHATIKOI popeic (Bendic kal
Sinha, 1972 / Piarroux et al., 2011). AuOTuxwg, €KTOG ATTO QUTA TTOU
ouvéBnoav atrd Tnv atrooToAr] Twv Hvwpévwy EBvwy, dev €yive avegdpTnTog
€AEYXOC TWV OTpaATEUNATWY YIa €mMBERaiwon TG TTAPOUCIAC 1] ATTOUCIAS TOU
BakTtnpiou.

H mpwTn popiakr HEAETN OXETIKG PE TNV TTpoéAgucn Tou Vibrio cholerae
otnv Aitr] dnuooieldnke oTig 9 AekepBpiou 2010 (Chin et al., 2011). O Chin
KAl Ol OUVEPYATEG Tou dlEvhpynoav TNV TTARPN YoVISIWUATIKA aAAnAouxion Twv
BakTnplokwy TPOoidvTwy atropdvwong H1 kai H2 1tng Ait\g, Ta oTtroia
Tpoékuyayv atmd Tnv £€¢apon TnNG vooou, KABwG Kal TWV ETTIONUIKWY OTEAEXWV
TWV BOKTNEIOKWY TTPOIGVTWY atmmopdvwong: C6 armd tnv emodnuia Tou 1991
oTo lMepou, M4 atrd tnv emdnuia Tou 2008 oto MtTaykAavteég kal NS atrd tnv
emdnuia tou 1971 oto MrmraykAavrég. ATTO T OUYKPION Twv HOVO-
VOUKAEOTIOIKWY  TTapaAAaywyv,  KaBw¢  Kal  Twv  UTTEPUETABANTWYV
XPWHOOWMIKWY OTOIXEIWV oTa avaAuBevta yovidiwuaTta, ammodeixdnke Ot Kal
Ta OU0 PakTnpiakd TpoidvTa atmopdévwong Tng AITAG ATV YEVETIKA
TTAVOUOIOTUTTIA KOl MTAV TTEPICOOTEPO Ouola HE To OTéAexoc M4 amd 10
MtraykAavTéG TTapd pe 170 OTéAexog C6 atrd 10 lMepou. MapdAo Tou Ta
atmroTeAéopaTa TTPoéKUWaY atrd €va PIKpO péyebog deiyudtwy, cup@wvouoav

ME MIa KAWVIKA TTNyN yia TRV ekOAAwaon NG véoou. H peAétn Tou Chin kal Twv
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OuVEPYOTWV TOou aTTédEIEE OTI N XOAépa €loAxOn oTtnv AiTl PE avBpwTTIvn
META®OON ATTO MIA PAKPIVA YEWYPAQIKN TTNyR, TBavéoTaTta amd 1n NoTia Acia
Kal pdAAov atré 1o MTTaykAavTéG, av Kal Ta CUPTTEPAOUATA TOuG BacioTnkav
O€ MIa TTOAU TTEPIOPIOHEVN avAAuon oTeAexwv atrd Tov AITIVO Kal aTTd Tov
TTAYKOO IO TTANBUCHO.

AUO  METOYEVEOTEPEG KAl  MPEYOAUTEPEG  YOVIOIWUATIKEG  MEAETEQ
xpnoigotroinoav 23 (Reimer et al.,, 2011) kai 154 (Mutreja et al., 2011)
aAAnAouxie¢ OAOKANpPou TOU YOVIOIWMPATOG VYId VO TEKUNPIWOOUV TNV
eTavaAaupBavopevn 10Topikr €ATTAwoN Tou oTeAéxoug Vibrio cholerae O1
ammé 1N NoOmia Acia. AuTEG o1 PEAETEG XpnoidoTroinoav MPEXPI KAl Evvéq,
emTTAéOV, BakTnplokd TTpoidévTa armoudvwong tng AITNG Kal Ta €¢€Tacav OTo
TAQiolo TG OleupupévnG  YOVIDIWHATIKAG OUAAOYAG TwV  BAKTNPIOKWY
oteAexwv Tou Vibrio cholerae. Bp€Onke QUAOYEVETIKI) OUYYEVEIQ PETALU TWV
oteAexwv TnG Aitr¢ Tou 2010 Kal auTwy TToU TTapaTtneRbnkav Ta TTponyouueva
Xpovia a1rd 10 Kapepouv, 10 MtmaykAavtég, tnv Ivdia kai 1o MNakiotdv. Ta
mpoidévta amopovwong TG  AITAG NTav  OoxedOV  TTAVOUOIOTUTTA KOl
oupewvouoav Kal TTdAI pE  pia pepovwuévn KAwvIKA eoTia. QoTdoO,
Baktnpiakd oteAéxn Tou €toug 2010 atmd 1o NeTTGA de ouuTTEPIANYONKAV O€
QUTEG TIG MEAETEG KAl 1 YOVIOIWMATIKY OXEON METAEU Twv oTeAEXWV TNG AITAG
Kal Tou NetmdA d¢ diagpopoTtroindnke ammd AAAeg TTepioxéG TG NOTIog Aciag i
aKoun Kai atré Tnv AQpIKr).

H mpwTtn peAéTn tmou TrepIAGuBave oteAéxn Vibrio cholerae amoé 10
NetrdA dnpooieubnke amd Tov Hendriksen Kal TOUG CUVEPYATEG TOU OTIG 23
AuyouoTtou 2011 (Hendriksen et al., 2011). >uykpiBnkav Ta yovidiwuarta 24
OTEAEXWV TTOU QTTOPOVWONKAV atrd TTEVTE YEWYPAPIKES TTEPIOXEG TOU NETTAA,
Kata Tn Xpovikn tepiodo petagu 30 louAiou kair 1 NoeguBpiou 2010, pe déka
yovISIwuaTa Tou BakTnpiou, cuptrepiAauBavouévwy Tpiwv atrd tnv Aitr. OAa
Ta OoTEAEXN aTTO To NeTTAA, TNV AITH Kai To MTTaykAavTég ouykevTpwOnkav padi
0t Mia POVOQUAETIKA opada. Moipalovtav, dnAadr], évav Koivo TTpOyovo.
QoT1600, TO MO onuUAvTIKO ATAV OTI Ta TPia aTeAExn TNG AITAG Kal Ta Tpia Tou
NeTdA oxnuaTioav dia TTOAU OTevh UTToOPAda Kal autd ATtav oxedov
TTAVOMOIOTUTIA PETAEU TOUG, PE PMOVO Hia | U0 VOUKAEOTIOIKEG BIAPOPES OTO

yovidiwpa Tou TTupfiva Toug. H PeAETN auTr, o€ cuvdUAoPO HE TNV KAQOIKN)
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emonuioAoyia (Piarroux et al., 2011 / Lantagne et al., 2013) £d¢ci1&e TTEIOTIKG
oToIxeia 0TI N XoAépa 10nxXOn otnv AiTA atrd pia ewTepIK TTNYRA, ME TO NETTAA
va gival n 1o eavn TTPpoEAEUO.

O1 €peuveg yia TNV €kdNAwWON TNG €mMONUIOG TNG XOAépag oTtnv Al
€deIgav WG o1 TTaPAadOCIOKES  ETTIONUIOAOYIKEG €PEUVEG  MUTTOPOUV VA
EVIOXUBOUV oNUAVTIKA PE TN YOVIDIWHATIKA aAAnAoUxIon Kal TN QUAOYEVETIKNA
avaAuon. O1 yoviISIwHATIKEG avAAUOEIG EEa0QANIOAV TTOAU 1I0XUPEG OTTODEIEEIG
yla TN oTAPIEN TNG uTTdéBe0NnG TNG avBpwtTIvnG NETAdOONG. AUTEG OI aVAAUOEIG,
AOYW TNG IKAVOTNTAG TOUG VA QVIXVEUOUV €AAXIOTEG BIAPOPEG METAEU TwV
OIAQOPETIKWYV OTEAEXWY, ETTETPEWAV, ETTIONG, TOV TTPOCOIOPICHO TNG aKpIBoug
TTNYAS TNG €0Tiag. AuTr n diatrioTwon Ptmopei va Bonbroel TTdpa oAU TNV
TPOANWN  MEANOVTIKWV  €0TIWV  POAUVONG KAl OTIC QAVTIOTOIXEG VOMIKEG
ETTITWOEIS ATTO TNV €KONAWON QUTWV TWV €0TIWV O€ OXEON ME TA qQiTiA
TIPOKANOCNG TOUG. Z& MIa TTPOC@ATn €EENIEN, €XEl aokNBei aywyr KaTtd Twv
Hvwpuévwy EBvwyv o010 opooTTovdiako dIKaoTApIo Twv Hvwuévwy MoAiTeiwy
yla ¢nuieg 1Tou TTPOoKANBnKav atrd TNV ekONAWON TNG XOAépag oTtnv AiT
(Gladstone, 2013). BéBaia, pe TiIg duvaTtdTNTEG TNG VOUIKAS dpdaong, ol uéBodol
YOVISIWMATIKAG avaAuonG TTPETTEI Va €ival TTOAU auoTnpEG, KaBwg To dIKACTIKO
ouoTnua Ba atralItAoel auoTnPA TTPOTUTTA VI VA Ta OEXTEI WG ATTODEIKTIKA
oToIXEia.

O 1poodiopIoPOS TG TTPOEAEUONG TNG ETTIONUIOG TNG XOAEpag oTnv
AT TTEpIopioTnke atmd dUo Pacikolg TrapdyovTes. MNpwTtov, n aAAnAouxion
TOU YOVIOIWMOTOG XPNOIMOTIOINONKE POVO OTA UETAYEVECTEPA OTAdIA TNG
épeuvag Kal Oxl wg MEBODOGC «TTPWTNG YPOUMAS» VIO TOV EVTOTTIONS TWV
MOAUCMATIKWV  TTapayoviwyv. EloepxOpaoTe O€  pia €mmoxy OTIOU O
YOVISIWMATIKOG, 1] akOuN Kal O JETAYOVIBIWHATIKOG £AEYXOG, Ba yivel HEPOC TNG
1aTpIknG dlayvwong. O deUTePOG TTEPIOPIOCPOS ATAV N atroucia dnuooiag
Baong Oedopévwv TIOU VO TTEPIEIXE OPKETEG YOVIOIWMATIKEG aAAnAouxieg
TaBoyovwy ammd dIAPOopES Yewypagikéc TommoBeaieg. Ma autég Tic &UO
OIaTTIOTWOEIC KATABAAAOVTAI ONUAVTIKEG TTPOCTTABEIEC E OKOTTO TNV eEAAEIYN
Kal Twv dUo avagepduevwy Treplopiopwy (Aarestrup et al., 2012). Maviwg,
OTIG MEPEG Mag gival BIABETINES o1 TexVoAoyieg yia Tnv TTAApN aAAnAouxion

VoG  yovIOIWMATOC Kal yia Tnv €KTEAEOn Twv PacKwy avaAloewv
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yovoTUTINONG Kal TAuToTroinong eviog 24 wpwv (Heger, 2013). Me tn pegiwon
TOU KOOTOUG TnNG aAAnAouxiong, oI OAOKANPWUEVEG KAl  YEWYPOPIKA
EVNUEPWHEVEG BAOEIC BEDOUEVWYV TwV AAANAOUXIWV TOU YOVISIWHATOG TWV
TTaB0oYyOVWYV YTTOPOUV GUVTOMA VA gival TTPAYHATIKOTNTA.

Omwg  ouptrepaivetal amd TO  TTEPIYPOAPOUEVO  TTAPAdEIYUA  TNG
emonuiag NG xoAépag otnv AT 10 2010, n avdaykn yia akpiBfi Kal Taxeia
TAUTOTTOINON TWV  JOAUCHOTIKWY TTOPAYOVTIWY TOOO Of MPEPMOVWHEVEG
a0B€veleg 000 KAl O TTAYKOOUIEG ATTEIAEG yIa Tn dNPOOCIA uyeia @aiveTal va
UTTOKEITAI O€ TTEPIOPICUOUG OTOV XPOVO Kal OTnV akpif€ia TnG TauToTroinong,
TTEPIOPICHOI 01 OTTOIOI dUVAVTAI VO 0ONYNOOUV O€ KATAOTPOPIKEG OUVETTEIEG YIA
TN dnuooia uyeia. O1 Tpéxouoeg pEBodol TTapéxouv, ouvriBwg, dedouéva o€
XPOVIKO dIAoTNUa TToU Oev ETTITPETTEI TIG TTIO ATTOTEAECMOTIKEG, €EIDIKEG KOl
aueoeg emAoyEG Bepartreiag. Auto odnyei o€ avTIBIOTIKES BepaTreieg TTOU gival,
OuxVd, €upeiec Kal BACIOPEVEG OE€ CUPTITWHATA i Ot PN ETIRERAIWPEVES
OOKIJACTIKEG DIAYVWOEIS. AUTA N TTPOCEYYION AQUEAVEL, YEVIKOTEPA, TOV KivOUVO

QAVOEKTIKOTNTAG OTA AVTIRIOTIKA.

50

Institutional Repository - Library & Information Centre - University of Thessaly
16/10/2023 21:30:06 EEST - 167.114.118.212



YAIKA KAl MEOOAOI

2.1 To Linux ka1 To Ubuntu

To Linux cival éva Asitoupylkd oUOTNUO TTOU OTTOTEAEITOI aTTO €AEUBEPO
Aoyiopikd. H xprion tou egival rapdépola hge auth) Tou Unix, aAAd o Trnyaiog
KWOIKAG TOou €XEl ypa@Tei atrd Tnv apxn wg e€AeUBepo Aoyiopikd utté Thv
eAeuBepn Gdeia xprions GNU General Public License.

To Linux pTTOpEi va eykKaTAOTOBEI Kol va AEITOUPYACEl O€ HPEYAAN
TTOIKINIQ UTTOAOYIOTIKWY OCUCTNUATWY, OTTO MPIKPEG OCUOKEUEG, OTTWG KIvnTd
TNAEQWVA, HPEXPI HMEYAAQ UTTOAOYIOTIKA CUCTHAUATA KAl UTTEPUTTOAOYIOTEG. H
KUpla dla@opd PeTagU Tou Linux kal GAAWY dNPO@IAWY AEITOUPYIKWYV gival OTI O
Tuprivag  Tou Linux, KaBw¢g Kal Ol ONUAVTIKOTEPEG EPOAPUOYEG  TOU,
avaTtrTuooovTal JAdIKA KAl CUPPETOXIKA ATTO TIG KOIVOTNTEG TWV XPNOTWY, HIAG
Kal TTPOKEITAI yIa EAeUBEPO Kal avoIKTOU KwodIKa Aoyiouiké (Linux, BikiTraideia).

To Ubuntu €ival éva avoiktou KwdIKa, eEAeUBEPO Kal dwPEAV AEITOUPYIKO
ouoTnua Baociopévo otov TTupriva Linux. Z1éxo¢ Tou Ubuntu gival n TTapoxn
EVOG OIOPKWG EVNUEPWHEVOU, OTOBEPOU AEITOUPYIKOU CUCTHPATOS yid TOV
MEOO XPrOTN, UE EVIOXUMEVN EUPACN OTNV EUKOAIO XpPriong Kal eyKataotaong.
To Ubuntu éxer xapaktnpiotei wg n Mo dnUO@IANG diavour Linux yia
emTpatéfioug uttohoyIoTEG. H e@apuoyn eykatdotaong Ubiquity emmitpétmel Tnv
eykatdotaon Tou Ubuntu oto okAnpd dioko atrd éva trepiBdAAov Live DVD i
Live USB, xwpic va xpeialetal n €TTAVEKKIVNON TOU CUCTAUATOS yia TNV
EYKATAOTOON.

To Ubuntu diaTiBeTan eAcUBepa 0TOV CUVOECO:
https://www.ubuntu.com/download/desktop
KaBwg Kal oTov oUVOECO:
http://www.ubuntu-gr.org/download/

TNV Tapouca epyacia xpnoiyotroidnke n ékdoon Ubuntu 14.04.5
LTS (Trusty Tahr), n otroia diatiBetal eAeUBepa atrd TOV OUVOETHO:
http://releases.ubuntu.com/14.04/

51

Institutional Repository - Library & Information Centre - University of Thessaly
16/10/2023 21:30:06 EEST - 167.114.118.212


http://releases.ubuntu.com/14.04/

2.2 A\qyn dedopévwy Twyv reads atrd tn Bdon dedopévwyv SRA

MNa 11¢ OOKIPES TNG TTapoUcag WEAETNG XpnoiuoTtroinenkav Ta dedopéva Twv
aAAnAouxiwv  reads OAOKANPNG TNG YoVISIWMATIKAG aAAnAouxiag Twv
MIKpoopyaviopwy Bacillus anthracis, Bacillus subtilis kai Vibrio cholerae, ue
OKOTTO TNV avatTuén £vog PBIOTTANPOQOPIKOU TTPWTOKOAAOU yia Tnv avAaAuon
MIKPOBIOKWY YOVIOIWUATWY TOEIKOAOYIKOU Kal EYKANUaToAoyikou
EVOIAPEPOVTOG PE Ta dedopéva Twv TexVoAoyiwy lllumina kai PacBio.
XpnoiyotroiBnke n Paon dedouévwyv «Sequencing Read Archive
(SRA)» otrou avalntibnkav kal Af@Onkav Tta dedopéva Twv reads Twv UTTO
MEAETN MIKPOPIAKWY YOVISIWHATIKWY aAAnAouxiwy, avadAoya e TV €mOuunT
MEBODO aAAnAouxiong e Tnv oTroia TTpoékuwav. Ta dedopéva Twv reads

Katépnkav kal cwnkav otn poper FASTQ.

2.3 OIATpdpIoua TwWV SeSOPEVWY E TO TTPOYpappa ConDeTri

Xpnaoiyotroindnke n €kdoan v2.2 Tou Trpoypdupatog ConDeTri yia To TTOIOTIKG
QIATPApIOUa Twv reads TTou TTpoEpxovTal atrd TNV TeEXVoAoyia lllumina. To
ConDeTri ammokoTrTel Kal agaipei (trimming) oAdkAnpa reads A TURUATa TOUG,

XPNOIMOTTOIWVTAG TIG BaBuoAoyieg TToIdTNTAG Toug (Q-scores).

2.4 AvdAuon mro1dtnrag dedouévwy PE To TTPpoypappa FastQC

Xpnoiyotroinbnke n €ékdoon v0.11.5 Tou Tpoypduparog FastQC yia Tov
TTOIOTIKO €AEYXO TTOU UTTOPEI va evTOTTIOEI TTPORARUOTA TA OTTOI TTPOEPXOVTAI
g€ite ammd Tov avaAuTh, €ite atrd 10 apXIKO UAIKO Twv UTTO avaAuon O6€S0UEVWV.
Me 10 FastQC eAEyxetal n moI0TNTA TWV reads TTpIv fj YETA TO trimming. To
FastQC mrapéxel pia oeipd avaAUoEwV e OKOTTO va €Cac@aAIoTEl hia ypriyopn
€IKOVA yIa TO av Ta eAeyxopeva dedopéva TTapouciddouv TTPoRAAUOTA TTPIV

d1e¢axOci oTTOI0dATTOTE TTEPAITEPW AVAAUCN.
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2.5 YuvappoAdynon dedopévwy TG lllumina pe To TTPOYPAPM
SPAdes kai uBpi1dik cuvapuoAdynon pe Ta dedopéva TnG

[llumina ka1 PacBio

Xpnolyotroinbnke, n €ékdoon 3.11.1 Tou Trpoypduuatog SPAdes yia Tn
ouvappoAdynaon TG TTANPOUG YovISIWMPATIKAG aAAnAouxiag Twv £¢eTAlOPEVWV
MIKPOOPYQVIOPWY aTrd  Ta  eTTegepyaopéva  Oedopéva Twv reads TTou
Tpoékuyav Pe TNV TexvoAoyia lllumina. Me 1o idio Tpdypapua dievepynonke
Kal n uBpIdIk cuvappoAdynon Twyv dedouévwy NG lllumina pe Ta avriotoixa
dedopéva TTou aTToKTABNKAv pe Tnv TexvoAloyia PacBio. Ta dedopéva Tng
PacBio armrotehoUvialr ammod reads HeEYAAOU PAKOUG, 1N €UKOAOTEPN
OuVapPOASYNON Twv OTToiwv BonBd Tnv opbr) aAAnAoemKAAUYWN Kal, dpa, Tn
ouvappoAdynon Twv dedopévwy TNS lllumina TTou artroteAouvtal ammd reads
IDIITEPA MIKPOU MAKOUG. AUTO CUVETTAYETAI OE MIA TEAIK) OUVAPPOASYNON

MEYAAUTEPNG KAAUWNG KAl AKpPiBEIag.

2.6 ZuvappoAdynon dedopévwy TnG PacBio pe To Trpdypappa

Canu

Xpnoiyotrobnke n  €kdoon v1.6 TOU TIpOoypdupaTog Canu  yia TN
ouvappoAdynon Twv reads Tng TexvoAoyiag PacBio. To Canu utropei va
ouvappoloynoel,  Pe  aglomoTia,  TAApn  MIKpoBlokd  yovidiwuaTa
XpnoIgoTTolwvTag €ite TNV TEXVOoAoyia PacBio 3 tTnv Oxford Nanopore kai
Aeiroupyei dladoxikd o€ Tpia oTadla T oTtroia eival Ta €ENG: dl1OpPBwonN,

trimming ka1 cuvappoAdynon.
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2.7 Atreikévion TnG oToiXIoNg TWV reads e TA TTPOYPAUMAT
BLASR ka1 IGV

Xpnoigotroindnke 1o TTpoéypauua BLASR, To OTT0i0 YTTOPEI va OTOIXIOEl, PE
MEYAAN akpifela kalr tTaxutnta, Ta peydAa o€ pnkog reads tng PacBio o€
QVTIOTOIXO MIKPOPIAKA YOVISIWMPATA avapopdg.

Emiong, xpnoiyotoindnke n ékdoon 2.4.3 tou Trpoypduuarog IGV yia
TNV atreikévion  Twv  AAANAOETTIKOAUTITOPEVWY  reads, OTTwWG  €XOuv

ouvappoAoynBei ue BAon €va OUYKEKPIPEVO PIKPORIOKS yoVISiwua ava@opdg.

2.8 AvalnTnon Tou TTEPICCOTEPO OUYYEVIKOU YOVISIWHATOG ME

TO TTPpOYypapua BLAST

Xpnolyotroinbnke 10 TPOYpaupa BLAST yia tnv avalhtnon otn Baon
oedopévwy TOoUu EBvikou Kévipou Biotexvoloyikwyv [Anpogopiwyv  Twv
Hvwpuévwy MoAiteiwwv (NCBI) opdAoywv yoviIdIwuaTIKwy aAANAOUXIWV TwvV
TTEPICOOTEPO CUYYEVIKWY MIKPORBIOKWY YOVIDIWPATWY KAl TwV TTANPOPOPIWY
TNG VOUKAEOTIOIKAG TOUG aAAnAouxiag kail, apa, Twv TTIO OTEVA OUYYEVIKWV

MIKPOOPYQVIONWY KE EKEIVOV TTOU TEAEI UTTO €€E€TaON.

2.9 20yKpion JE AAAO yoVISiwpa ava@opdg HE TO TTPOYPAMHA

Blast2seq kal Y€ OTIYMOTTIVAKO

Xpnolyotroinbnke 10 TPOypauua Blast2seq (BLAST 2 sequences), yia Tn
oUYKPIOT TOU UTTO PEAETN CUVAPUOAOYNUEVOU HIKPORIAKOU YOVISIWUATOG HE TN
VOUKAEOTIOIKA] aAAnAouxia Tou YovIOIWHPATOG TOU TIIO OTEVA OUYYEVIKOU
MIKPOOPYQVIOUOU.

Méow Tng e@apuoyng Tou Tipoypduuatog Blast2seq divetar n
duvatoTNTa TNG £L£TAONG TNG ATTOOTAONG TNG YEVETIKAG OUYYEVEIQG TWV dUO

OUYKPIVOUEVWYV YOVISIWPATWY PE aTTelkévion o€ aTiypoTrivaka (Dot Plot).
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2.10 Evromriop6g yovidiwv TTaboyovikoTnTag ue avalAtnon

otn Bdaon dedopévwy VFDB

Xpnoiyotroilnke n Baon dedopévwyv VFDB (Virulence Factors Database) yia
TOV EVTOTTIONO YOVISiWV TTaBOoYOoVIKOTNTAG OTO UTTO £6ETOCN CUVAPHOAOYNUEVO
MIKpOBIoKO yovIdiwua Kal Tou €i0oug TwV TTPWTEIVIKWY TTPOIOVTWY TToU
KwOIKOTTolIoUvVTal aTTé auTd Ta yovidla. H VFDB Trapéxel eTTIKQIPOTTOINKEVN
YVWON OXETIKA PE TA XAPAKTNPIOTIKA TNG OOUNG TWV ONUAVTIKWY BAKTNPIOKWY
MIKPOOPYQVIOPWY KAl TOUG PNXAVIOPOUG TTOU XPNOIMOTTOIoUVTal ATTd auToug
yld va TTOPAKAUWOUV TOUG CQMUVTIKOUGC MNXAVIOWOUG TOou E&EVIOTH Kal va

TIPOKAAEOOUV ACOEVEIEG.
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AMNOTEAEZMATA

3.1 Avadntnon Twy reads oto SRA Kal AQYn Toug o€ Hop®n
FASTQ

Ta Oedopéva  TwV  VOUKAEOTIOIKWY  aAAnAouxiwv  Twv  reads
atrobnkevovTal o€ apxeia pe mn pyopen «FASTQ». Z1a apxeia FASTQ, €kTOg
amdé Ta Oedopéva TNG aAAnAouxiag, ATTOTUTTWVETAI KAl N TToIdTNTA TWV
aAAnAouxiwy Twy reads. O éAeyxog TnG TTOIOTNTAG TWV reads eival éva aTmod Ta
MO onuUavTIK& Bripata oTnV TTPOETTECEPYATia Twv aAANAOUXIWY TOUG, KOBWG Ol
OKATEPYOOTEG OAANAOuUXiEC Twv reads TrePIEXOUV, aAvVATTOQEUKTA, AGBn. H
mOavoeTNTa £VOG OPAAPATOGS YIa KABE VOUKAEOTIOIO 0¢ KABE read cival TTavta
atmmoTuTTWHEVN o€ éva apxeio FASTQ.

H avalAtnon TANPoQ@opPIWY OXETIKA PE Ta reads MPIAG YOVIOIWMATIKAG
aAAnAouxiag, kabwg kai TNG MEBGdou aAAnAouxiong amd Tnv oTroia
Tpoékuyayv, AauBdvel xwpa oTn Baon dedouévwy «Sequencing Read Archive
(SRA)» 10U diaxeipiletal T0 EBvIKG Kévipo BiotexvoAloyikwv MAnpo@opiwv
Twv H.MT.A. (National Center for Biotechnology Information, NCBI). H
TpocoBacn oTnv v Adyw Pacn dedouévwy yiveTal JEOw TOU OUVOECHOU:
https://www.ncbi.nlm.nih.gov/sra

To SRA dnuioupyndnke 1o 2007 atmdé to NCBI kai atroTeAei pia Bdon
0edoUEVWY BIOTTANPOPOPIKNG TTOU TTAPEXEI Eva dNUOCIO apxEio armmobrikeuong
yla Ta 0edopéva VOUKAEOTIOIKWY aAAnAouxiwv DNA, €10Ika yia Ta reads TTou
TTPOKUTITOUV aTTd TIG TEXVOAoyieg aAAnAouxiong véag yevidg (Wheeler et al.
2008). H ev Aoyw Paon dedouévwy atroTeAei pEpog TNG AlEBvoug Zuvepyaaoiog
Baoewv Agdopévwv NoukAeoTidikwv AAAnAouxiwv (International Nucleotide
Sequence Database Collaboration, INSDC) kai AeiToupyei wg ouvepyaaoia
peTagu Tou NCBI, Tou EupwTraikou IvoTitoutou BiomrAnpo@opikn¢ (European
Bioinformatics Institute, EBI) kai Tng lammwvikng Tpdmedag Aedopévwv DNA
(DNA Data Bank of Japan, DDBJ) (Sequence Read Archive, Wikipedia).
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Amé mv avadntnon oto SRA yia Oedopéva  reads  evog
MIKPOOpPYQVIOPOU, TI.X. TOU HIKpoopyaviopou Bacillus anthracis, Ta oTroia

QATTOKTABNKAV PECW KATTOI0G OUOKEUNRG aAAnAoUXIoNG vEAG YEVIAG, TT.X. UE TOV

avahuTtr] MiSeq® tng etaipiag lllumina, TTPoKUTITEl TO TrepIEXOUEVO TNG Eikovag

& NCBl  Resources(¥] How To (v Sign in to NCBI
SRA SRA M | [ Search
Advanced Help
Full= Sendto: v
Recent activity =
ERX1377593: llumina MiSeq paired end sequencing Tumn Off Clear

1 ILLUMINA {Illumina MiSeq) run: 1.3M spots. 387M bases. 114.6Mb downloads Q@ bacillus anthracs llumina miseq (158)

SRA

Submitted by: UNIVERSITY OF BERN (University of Bern)

Study: Comparative genomics of Bacillus anthracis from the wool industry highlights polymorphisms of lineage A.Br.Vollum
PRJEB12980 - ERP014515 » All experiments « All runs

ow Abstract

Sample: BA-JF3788
SAMEA38859839 - ERS1076973 « All experiments = All runs
Organism: Bacillus anthracis

bacillus subtillis illumina {994)
SRA

bacillus anthrasis illumina miseq (585)

[Bioethics and toxicology].

@ @ o p

PubMed
Library:
MName: unspecified Commentary: the role of toxicology in
Instrument: llumina MiSeq prevention and precaution PubMed
Strategy: WGS .
Source: GENOMIC See more..

Selection: size fractionation
Layout: PAIRED
Construction protocol: Nextera XT

Runs: 1 run, 1.3M spots, 367M bases, 114.6Mb

Run #of Spots  # of Bases Size Published
RR1305970 1,289,993 387M 114.6Mb 2016-11-01
ID: 3377341

Eikéva 14 Avalntnon dedopévwy reads oto SRA. Z1nv evoTnTa Runs €1mAéyoupe Tov apiBud
TPOoRacnG TTou BPioKETAlI apIOTEPG GTOV TTiVAKA KATW aTro TO TTAQicIo Run.

210 TTedio TG EIkOvag 14, 1O OTToio €ival avTioToIXO Kal IO OXETIKA
0edopéva AAWVY PIKPOOPYAVIOHWY, OTTO TNV evoTnTa «Runs» €TMAEyOUE TOV
apIBud podaBacng (accession number) TTou BpiokeTal apIoTEPG OTOV TTIVAKO
KAatw atrd 10 TTACiolo «Run». Me autdv Tov TpOTTO avoiyel TO TTapaBupo NG
Eikévag 15.

2tnv Eikéva 15, otnv evotnta «Browse - Run Browser - Metadatay
avTiypa@oupe Tov apiBuod Tou «Experiment» Kal 0Tn CuvéEXEIa aTTd TNV evoTnTa
«Download» emmiAéyoupe «FASTA/FASTQ».
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Iln Sequence Read Archive

Studies Samples Anal TASTAFASTQ

quencing

) Reads Download

Run - - Size GC content Published Access Type
ERR1305970 1.3M  387.0Mbp 120.2M 38.1% 2016-11-01 public

Reference Length Coverage Unaligned
5.5Mbp 45x 35.35%

This run has 2 reads per spot

L=150, 100% L=150, 100%
@ Legend
Experiment Library Name Platform Strategy Source Selection Layout
ERX1377593 unspecified llumina WGS GENOMIC size fractionation PAIRED
Biosample Sample Description Organism
SAMEA3889839 (ERS1076973) Bacillus anthracis

Bioproject SRA Study Title

PRJEB12980 ERP014515 Comparative genomics of Bacillus anthracis from the
wool industry highlights polymorphisms of lineage
ABr.Vollum

Eikéva 15 ztnv evétnra Browse - Run Browser - Metadata avtiypd@ouue Tov apiBué tou
Experiment kai oTn cuvéxela atréd tnv evotnTa Download emmAéyoupe FASTA/FASTQ.

Tov apiBud Tou «Experiment» Tov €il0dyoupe OTO KiTPIVO TTAQICIO TOU

TTapabupou TTou aTtreikovidetal oTnv Eikéva 16 kal ekteAoupe «Show Runsy.

Eik6éva 16 Tov apiBuoé Tou Experiment Tov £iI0GyoulE GTO KiTpIvO TTAQiCIO TOU TTapaBUpou Kai
ekTeAoUpEe Show Runs.

Me Tnv evépyela «Show Runs» avoiyel 1o TTapdBupo tng Eikdvag 17,
OTTOU ETTIAEYOUME VO KATEPACOUUE KAl VA OWOOUNE OTOV UTTOAOYIOTH MAG TA

dedopéva Twy reads o€ popern FASTQ.
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> NCBl Sitemap Alldatabases B Search

iln' Sequence Read Archive

o o seaen

LRV (el Reads Analyses Mimoring References

Download for Experiment ERX1377593

Accession £ofb # of spots
selectall " O P25 total filtered

“ ERR1305970 387.0M 1.3M

Filter

Search:

@ What can the filter be applied to?

Apply

Download Format

filtered clipped FASTA @ FXJIE

Download

Write to the Help Desk | Privacy Notice ‘ Disclaimer | Accessibility Last update: Tue Nov 7 14:30:2

ational Center for Biotechnology Information | U.S. National Library of Medicine

Eikéva 17 EmAéyoupe va KATERACOUNE Kal VO GWOOUHPE OTOV UTTOAOYIOTH pag Ta dedouéva
Twv reads og poper) FASTQ.

Me auté Tov TPOTTO KOTERQiveEl €va CUUTTIEOMEVO QpPXEIO TUTTOU
«sra_data.fastq.gz», 10 omoio amroouutEéCoupde. ATTO TNV ATTOCUUTTIECN TOU
apxeiou sra_data.fastq.gz TmpokuTITEl éva apyxeio «sra_data.fastqy. Ta
TIPAKTIKOUG AOYOUG TTEPIYPAPNG, TO APXEIO AUTO TO PETOVOUAJOUME HE TA
oToIxEia Tou UTTO PEAETN MIKpoopyaviouou, TT.X. «b_anthracis.fastq» kai 1o
ammobnkevoupe o€  €vav  QAKEAO HE TNV  AVTIOTOIXN OVOMaCia, TT.X.
«bacillus_anthracis».

210 onueio autd agiCel va avagepBei n dopn evog apxeiou FASTQ kai
va emonuaveei TTW¢ KwdIKOTToIoUVTal € auTd Ol TTANPOQOPIES yia TNV
ToIdTNTa TwWV reads. OTTwg @aivetal kal otnv Eikéva 18, Ta apxeia FASTQ
éxouv TTavta 4 ypappéG avad aAAnAouxia. ZTnv TTPWTN YPAUKA eugavieTal TO
QVOYVWPIOTIKO TNG aAAnAouxiag Kal pia TTPpoAIpETIKA TTeEpIypa®r. H deuTepn
yPauu TTEPIEXEl WA aAAnAouyia voukAeoTidiwv. H Tpitn ypapur dlaTtnpei,
YEVIKA, MOVO TO OUUPBOAO «+» Kal, TTEPIOTACIOKA, TO idI0 avayvwpIoTIKO Kal
TEPIypa®ry aAAnAouxiag ye TRV TTpwTN Ypapunl. H TéETaptn ypauu avagEépel Tn
BaBuoAoyia ToidétnTag (Quality score, Q-score) k&Be VOUKAeoTIdIOU TTOU

eM@aviceTal 0Tn OEUTEPN YPOUM.
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@sEQ ID
GATTTGGEGTTCAAAGCAGTATCGATCARATAGTAAATCCATTTGTTCAACTCACAGTTT
+

PP ((((**F4+) ) 5L +HE) ($5FF) . 1*¥**—4*7 ") ) **55CCF>>>>2>CCCCCCCES

Eikéva 18 To apxeio FASTQ é€xer 4 ypaupég avd aAAnAouyia. Ztnv TTpwTn YPAPMN
eupavifeTal To avayvwplioTIKO TNG aAAnAouxiag Kal pia TTPOIPETIKA TTEPIypa®r. H delTepn
yPOuMN TTEPIEXEl Wi aAAnAouxia voukAeoTidiwyv. H Tpitn ypauur diatnpei poévo 1o oUufoAo
«+» Kal, TTEPIOTACIOKA, TO i0lI0 avayvwpIoTIKO Kal TTEPIyPa@r] aAAnAouxiag pe Tnv TTPWTN
ypauun. H Ttétaptn ypauun avagépel tn BabuoAoyia 1moidTnTag KABE VOUKAEOTIOIOU TTOU
ePavifeTal otn 6eUTEPN YPAPMN. H TéTapTn ypapun dev TepIEXEl DIWRQPIOUG apiBuoug, aAld
MOvo Toug €101koUGg XapakTripeg ASCII TTou xpnoiyoTrololvTtal yia TNV KWOIKOTToINON TwV TIWWV
TTOI0TNTAG YE £va PHOvo aUpBoAo.

Amé: FASTQ format From Wikipedia, the free encyclopedia, https://en.wikipedia.org/wiki/FASTQ_format

O1 BaBuoAoyieg TTOIOTNTAG OTNV TETAPTN YPAPUA QVTITIPOOWTTEUOUY, Yid
KABe VOUKAeOTIOI0, TNV TTPORAEWN TNG TOAvVOTNTAG Va €XEl CUUPEI OQAAPa o€
Mia Baon katd Tn diadikacia TNG aAAnAouxiong. e €miTredo BAong, uwnAn
BaBuoAoyia troidTnTag utTtTodnAWwvEl o a&ldTToTn aAAnAouxion piag Bdong Kai
MIKPOTEPN TOavOeTNTa va eival eo@aAuévn. ‘ETol, 0tav ava@épeTal TiunR Q-
score ion pe 40, Ba uttapxel mOavoTnTa o@aAuartog ion pe 0,0001, dnAadn, 1
o@aApa oTig 10.000 Baoeig. AvrioToixa, yia Q-score ico pe 30 Ba €xoupe
mlavotnta o@dAuarog ion pe 0,001, dnAadn, 1 oedAua otic 1000 Baoceig
(lumina, Technical Note: Informatics, Understanding Illlumina Quality
Scores). Katd Tov uttoAoyiopo autd, o€ TiuR Q-score=10 avTioTOIXEI akpiBeia
NG TA¢NGS ToU 90%, 0 Q-score=20 avTioToixei akpifeia 99% kai o€ TN Q-
score=30 avTioToixei akpifeia 99,9% (lllumina, Introduction to Sequencing
Quality Scores). ETropévwg, a&iotmoTn Baduoloyia TToi0TNTAG BewpEiTal EKEIVN
TTou €xel Ty Q-score ammd 30 kal avw (lllumina, Technical Note: Informatics,
Quality Scores for Next-Generation Sequencing).

Edav yvwpiCoupe Tnv mBavotTnTa p £vOG TETOIOU GPAANATOC, TOTE €ivail
€UKOAO va aTrokTiooupye Tn Pabpoloyia TTOIOTNTAG XENOIYOTTOIWVTOS TNV
e€iowon:

Q-score = -10 logwop
MNa mapddeypa, eav n mavotTnTa VoG o@AApaTog p 1oouTal pe 0,01, 16TE N
avtioToixn BabuoAoyia moidtnTag Ba civar 20. Av p=0,001, T1é1e Q-score=30.

Ouwg, 611w BAETTOUNPE OTNV TETAPTN YPAWMA TOU TTAPAdEIYUATOG, TO APXEIO
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FASTQ bev trepiéxel diwn@ioug apiBpous, aAAd pévo Xapaktipes. AuToi gival
eidIkoi  xapaktipeg ASCII (American Standard Code for Information
Interchange) 1Tou xpno1goTTOIOUVTAI VIO TRV KWAIKOTTOINON TIHWYV TTOIOTNTAG JE
éva povo oupPBolo, avti yia Eva dITTAG i TpITAG wneio (ASCII, Wikipedia).
AuTA N KWAIKOTTOINON €VOG XAPOKTAPA gival arrapaitntn, €meid BEAouue va
EXOUME avTioTolXia éva TTPOG £va PETAEU KABE VOUKAEOTI®IOU OTN Ypauun 2 Kal
KABe BaBuoAoyiag oTn ypauun 4. AuTo €TTITUYXAVETAI PE TN XPON €VOG HOVO
XOpakTApa Kal oTig duo ypauuég (InsideDNA, 2016). H popery FASTQ
QTTOTEAEI TO TTPOTUTTO YIA TNV ATTOBAKEUON TWV TTAPAYOPEVWYV OEDOPEVWV TWV

TexVoAoyiwv aAAnAouxiong véag yevidg (Cock et al., 2009).

3.2 Trimming Twv reads pe 1o poypappa ConDeTri

To ConDeTri, gival pia e@apuoyr BIOTTANPOQOPIKAS YIa TO QIATPAPIOUO TWV
0edopEVWY TTOU TTPOEPXOVTaI aTTd TNV TexvoAoyia lllumina.

To mpdéypappa ConDeTri Asitoupyei wg éva gpyaleio dIaAoyAg TTou
EQPAPMOLEl TNV ETTECEPYOTIA ATTOKOTIAG Kal agaipeong (trimming) oAdkAnpwv
Twv reads, ) TUNPATWY TOUG, XPNOILOTTOIWVTAG TIG BaBPoAoyieg TTOIOTNTAS YIa
K@Be Bdon texwpiotd. To ConDeTri ptropei va emeEepydletal dedopéva Twv
reads cite eival pepovwpévwy (single-end) 1 Ceuyapwpévwy akpwyv (paired-
end). AiaTiBeTan eAeUBepa atmd Tov OUVOECHO:
https://github.com/linneas/condetri

lMNa T1PaKTIKOUG AOyoug, Ta XPNOIYOTTIOIOUMEVA  TTPOYPAPUOTA  TA
atmoBnkevoupue o€ évav QAKEAO PE TNV ovouacia, T.X. «Programs». ZTov
@akeAo Programs kartefadoupe kKal armmobnkevoupe 10 TTpdypapua ConDeTri,
TO OTTOIO QaiveTal WG £vag PAKENOG TToUu ovopdleTal «condetri-master». AT
TOoV £V AOyw @AKeAo avTiypd@oupe TO apxeio «condetri.pl» kail To TOTTOBETOUNE
oTov @akeAo bacillus_anthracis 1Tou TrepIExel TO apyeio b_anthracis.fastq pe 1a
oedopéva Twv reads oe popery FASTQ, Tta otroia agopouv oTnv TTARPEN
VOUKAEOTIOIKAY  aAAnAouxia  Tou  yoviIdBIwWPATOG  TOU  UTTO  PEAETN

MIKPOOPYQVIOUOU.
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Avoiyoupe 1O TEpUATIKO (terminal) kai pe TV KATAAANAN €VTOAN
eloepyxopaoTe oTov @AkeAo «bacillus_anthracis» 6tou Bpiokovtal Ta TTPOG
avaAuon apxeia «b_anthracis.fastq» kair «condetri.pl». ¥1n ouvéxeia divouue
TNV TTAPOKATW EVTOAN YIa va eKTEAEOTEI TO TTPOYpaupa ConDeTri:
perl condetri.pl -fastql=b_anthracis.fastq -hq=30 -lg=15 -minlen=100 -
sc=33 -rmN
Ortrou:

-hq, n eAdxioTn KaAUTEPN TTOIOTNTA TTOU BEAOUNE va €XOUV Ta reads.

-lg, n eAaxioTn xeIpdTEPN TTOIOTNTA TTOU BEAOUE Va €XOouv Ta reads.

-minlen, 10 €AdxIOTO WAKOG TTOU Ba €xouv Ta reads TTou Ba KPATHOOUME
(GitHub linneas/condetri).

Me Tnv eKTEAEON TNG TTAPATTAVW €VTOANG AauBdavoupe, oTov QAKeAO
«bacillus_anthracis», éva apyxeio ue dvopa «b_anthracis_trim.fastg», 1o otroio
TTEPIEXEI TUAMATA, 1) OAOKANpa reads pe eAaxioTo prkog Ta 100 bp, eAdxioTtn
KaAUTEPN TTOI0TNTA Babpoloyiag ion pe 30, evw ATTOPPITITOVTAI EKEIVA TA
reads, i THAMATA TOUG, UE EAAXIOTN XEIPOTEPN TTOIOTNTA TTOU €ival ion pe 15. ¢
0,TI a@opd OTNV TIUA TNG TTAPAUETPOU —SC, TiBeTal oTov aplBud 33, Kabwg
ava@épeTal ota dedopéva TTOU TTPOKUTITOUV aTTd Tnv TeXvoAoyia lllumina kai

OUYKEKPIPEVA O€ EKEIVA TTOU TTPOKUTITOUV OTTO TIG VEOTEPEG EKOOOEIG TNG.

3.3 'TEAgyX0G TNG TTOIOTNTAG TWV reads ME TO TTPOYPAMMA
FastQC

O1 ouyxpovol avaAutéG aAAnAouxiong véag Yeviag PTTOpoUvV va TTapdyouv
ekaTtoupupia aAAnAouxieg o€ pia povo avaAuTikr diadikacia. QoTtdoo, TTPIv
avaAuBei pia aAAnAouyia pe okoTro va e€axBouv BioAoyikd cuuTrepAcuaTa, Ba
TIPETTEI TTAVTA VA EKTEAECTOUV OPICHEVOI QTTAOI TTOIOTIKOI €AEyXOl, WOTE va
dlac@aAioTEl OTI Ta aveTre¢EpyaoTa Oedopéva @aivovtal KaAG kal o1l dev
uttdpxouv TTPORARUATA 1] HEPOANWIa TTOU WTTOPEI va €TTNPEAOOUV TOV TPOTTO
ME TOV OTTOI0 PTTOPEI KATTOI0G va Ta eKPETAANEUTEL. OI TTEPICOOTEPOI AVOAUTEG

dnuIoUpPyoUV HIa ava@opd TTOIOTIKOU EAEYXOU, WG PEPOG TNG AVAAUCNAG TOUG,
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oANG  autd, OuvABWG, ETTIKEVIPWVETAI POVO OTNV  avayvwpion Twv
TTPORANUATWY TTOU dnuIoupyrnBnkav atrd Tov idlo ToV avaAuTr).

To mpdéypapua «FastQC» oToxeuel OTnNV TTAPOXN MIOG AVOPOPAg
TTOIOTIKOU €AEyXOU TIOU MTTOPEI  va  evToTTrioel TTpoBARuaTa  Ta  OTToia
TIPOEPXOVTAI EITE ATTO TOV AVAAUTH, €ITE ATTO TO APXIKO UAIKO TwV UTTO avaAuon
oedopévwy. EmimmAéov, 1o FastQC ptropei va ekTeAeoTel e évav atmd Toug dUo
TPOTTOUG:

e Mrropei €ite va Asitoupynoel wg Pia autovoun d1IadpaoTIKA EQapuoyn yia
TNV adueon avdAuon PIkpou aplBuwy apxeiwv FASTQ, A

e utTOpEi va ekTeAeoTel o un &1adpacTikr) AsiIToupyia, n otoia Ba ATtav
KATAAANAN yia TNV eVOWUATWON O€ Jia eupuTeEPn avaAuTikr diadikagia yia
TN cuoTnUATIKA €TTe¢epyacia pyeydAou apibpou apxeiwv (What is FastQC,
https://www.bioinformatics.babraham.ac.uk)

EidiIkOTEPQ, PE TNV €Qappoyr) Tou TTpoypduuatog FastQC duvaral va
eAeyxOei n TOI6OTNTA TWV reads 1600 TTIPIV ATTO TO trimming pe 1o ConDeTri,
000 Kal PeTA TO trimming. To FastQC oToxeUel OTnNV TTOPOXN €VOG ATTAOU
TPOTTOU YyIO va Yivel évag TTOIOTIKOG €AeyXOoG O¢ akatépyaoTta Oedouéva
aAAnAouxiwyv reads TTou TTPOEPXOVTal aTTO TIG TEXVOAOYieG aAAnAouxiong véag
vevidg. Mapéxel pia diapBpwuévn oeipd avaAloEwy TTOU PTTOPEI KATTOIOG va
XPNOIMOTIOINCEl JE OKOTTO va €Cac@aAiosl pia ypAyopn €IKOva yia 70 av Td
eAeyxopeva dedopéva TTapouciddouv TTPoPARuaTa, Ta oTroia Ba TTPETTEl va
yvwpilel Tpiv TTpofei oe otroiadATroTe TrEpaITépw avaAuon. Or KUpleg
A€IToupyieg Tou v Adyw TTpoypPAuPaToG gival ol €ENG:

e Eioayel dedopéva atrd apxeia BAM, SAM 1 FASTQ.
o [lapéxel yia ypriyopn €1moOKOTINGCN, WOTE VA ONAWOEI o€ TTOIEG TTEPIOKES

MTTOPEI va uttdpyxouv TTpoBARuaTa.

e Anuioupyei ypa@AuaTa Kal TTiVAKES yia va agloAoynBouv ypriyopa Ta

TTPOG avaAuon dedopéva.

e ECayel ammoteAéopaTa o€ avagopd Baciopévn oe HTML.
e /\EITOUPYEI KAl EKTOC OUVOEDNG VIO TV AUTONATN dnUIoUPYia avag@opwy,

Xwpig ekTEAEON TNG d1adpacTiKAG e@apuoyng (FastQC A quality control

tool for high throughput sequence data).
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H ékdoon v0.11.5 Tou TrpoypdupaTtog FastQC diatiBetal eAeUBepa atro
T0 Babraham Bioinformatics (Babraham Institute) otov oUvdeoO:
https://lwww.bioinformatics.babraham.ac.uk/projects/fastqc/

To Tmpdéypapua FastQC 10 KaTERACOUPE KAl TO ATTOBNKEUOUPE OTOV
@akeho Programs. 2Tn ouveéxela, aTTO TO TEPUATIKO, PE TNV KATAAANAN €VTOAR,
€I0EpPXOPaO0TE OTOV @QAKEAO Programs Kal ammo €KeEi OTOV QAKEAO OTTOU
EUTTEPIEXETAl TO TTPOYypapua FastQC. Aivoupe Tnv €€NG €VIOAN yia va
EKTEAEOTEI TO TTPOYPAUMAL:
perl fastqc

To FastQC avoiyel ge Tnv TpooAnf Tou Tapabupou TnG Eikévag 19.

Eikéva 19 MNapdBupo évapgns Tng ékdoong 0.11.5 Tou TrpoypdppaTog FastQC.

Avoiyoupe Tnv evotnta «File» kal emmAEyoTag «Openy» avoiyel éva vEo
TTapdbupo, TTapddelypa Tou otroiou arreikovi¢etal otnv Eikéva 20. Alapéoou
auToU TOu TTapaBUpou PeTaPepOpaoTe oTov PakeAo bacillus_anthracis TTou
TEPIEXEI TO apxeio b_anthracis.fastq pe 1a dedopéva Twv reads TIpIv yivel To
trimming kai To apxeio b_anthracis_trim.fastq mou Trepiéxel Ta dedopéva PETA
TO trimming.
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Eikéva 20 Aiapéoou autoU Tou TTapaBUpou PETAPEPOUAOTE GTOV QAKENOD, TT.X.,
bacillus_anthracis rou Trepiéxel To apyeio b_anthracis.fastq pe Ta dedopéva Twv reads TTpIv
yivel To trimming.

EmAéyoviag éva ammd Ta dUO apxeia KABe @opd KAl TTATWVTOG TO
«VOK» avoiyel, avtiotoixa yia KABe apyxeio, éva TapdBupo. EidikéTepQ,
eMAEyovTag To apxeio «.fastg» avoiyel éva TapdBupo, 6TTws autd NG Eikdvag
21.
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Eikéva 21 Até 10 TTapdBupo Tng Eikdvag 20, emAéyovrag 1o apxeio «.fastg» avoiyel 1o
TapdBupo pe Ta dedouéva Twv reads TIpIv yivel To trimming.

210 TapdBupo TG Eikdévag 21 arreikovifeTal pia €MOKOTINON TOU
€UPOUG TWV TIMWV TTOIOTNTAG YIa OAES TIG Bdoelg, o KABe Béon, OTO apXEio
FASTQ. Tla kd&Be Béon oxedidletal pia  ypa@iky TrapdoTtaon TUTTOU
onkoypduuarog (BoxWhisker).

H Eikéva 22 trapatifetal yia va €0TIGOOUPE OTA OTOIXEia auToU TOU

dlaypduuaTog, Ta oTToia €ival Ta €GAG:
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CQuality scores across all bases (lllumina 1.5 encoding)
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Eik6éva 22 ETOKOTTNGN Tou €UpOUG TWV TIMWV TTOIOTNTAG YIa OAEG TIG BATEIg, o€ KABe BEan,
oe éva apxeio FASTQ. TlNao kdBe Ofon oxedidletar pia ypagik TropaoTacn TUTTOU
Bnkoypappartog (BoxWhisker).

A16: FastQC Report
https://www.bioinformatics.babraham.ac.uk/projects/fastqc/bad_sequence_fastqc.html#MO

e To KkiTpivo TIAciolo (Box) avTiTpoowTtrelel TO  €UPOG  METALU
TETAPTAMOPIWY (25-75%).
e H KOKKIVN ypauuD, TTOU BpioKETAI OTO KiTPIVO TTAQICIO, €ival N YEoN TIPN.
e O1 dvw Kkal o1 KATW paupes ypaupés (Whiskers) avTirpoowTrevouv Td
onueia 10% kai 90%, avrtioToixa.
e H ptAe ypauun, n otoia diépxeTal, apxIkd, TTPog TN BAon TWV KiTpIVWwV
TAQICiWY, AVTITTPOCWTTEVEI TN JEON TTOIOTNTA.
2¢ éva ypdenua FastQC o afovag y deixvel TIc BaBuoAoyiec TToidTNTAC.
Ooco uywnAoétepn cival n BabBuoloyia TTOIOTNTAG, TOOO TIEPICOOTEPO EXEI
atmmo@euxBei n mMOavoTnTa va €xel yivel AdBog otov TTpoadiopioud Tng Baong
Katd mn diadikacia TNG aAANAOUXIONG OTO CUYKEKPIYEVO Onueio. To @OVTO Tou

ypapnruatog diaipei Tov GEova y o€ aAAnAouxioeic TTOAU KAAAG TToIdTNTAG
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(TTPAoIvo), IKAvOTTOINTIKAG TTOIOTNTAG (TTOPTOKOAI) Kal XOUNAAG TToI0TNTOG
(poQ).

EmirAov, Ba TTpéTTel va ava@epBei 0TI UTTApYXOUV dIAPOoPOI TPOTTOI Yyia
va KwdlkoTroinBei pia BabuoAloyia toidtnTag ot éva apxeio FASTQ. To
Tpoypauua FastQC emixeipei va TTpoodiopicel autouara Trola PEBodOo
KWOIKOTTOINONG XPNOIKMOTTOINBNKE, aAA& opIouEveEG QOPEG cival TTIBavo va TO
MavTéwel eo@aApéva. O TiTAOG TOou ypagruatog 6a avaypdgelr Tnv
KWOIKOTTOINON TNV OTT0id TO TTPOYPAUMA DIATTIOTWVEI OTI XPNOIYOTTOINONKE OTO
e10ay0Ev TTpog eTmeEepyaaoia apxeio. Ta ammoteAéouara Tng eTeéepyaoiag o€ Ba
e@avifovral o€ TTEPITITWON TTOU TO €10axBEv apxeio cival oe yopery BAM /
SAM, kabwg o€ auTh TN Hop@r dev KaTaypd@ovTal ol Babuoloyieg TToIdTNTAG.

Ava@OopIKA PE TIG TTPOEIOOTTOINCEIG TOU TTPOYPANHATOG, TTPOEIDOTTOINCN
Ba TTaPOUCIOOTEl €AV TO KATWTEPO TETAPTNHOPIO Yyia oTroladiTroTe BAon Eivail
MIKPOTEPO aTrd 10, | €dv n péon TIPA yia otroladnTroTe BdAon eival PHIKPOTEPN
amd 25. ATmotuxia Ba u@iotatal €dv TO KATWTEPO TETAPTAMOPIO YIA
oTroladATToTE BACN €ival MIKPOTEPO ATTO 5 1) €AV N JEON TIPN YIO OTTOIOOATTOTE
Baon eival pikpoTepn atrd 20. O ouvnBEoTEPOG AGYOGS yia TTPOEIDOTTOINCEIS KAl
QTTOTUXIEG €ival n yevik uttoBdABuIon TNG TToI0TNTAG KATA TN OIAPKEIA TWV
MeyaAwv diadikaoiwyv aAAnAouxiong. Etopévwg, yia Pakpég d1adIKaoieg,
duvaral va dIaTmoTwoEl 6TI N yevIKn TToIdTNTA TNG AAANAOUXIONG TTEPTEI O€ £va
ETTITTEOO OTTOU EVEPYOTTOIEITAI YIA TTPOEIBOTTOINCN I £éva OQAAUQ.

Edv n mmoiotnta méoel oe XaunAod etitredo, TOTE N 0 KoIvr) AUon €ival n
EKTEAEON TNG TTOIOTIKAG ATTOKOTTAG KAl agaipeong (trimming), OTToU TUAUATA, N
oAOkANpa, reads k6BovTtal ye Bdon TN PEON TTOIOGTNTA TOUG.

EmAéyovTag To apxeio «_trim.fastq» avoiyel To mapdbupo Tng Eikdvag
23, T0 oTT0i0 aTTEIKOViCEl TNV TToIOTNTA TwV reads KATOTTIV Tou trimming PE TO
TTpoypauua ConDeTri. ETTopévwg, atreikovidovTal Ta TTOIOTIKA dedouEva TwV
reads 1Tou PBpiokovTtal oTo apxeio « _trim.fastg» kal Ta otToia TTpoékuyav atrd

TO apxeio «.fastg» €mema ammd Tnv TTOIOTIKN £TTEEEPYATIQ TOUG.
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Eikéva 23 A6 1o TTapdBupo Tng Eikévag 20, emiAéyovTag To apyeio «_trim.fastg» avoiyel To
TTapdBupo Pe Ta dedopéva Twy reads PETA To trimming.

‘Etol Aoittév, oto Tapdbupo Tng Eikdévag 21 arreikoviovralr Ta
oedopéva Twv reads TIpIv a1t TNV €Tmegepyacia Pe trimming, evw OTO
Tapdbupo TnNG Eikdvag 23 ta dedouéva PeETA TO trimming. Ztnv Eikdéva 23,
OlOTTIOTWVOUME OTI Ta Oedopéva €ival TTOAU KoAUTEpa atrd  eKeEiva TTOU
@aivovtal otnv Eikéva 21 kai TouTo 8161 gival n idia n diadikaoia Tou trimming
TTOU, OUCIACTIKA, ATTOKOTITEI KAl a@aIpei OAOKANPA A TUAUATA ATTO Ta AIYyOTEPO
TTOIOTIK& reads, KpAaTwvTtag MOVOV eKeiva TTou €XOuv TIUR PaBuOAOYIKAG
moiétnTag mavw amoé 30. MNa Ttov AGyo autd Ta &v AOyw Oedouéva

aTTeIKoViCovTal, ATTOKAEIOTIKA, OTNV TTPACIvn TTEPIOXN TOUu dIayPANPaTOG.
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3.4 ZuvapuoAdynon HIKPORIAKWY YOVISIWNATWY HE TO

mpeoypauua SPAdes

QoT1600, n ocuvapuoAdynon Tou YovIOIWMATOG gival SUOKOAN AOYyw TNG
MN opoldpop®PNG KAAUWNG Tou O¢ reads, TnNG TTOIKIANIAG TOU MAKOUG TWV
aAAnAouxiwyv oTIG oTToiEG AauBavel Xwpa n aAAnAouxion, TwV CQAAPNATWY TTOU
atmroppEouv atrd Tnv idia TN peBodoAoyia TNG aAAnAouxiong Kal TG UTTapEgng
Twv Xiyaipikwy reads. H aAyopiBuik Tpooéyyion SPAdes (St. Petersburg
genome assembler), oxedIGoOTNKE yIO va QVTIMETWTTIOEI AUTA Ta ¢NTAMATA.
(Ishoey et al., 2008 / Rodrigue et al., 2009 / Medvedev et al. 2011).

To SPAdes c¢ivali €vag aAyopiBuog oOuvappoAdynong  MIKpWV
yovIOIwpAaTwy. ‘Exel dOKINOOTEN o€ BAKTNPIOKA, JUKNTIAKA, KABWG Kal o€ AAAa
MIKPA yoVISIWPATA KAl TTPOIOVTA ATTOROVWONG MIKPOU PEYEBOUG. ZUVETTWG, OEV
TTPoopIfeTal yIa PMEYAAUTEPA YOVIBIWUATA, TT.X. TOU PEYEBOUG TwV BNAACTIKWY
kal 6¢ Bewpeital KATAANAO yia YOVIOIWHATIKEG MEAETEC HMEYAAOU €UPOUG
(SPAdes 3.11.1 Manual / Bankevich et al., 2012).

H péBodog ouvappoAdynong pe 1o Tpoypaupa SPAdes XpnolPoTToIE
WG eloepxopeva dedopéva TIGC VOUKAEOTIOIKEG aAAnAouxieg Twv reads kai
Baoiletal ota ypagnuata aAAnAosmikdAuywng de Bruijn Graph (DBG). Ta
eloepxopeva dedopEva Twv aAAnAouxiwy Twy reads TTPETTEI va gival o€ HopePn
FASTA 1 FASTQ. Qotd00, yia va ekTeAeoTel N 816pBwaon Twv oPaAudTwy, Ba
mpéTrel Ta dedopéva va gival oe pyopery FASTQ r BAM. Ze 6,11 agopd oTa
dedopéva TTou TTPoEPXoVTal aTro TIG TEXVOAoyieg aAAnAouxiong Sanger, Oxford
Nanopore kal PacBio CLR, duvatal va TTapéxovtal € au@OTEPES TIG HOPPEG,
oedopévou o1l To SPAdes dev ekTeAel d1OPBWON OPAAUATWY YIa AUTOUG TOUG
TUTTOUG DEQOPEVWV.

To mpoypapua SPAdes dnuioupynBnke atd Ttov Bankevich kai Toug
ouvepydaTeg Tou 1O 2012 (Bankevich et al.,, 2012). H ékdoon 3.11.1 ToUu
TTpoypduuaTog SPAdes diatiBetal eAcUBepa atrd Tov 10TOTOTTO Tou KévTpou
AAyopiBuikAg Biotexvoloyiog Tou KpaTtikoU [Mavemotnuiou Tng Ayiag
MeTpoutroAng (Center for Algorithmic Biotechnology, St. Petersburg State
University), H€Ow TOU CUVOECOU:
http://cab.spbu.ru/software/spades/
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H ev Adyw ékdoon eivail n 1o Tpoéo@aTn Kal Asitoupyei pe aAAnAouxicg
reads TTou TTpoépxovTal ato TIG TexvoAoyieg lllumina kai lonTorrent, aAAd givai
oe Béon va Tapéxel Kal UPpPIOIKEG (OUVOUOOTIKEG) OUVAPHOAOYAOEIG,
XPNOIJOTTIOIWVTAG Ta reads Twv TeEXVoAoyiwv PacBio, Oxford Nanopore kai
Sanger.

MNa va ekteAeoTei 10 TPOypaupa SPAdes 3.11.1 ammaitouvtal dedopéva
a1Té TOUAAXIOTOV €vav aTTO TOUG TUTTOUG TWV TEXVOAoyiwv lllumina, lonTorrent
kar PacBio CCS. Ta dedopéva Twv reads amo Tig TexvoAoyieg lllumina kai
lonTorrent d¢ Ba TTPETTEl va cuvappoAoyouvTal padi, eviy 0Aol o1 Aol TUTTOI
TWV €I0epXOPeVWY dedopévwy eival ouppartoi. Ettiong, 10 SPAdes d¢ Ba
TIPETTEI VA XPNOIUOTTOINOEI JE:

o Oedopéva povo atrd TIG TexvoAloyieg PacBio CLR, Oxford Nanopore kai
Sanger,

e € reads TTou TTpOEpXOVTal OTTO TNV TEXVoAoyia PacBio kai Trapouaidlouv
XAMNAN KAAUWN Kl CUYKEKPIPEVA PE TIMA MIKPOTEPN ATTO 5 Kal

e ue reads TrpoegpxOpEVa ammOd TV TEXVOAOoyia PacBio yia peydAa
yovidiwpata (SPAdes 3.11.1 Manual).

lNa TN ouvapuoAdynon Twv reads TTOU AQOPOUV OTO YOVIdIWHUA €VOG
MIKPOOPYQVIOPOU XPENOIMOTIOIEITAl £va TTapAdEIyUa YyIa TTPAKTIKOUG AOyoug,
OTTWG Kal OTIG AOITTEG TTAPAYPAPOUG.

AvOoiyouuEe TOV QAKEAO OTTOU TTEPIEXOVTAI TA OEQOMEVA TOU UTTO PEAETN
MIKpoOopyaviopou, Tr.X. Tov @dakeho bacillus_anthracis kalr avtiypd@oupe 10
apxeio b_anthracis_trim.fastq, 1o otroio TTepIEXEl Ta dedouéva Twy reads UETA
10 trimming, otov @dakeAo «SPAdes-3.11.1-Linux» pe 10 TTpoOypauua SPAdes.
‘ETTEITA, aVOiyoOUUE TO TEPUATIKO KAl PE TNV KATAAANAN €VTOAR €10€pXOUOOTE
oTov @akeAo SPAdes-3.11.1-Linux. Katotv, eic@youue TNV €€RG EVTOAN:
Ibin/spades.py -s b_anthracis_trim.fastq -o b_anthracis_illum
OTrou:
-S, TO apXeio pe Ta dedouéva Twv reads PETA TO trimming.
-0, 0 PAkeAOC OTTOU Ba ATTOBNKEUTOUV TA ATTOTEAECUATA ATTO TNV EKTEAECT) TOU
TTpoypduuatog (SPAdes 3.11.1 Manual).

Me Tnv ekTéAeon TNG TTAPATIAVW EVTOARG, dnuIoupyrnonke €viog Tou

PakEAOU SPAdes-3.11.1-Linux évag PAKeNOG ME ovouaogoia

71

Institutional Repository - Library & Information Centre - University of Thessaly
16/10/2023 21:30:06 EEST - 167.114.118.212



«b_anthracic_illum», o0 otroiog, €KTOG Twv AOITTWV OPXEIWV TOU, TTEPIEXEI KAl
duo apxeia 1o €va pe Ovoua «contigs.fasta» kar 1o dAAo «scaffolds.fastay,
OTTOU UTTAPYXOUV cuvapuoAoynuéva Ta reads o€ contigs kal Ta contigs o€

scaffolds, avrioToixa.

3.5 YBp10IkK ouvappuoAdynon pe 1o Trpdypappa SPAdes

Ava@opik@ pe Tnv TTEPIypa@Opevn ueBodoloyia yia TV avdAuon Twv
MIKPOBIOKWY  YOVISIWPATWY, OTav  Xpnolgotrolouvtal  T1a  Oedopéva NG
TexvoAoyiag lllumina 3 Tng PacBio, Ba Atav 1o kaAd va die€axbei kal pia
OUVOUQOTIKA OUVAPPOAOYNON TwV OEQOPEVWV TTOU TTPOEPXOVTAI KAl ATTO TIG
duo Texvohoyie¢ aAAnAouxiong. EIDIKOTEPQ, vyia va €Eao@AMOTEI  pIa
OQKPIBECTEPN KAl TTIO TTOIOTIKI) OUVAPUOAOYNON €VOG MIKPORIOKOU YOVIDIWUATOG
TTPOTEIVETAI N €QapUOYr TG UPPIBIKAG XPong Twv dedouévwy Twy reads TTou
TTpoépxovTtal aTrd TIG TeXvoAoyieg lllumina kai PacBio, pe oOKomd va
OXNMOTIOTEN PIa KAAUTEPN €IKOVA yia T B€on oTo yovidiwpa Tou KABE contig
TTOU dNMIOUPYEITAI.

levikd, Ta reads 1Tou TTpoépyxovTtal amd Tnv TexvoAoyia lllumina, evw
xapakTtnpifovtal ammd uwnArf ToidTNTa aAANAoUXIONG, £XOUV MIKPO PEYEBOG Kal
O¢ev gival atrAd va TTpocdIopIoTEI N CWaTH Toug BEon ETTAVW OTO yovISiwuaA, UE
aTToTEAEOUA VO KaBioTaTtal BUOXEPAG N UTTOAOYIOTIKI €pYACia TTOU ATTOOKOTTE
oTnVv TTAAPN ouvappoAdynon evog yoviIdlwHaTog. Ta TTpogpXOpeva atrd Tnv
PacBio reads eival peyaAUtepa Kal €101 OIABETOUV HPEYOAUTEPN ETTIPAVEIQ
aAANAOETTIKAAUWNG YETAEU TOUG.

210 Tapdadeiyya g Tapaypdeou 3.1 avadntibnkav oto SRA T1a
oedopéva Twv reads vyia 1O PoktApio Bacillus anthracis, Ta oTroia
dnuioupyBnkav pe TN xprion Tou avaAut) MiSeq® Tng lllumina. Zn
dladIKacia TG ouvapuoAdynong TToU TTEPIEYPAPNKE OTO TTAPADEIYUA TNG
Tapaypdeou 3.4 xpnoiyotroindnkav, KaTotv TG KATAAANANG £TTEgEpyaTiag,
Ta eV Adyw dedopéva.

Ta Oedopéva Twv reads amd Tnv aAAnAouxion e TNV TEXVOAOYia

PacBio Twv avrioToixwv Bpaucudtwyvy DNA TOU YyOVIOIWHATOG €VOG

72

Institutional Repository - Library & Information Centre - University of Thessaly
16/10/2023 21:30:06 EEST - 167.114.118.212



MIKpoopyaviopou, .. Tou Bacillus anthracis, avadntouvral oto SRA, 0TTWG
OKPIBWG YiveTal Kal PE Ta BEBOUEVA TwV AOITTWV TEXVOAOYIWV aAAnAouxiong.
Ta dedouéva Twv reads ta AapBdavoupe otn popenry FASTQ. Zuykekpiuéva,
AaupBdavoupe, apxikd, €vav  CUUTTIECPEVO  QAKEAO WPE TNV Ovouooia
«sra_data.fastq.gz». Tov atmoouuméfoude  Kal  TTAIPVOUPE  TO  ApPXEio
«sra.data.fastq», 10 oTmroio peTOVOPACOUUE PE TO OVOUA TOU UTTO MEAETN
MIKPOOPYQVIOUOU, .X. «b_anthracis_pacbio.fastq». To apxeio
b_anthracis_pacbio.fastq 1o petagépoupe otov @dkeAo SPAdes-3.11.1-Linux
OTTOU BpPioKETAI EYKATECTNUEVO TO TTPOYPaUua SPAdes.

‘ETTEITA, avoiyoUuE TO TEPUATIKO KAl EI0AYOUMPE TNV TTAPAKATW EVTOAR
yla va eKTEAEOTEI N UBPIBIKN cuvappoAdynon Twyv dedouévwy TG lllumina pe
ekeiva Tng PacBio:

Jbin/spades.py -s b_anthracis_trim.fastq -o b_anthracis_pacbio_illum --
pacbio b_anthracis _pachio.fastq

Ta eme€epyaopéva, Pe trimming, dedouéva Twy reads TToU TTPOEPXOVTAI
atrd TNV TEXVoAoyia lllumina trepiExovral otov @akeAo b_anthracis_trim.fastq,
evw Ta  Oedopéva  Twv  reads Tng PacBio  oTtov  @AKeAO
b_anthracis_pacbio.fastg. Me Tnv Tap&ueTpo NG EVTOAAG -0 dnuioupyeitTal Eva
@akeAog pe ovopacia «b_anthracis_pacbio_illum» T1ou TepIéxel, HETAEU
aAwv, 10 apxeio «scaffolds.fasta», 61Tou Ta reads Twv TEXVOAOYIWV Illlumina

kal PacBio BpiokovTal cuvapuoAoynuéva, ouvduaoTikd, o€ scaffolds.

3.6 ZuvappoAoynon MIKPORBIOKWY YOVISIWHATWY HE TO

mpoypappa Canu

To mpdypaupa Canu xpnoipoTrolei Tov aAyépiBuo Overlap/Layout/Consensus
(OLC) kai tpoépxetal ammd 10 Aoyiopiké Celera Assembler tng eTtaipeiag
Celera Genomics. H €ékdoon Canu v1.6 O&iatiBetal e€AelBepa atrd TOV
ouvdEooO:
https://github.com/marbl/canu/releases/tag/v1.6

To Canu €€e1dikeUeTal OTN OCUVAPHUOAOYNON TWV PEYAAWV OE PKOG Kal
XOUNARG TToIdéTNTaG reads TTou Xapaktnpi¢ovral armmo OXETIKA UWPNAO TTOOOCTO
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OQOAPATWY. Aedopévou Tou OXETIKA uwnAoUu TT0000TOU O@AAUATOG, N
QTTOTEAEOUATIKI) KAl OKPIBAG OuvapuoAdynon MeyAAwv ETTAVAAAWEWY KAl
OTEVA OUYYEVIKWYV OTTAOTUTTWYV TTAPAUEVEI IO ETTIOTNUOVIKI TTPOKANCH. Ta
(nTAMaTA QUTA AVTIMETWTTICOVTAI PE TNV £QAPHPOYH Tou TTpoypduparog Canu,
TO oTroio €xel oxedlaoTei €I0IKA yia xaunAng troidétntag reads. O gpeuvnTig
Koren kai o1 ouvepydreg Tou atrédeitav o611 10 Canu  utropei  va
OUVAPPOAOYNOEl, agIOTTIOTA, OAOKANPWHEVA  MIKPOBIOKA yOVISIWUATA KOl
oxedOv TTIAAPN EUKOPUWTIKA XPWHUOCWUATA, XPNOIUOTTOIWVTAG EiTE TNV
TexvoAoyia PacBio ; Tnv Oxford Nanopore (Koren et al., 2017).

To Canu Aeitoupyei o€ TpeIg dIadOXIKES @ATEIG: dIOPBwaON, trimming Kai
ouvappoAdynon. 2t @aon ¢ d16pBwong Ba PeATiwBei n akpifela Twv
Baocewv oTa reads. 21N @Aon Tou trimming Ba ATTOKOTTOUV Kal Ba agaipeBouv
OAOKANPa 1 TUAMATA TwV reads PE OKOTTO va TTapapeivouv yovov Ta reads pe
aAAnAouxia uwnAng TToIdTNTAG. 2T @Ach TG ouvapuoAdynong Ta reads Ba
ouvappoAoynBouv oe aAAnAouxieg contigs, B6a dnuioupynBouv CUVAIVETIKEG
aAAnAouxieg kal ypa@riuaTa eVOAAOKTIKWY dladpouwy. EmmmmAéov, To Canu
MTTOpEl  va  eTTavaAdpel  aTeAEiC  OUVAPPOAOYNOEIG, ETMITPETTOVTAGC TNV
ATTOKATAOTAON ATTO JIAKOTTEG AEITOUPYIAG TOU CUOTAPATOS 1 a1Td AAAOUG un
@uOIoAoyIKOUG TepuaTiopoug (Canu Quick Start - canu 1.6 documentation).

21NV Tapaypago 3.4, xpnoipgotroinénkav Ta dedouéva Twy reads Tou
BakTtnpiou Bacillus anthracis, Ta otmoia dnuioupyAdNKav Pe TNV TEXVOAOyia
lllumina, vyia Tn OuvappoAdynon Tou YOVISIWHPOTOG Tou &V Adyw
MIKpOOpYyaQvIOuOU e TO TIpoOypapua SPAdes. 2tnv tapdypago 3.5, 10
SPAdes xpnoigotroimbnke kair yia Tnv  uBpidikf ouvaphoAdynon Twv
O0edopévwy Twv reads TTou TTpoékuwav atrd TIC TeXvoAoyieg Illumina kai
PacBio, pye okomd Tnv MO €yKupn ouvapuoAdynon Tou yovidlwuaTog Tou
Bacillus anthracis. Ztnv mepitrTwon TTou €€eT@loupe T ocuvapuoAdynon Twv
oedopévwy Twy reads TTou TTpoépxovTal Jovo atrd Tnv Texvoloyia PacBio, 1o
TPoypaupa Canu atroteAei To KATAAANAO Aoyiouikd epyaAcgio.

210 €e&etalduevo Tapdadeiyua Tou PBakTtnpiou Bacillus anthracis,
METaQEPOUNE TO apxeio b_anthracis_pacbio.fastq eviog Tou @akéAoU «canu-
1.6», OTTou  TTEPIEXETAI  TO  TTPOYPAPMC Canu. 2T0  apxeio

b_anthracis_pacbio.fastq PBpiokovrai Tta &edopéva Twv reads, o€ POPPN
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FASTQ, tou mpoékuyav atrd tnv aAAnAouxion pe Tnv TexvoAloyia PacBio.
‘ETTEITa, avoiyouue TO TEPUATIKO KAl PE TNV KATAAANAN EVTOAR PETAQEPOPOOTE
oToV QAKEAO «canu-1.6». ATTO AuTO TO ONUEIO EI0AYOUNE TNV €ENG EVTOAN:
Jbin/canu -p b_anthracis -d b_anthracis_pacbio genomeSize=4.8m -
pacbio-raw b_anthracis _pacbio.fastq gnuplotTested=true
stopOnReadQuality=false

Ortrou:

-p, T0 dévoua TTou BEAOUPE va BWOOUNE OTO aPXEI0 OTTOU Ba aTTOBNKEUTEN N
ouvapuoAdynon.

-d, To 6vopa TToU B€AoupE va dwoouue atov PakeAo OTTou Ba atmobnkeutouv
OAa Ta atroteAéopara.

genomeSize=, TO Katd TPOCEyyIon MPEyEBOG TOU  YOVIOIWMOTOG TOU
MIKPOOPYQVIOUOU TTOU XPNOILMOTTOIOULE.

-pacbio-raw, To 6voua TOU apXEiOU PE TO aKATEPYAOTa reads.

Me Tnv ekTEAEON TNG AVWTEPW EVTOANG ONMIOUPYEITAI £VAG PAKEAOG PE
ovopa «b_anthracis_pacbio» eviég Tou @akélou «canu-1.6», O OT0IOG
TTEPIEXEI, METALU AAAwYV, £va apxeio pye ovoua «b_anthracis.contigs.fasta» pe
Ta contigs Tou  dnuioupynBnkav  kKal  éva  apxeio pe  Ovoua
«b_anthracis.unassembled.fasta» T1ou Tepiéxel Ta  reads Tou &g
ouvappoloynBnkav o€ contigs. EmmTAéov, uttdpxel €vag OCUMTTIECPEVOG
@akeAog pe Ovoua «b_anthracis.correctedReads.fasta.gz» amd Tov oTr0iO
ecayoupe, ueTatu aAAwv, 10 apxeio «b_anthracis.correctedReads.fasta» kai
évag aKOua OUMTTIEOPEVOG PAKENOG ME ovoua
«b_anthracis.trimmedReads.fasta.gz» amd 71OV oOToi0 €fAyoupe, METALU

aAwv, 10 apxeio «b_anthracis.trimmedReads.fasta».

3.7 AtreIkOvIon TG OTOIXIoONG TWV reads TTAvw OTO YoVIdiwua

ME Ta TTpoypdupara BLASR kai IGV

To BLASR (Basic Local Alignment with Successive Refinement) cival éva
EKTEAEDIPO apXEiO, TO OTTOIO €iXe KATAPTIOTEN, ApxIKA, oTnv £€kdoon Tou Ubuntu

12.04. Mtropei, pe peydAn akpipfeia kal TaxuTnTa, va oToixioel Ta YeydAa o€
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MAKOG reads TTou TTpoépxovTal atmrd Tnv TeEXvoAoyia PacBio pe yovidiwuarta
avagopdcs (Chaisson kai Tesler, 2012). AiatiBetal eAeuBepa atmmd 10 GitHub
MEOW TOU OUVOETOU:
https://github.com/ylipacbio/blasrbinary/raw/master/blasr

2uvexidovtag oTn Xpnon Tou TrapadciypaTtog yia 1o Baktipio Bacillus
anthracis, TO TTPOYpPANUA BLASR XPNOIUOTTOIEI Ta apxeia
b_anthracis.trimmedReads.fasta kai b_anthracis.contigs.fasta, Ta oToia
dnuIoupyndnkav atro Tnv ekTEAEON Tou TTpoypdpuarog Canu, PJE OKOTTO va
euBuypapuioel Ta emegepyacpéva  reads TTOU  TTEPIEXOVTAlI OTO  APXEIO
b_anthracis.trimmedReads.fasta pye Tta contigs 1Tou Ppiokovral OTO QpxEio
b_anthracis.contigs.fasta.

EidikéTepa, a@ou exteAeoTei n  de novo ouvapuoAdynon Tou
YOVIOIWUOTOG  PE  TO  Tpoypaupa  Canu, JETAQEPOUME  Ta  ApXEia
b_anthracis.contigs.fasta kai b_anthracis.trimmedReads.fasta otov @dkeAo
«blasrbinary-master» T1ou TrEpPIEXEl TO TTPOypaupa BLASR kal ammd 1O
TEPMATIKO pETABOiIVOUPE HE TNV KATAAANAN €VTOAR} €vTOG TOU QOKEAOU
blasrbinary-master. ‘Emeita, ei0dyouue TRV TTAPAKATW EVTOAN:

/blasr b_anthracis.trimmedReads.fasta b_anthracis.contigs.fasta -sam -
header -nproc 6 -minMatch 15 -bestn 1 - b_anthracis_out.sam -unaligned
unaligned_reads.fa

OTrou:

-sam, yIa va PJag OWaoe€l TO ATTOTEAECUA O€ APXEI0 HopPric SAM.

-out, Oivoupe TO OVOMO TOU apxeiou TToU Ba ouykevipwvel OAa  Ta
atroTeEAEOUATA.

-unaligned, divoupe 10 Ovopa Tou apyeiou TTou Ba atroBnkeuTouv Ta reads
TTOU OEV £XOUV EUBUYPAUMIOTE TTAVW OTA contigs.

Me Tnv ekTéAeon TNG WG Avw €VTOANG OnuIoupyouvTal Ta aApXEia
«b_anthracis_out.sam» kai «unaligned_reads.fa».

H popoen apxeiou SAM (Sequence Alignment Map) avamTuxbnke atmo
Tov Heng Li kai Toug ouvepydreg Tou 10 2009 Kai €ival pia yop@r) Baciouévn
o¢ Keipevo (text-based format) yia Tnv aTmmoOnKeEUOn TWV VOUKAEOTIOIKWV
aAAnAouxilov  TTOU  €ival  OTOIXIOMEVEG  ME  MIa  aAAnAouxia ava@opdg.

XpnolyoTroigital eUpéwg yia TNV atrobAkeuon dedouévwy, OTTWSG aAAnAouxieg
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VOUKAeOTIOiwY, TTou Trapdyovtal amd TIG TeXVoAoyieg aAAnAouxiong véag
yevidg (Li et al.,, 2009). H popery SAM utrooTnpiel PIKPEG KAl PEYAAES
aAAnAouxieg reads, £€wg 128 Mbp, Tou TTapdayovTtal atrd dIAPOPES TEXVOAOYIEG
aAAnAouxiong.

To poéypapua IGV (Integrative Genomics Viewer) gival €va AOyIOUIKO
epyaAeio oTmkoTToinong uywnAng amédoong yia Tn d1adpacTIKr €¢epelvnon
MEYAAWYV KOl OAOKANPWHEVWY YOVIDIWUATIKWY dEQONEVWVY. YTTOOTNPICEl EUpEia
TTOIKINiQ TUTTWV OedoUEVWY, CUMPTTEPIAANPBavouévWY Twy Oedopévwy reads
TTou TTpoépxovTal atmd tnv aAAnAouxion véag yevidg (Robinson et al., 2011 /
Thorvaldsdaéttir et al., 2013). AlatiBeTal eAeUBepa aTrd TOV OUVOECHO:
http://software.broadinstitute.org/software/igv/download

levika, pe 1O TTPOYpaupa IGV yivetar n ameikovion Twv reads o€
ouykpion uE €va yovidiwua avagopdg, ue éva scaffold, ) pe éva contig.

Na Tov OKOTIO TNG TTEPIYPAPRS Xpnoiuotroindnke n ékdoon «IGV
2.4.3». 2ZUYKEKPINEVA, ATTO TO TEPMATIKO, ME TNV KATAAANAN  €VTOAR
METAQEPONOOTE OTOV @QAkeEAO «IGV_2.4.3», OTOV OTIOI0 TTEPIEXETAI TO
TPoypapua IGV. ‘ETreita, eiI0dyoupe TNV EVTOAN:

Jigv.sh
ME TNV OTTOoia avoiyel To TTPOYPANHA O€ £va TTapdbupo Pe TNV ovopacia «IGV»
otnv 086vn Tou UTTOAOYIOTH, OTTWG TO TTAPABUPO TTOU QTTEIKOVICETAI OTNV

Eikova 24.
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Eikéva 24 MapdBupo évapéng Tng £kdoong 2.4.3 Tou TTpoypdauuarog IGV.

2 auTd TO TTAPABUPO €TTIAEYyOUUE TNV evOTNTA «Genomes» Kal atrd eKEi
emAéyoupe «Load Genome from file». Me autdv TOV TPOTIO Qvoiyel €va
0eUTEPO, MIKPOTEPO, TTapAdBupo TToU ovouddletal «Load Genomey», TO OTTOIO

@aiveTal eviog Tou TTapabupou IGV otnv Eikéva 25.
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Eikéva 25 Amd 10 TapdBupo Evapiéng Tng Eikovag 24, emAéyovtag Tnv evotnta Genomes Kai
katémv Load Genome from file avoiyel 1o pikp6 mapdBbupo Load Genome. ATO Tnv evoTnTa
«Look In:» TOU TTapaBupou Load Genome avoiyoupe Tov @AkeAo blasrbinary-master Tou
mpoypauuatog BLASR, até 61mou emAéyoupue va avoifel éva apyeio «.contigs.fasta».

210 Tapdbupo «Load Genome» kai amd Tnv evotnTa «Look In:»
avoiyoupe Tov @dAkeAo blasrbinary-master Tou mpoypduuatog BLASR, atro
otTou  emAéyoupe va  avoitel éva  apxeio  «.contigs.fasta», T.X. TO
b_anthracis.contigs.fasta.

2Tn OUVEXEId, OTO (Meyadho) TTapdBupo IGV, emAéyoupe «Toolsy» kai
ato ekei emAéyoupe «Run igvtools» kal avoiyel To TapdBupo «Igvtools» TTou

arreikovifetal otnv Eikova 26.
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Eikéva 26 210 (peydAo) mmapdBupo IGV 1ng Eikdvag 25, emAéyoupe Tools kar £mema Run
igvtools. ‘Etol avoiyel To Tap&Bupo Igvtools. Aré tnv evétnta Command emAéyoupe Sort Kai
otnv evotnta Input File aveBaloupe, amdé 10 Browse, éva apxeio «_out.samy», To oTr0i0
TPOEKUWE aTTO TNV EQapUoyn Tou TTpoypdauuatog BLASR kai Trepléxel ekeiva Ta reads TTou
éxouv aToixnBei erdvw oTta contigs. EkteAwvtag Run, otnv evotnta Output File Ba @avei 6T
onuIoupyABnke, €vtog Tou @akéAou blasrbinary-master, éva apyeio pe ovouacia
«_out.sorted.sam».

AT Tnv evotnTta «Command» €mAEyoUhE «Sorty Kal oTnv evotnTa
«Input File» aveBdaloupe, ammd 10 Browse, éva apxeio «_out.sam», T.X. TO
b_anthracis_out.sam, TO0 oT0i0 TIPOEKUWE aATTO TNV  €QAPUOYN TOU
TTpoypduuaTtog BLASR kai Trepiéxel ekeiva Ta reads TTou €xouv oTOIXNOEi
emdvw oTta contigs Tou apxeiou b_anthracis.contigs.fasta. Karémyv Ttwv
TTapaTTévw eVEPYEIWV EKTEAOUPE «Runy. ZTnVv evotnTa «Output File» Ba @avei
OTI dnuioupynBnke, eviog Tou @akéAou blasrbinary-master, éva apxeio pe
ovouacia «_out.sorted.samy», 11.X. T0 «b_anthracis_out.sorted.sam».

‘Emreira, oto mapdBupo Igvtools, 61w atreikovidetal otnv Eikéva 27,
atmd v evotnTa «Command» emAéyoupe «Index», evwy wg «Input File» Ba
aveBdooupue 10 apxeio _out.sorted.sam TTou dnuIoUPYNONKE GTO TTPONYOUNEVO
Briua kal Ba ekteAécoupe «Runy.
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Eikéva 27 Ao tnv evotnta Command emAéyoupe Index, evw wg Input File aveBaloupe 10
apxeio «_out.sorted.sam» kai ekteAoupe Run.

Oa avoitel £va véo TTapdbupo IGV, 6TTwe autd TG Eikdvag 28 kal atrd
TNV evoTnTa «File» Ba emAéEoupe «Load from File». 210 (MIKPO) avaduouEVO
Tapdbupo pe TNV ovopacia «Select Files» avoiyouuye TO apxeio

_out.sorted.sam atd Tov @akeAo blasrbinary-master.
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Eikéva 28 EkteAwvtag Run oto mmapdBupo 1ng Eikdévag 27 avoiyel 1o véo Tapdbupo IGV.
A6 Tnv evoTnTa File Ba emAé¢oupe Load from File. 10 pikpd avaduduevo mapdbupo Select
Files avoiyoupue 10 apxeio _out.sorted.sam atoé Tov @dakeAo blasrbinary-master.

Katémyv, amd tnv evotnta «All» tou mrapaBupou IGV emAéyoupue

«tig00000086», 0TTWG aTreikovileTal oTNV ElkOva 29.

Eikéva 29 Ao tnv evotnta All Tou TTapaBupou IGV emmAéyoupe «tig00000086».

82

Institutional Repository - Library & Information Centre - University of Thessaly
16/10/2023 21:30:06 EEST - 167.114.118.212



Otrwg @aivetal otnv Eikéva 30, poAig emAéEoupe «tig00000086», oTO
TTapdBbupo IGV atreikovifeTal To oUVOAO Twv reads wg ykpl paBdéuopga Kal
oTevopokpa oxAuaTa TTou TTpoBAaAlovTal o opIfovTia dIATAgn Kal Ta OTToid
duvavtal va €TMKAAUTITOVTAI, €iTE OAOKANPA 1 O€ TUAPATA TOUG, a1Td AAAQ
reads 1ou BpiokovTal ammd TAvw A atmd KATw. EMTPooBEéTwg, ummopouue va
E€XOUME KAl ATTOYN TOU OTITIKOTTIOINUEVOU MAKOUG TwV aAAnAouxiwyv TOug,
KaBwg Kal Twv d1a@opwV OTIG BACEIC TWV VOUKAEOTIOIKWY AAANAOUXIWYV TOUG,
OTTWG TT.X. N TTPOOONAKN BACEWY O€ PIa OUYKEKPIPEVN BEon evog read, n oTroia
OUMPBOAIeTal pe Mo KABETN PwB ypauun. H ommikotroinon Baciletal ota
dedopéva Tou apxeiou «_out.sorted.samy» o€ oxéon Pe Ta contigs Tou apyeiou

«.contigs.fasta».

Eikéva 30 EmAéyovrag «tigD0000086», arreikovideTar T0 oUVOAO Twv reads wg ykpI
paBdouopea Kal oTevOpakpa oxfiuara mou TpofdAAovtal o€ opi{dvTia SIATAEN Kal Ta OTToia
ouvavtal va emKAAUTITOVTAl, €iTE OAOKANpa 1 o€ TPUAPATA TOug, aTTrd GAAa reads TTou
Bpiokovtal amd Tavw A amd KATw. MTTopoUPE va £XOUPE Kal ATTOWN TOU OTTTIKOTTOINUEVOU
MAKOUG Twv aAANAOUXIWV TOUG, KABWG Kal Twv dIagopwy OTIS BACEIS TWV VOUKAEOTIOIKWV
aAAnAouxiwv Toug. H omrTikotroinon Baaciletal ota dedopéva evog apyeiou «_out.sorted.sam»
o€ ox€on Pe Ta contigs Tou avtioTolxou apxeiou «.contigs.fastar.
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‘Exoupe, Aoimmov, Tnv TIAQpn  atreikévion TG OAANAOETTIKAAUWNG
(coverage) pETALU TWV aAAnAouxIWV TwV reads Kal TN OXNUATIKI aTTOTUTTWON
Tou peyéBoug TNG oTnv UuTTo évdeign «_out.sorted.sam Coverage» Treploxn,
KaBwg Kal TNV atreikovion NG euBuypdpuiong Twy reads o€ OXEON ME TIG
aAAnAouxie¢ Twv contigs. Me Ta OUPBOAa «+» KAl «-», HWTTOPOUME va
€O0TIQOOUE, QVTIOTOIXA, €VIOC KOl €KTOG TOU TrEdioU TnNG €IKOVICOPEVNG
TIPOBOANG, EVW PE TO KOKKIVO OTEVOUOKPO TTAQICIO YTTOPOUME VO £CETACOUNE
TNV €uBuypdupion Twv reads oe dIAQoOpPa onueia €TTi ToU OuvOAoU TWV

aAAnAouxiwy Twv contigs.

3.8 Avalntnon ouyyevikou yovidiwpaTtog ue To NCBI BLAST

To BLAST (Basic Local Alignment Search Tool) €ival éva atrd 1a 10 eUPEWG
XpnoigoTtroloupeva mpoypduuata BiorAnpogopikns (Casey, 2005). MNpokeiTal
yia évav aAyopibpo avalrntnong opoAoywv aAAnAouxiwy. H avalitnon ue 10
BLAST d&ivel tn duvartdtnta oOTov XPHOTN va OuyKkpivel pia aAAnAouyia
eTEPWTNONG (query sequence) e aAAnAouxieg piag Baong dedopévwy Kal va
avayvwpioel aAAnAouxieg TNG PAoNS autrig TTou poidafouv, Adyw opoloyiag, he
TNV aAAnAouxia €TTEPWTNONG TTAVW ATTO £va CUYKEKPIPEVO OpIo. O aAydpiBuog
BLAST kai 10 TTpoypapua 1mou Tov uAoTtrolei oxediaotnkav 1o 1990 atmd Tov
Altschul ka1 Toug ouvepydateg Tou (Altschul et al., 1990). To Tpoypaupa
BLAST Acitoupyei wg on line e@apuoyry kai dlaTiBetal eAevBepa oTOV
oUVOEQHO:
https://blast.ncbi.nlm.nih.gov/Blast.cgi?PAGE_TYPE=BlastSearch

TOV oT1T0i0 dlaxelpifeTal To EOvIkG Kévipo BiotexvoAoyikwyv MNAnpogopiwy Twv
Hvwpévwyv MoAireiwv (NCBI).

Baoikd Tpotépnua Tou aAyopiBuou TTou xpnoiuoTrolei To BLAST eivail n
TaXUTNTA, YEYOVOS TTOU TOV KaBIoTA 181aiTEpa TTPAKTIKO o€ BAoelg dedOuEVWV
TepaoTiwv dlaoTdoewy. Mpiv amd 10 BLAST, €ixe avamTuxBei 1o Aoyiouikd
Tpoypauua FASTA ammdé toug Lipman kai Pearson 10 1985 (Lipman kai
Pearson, 1985) kai, yevikoTeEPQ, TIPIV avaTrTuxBouv ol aAyopiBuol FASTA Kai
BLAST, n diefaywyry Twv avalntioewv yia aAAnAouxieg VOUKAeoTISiwv A

84

Institutional Repository - Library & Information Centre - University of Thessaly
16/10/2023 21:30:06 EEST - 167.114.118.212



TpwTeivwy 0¢  Pdoeigc dedouévwyv  ATAV  TTOAU  xpovoPBopa, eTeIdn
Xpnoigotrolouviav — aAyopiBuol  dUVOUIKOU  TTPOYPAUMATIONOU, OTTwg O
aAyopiBuog Smith-Waterman. To BLAST, woTtdoo, €ival 1o ypriyopo.

Ymdpxouv Olabéoiya didgopa Trpoypduuara  BLAST, Ta oTroia
dlapépouv oOTO €idOg TnG eloaxbeicag aAAnAouxiog eTTePWTNONG Kal TNG
XPNOIMOTTOI0UPEVNG BACNG BEBOUEVWYV Kal TwV OEOOPEVWY TTOU TiIBEVTAI TTPOG
oUYKpPIOT. 2TNV TTPAyuaTikoTNTa, To BLAST €ival pia opdda TpoypappaTwy,
Ta otroia TrepIAapBavovTal oTo ekTEAEOINO apxeio «blastall» (BLAST Basic
Local Alignment Search Tool, Blast Program Selection Guide) kai €ivalr Ta
€gng:

e Nucleotide-nucleotide BLAST (blastn)

Xpnoigotroiei  pia aAAnAouxia DNA, wg aAAnAouxia €1mepwTnONG Kal
TTPORAAAel TIG IO Opoleg aAAnAouyxie¢ DNA atmd 1n Bdaon dedouévwy TTOoU
KaBopilel 0 XpAoTNG.

e Protein-protein BLAST (blastp)

Mia TTpwTEIVIK] aAAnAouxia auIvogEéwv xpnoldoTTolEiTal  wg  aAAnAouxia
ETTEPWTNONG Kal TTPOBAAAOVTAI OI TTIO OUOIEG TTPWTEIVIKEG aAANAouxieg aTTd Tnv
TPWTEIVIKA BAon dedouévwy TTou KaBopilel o XprnoTng.

e Position-Specific Iterative BLAST (PSI-BLAST, blastpgp)
XpnoigoTtroigital yia TNV eUPECT ATTOUAKPUOHEVWY OUJOASYWV WIag TTPWTEIVNG.
ApxIKA, OnuioupyeiTal €vag  KATAAOYOG OAwV TwWV OTEVA  OUYYEVIKWV
TPWTEIVWY. AUTEC O TTPWTEIVEG OnuIoupyolv Eva  «TTPOQPIA», TO OTIoIO
Xpnoigotroigital  yia va  avalntnbouv opdAoyeg akoAouBieg oTtn Bdon
oedopévwy. H diadikaoia autr) eTavaAauBaveral PEXpl va Pnv BpeBouv véeg
aKOAouBieG.

e Blastx
Me autd 1o TTPOYPAPUA YiveTal avalnTnon TTPOIOVIWV HETAPPAONS OTa 6
avayvwoTIKG TTAaioia piag voukAeoTIOIKAG akoAouBiag oe Bdon dedouévwy
TTPWTEIVIKWY AAANAOUXIWV.

e Tblastn
Xpnaoiyotroigital yia TNV avalAtnon o€ PAcelS OeOOUEVWV HETAPPACHUEVWV
VOUKA£OTIOIWV (0Ta 6 avayvwoTIKG TTAdioIa), XpnoIUoTToOIWVTaS WG aKoAouBia
ETTEPWTNONG MIA TTPWTEIVN.
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e Nucleotide 6-frame translation-nucleotide 6-frame translation

(tblastx)

Eival 1o Mo apyo mpdypapua tng ouddag BLAST. H akoAubBia emepwtnong

€ival VOUKAEOTIOIKI) TTOU METAQPACETAI OTA 6 AvayvwoTIKA TTAdioia Kal ol

akoAouBieg oTn BAon dedOUEVWY Eival VOUKAEOTIOIKEG TTOU UETAPPAloVTal OTA

6 avayvwoTika rAaiola. OuoiaoTikd, yivovral 6X6 Blastp.

e Megablast

To MegaBlast avadntei TTOAU ypriyopa VOUKEAOTIDIKEG AKOAOUBIEG TTOU £XOUV

OMWG PHEYAAO TTOOOOTO TAUTIONG ME TNV VOUKAEOTIOIKA akOAouBia £TTEPWTNONG.
2€ OUVEXEIQ TNG TTEPIYPAPONEVNG HEBODBOAOYIOG e OKOTTO TNV avaAuon

€VOG MIKPORBIaKOU YyoVIOIWMPATOG, KATOTTIV TNG TTEPAiWONG TwV dIadIKaoIwy TNG

ouvappoAdynong Tou, Ba ATav 1IBI0ITEPA XPACIKO va BPeBei TO TTIO CUYYEVIKO

yovidiwua TTou gival atmrobnkeupévo oTn Baon dedopévwy Tou BLAST.

Omwg  @aivetar oto Trapddeiyua g Eikdévag 31, oto BLAST
METAQOPTWVETAI TO ApXEiO Tou TUTTOU «.contigs.fasta», To otmoio TepIExel Ta
dedopéva Twv aAAnAouxiwy reads Tou UTTO PHEAETN MIKPOOPYAVIOHOU TTOU Eixav
ouvappoAoynBei o€ contigs, JEOW TNG EQAPUOYNG TOU TTPoYypAupaTog Canu.

2 UYKEKPIMEVQ, oTn Mnxavn avalitnong  Tou O1adIKTUOU
TTANKTPpOAOyoUue «blasty kai emAéyouue Tnv ToTroBeoia «BLAST: Basic Local
Alignment Search Tool - NCBI - NIH». AkoAouBwg, emAéyoupue «Nucleotide
BLAST» kai avadueTtal To Tapdbupo Tn¢ Eikdvag 31 pe ovopaaia «BLAST® »
blastn suite». ATT6 10 «Browsey», otnv evotnta «Enter Query Sequencev,
META@OPTWVETAI TO €mMOUUNTO Qpxeio Tou TUTTOU «.contigs.fasta». Ztnv
evotnTta «Choose Search Set - Database» emAéyoupe «Others (nr etc.)», evw
otnv evotnTa «Program Selection - Optimize for» emA&youpe « Highly similar

sequences (megablast)».
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Eikéva 31 X10 BLAST petagopTwveTal To apxeio Tou TUTTOU «.contigs.fasta», 1o oTroio
TEPIEXEl Ta dedopéva Twv aAAnAouyiwv reads Tou UTTO PEAETN MIKPOOPYAVIOHOU TTOU Egixav
ouvapuoAoynBei o€ contigs, Eow TNG EQapUOYNAG Tou Tpoypduuartog Canu.

270 id10 TTapdBupo (BLAST® » blastn suite), kal OTTwG aTreIKovileTal
otnv Eikéva 32, petafaivoupe atmmod tnv evotnta «Algorithm parameters» otnv
uttoevoTnTa «General Parameters - Expect threshold», étmou eicdyoupe Tnv

TIuA «1e-10». AQoU oAoKANpwOoouuE auTd Ta BriuaTta, ekTeEAoUPE «BLAST».
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Eikéva 32 Até tnv evotnTta Algorithm parameters uyetaBaivoupe otnv utroevotnta General
Parameters - Expect threshold, étrou €iocdyoupe TNV TIPA «1e-10». AQoUu OANOKANPWOOUNE
auTa Ta BrpoTa, ekTeAouue BLAST.

MOAIG ekTeAeoTei TO BLAST, Ba avoigel éva mmapdBupo pe ovouacia
«BLAST Results», oav auté tmou @aivetal otnv Eikéva 33. 210 OXpa NG
evotntag  «Graphic Summary» Tapoucidletal  ye  yaAadio Xpwua n
ouvapuoAoynuévn  aAAnAouxia Tou UTTO PEAETN  MIKpoopyaviopou. H
aAAnAouxia auTh €ival n aAAnAouxia €TTEPWTNONG, N OTTOI ATTEIKOVICETAlI WG
«Query». Mg TTapAAANAEG KOKKIVEG YPAUMEG, KATW atrd Tn yaAdadia ypapun,
EM@aviCovTal TO OUYYEVIKA YOVIOIWUATA JIKPOOPYAVIOUWY TTOU BpioKovTal oTn

Baon dedouévwvy.

88

Institutional Repository - Library & Information Centre - University of Thessaly
16/10/2023 21:30:06 EEST - 167.114.118.212



Eikéva 33 MOAig ekteAeaTei 10 BLAST amd 1o mmapdBupo tng Eikdvag 32, Ba avoifel 1o
mapdBupo BLAST Results. 210 oxfiua mng evétnrtag Graphic Summary mrapoucidletal e
YOAGZio xpwpa n ouvapuoAoynuévn aAAnlouxia Tou uTTO UEAETN WIKpoopyaviopou. H
aAAnAouxia auth gival n aAAnhouxia erepwtnong (Query). Me TTaPAAANAEG KOKKIVEG YPAMMEG,
KATw ammd TN yoAddia ypapur, eg@avi¢ovral Ta oUuyyevIKE yovIOIWUATA PIKPOOopyaviouwy. H
KOKKIVN ypauul TTou Bpioketal 1m0 wnAd eival ekeivn TTOU TTAPOUCIAZEl TN PEYOAUTEPN
ouyyévela e TNV aAAnAouyia €TTEpWTNONG.

‘ET01 AoITtév oTo oxrua TnG evotnTag «Graphic Summaryy», n KOKKIivn
YPOUMA TToU BpiokeTal MO WnAd, Kal auéows KATw atrd Tn yaAadia, eivai
€KEiVn TTOU TTapOoUCIAlel Tn MEYOAUTEPN Ouyyévela pE TNV  aAAnAouxia
ETTEPWTNONG. 2€ OPICHEVA ONUEIa TNG TTAPOUCIAEl MIKPEG KABETEG PAUPEG
YPOUMEG, 01 oTToieC GUNPBOAIfoUV Ta OnUEia TwV VOUKAEOTIOIKWY dIOQOPWV HE
TNV aAAnAouxia emepwTnong (YaAadia ypauun-Query).

2UNTTEPOACUOTIKG, N TTPWTN KOKKIVN YPAMMA AVTIOTOIXEI OTOV TTIO OTEVA
OUYVEVIKO MIKPOOPYAVIONO ME TOV UTTO MEAETN MIKpoopyaviopo. [Na va
OIaTTIOTWOOUME TO OVOUA TOu BETOUE TOV KEPOOPQ ETTAVW OTNV KOKKIVN

YPAMMA Kol PE auTOV TOV TPOTTO QTTEIKOVICOVTAl TA OTOIXEiA Tou, OTTWG
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QTTOTUTTWVETAI Kal 0To TTapddeiyua tnG Eikdvag 34. Tig TepIcoOTEPES POPES

TIPOKEITAI VIO KATTOI0 AAAO TTOAU OTEVA OUYYEVIKO OTEAEXOG TOU 10i0U €idOUG.

Eikéva 34 H mpwTtn KOKKIVN YPAPMPA QVTIOTOIXEI OTOV TTIO OTEVA OUYYEVIKO PIKPOOPYAVIOUO
ME TOV UTTO PEAETN HIKpoopyaviouo. INa va dIaTTIoTWOOUNE TO 6voud Tou BETOUUE TOV KEPOOPQ
ETTAVW OTNV KOKKIVN YPAUUA KAl HE QUTOV TOV TPOTTO ATTEIKOVICOVTAl T OTOIXEIO TOU.

2Tnv evotnTa «Descriptions» tou TTapabupou «BLAST Results» 10U
arreikovi¢etal otnv Eikdva 35, avaypd@ovTtal, o€ avTioToIxXia JE TIG KOKKIVEG
YPOUMEG TOU oxNuaTtog Tng evotntag «Graphic Summary», Ta ovouata Twv
MO OUYYEVIKWYV HIKPOOPYAVIOUWY, ME TTPWTO TO OVOUO €KEIVOU TTOU Eival
TTEPICOOTEPO OUYYEVIKOG HE TOV UTTO PEAETN UIKPOOPYAVIOWO KAl HE TEAEUTAIO

TOU PIKPOOPYQVIOHOU TToU €ival AlyOdTEPO OUYYEVIKOG.
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Eikéva 35 2mnv evétnra Descriptions tou mmapabupou BLAST Results avaypdagovrtal, o€
QVTIOTOIXiO ME TIG KOKKIVEG YPAMMES TOu oxAuatog tng evotnrag Graphic Summary, 1a
ovOUATa TWV TTIO CGUYYEVIKWY MIKPOOPYAVIOUWY, HUE TTPWTO TO OVOPO €KEIVOU TTOU Egival
TTEPICTOTEPO CUYYEVIKOG.

EmAéyovtag, vyia Tapddelyua, TO TIPWTO Ovopa NG €voTNTOG
«Descriptions» avoiyel éva TapdBupo, 6TTwe ekeivo TnG Eikdvag 36, oTo oTT0i0
ep@avifeTal o€ euBuypduuIon n VOUKAEOTIOIKT) aAAnAouxia Tou TTIO OUYYEVIKOU
MIKpoopyaviopou (Sbjct) pe tnv aAAnAouyxia etrepwtnong (Query) Tou UTTO

MEAETN HIKpOOPYAVIOHUOU.

91

Institutional Repository - Library & Information Centre - University of Thessaly
16/10/2023 21:30:06 EEST - 167.114.118.212



Eikéva 36 EmAéyovTag TO TTPWTO Gvoua Tou HiKkpoopyaviopuou atrd Tnv evotnta Descriptions,
edaviCetal, o€  eubBuypdupion, N VOUKAeoTIOIKA aAAnAouxia Tou TNO  OUYYEVIKOU
MiIKpoopyaviouou (Sbjct) pe Tnv  aAAnhouxia emepwtnong (Query) Tou UTTO  PEAETN
MIKpoOpyaviouoU.

AkoAouBwg, emmAéyovtag Tov KwOIKO «Sequence ID» TOU TTIO
OUYYEVIKOU MIKPOOpPYaVvIoNoU, avoiyel To TrapdBupo avagopdc Tou OTn
«GenBank», TTapddeiyua tou otroiou arreikovifetal otnv Eikéva 37. ETTavw
Kal apiotepd o100 TTapdbupo TnG Eikdévag 37, kK&Ttw atmd TNV Ovopooia Tou
MIKpoopyaviopou Kal Tov KwdIkd GenBank, emmAfyoupe «FASTA»  Kai

avadueTal To PIKPO TTapdBupo TG Eikdvag 38.
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Eikéva 37 EmAéyovrag tov KwdIké Sequence ID Tou IO CGuyyevIKOU WIKPOOPYAVIOUOU,
avoiyel To TTapdBupo avapopdg Tou atn GenBank.

270 véo TapdBupo emAéyoupe «FASTA» kai wg «Format» TTaAI
«FASTAY».

Eikéva 38 Emavw kal apiotepd oto mapdbupo Tng Eikévag 37, kKdTtw atd Thv ovopaacia Tou
MIKpOOpYavIouoU Kal Tov Kwdikd GenBank, emAéyoupe FASTA kai avadueTal TO €IKOVICOUEVO
TapdBupo. Ze autd To TTapdbupo emmAéyoupe FASTA kal wg Format maAl FASTA.
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Katémv, kal 6w @aivetal otnv Eikéva 39, emAéyoupe «Send to» Kkai
ammd ekei «Complete Record», eviy wg «Choose Destination» €mAEyoupe
«File». Q¢ «Format» opiCoupe TNV £tmAoyr] « FASTA» kai ektehoupe «Create
Filey.

Eikéva 39 EmAéyoupe Send to kai ammd ekei Complete Record, evw wg Choose Destination
emAéyoupe File. Qg Format opiCoupe Tnv etmAoyr) FASTA kai ekteAoUpe Create File.

Me Tnv eKTEAEON TNG TTAPATTAVW eVEPYEIOG Ba dnuioupynBei éva apxeio
TUTTOU «Sequence.fasta» TTou Ba TepIEXEl TN VOUKAEOTIOIKA aAAnAouxia Tou
YOVIOIWNOTOG TOU TTIO  OUYYEVIKOU  HIKPOOPyaviIOuoU, TO oOTroio  Ba
aTTOBNKEUOOUPE OTOV UTTOAOYIOTA MAG ME TOV TPOTTO TTOU @aiveTal OTO

TTapabupo Tng Eikdvag 40.
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Eikéva 40 ExkteAwvtag Create File oto mapdbupo g Eikévag 39, Ba dnuioupynbei éva
apxeio TUTTIOU «sequence.fastay Tou Ba TIEPIEXEl TN VOUKAE£OTIOIKA aAAnAouxia Tou
YOVIOIWMATOG TOU TTIO OUYYEVIKOU HIKPOOPYaVIoUOU, To oTroio Ba atrobnkeUoouue OTov
UTTOAOYIOTH HaG.

3.9 Z0YKpIOT TOU CUVOPHOAOYNHEVOU YOVISIWHATOG ME GAAO
yovidiwpa ava@opdg JE To TTpoypappa Blast2seq kai pe

OTIYHOTTivaKa

To mpdypaupa Blast2seq (BLAST 2 sequences), Baciletal oto BLAST yia
OTOIXION OUO VOUKAEOTIBIKWYV I TTPWTEIVIKWY aAAnAouxiwyv. Evw 10 TTPAOTUTTO
TTPOypauua BLAST XpnoIYOTIOIEITAl €UPEWG YyIa TNV avalnTnon oudAoywv
aAAnAouxiwyv o€ BAcEIC EBOUEVWV VOUKAEOTIOIWY KAl TTPWTEIVWYV, XPEIAZeTal,
ouxvd, va ouykpivovTtal pévo dUo aAANAOUXIEC 01 OTTOIEG €ival ON YVWOTES OTI
gival opOAOYEG. Ze TETOIEG TTEPITITWOEIC N avalnTnon o€ oAdkAnpn tn Bdon
oedopévwy Ba Atav dokotrn Kal XpovoPBopa. To Blast2seq xpnoiuoTroliei Tov
aAyopiBuo BLAST vyia ouUykpion oAAnAouxiwv DNA-DNA 1 TTpwreEivng-
mpwreivng (BLAST 2 SEQUENCES, a new tool for comparing protein and
nucleotide sequences).

To Blast2seq Asitoupyei, €1miong, wg on line gepapuoyn kai diatifeTal
eAeuBepa atrd To NCBI oTov ouvdeopo:
https://blast.ncbi.nlm.nih.gov/Blast.cqi?PAGE_TYPE=BlastSearch&BLA
ST_SPEC=blast2seq&LINK_LOC=align2seq
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21N hnxavr avadntnong TTANKTpoAoyouue «blast2seq» kal €mAEyOvVTOG
Tnv TommoBeaia «Nucleotide BLAST: Align two or more sequences using
BLAST - NIH» avadistai éva mapdBupo pe ovopacoia «BLAST® » blastn

suite», OTTwg autod TNG Eikdvag 41.

Eikéova 41 To mapdBupo BLAST® » blastn suite. X1 ©6éon Enter Query Sequence
METOQOPTWVOUNE, ammd TO Browse, T10 apxeio «.contigs.fasta» Tou UG peAéTn
MIKpoopyaviouou, evw oTtn Béon Enter Subject Sequence 10 apyeio «sequence.fastay», pye
VOUKAEOTIOIKA aAAnAouxia Tou yovIdIWUATOG TOU TTIO CUYYEVIKOU MIKPOOPYQVIOUOU. XTnV
evotnTa Program Selection - Optimize for emA£youue Highly similar sequences (megablast)
Kal ekteAoUpe BLAST.

21N Béon «Enter Query Sequence» 6a PETAPOPTWOOUME, OTTO TO
«Browse», 10 apxeio «.contigs.fasta» Tou uTTO PEAETN PIKPOOPYAVIOUOU, EVW
otn 8éon «Enter Subject Sequence» 10 apxeio «sequence.fasta», 10 oTToIO
gixape atroOnKeUOEl OTOV UTTOAOYIOTH MOG, ME TN VOUKAEOTIOIKY aAAnAouxia

TOU YOVIOIWHUOTOG TOU TTIO OUYYEVIKOU MIKPOOPYQVIOUOU. 2TnV €voTnTd
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«Program Selection - Optimize for» emAéyoupe «Highly similar sequences
(megablast)» kail TEAog ekTeEAOUPE «BLAST».

Me Tnv extéAeon Tou «BLAST» avaduetal 10 mapdBupo «BLAST
Results» 10U aTTelkovieTal otnv EIkOva 42. 210 ypA®nua Tng €vOTNTOG
«Graphic Summary» aTtreikovifeTal Pe YOAGJI0O XPWHA N VOUKAEOTIBIKN
aAAnAouxia etrepwTtnong (Query) Tou UTTO PEAETN PIKPOOPYAVIOUOU, VW aTTd
KATw TNG BpiokeTal pia pgovadikr) KOKKIV YPAPUA, N OTroia avTioToIXEi OThV
aAAnAouxia Tou TTIO OTEVA OUYYEVIKOU HIKPOOPYAVIOUOU TIOU €£T€0N WG

aAAnAouxia «Subjecty.

Eikéva 42 Me tnv ektéAeon Tou BLAST avadletal 10 mmapdbupo BLAST Results. 210
ypdenua tng evotntag Graphic Summary ameikovidetal e yaAdlio Xpwua N VOUKAEOTIOIKN
aAAnAouxia etrepwtnong (Query) Tou UTTO HPEAETN HIKPOOPYAVIOUOU, €V aTTd KATW TNG
Bpioketal pia govadikr) KOKKIVN YPAUURA, N oTToia avTioToixei oTnv aAAnAouyia Tou o oTevd
OUYYEVIKOU PIKPOOPYaVIoUOU TTou €T€0n wg aAAnAouyia Subject.

2710 TTapdbupo «BLAST Resultsy, emAéyovTag Tnv evoTnTa « Dot Matrix
View», avaduetal évag oTiypoTrivakag (Dot Plot), 6TTwg autdg Tng Eikdvag 43.

2€ VEVIKEG YPAMMEG, N aATTOTUTTWON O€ oTIydoTtrivaka (Dot Matrix View) Tng
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VOUKAEOTIOIKAG aAAnAouxiag Twv YovISIWPATWY OUO0 HIKPOOPYAVIOUWY TOU

10iou €idoug Ba epavieTal WS Pia eviaia ypapun.

Eikéva 43 1o mapdbupo BLAST Results, emAéyovrag tnv evétnta Dot Matrix View,
avadueTal évag aTiypoTrivakag (Dot Plot).

3.10 Baoeig dedopévwyv yovidiwy TTaBoyoviKeTnTag

O evromoudg Twv yovidiwv TTaBoyovIKOTNTAG TTaPOUCIAlel EEAIPETIKA PEYAAO
evOIaQEPOV, atTO KAIVIKAG, TOLIKOAOYIKNAG, GAAG Kal €yKANPATOAOYIKAG ATTOWnC.
H KAIVIKr) onuacia Twv yovidiwv auTwy o€ oXEon HE TIG AOINWOEIS VOOOUG PE
TIG oOTroieg oOxeTiCovtal, n  TogIKOAoyik ), OpAcn Twv TIPOIOVIWV TTOU
KWOIKOTTOIOUV Kal Ol ETTITITWOEIG TTOU PTTOPEl va €TTEABoUV yia TR dnudoia
uyeia, aAAG Kal yia TNV oIKovouia, atrd TNV £€apan €mMONUIWY 1) ETTIBECEWV HE
EYKANUAOTOAOYIKA KivnTpa, KaBioTouv TTOAU onuavtikg Tnv avdAuon Twv
MIKPORBIOKWY YOVIOIWHUATWY yIia TOV EVTIOTTIOMO KAl TV TOUTOTIOINON Twv

YOVIQiWV aUTWV Kal TWV TTPOIOVTWYV TOUG.
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E@ooov Ttpocdiopiotei N TTAAPNG VOUKAEOTIOIKY) aAAnAouxia evog
MIKPORBIOKOU YoVIBIWHATOG, TOTE YIA TOV AVTIOTOIXO MIKPOOPYAVIONO duvaTal Va
dlgpeuvnBei N TTapouadia yovidiwv TTaBoyovIKOTATAS OTO YovIdiwpda Tou. AuTA n
e¢éraon Oievepyeital o dldpopeg Pdaoeigc dedopévwy, Ol OTToIEG  Eival
d1a8€o1ueg O1adIKTUAKA Kal gival o1 EEAG:

e VFDB: Virulence Factors Database
http://www.mgc.ac.cn/VFs/
H Bdon dedouévwyv VFDB cival pia nAeKTPOVIKR TTNyN yia Tn dlaxeipion Twv
TTANPOPOPIWYV OXETIKA HE TOUG TTAPAYOVTEG TTABOYEVEIQG TwV TTABOYOVWYV
Baktnpiwv. Ao TnVv idpuor Tng, 10 2004, n VFDB £xel agiepwBei otnv
TTAPOXH ETTIKAIPOTTOINKEVNG YVWONG OXETIKA UE TOUG AOIHOYOVOUG TTAPAYOVTEG
S1aQOPWVY CNUAVTIKWY BAKTNPIAKWY MIKPOOPYaAVIOUWY. TO KivnTpo yia Tnv
kataokeuy TNG VFEDB Atav dImTAG. MpwTov, va TTapdoxel AETTTohEPH KAAUWN
TWV KUPIOTEPWYV AOIHOYOVWYV TTAPAYOVTWY TwV PAKTNPIAKWY TTaBoyovwy, UE
TQ  XOPAKTNPEIOTIKA TG OOWAG TOUG KAl  TOUG  MNXAVIOPHoUG  TTOU
XpnoigotrolouvTal amd autd Ta TTaBoydva yia va TTOPAKANWOUV TOUG
OMUVTIKOUG HdNXAVIOPOUG Tou &eviOTA KAl va TTPOKOAEOOUV AODOEVEIEG.
AelTepOV, va TTAPACKOUV OTOUG EPEUVNTEG  ETTIKAIPOTTOINUEVEG  YVWOEIG
OXETIKA ME TNV €UPEIa TTOIKIANIG TWV PNXAVIOPWY TTOU XPnOoIhoTTolouvTal atrd
TOUG BaKTNPIAKOUG TTaBoyOvoug TTapAYyOVTES, UE OKOTTO va dlaca@nvioTOUV Ol
MNXOVIOMOI TToU TTPOKAAOUV TIG BAKTNPIOKES ACOEVEIEG, WOTE Va avaTtTuxBouv
véeg OpPBOAOYIKEG TTPOOEYYIOEIC yia Tn Bepartreia kal TNV TTPOANWN Twv
Aoipwdwyv voonudatwyv (Chen et al., 2016 / Chen et al., 2012 / Yang et al.,
2008 / Chen et al., 2005).

e ResFinder - DTU
https://cge.cbs.dtu.dk/services/ResFinder/
Me 1n xpAon Tng Paong oedouévwyv ResFinder oSivetar n duvardtnta
TTPOCBIOPICHOU TwV YOVISIWV AVTIMIKPORIOKAG QVOEKTIKOTATAG Kal, €TTioNg,
duvartal va eVTOTTIOTOUV XPWHOOWMIKEG METOAAALEIC O OMIKA i O0€ HEPIKA
oedopéva aAAnAouxiong Baktnpiakwy VOUKAEOTIOIKWY aAAnAouxiwv (Zankari
et. Al,, 2012).

e BTXpred
http://crdd.osdd.net/raghava/btxpred/
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210X0¢ TNG BTXpred cival va tautotroinBei edv o1 aAAnAouxieg Twv apivogéwv
TTOU €lodyovTal o€ auTr], wg Oedopéva, eival PaKTNEIOKES TOELIVEG Kal
OUYKEKPIPEVA €VOOTOGIVEG ] ECWTOCIVEG, eV PEAETATAI KAl N AEITOUPYia TOUG.
O diakopIoTAG ™G Bdong Asitoupyei  XpnolyotroliwvTtag  Support Vector
Machines, (SVMs), kpupd Mapkofiava povtéAa (Hidden Markov Model,
HMM) kai To PSI-Blast.

O d1okopIoTAG TNG BAoNG eMTPETTEI OTOUG XPAOTEG va TTPORBAETTOUV TIG
Baktnplokég TOgiveg e akpifeia 96,07%, va TagIVOPOUV TIG BOKTNPIOKEG
TOgiveg o€ €§wTogiveg Kal evdoToiveg pe akpieia 95,71%, va Tagivourioouy,
ME ouvoAikr akpifeia 100%, TIG e€wTogiveg O€ €TTTA OIOPOPETIKEG AEITOUPYIES
avaAoya HPE TOUG HOPIOKOUG OTOXOUG TOUG, Ol OTToiol €ival ol €EAG: 1) va
EVEPYOTTOIOUV TNV adeVUAIKA KUKAGOT, 1i) va €VEPYOTTOINOOUV TNV YOUAVUAIKA
KUKAQOnN, iii) va TTpokaAoUv Tpo@ikr) dnAntnpiacn, va €ivai: iv) veupoTogiveg, V)
KUTTOPOTOEIVEG HAKPOPAYWYV, Vi) KEVOTOTTIOTOSIVES Kl Vii) KUTTAPOTOEIVEG TTOU
evepyoTrolouvtal atrd B€10An (Saha kal Raghava, 2007).

e CARD (The Comprehensive Antibiotic Resistance Database)
https://card.mcmaster.ca/
H CARD civai pia BiotrAnpo@opikr Bacn dedouévwy yovidiwv avBekTIKOTNTAG,
TWV TIPOIOVIWV TOUG KAl TWV OUVAQWY TOUG QAIVOTUTTWV. ZUYKEKPIUEVQ,
TTapéExel dedouéva, PJovTEAa Kal aAyopiBuoug TTou oxeTiCovtal PE TN HOPIOKA
Baon tNG avTiyikpoBIoknG avlekTIKOTNTAG. ETTiong, TTapéxel VOUKAEOTIOIKEG
aAAnAouxie¢ ava@opdg Kal POVOVOUKAEOTIOIKOUG TTOAUMOP@IOHOUG (Single
Nucleotide Polymorphisms, SNPs) (Jia et al., 2017 / McArthur kar Wright,
2015 / McArthur et al., 2013).

e T3DB
http://lwww.t3db.ca/
H Bdaon &edopévwyv Toxin and Toxin Target Database (T3DB), n otroia
TTPOKEITAI va peTovopaoTei oe «Toxic Exposome Database», ocuvdudlel
AetrTopepr) dedopéva yia TIG TOLIVEG UE OAOKANPWHEVEG TTANPOYOPIEG TOU
otoxou TnG Toivng. H PBaon &edopévwyv trepiAaupavel 3.673 T0Eiveg TTOU
meplypagovtar amd 41.733 ouvwvuua, ouptrepiAapBavouévwy  pUTTWY,
TTOPACITOKTOVWY, QAPPAKWY KAl TOEIVWV TwV TPOQPIPwWY, Ta OTToia ouvdEovTal

pe 2.087 avTtioTolxa apxeia Twv OTOXWV TwV TOEIVWV. ZUVOAIKA, UTTdpXouv
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42.471 1O&iveg Kal avTiOTOIXEG OXEOEIC TOGIVWV Kal oTOXWV. KABe kaTtaypagn
ToéIvwv (ToxCard) trepiéxel Tavw atrd 90 media dedouévwy Kal TTEPIAAUPBAVEI
TTANPOPOPIEG, OTTWG XNMUIKEG 1010TNTEG, TIUEG TOEIKOTNTAG, MOPIOKEG Kal
KUTTOPIKEG QAANAETTIOPAOCEIG, KABWG Kal 10TPIKEG TTANPOQYOPIEG. AUTEG Ol
TTANPoQopieg €xouv egaxBei atrd TepiIocdTePeG atmod 18.143 TTNYEG, Ol OTTOIEG
mepIAauBavouv dAAeg Baoelg dedouévwy, KUBepvNTIKA Eyypaga, BIBAia Kai
ETTIOTNUOVIKN BIBAIOYpaia.

To emikevipo NG Baong T3DB €ival n Tapox TTANPOPOPIWY YIa TOUG
MNXaVIOPOUG TNG TOEIKOTNTAG KAl TwV TTPWTEIVWYV OTOXWV Yia KABe Togivn.
Autii n &ITTA @uon Tng T3DB, otnv oTroia Ta apxeia Twv TOEIVWV Kal TwV
OTOXWV TOUug ouvdéovTal OlIadPACTIKA Kal TTPOG TIG dUO KATEUBUVOEIG, TNV
KaBioTd povadikh atrd TIG uTTdpyxouoes Baoeig dedopuévwy. O1 EQapuoYyES TNG
T3DB TtrepiIAapBdvouv TpoRAewn Tou PETABOAICHOU TwV TOgIVWY, TTPORAEWN
TwV aAANAemdpAcewv TOEIVNG-PaPUAKOU Kal YEVIKA €ualobnrotroinon Tou
KOIVOU OXETIKA PE TNV KABe eEeTaOPEVN TOEIVN, KABIOTWVTAG TNV £QAPPOCIUN
o€ dIAPOPOUG TOMEIG. ZUVOAIKA, N TTOIKIAIA Kal N TTpooBaciyotnta NG T3DB
TNV KABIOTOUV TTOAUTIUO TTOPO TOOO YIA TOV TTEPIOTACIAKO XPHoTn 600 Kal yid
Tov TTponyMévo epeuvntr] (Wishart et al., 2015 / Lim et al., 2010).

e DBETH (Database of Bacterial ExoToxins for Human)

http://www.hpppi.iicb.res.in/btox/

Me 1n Bdon oedouévwv DBETH digCdyetar avaAuon aAAnAouxiwv Twv
QUIVOEEWVY TTOU €loAyovTal o€ auThl w¢ dedopéva. Mpokeiral yia pia Baon
0edopévwy pe aAAnAouxicg, OopEG, BikTua OAANAETTIOPaAONG KAl AVOAUTIKA
ammoTeAéopata yia 229 egwroiveg, ammd 26 dia@opeTIKA TTaBoyova oTeAEXN
Baktnpiwv yia Tov A&vBpwTtro. OAegc o1 Toiveg Tafivououvrar oe 24
OIOQOPETIKEG  KaTnyopieg. 210X0¢ TNG DBETH ¢€ival va Ttapéxel pia
oAokAnpwuévn Baon dedopévwy yia TTabBoyoveg BaKTNPIAKES EWTOLIVEG TOU
avopwTtrou.

H DBETH trapéxel, €mmiong, pia €101k TTAATQOpUa OTOUG XPNOTES TNG,
yla va avayvwpi¢ouv moavég aAAnAouyieg TTou opoldlouv pe EwTogivn, HEOW
MEBOOWYV TToU PBacifovtal oTnv opoAoyia (Homology based), kaBwg kal o€
pueBGdoug Tou &¢ PBaacifovrar otnv opoAoyia (Non-homology based). Ztnv
Tpooéyyion Tou Pacietal oTnv  ouoAoyia, o1 XPAOTEC HTTOPOUV va
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avayvwpioouv TmOavéG aAAnAouxieg Tou opoldfouv PE  €CwTogivn, EiTE
ekTeAwvVTag BLASTp yia TIG aAAnAouxieg TG Toivng, 1 eKTEAWVTAG avAAuon
HMMER xpnoigotoiwvtag Kpu@d Mapkofiavd PovTEAD YIa TIG TTPWTEIVIKEG
emKpATeleg (domains) TnG Togivng TTou TauToTTolIoUVTal, HEOW TNG DBETH, wg
TTaBoyodveg BakTnplokeég eEwTodiveg TTou TTPooBAaAAouv Tov dvBpwTro. Ze O,TI
agopd oTov un Baciopévo otnv ouoAoyia Touéa Tng DBETH, XpnoiyoTroigital
MIa péBodog TPORAewng TNG TOGivnG TTou Paoiletal oe SVMs yia Tov
EVTOTTIONO duvnTIKWY egwTogivwy (Chakraborty et al., 2012).

e VICMpred (Prediction of Virulence factors, Information molecule,

Cellular process and Metabolism molecule in the Bacterial proteins)

http://crdd.osdd.net/raghava/vicmpred/
2tn PBdon VICMpred O&ie€ayetal eupegia Aeitoupylikly Tagivounon Twv
BAKTNPIOKWY TTPWTEIVWV OE AOIJOYOVOUG TTAPAYOVTEG, HOpPIa TTANPOPOPIWY,
MOpIa KUTTOPIKWY OIadIKACIWY Kal 0¢ Popla peTaBoAiopuou. O dIAKOUIOTHG
VICMpred, Bdoel TnG aAAnAouxiag Twv auivogEéwy, Xpnolyotrolei uéBodo Trou
Baoiletal o SVMs yia tnv TTpOBAewn TOLIVWOV Kal GAAWV  AEITOUPYIKWV
TPWTEIVWY. H cuvoAIkr akpifeia autou Tou dlakouloT avépxeTtal oto 70,75%
(Saha kai Raghava, 2006).

3.11 Evrotriop6g yovidiwv TradoyovikoTnTag ue Tn faon
0edopévwy VFDB

2tnv Tapdypago 3.6 avagépBnke OTI TO yovidiwua €vOG, UTTO HEAETN,
MIKpoOpyaviopoU cuvappoAoynBnke atrd Ta dedopéva Twy contigs, Ta oTToia
BpiokovTtal atrobnkeupéva evidg Tou apxeiou «.contigs.fasta». ‘Eva apyxeio
«.contigs.fasta» utropei va eicayBei yia avahuon otn Baon dedopévwv VFDB
yIQ TOV EVTOTTIONO Yovidiwv TTaBoyovIKOTNTAG.

2¢ OI1adIKTUOKN pnxavy avadntnong TAnkTpoAoyoupe VFDB  kai
emAéyoupe «VFDB: Virulence Factors Database». Avoiyel To TapdBupo Tng
Eikovag 44 amd 10 OTT0i0, €TMAEYOVTOG UE TOV KEPOOPA OE OTTOIOOATIOTE
onueio emévw oOTO €IKOVICOUEVO AoyOTUTTO, avadueTal TO TTapdBupo TNG

Eikovag 45 1rou pag eicdyel atov TepIBadAAovTa Xxwpo TnS Bdaong.
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VIRULENCE FACTORS ¢
- o

YIMALIVE DINIDOHILV

Eikéva 44 Noyotutrog Tng Bdong dedopévwy VFDB.

Eikéva 45 TMepiBdAlovTag xwpog Tng paong dedouévwy VFDB.

EmAéyoviag «SEARCH» petapepdpaoTe 01O TTApABupo «Query page»
NG EIkOvag 46.

21NV evotnTa «Blast Searchy» emAéyoupe «Regular BLAST».
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Eikéva 46 EmAéyoviagc SEARCH oto mapdBupo tou TrepifdAAovia xwpou Tng Bdong,
peETaQepOUaoTE aTO TTapdBupo Query page. 2tnv evotnTa Blast Search emAéyoupe Regular
BLAST.

Avoiyel T0 TTapdBupo NG Eikévag 47 kai atrd Tnv €TmIAoyr «Browse»
avepaloupe 1O €mBUPNTO apxeio, TUTTOU «.contigs.fasta», To otroio agopd
OTOV UTTO UEAETN MIKPOOPYAVIOMWO. ZTNV UTToeEvOTNTA «EXpecty BEtoupe Tnv
TiuA «0,0001» Kkai, ev ouvexeia, ekTeEAoUPE «Searchy TTou BpioKeTal OTO ETTAVW

fMIOU TOU TTapabupou.
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Eikéva 47 A6 tnv emmidoyr Browse avefdfoupe To emBuuntéd apyeio, TUTTOU «.contigs.fastay,
TO OTTOI0 aQopPd oTOV UTTO UEAETN MIKPOOPYaVIOUO. ZTnV utroevoTnTa Expect BéToupe Tnv TIUNA
«0,0001» ka1, &v ouvexeia, ekTeAoUhe Search TTOU PBpiokeTal OTO €MAVW RAPICU TOU
Tapadupou.

AvadueTal éva TTapdbupo pe ovopacia «BLAST Search Resultsy», 10
KATw PEPOG TOu OTToiou aTrelkovidetal oTnv Eikéva 48. 210 TTapdbupo autd
didovtal o1 TTANPOYOopPIieC TTOU TTPOEKUWAV YIa TO apxeio «.contigs.fastay.
ZUYKEKPIPEVA, O XPAOTNG TTANPOQPOPEITAlI OXETIKA PE TOV OUVOAIKO apIBuod Tov
eupeBéVTWY  yovidiwyv, TNG OVOMOOIag Toug, TNG VOUKAEOTIOIKNAG TOUG
aAAnAouxiag, Tou CUVOAOU TwV TTOPAYOVTWY TOEIKOAOYIKOU €EVOIOPEPOVTOG
TTOU KWOIKOTToIoUVTal aT1rd autd Ta yovidia, Kabwg Kal o1 avrioTolXol
MIKPOOPYQVIOMOi  OTO  yovidiwpa Twv  OToiwv  €XOouv  aveupeBei  va

KWOIKOTTOI0UVTAI O £V AOYW PJOAUCUATIKOI TTAPAYOVTEG.
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Eikéva 48 To kdtw TuRua tou mapaBupou BLAST Search Results. 210 TTapdBupo autd
didovTal ol TTANPOYOpPIEG TTOU TTPOEKUYAY YIa TO apXeio «.contigs.fasta». EmAéyovrag kaTTolov
amd TOouG KwOIKOUG KaTaXwpnong Twv Yyovidiwv Trou oTTelkovifovTal Pe UTTAE Xpwuda,
apIoTeEPA, diveTal n duvatdTnTa va avadntnBouv TTEPIoCOOTEPES TTANPOPOPIEG.

210 Tapddeiypa Tng Eikdévag 48, emAéyoviag KATTOIOV ATTO TOUG
KWOIKOUG KATaXWwPNOoNG TwWV YyovIdiwv TTOU ATTEIKOVICOVTAl PE PTTAE XPWHA,
divetal n duvatdétnTa va avalntnBoulv TTeEPIoCOTEPES TTANPOPOPIEG OXETIKA UE
Ta €v AOyw yovidia, Toug opyaviouoUug OTOUG OTTOIOUG £XOUV TauToTToINBEl, TN
VOUKAEOTIOIKA KaI TV TTPWTEIVIKA Toug aAAnAouxia kai GAAa. MNa Tapddeiyua,
emAEyovTag Twv Kwdikd « VEG045350» avoiyel To TTapdBupo Tng Eikévag 49,
TO OTTOI0 ava@EPETal 0To yovidio bslA/yuaB kal oTov JOAUCHATIKG TTapdyovTa
BslA 1Tou kKwdikoTToIEITAl ATTO TO €V AOyw Yyovidlo. EmimTAéov, avag@épeTal TO
YéVOG, TO €id0G Kal TO OTEAEXOG TOU MIKPOOPYQVIOWOU OTOV OTIOI0 €XEI

TaUTOTTOINBEI.
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Eikéva 49 EmAéyoviag €vav Kwdikd kKataxwpnong amoé 1o mapdbupo Tng Eikévag 48,
avadueTal To €IKOVICOUEVO TTAPABUPO, TO OTTOI0 AVOQPEPETAlI OE €VO OUYKEKPIMEVO Yovidlo
TTaBoyoVIKOTNTAG KAl OTOV PMOAUCHATIKG TTapdyovTa TTou KwdlkoTrolei. EmimrAéov, avagéperal
TO Y€VOG, TO €i00G KAl TO OTEAEXOG TOU MIKPOOPYAVIOUOU GTOV OTT0I0 £XEI TAUTOTTOINOEI.

Me Tov idlo TpoTTO, £TTIAéyovTag « VEGO00079» avaduetal To TTapdbupo
NG Eikévag 50, To otroio avagépetal oTo yovidlo clpC kal oTov avTioToIXo

(ClpC) poAucpartikd TTapayovTa TTou KwOIKOTTOIEITAI aTTd auTO TO YOVidIo.
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Eikéva 50 EmAéyovtag Tov kwdikd VFG000079 tng Eikévag 48, avaduetal To €IKOVICOPEVO
TapdBupo, To oToio avagépetal oTo yovidlo clpC kar atov avtioToixo (ClpC) poAucuaTiko
TTAPAYOVTA TTOU KWOIKOTTOIEI.

21 Eikéveg 49 kai 50 o kKwdIKOG TIpOcPacng TnG evoTNTOG
«Accession:» TTapaTTréUTTEl 0T OXETIKA ToTToBeria Tou NCBI, 610U BpiokovTal
Kataxwpnuéva Ta TTARpN oToixEia yia €vav JOAUCUATIKO TTapAyovTa.

MNa mTapadeiyua, otnv Eikéva 50 emAéyovrag Tov Kwdikd TTpocRaong
«NP_463763» avoiyel T0 oxeTikO TTapdBupo Tou NCBI, 61w arreikovieTal
otnv Eikéva 51, 1o o1roio ava@épeTal oTa TTARPN OTOIXEIO TOU PHOAUCUOTIKOU
mapdyovia ClpC TTou TTapdyetal amd To PakTnplakd oTéAexog Listeria

monocytogenes EGD-e.
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Eikéva 51 2mng Eikdveg 49 kai 50 o kwdikdg mpdofacng Tng evotnTag «Accession:»
TTOPATTEUTTEl OTN OXETIKA ToTToBeoia Tou NCBI, 61ToU BpiokovTal Kataxwpnuéva Ta TTARPN
oToIxeia yia évav poAuopatikd mapayovra. INa mapddeiypa, otnv Eikéva 50 emAéyovTag Tov
KwOIKO TTpéafacng «NP_463763» avoiyel To gikoviouevo TTapadBupo Tou NCBI.

Méow, Aoitrdv, TOU €VTOTOPOU Twv YovIdiwv TTaBoyovIKOTNTAG
MTTOPOUNE VO Ppoupe KABe OXETIKA TTANpo@opia yia Kabévav atmd Toug
YVWOTOUG HOAUCHATIKOUG TTAPAYOVTEG TTOU KWwOIKOTTOIoUV. [a TTapddeiyua,
avadnTwVTag yia OXETIKES TTANPOPOPIES yia TOV JOAUCHATIKO TTapayovta ClpC
TTou Trapdyetar amd 1o BakTApio Listeria monocytogenes, PTTOpOUPE va
cipaoTe og Béon va yvwpifoupe OTI evioxUel TNV EVOOKUTTAPIKN €TTIRIWON TOU
Baktnpiou, KaBW¢ TTpodyel TNV TTPWIKN dlaQuUy TOUu aATTO TO PAYOCWHMIKO
OIOUEPIOUA TWV HAKPOPAYWYV Kal TTaidel onuavTikd poAo oTn Aoipoyovo dpdaon
Tou (Rouquette et al., 1998).
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2YZHTHZH

4.1 NAEOVEKTAMATA KOOI TTEPIOPICHOI TWV TEXVOAOYIWV

aAAnAouxiong véag yevidg

Ta TE00€epa KUPIA TTAEOVEKTAUATA TNG AAANAOUXIONG VEAG YEVIAG O OXEON ME
TNV KAaOIKr) aAAnAoUxion Sanger gival Ta €EAG:

e Taxutnra

e KooTog

e Méyebog deiypaTog

e AkpiBeia
H aAAnAouxion véag yevidg e€ival onuavtika @envotepn, ypnyopdTtepn,
xpeldletal TOAU Aiyotepo DNA Kkai gival o akpIfig Kai agloTmaoTtn atd mnv
aAAnAouxion Sanger.

O xpodvog, 10 pyaTikd duvauikd Kal Ta avTIdpacThpia yia Tn dieEaywyn

TNG aAANAoUXIONG VEQG YEVIAG gival TTOAU AIyOTEPQ, YEYOVOS TTOU CUVETTAYETAI
o¢ TIOAU XOunAOTEPO OIKOVOUIKO KOOTOG. H TTpwtn  aAAnAouxion Tou
avBpwTTivou yovidiwuaTtog kéoTioe trepittou 337.600.000 Eupw. YTtroAoyileTai
OTI XPNOIMOTTOIVTAG oUyXpoveG HEBOdoUg aAAnAouxiong Sanger kai PE Tn
BonBeia Twv dedopévwv attd aAAnAouyieg ava@opdg, Eva TTANPES avBpwTTIvo
yovidiwpa Ba kooTmile onuepa, Trepitrou, 6.800.000 Eupw. Qotdoo, n
aAAnAouxion evog avBpwITTIvou YOVIDIWUATOG PE TOUG TEAEUTAIAG TEXVOAOYIOG
avaAutég NovaSeq 5000 kar NovaSeq 6000 tng Illumina kooTiCel péAig 820
Eupw. Mepaitépw, o Francis deSouza, dieuBuvwyv cuppBoulog Tng lllumina, o€
ouvévTeuE Tou TTou Onuooleubnke otic 09/01/2017 oto Forbes (Forbes,
lllumina Promises To Sequence Human Genome For $100), aiciodogei 611 o€
AiydTepo  ammd  pia  dekaeTia TO KOOTOG aAAnAouxiong Tou avBpwWTTIVOU
yovidiwpaTog Ba avépxetal o€ JOAIG 82 Eupw! Autd TO eATTIOOPOPO YEYOVOG
evioxUueTal Kal ammod TIG eVOAPPUVTIKEG ETTEVOUCEIG TTOU TTPOTEIVOVTAI aTTO TOUG

€101IKoUG Tou KAAdou oTig TexvoAoyieg TnG lllumina, kabBwg avtiAapBdavovTal To
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evoiwvo PEANOV TNG eTaipiag kal Ta avaAoyouvra Tng kéPdN (Crumly Jim
(TMFSpeyside) Better Buy: lllumina, Inc. vs. Pacific Biosciences).

O1 uTttooTNPIKTEG TWv  PeBodoAoyiwy  aAAnAouxiong VvEaG  YEVIAG
utTooTnpiCouv OTI gival eQIKTA N TTARPNG aAAnAouxion evog yovISIWPATOG WE
MEYAAN akpiBela. Or1 emKPITEG uTTOOTNPICOUV OTI TTOPOAO TTOU HE TNV
TTEPIYPAPOUEVN TEXVIKA TTPOCdIOPifeTal N aAAnAouxia PHEYAAWY TTEPIOXWV TOU
DNA, n IKavoTnNTa TNG va OUVOEEI CWOTA AUTEG TIG TTEPIOXES BewpeiTal UTTOTITN,
IDI0ITEPA yIO TA YOVIOIWHATA HE TTOANEG ETTAVAAAUPAVOUEVEG TTEPIOXEG.
Qoté00, KOBWG TA  AOYIOMIKA  TTPOYPAPUATO  CUVAPHOAOYNONG  Twv
VOUKAEOTIOIKWY aAAnAouxIwyv eEEAICOOVTAI CUVEXWG KAl N UTTOAOYIOTIKA 10XUG
yiveTal @OnvoTepn, gival duvaTtd va EETTEPACTEI AUTOG O TTEPIOPICHOC.

Mapd 10 yeyovog OTI o1 TEXVoAoyieg aAAnAouxiong véag yevidg gival o€
Béon va TTapEXouV YovIBIWUATIKEG aAAnAouxieG akOun Kal o€ TTANBUCIaKO
etTiredo, TPoRAnuatiouv, wWoTOCO, OPICHUEVOI TTEPIOPICHOI. ZUYKEKPIUEVA, N
aKpiBela Kal N KAAUWn o€ OAO TO yovIdiwua WTTOPEI va TreplopifovTal oTav
TTPOKEITAI yIa TTAoUCIEG 0 GC YOVIDIWUATIKEG TTEPIOXEG KAl VIO UOKPIEG O€
MKog opoTroAupepeic TTepioxéG (Ross et al., 2013). MNMpoBAnuaTiouds utipée
Kal yia Ta PIKpoU PRAKOuG reads, kaBwg BewpriBnke o1 TTepiopifouv coBapd
TNV IKQVOTNTA TOU XOAPOKTNPIOMOU HE OKPiBEId HEYAAWV TTEPIOXWYV ME
eTTAVOANYEIG, TTOAATTAEG TTPOOBNKES Kal dlaypaés Baoewyv (indels), kabwg
Kal pe d1d@opeg OOMIKEG TTAPAAAAYEG, QPAVOVTAG ONPAVTIKA TUAMOTA TOU
yovidiwpaTtog adiagav 1 avakpifr (Snyder et al., 2010). Z1¢ YépPES Mag,
OMWG, ol ouyxpovol avaAutég Tng lllumina TTpoodiopifouv Pe TTOAU PEYAAN
akpifela kal KAAuWn TNV aAAnAouxia Twv &v Adyw YOVISIWUATIKWY TTEPIOXWV,
TEPIOPICOVIOG  OTO  €AAXIOTO TOUG WG Avw  TTEPIYPAPOUEVOUG
TTPORANUATIOUOUG.

‘Eva GAAO, yeviKO, {NTNUQ TTOU €XEI TIPOKUWEI OXETIKA HE TNV EQAPUOYN
Twv peBodoAoyiwwv aAAnAouxiong véag yevidg, agopd oTtn dnuioupyia evog
TTPOTUTTOU TTPWTOKOAAOU yIa TNV TUTTOTTOINUEVN KOl ETTIKUPWHEVN ETTECEPYQTIa
Twv Oedopévwyv aAAnAouxiong. To TTPWTOKOAAO autd Ba avagEpeTal OTn
oUYKPION KOl OTOV TPOTTO ava@opds TnG OKPIiBEIOG Twv OeDOUEVWV TWV
OIAQOPETIKWV TEXVOAOYIWV aAANAOUXIONG KAl TWV OIECAYOUEVWV  HEAETWV.

Zuykekpipyéva, 10 2011, 10 «Genome in a Bottle Consortium» (GIAB)
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OPAMATIOTNKE TO «TTPOTUTTO yovIdiwuaTtog» (gold standard genome) (Zook kai
Salit, 2011).

Q0T1600, BEDONEVWV TWV TTEPIOPICHWYV KOl TWV UTTOPKTWY HEPOANWIWV
(biases) Twv dia@épwv TEXVOAOYILWV aAAnAouxiong, gival Teavo 6T N akpIPng
yovidiwpaTiK aAAnAouxion Ba ouvexioel va XpnoiyoTrolei €vav ocuvouaouod
TEXVOAOYIWYV. ZTNV UTTEPPOCHN QUTWYV TWV TTEPIOPICPWY Ba pTTopoucav va
BonBrioouv o1 BEATIWOEIG TIOU  ETTIXEIPOUVTOI  O€  TEXVOAOYIEG TTOU
Xpnoigotrolouv aAAnAouxieg reads peydAou PAKOUG, OTTWG Ol TEXVOAOYIEG
Pacific Biosciences (PacBio) kai Oxford Nanopore, kaBwg kai ol yé6odol TTou
XPNOoIJoTToIoUV  OUVOETIKA reads peydAOu MAKOUG, OTIGC OTIOIEG yia Ta
MEYaAUTEPaA BpaucpaTa duvaTtal va TTPoodIoPIoTEN N aAAnAouyia Toug Kal va
ouvappoloynBouv atrd piIkpd reads (Tilgner et al.,, 2015). lMNapd TOUG
QVOKUTITOVTEG TTPORANUATIOMOUG, N KAIVOTOMIO TWV VEWV  TEXVOAOYIWV
aAAnAouxiong véag yeviag Baivel ohotaxwg o€ AapTrpd péEAAov (Schadt et al.,
2010).

4.2 YBpPI1OIKA ouvappoAOYynon HE dedopéva TwV TEXVOAOYIWV
[llumina kau Pacific Biosciences Kal TrpoypauHaTa

ouvapuoAdynong

Emeidn, n texvoAoyia aAAnAouxiong PacBio trapdyel reads peydAou pAkoug
Bpiokel eupeia epappoyy otn de novo cuvappoAoynon (Quail et al., 2012)
AvaQopIKA HE TN MOVOMOPIaKr TeEXVOAoyia aAAnAouxiong o€ TTPAYUATIKO
Xpovo (Single-molecule real-time, SMRT), Tou XpnoIUOTTOIOUV Ol BEATIWMPEVOI
avaAuTtéc PacBio® RS Il tng Pacific Biosciences, mapoAo TTou eival 1o
EMPPETTNG 0 o@AAPaTa Ot oxéon ME GAAoU €idoug TexvoAoyieg, €xel TO
MEYAAO TTAcoVEKTNUA va TTapdyel aAAnAouyieg reads 1laitepa peydAou
MAKOUG, w¢ Kal 200 QopEC MEYAAUTEPEC ATTO €KEIVEC TTOU TTapAyovTal aTrd
AA\eg TeXvoloyieg. Ta pakpid pAKN Twv reads EMMTPETTOUV TNV TaxEia
ouvappoAdynon NG TARPous aAAnAouxiag evog yoviSIWPATOG.

Emeidr), Ta peydAa reads TTOU TTPOKUTITOUV OTTO TIG TEXVOAOYIEG

aAAnAouxiong PacBio kai Oxford Nanopore, €ivali ouxva €TppeT O€
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o@AAuaTa, PTTOpoUV va Oi1opBwBoUv, OTTOTEAECHATIKA, ME MIa UBPIBIKA
TTPOOCEYYION, AKPIBWS OTTWG QUTA TTOU €EETACTNKE OTNV TTAPOUCO HEAETN,
XPNOIMOTIOIWVTAG OUVOUAOTIKA Ta MIKPA, OAAG TTOAU akpIfr], reads Tng
[llumina (Goodwin et al., 2015 / Salmela kai Rivals, 2014 / Koren et al., 2012).

H Ttexvoloyia aAAnAouxiong tng Illlumina atoteAei mn pebodoAoyia
aAAnAouxiong véag Yevidg ME Tn MEYOAUTEPN OKpiBela ot OX€Oon ME TIG
utTOAOITTEG DIaBEaIuEG TeExVoAoyiec. MAAIOTa, yia Tov Adyo autd O avaAuTtrig
MiSeqDX Ttng Illumina Atav o TTpwTOG TTOU TTAPE TNV €yKpion atrd tov FDA
(US Food and Drug Administration) yia va xpnoigotroin®ei otnv KAIVIKN
mpakTikr) (Collins kair Hamburg, 2013), avoiyoviag Ttnv TmopTa yia Thv
aAAnAouxion vEag YevIAg o€ KAIVIKA EpYQOTrpIal.

lNa 1N ouvapuoAdynon XPENOIYOTTOIOUVTAl OPKETA TTPOYPAUMATA TTOU
eQpappolouv TIGC aAyopiBuikéG peBOdoug de Bruijn Grahs (DBG), Overlap
Layout Consensus (OLC), kai Greedy (Miller et al., 2010). To TpoOypauua
Canu e@apuolel Tov ahyopiBuo OLC yia tn ouvapuoAdynon Twv reads 1Tou
TIPOKUTITOUV aTTO TIG TEXVOAoyieg PacBio kal Oxford Nanopore. 2av 1o Canu
UTTAPXOUV Ta TTPOYPANUATA:

e Flye, 10 oT10i0 Xpnolyotroiei Tov aAyopiBuo DBG kal diatiOeTal
eAeUBepa atrd Tov ouvdeopo: https://github.com/fenderglass/Flye
(Lin et al., 2016).

e Miniasm, 10 oToio Xpnoluyotrolei Tov aAyépiOuo OLC kai diatiOeTal
eAeuBepa atrd Tov ouvdeopo: https://github.com/Ih3/miniasm

ATTOKAEIOTIKA yIa TN ouvapuoAdynon Twv OedOUEVWY TTOU ATTOKTWVTAI ATTO
TNV TEXVOAoyia PacBio xpnoipoTroiouvTal Ta TTPoypAuUaTa:

e FALCON, 10 omroio xpnoiuyotrolei Tov aAyopibuo OLC kai diatiBetal
eAeuBepa atrd TOV OUVOECO:
https://github.com/PacificBiosciences/falcon

e HGAP, 10 omoio xpnoigoTtroiei Tov aAyopiBuo OLC kai diatiBetal
eAeUBepa aTrd TOV OUVOECO:
https://github.com/PacificBiosciences/Bioinformatics-
Training/wiki/HGAP
To mpoypaupa Canu, woTOCO0, E€ival €KEIVO TIOU XPENOIKOTTOIEITAI

TTEPICCOTEPO KAl TO OTIOI0 TTPOTEIVETAI KOl OTTd GAAOUG €peUVNTEG, KABWG
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dnuIoUpPYEi OUVEXEIC Kal akpIBEiG ouvapPoAOYNOEIS, eV BewpeiTal Eva atro Ta
KaAUTEPA TTPOYPAPUaTa yia dedopéva TwV OTTOIWV N KAAUWN Baivel JEIOUUEVN.
(Giordano et al., 2017). To Canu pTtropei va cuvapuoAoyroel YE agloTTIoOTO
TPOTTO  TTAPN  MIKpoPIokG  yovidlwuaTta  Kal  oXedOv  OAOKAnpwéva
EUKAPUWTIKA XPpWHOOWUATA, XPNOILOTTOIWVTAG €iTE TNV TEXVOAoyia PacBio n
Tnv Oxford Nanopore, evw TETUXE Tn Onuioupyia evog contig pe N50
MeEyaAUTEpO atro 21 Mbp atrd dedopéva TToU TTPOEKUYAV ATTO TNV TEXVOAOoyia
PacBio kai tTpogpyxovrav amd Tov AvlpwTro, KaBWG Kal atmd 1o OITITEPO
éviopyo Drosophila melanogaster (®poutéuuya) (Koren et al.,, 2017). To
Tpoypapua Canu TO TTPOTEIVOUV, €TTIONG, O dNUIOUPYOI TOU TTPOYPANMATOG
Celera Assembler oTnv I0TOOEAIDO TOUG: http://wgs-
assembler.sourceforge.net/wiki/index.php?title=Main_Page.

Me 10 TpoOypaupa SPAdes dig€ayetar n uBpidik ouvapuoAdynon,
o6tTou ouvduddlovTtal Ta dedouéva Twy reads TnG TEXVoAoyiag PacBio pe ekeiva
NG lllumina. YTrapyouv kal GAAQ TTpoypAaUUOTA TTOU AEITOUPYOUV UE TTAPOUOIO
TPOTTO yIa TNV UBPIBIKN cuvappoAdynon Twyv dedouévwy PacBio pe PIkpdTEPQ
reads, OTw¢g ekeiva Tou Tpoépxovral atmd Ttnv lllumina. Opiopéva
TTPOYPAUMATA TTOU XPnoIdoTTololv Ta dedouéva PacBio yia va ulotroijoouv
TNV UBPIBIKI cuvappoAdynon eival Ta ¢AG:

e pacBioToCA, 10 o1roio xpnoipoTroiei Tov aAyopiBuo OLC kai diatiBeTal
eAeuBepa aTrd TOV OUVOETO:
https://github.com/PacificBiosciences/Bioinformatics-
Training/wiki/Depricated---pacBioToCA

e ECTools, T0 otoio xpnoigoTrolei Tov aAyopiBpo OLC kai diatiOeTal
eAeuBepa atrd Tov ouvdeopo: https://github.com/jgurtowski/ectools

e Cerulean, 10 omoio xpnoiuotrolei Tov aAyopiBuo OLC kai diatiBeTal
eAeUBepa atmo TOV oUVOECO:
https://sourceforge.net/projects/ceruleanassembler/

(Deshpande et al., 2013).

e dbg2olc, 10 otmoio xpnoiyotrolei Tov aAyopiBuo OLC kai diatiBeTal
eAeUBepa atrd Tov oUvdeouo: https://sites.google.com/site/dbg2olc/
(Ye et al., 2016).
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e ALLPATHS-LG 10 oOT0I0 XpnoiyoTtrolei Tov oAyopiBuo DBG kai
OlaTiBeTaI EAEUBEPQ ATTO TOV OUVOECHO:
http://software.broadinstitute.org/allpaths-lg/blog/

e MIRA 4, 10 otmroio xpnoiyotrolei Tov aAyopiBuo OLC kar diatiBetal
eAeUBepa atmd Tov ouvdeopo: https://sourceforge.net/projects/mira-
assembler/files/

To mpdéypappa SPAdes Bewpeital €va atrd Ta KAAUTEPA TTPOYPANMATA
yla TNV epappoyr NG UuBpIdIkng ouvappoAdynong (Antipov et al., 2016).
Avagopikd pe To SPAdes, agilel va ava@epBouv Ta aTTOTEAEOUATA TNG HEAETNG
Twv (Gurevich et al., 2013), otnv otoia ouykpibnkav didpopa TTpoypdupaTa
YOVIOIWUATIKAG  OUVAPPOAOYNONG, XPNOIMOTTOIWVTOG Ta Oedopéva NG
aAAnAouxiIong TOU ATTOMOVWHEVOU  YoVIOIWMPATIKOU DNA  pePgOVWUEVWY
KUTTApwV Tou PBaktnpiou Escherichia coli. Ta mpoypdupata autd Atav Ta
€€n¢: EULER-SR (Pevzner et al., 2001), Velvet (Zerbino kai Birney, 2008),
SOAPdenovo (Li et al., 2010), Velvet SC, EULER + Velvet SC (E + V-SC)
(Chitsaz et al., 2011), IDBA-UD (Peng et al., 2012) kai To SPAdes. ATo Tn
OUYKPION aUTWV TWV TTPOoYPANUAaTwy, atrodeixnke o611 To SPAdes kal To
IDBA-UD nAtav Ta KaAutepa. EidikéTepa, 1O Tpdypaupa SPAdes eixe Tn
pMeyaAuTtepn T NS5O, kai ouykekpiyéva ion pe 99.913, n otroia atroTeAEi
METPpNOoNn agloAdynong Tng ToIdTNTag TnNG ouvappoAdynong. EmmimmAéoy,
XPNOIMOTIOIWVTAG TO yovidiwua avagopds Tou PBaktnpiou Escherichia coli
d1ammoTWONKeE 611 e To TTPOYpaupa SPAdes cuvapuoAoyndnke 1o uwnAdTEPO
TTO000TO TOU YOVISIWHPATOG, TO OToi0  avTtioToixouoe o€ 97% kal o
MEYAAUTEPOG apPIBUOG o€ TTANPEN Yovidla. ZUYKEKPIPEVA, HUE TO TTPOYPOUMA
SPAdes ouvapuoAoyribnkav 4.071 ammo 1a 4.324 yovidia TTou BpiokovTtal oTo

yovidiwpa Tou €v Adyw BakTtnpiou.

4.3 AvAyKn TUTTOTTOINHMEVNG ETTIKUPWONG TWV TEXVOAOYIWV

aAAnAouxiong véag yeviag

H kaivotopia TTOU Qtmoppéel Atmmd TNV €QAPMOYN TWV TEXVOAOYIWV

aAAnAouxiong véac vyeviag Oe JTTOpPEl  va  TTpaydaTtoTroinBei  Xwpic
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atroTeEAEOUATIKA epyaAgia BIOTTANPOPOPIKAG yia Tn digpelvnon, avadAuon Kai
EPMNVEIQ TWV MPEYAAWV TIOOOTATWY TWV TTAPAYOUEVWY Oedopévwy. Ta
TTEPICOOTEPA EPYACTAPIA TTOU TTPOCAVATOAICOVTAI OTIG £V AOYW £QAPUOYEG O
OI0BETOUV €CEIDIKEUPEVO TTPOCWTTIKO TOU KAGOOU TnG PBIOTTANPOQPOPIKNG, EVW
Kal yio €KeEiva Ta €pyaoThAplia TTOU  atracXoAouv, nodn, edIkoug oTn
BiotrAnpo@opikn, Ba TTPETTEl, yia TRV avaAuon Twv OeOPEVWY, VA OPIOTEI Kal
va TMKUPWOEI pia oAokAnpwpuévn diadikaoia yia Tn dIOXETEUON TNG EKTEAEONG
Twv evioAhwv (pipelining), wote va OlamoTwoel 611 0 aAydpiOuog evog
AOYIOUIKOU avaAuel agloToTa Ta OedopéEVa TwV aAANAOUXIWV Kal TTaPAYEl
akpIBr) atroteAéopata. TloAAG BiommAnpogopikd epyoAecia diatiBevral o€
EUTTOPIKEG, AKAdNMAIKESG KAl AAAEG AVOIKTEG TTNYEG. QOTOOO, Ta €10IKA EPYOAEia
TTOU XPNOIPOTToIoUVTal i avaTrTuooovTal, eEapTwvTal o€ hJeyaAo BaBud atod
TNV avAykn Kal Tn OKOTTOUMEVN XPAON TOu KABE epyaaTnpiou Kal evOEXETAI va
pMNv  €xouv QokipyaoTei auoTtnpd. '‘Evag katdAAnAog aywyog dloxETeuong
evioAwv (pipeline) yia Tnv avaAuon Twv 0eOOUEVWV TTPETTEI VO EQAPUOCTEI Kl
va  emMKUpWOel  TTANpwg. H  epunveia  Twv  dedopévwyv  TIPETTEL  va
XPNOIUOTTOIEITAI ETTITUXWG KAl ATTOTEAECUATIKA.

Twpa TTOU Ta €pPyaoTApPIa £QAPUOlOUV TIG TEXVOAOYiEG aAAnAouxiong
vEQg YeVIAG, ATTAITOUVTAI KOIVEG KOTEUBUVTAPIEG 0BNYIEG Kal TUTTOTTOINPEVA
TPOTUTTA ETTIKUPpWONG. H avamrugn Twv &v AOYyW TEXVOAOYIWV KOl TWV
ouva@wVv epyaAciwv PIOTTANPOPOPIKNAG Ba CUuVeEXIOEl va ONUEIWVElL TaxXEia
TTPO0O0 Kal, Xwpic au@iBoAia, 6a uttdpyxouv diaBéaiua oAoéva Kal TTIo 1IoXUpd
epyaAeia. H dladikaoia €mKUpwONG €ival atmapaitntn yia TV avdarTugn
pMEBSOWV Kal o1 YéBodoI auTEG TTPETTEN va gival agIOTNIOTEG Kal KATAAANAEG yia
Tov K&Be okoTTd. H emKUpwaon TTepiypa@eTal wg n diadikagia TTou:

1. agloloyei TNV IkKavoTnTa Twv OI10dIKACIWY VA TTapdyouv agiémmoTa
aTroTeEAEOUATA UTTO KABOPIOUEVEG OUVONKEG,
2. opiCel auoTnpd TIG TTPOUTTOBECEIC TTOU ATTAITOUVTAI YIA TNV ATTOKTNON

TWV ATTOTEAECUATWY,

3. kaBopilel TOUC TTEPIOPICHOUC TWV dIadIKATIWY,
4. 1Tpoodlopilel TOPEIC TNG avAAuoNnG TToU TTPETTEI va TTapakoAouBouvTal

Kal va eAéyxovTal,
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5. dnuioupyei TN BAon yia TNV avqaTITuén KOTEUBUVTHPIWY 0dNYIWV TTOU
a@opouV OTnV epunveia Twv ammoteAeopdTwy (Budowle et al., 2008 /
Budowle et al., 2014).

Ka&Be avaAuTig XpnOIUOTTOIE HIa OUYKEKPIYEVN Bloxnuik péEBodo
aAAnAouxiong kalr K&GBe pia amd autég TIGC HEBOdoUG Ba  TTPETTEl  va
ETTIKUPWVETAI YEVIKA, KAl OTN OUVEXEIA EI0IKA, CUPPWVA PE TA XAPAKTNPIOTIKA
TOUu avaAuTh oTov otroio Aaupavel xwpa (Metzker, 2010 / Quail et al., 2008 /
Berglund et al.,, 2011 / Lam et al.,, 2011). Na TTapAdeiyua, ol BIOXNMIKES
dlEpyacieg TTou xpnolpoTToloUvTal atrd Toug avaAuTég lon Torrent Tng Thermo
Fisher Scientific ka1 454 Tng Roche Teivouv va eival Aiyétepo akpieic atrd n
Bloxnuik péBOdO TTOU €@apuolouv ol avoAutég Tng lllumina yia Tnv
aAAnAouxion Twv OMOTTOAUPEPWY aAAnAouxiwyv. ETriong, o TUTTOG NG
aAAnAouxiong, €ite agopd oTov PEPOVWHEVOU AKpou (single-end), katd Tov
oTroio dlevepyeital aAAnAouxion evog atmmd Toug U0 KAWVOUG Tou diKAwvou
popiou DNA kai n otroia gekivd uovo ato 1o £va Akpo, 1 OToV (EUYAPWHEVWYV
akpwv (paired-end), 61ToU N aAAnAouxion dle€AyeTal KAl OTOUG dUO KAWVOUG
geKivovTag Kal ota U0 AKPa, PTTOPEI va €TTNPEACEl TNV KAAUWN Kai Tnv
akpipela e d1aQopous TPOTTOUG.

H aAAnAouxion Sanger, n oTtroia €gakoAouBei va Bewpeital wg TO
«TTPOTUTTO TTOIOTNTAG OAANAOUXIONG, E€TITPETTEI T OIECAYWYI OUYKPITIKAG
avaAuong piag  aAAnAouxiag OTOXOU ME  OIAQOPETIKEG  TEXVOAOYIEC
aAAnAouxiong. QoTtéoo, dev UTTAPXEI KAMia eyyunon OTI TO TTPOTUTTO» TTAPEXEI
TAvVTa 70 OWwoTO atrotéAeopa. MNa Tapddeiyua, o Harismendy kai ol
ouvepydaTteg Tou (Harismendy et al., 2009) ocuvékpivav T QTTOTEAECUATA TNG
aAAnAouxiong tou O1e€AXOn o€ ouvoAikd 266 kb aAAnAouxiag, n otroia
avTioTolxoUo€ O¢€ £EI TUAPATa yovidiwy, XpNOoIJOTToIwvTag Tn NéBodo Sanger,
TIG TPEIG TEXVOAOYieG aAAnAouxiong véag yevidg Roche 454, lllumina GA, kai
ABI SOLID, kaBwg kai pia péBodo 1Tou Baci{otav o€ pia €18k TTAATQOpua
MIKpoouaoTolxiag (microarray). Ta TTO000TA TWV WEUdWS OPVNTIKWY KAl TWV
WYeUOWC BETIKWV PHOVOVOUKAEOTIOIKWYV TTOAUMOPQICUWY TTOU aTTod08nKav atnyv
aAAnAouxion Sanger avépxovtav o€ 0,9% kai 3,1%, avriotoixa. EmimmAéov, n
XOUNAOGTEPN atrddoon Kal KAAuwn TG aAAnAoluxiong Sanger Tnv KaBIOTA wW¢

KatwTepn peBodoAoyia oe oxéon pe Ta dedopéva TTOU TTapdyovTal aTTd TIG
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TEXVOAOyieG aAAnAouxiong véag yevidg. Ei1dikOTEpa, Ta TTapayoueva avd
ekTEAEON OedopEva TNG AAANAoUXION VEQG YEVIAG €ival TOOO AVWTEPA ATTO
ekeiva TNG aAAnAouyiong Sanger TTou JOVO TTEPIOPICHEVES DEIYUATOANWIES KAl
TTOAU PIKPEG TTEPIOXEG PTTOPOUV VA CUYKPIBOUV PETAEU TOUG.

AvT auTtou, n OUyYKPITIKA OOKIUr WTTOPEI va eTTITEUXBEI KOAUTEPA PEOW
NG ave¢dpTnTNG SOKIUAG TWV AVOAUTWYV VEAG YEVIAG PE TTPOTUTTA aAANAOUXIWV
ava@opds. Ta meavd o@AAPOTA KAl Ol HEPOANYIES TTOU ATTOTEAOUV EYYEVEIG
I010TNTEG KABE avAAUTA PTTOPOUV va TTPOCOIOPICTOUV KAl va TEKUNPIwBouv
KAAUTEPA PE AUTOV TOV TPOTTO. INa KABe TUTTO dEiyNaTOg, KABWG Kal yia KABE
TUTTO Kal POVTEAO avaAuTh), O pPuBpOG Kal TO TIPOQIA OQAAUATOS TNG
aAAnAouxiag pTTOpPEl VO TTPOCDIOPIOTEI POVO ME EUTTEIPIKEG OOKIMES. Ta
dedopéva PUTTopoulV va XPNoIKNoTToINBouV yia va opicouv TOUG TTEPIOPICHOUG
TOU KABe avaAuTr, Ta oTToia Ba TTPETTEI va aTTOTEAOUV JEPOG TNG EPUNVEIAG TWV
TutToTTOINUEVWY  Bladikaolwy AsiToupyiag (standard operating procedures,
SOPs). EmmAéov, o1 ave¢dpTnTeG DOKIYEG ETTITPETTOUV TOV EVTOTTIONO TWV
aduvapiwy Kal TN PeATiwon Twv OOKIYACIWY TIPIV ATTO TNV EQAPHOYH.
ZUMTTEPACUATIKA, OTTOU €ival duvartdv, Ba TPETTEl va  XPNOIYOTToIoUvVTal
aveCApTNTEG AVAAUCEIS yIa TnVv TUTTOTTOINUEVN ETTIKUPWON Twv HEBGdWV
aAAnAouxiong véag yevidg (Budowle et al., 2014).

H emotAun NG BIOTTANPOYOPIKAG €ival BaCIKr Kal Kpioiun, AOyw Tng
avaykng yia dIaxeEipion Tou TEPAOTIOU OYKOU TWV TTAPAYONEVWY OEDOUEVWIV
TTou oOxeTiCovial UE TNV OTTQITNON  yIa  QTTaviAoelg €T TOEIKOAOYIKAG,
EYKANUOTOAOYIKNAG, KAIVIKAG Kal €PEUVNTIKAG QUOEWS EPWTNPATWY, TA OTTOIx
agopouv e€ite o0e ixvn N o€ ouvleta Ociypata. ATO TOEIKOAOYIKAG KOl
eYKAnuUaToAoyIKAG darmoywng T1a Ociyuata autd a@opouv Kal o Tmeavda
EUPNMATA  YEVETIKAG MNXAVIKNAG, KOBWC Kal 0t evONMUIKA WIKPORIOAOYIKG
Ociyuata, ota oTroia Ba eUTTEPIEXETAI TO OUVOAO TWV MIKPOOPYAVICHWY TTOU
BpiokovTal o€ o ouykekpipgévn ToTToBeoia. Eivar onuavTikd va diammoTwoeEi
OTI 01 aAyo6pIBuOoI TwV XPENOINOTTIOIOUKEVWY AOYIOUIKWY avaAUouv agloTTioTa Ta
dedopéva TG aAAnAouxiong yia va TTapayouv akpifr) TEAIKA attoTeAéauaTa.

O1 petpAoeig TToIOTNTAG TTOU dnuioupyouvTal Katd Tn dIAPKEID TNG
avoAuTiknG dladikaciag TrepIAapBavouv: BabuoAloyieg ToidTnTag (Q-Scores),

€Aeyxog ToI0TNTAG TWV reads PEOW QATTOKOTING KAl AQAipeong TUNUATWY 1
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oAOkAnpwv Twv reads (trimming), otoixion (alignment), TTepiEXdPEVO O€
Baoeig GC, BdBog kAAuwNG (coverage), hepoAnwia, eVOAAOKTIKF TAUTOTTOINON
Baoewv. H Tautotroinon Twv Bdoswv (base calling), dnAadr, n avayvwpion
€VOG OUYKEKPIPNEVOU VOUKAEOTIOIOU TTOU UTTAPXEI O€ KABE B€on o¢ éva read, Ba
TIPETTEI VA ATTOTEAEI HEPOG TOU AOYIOUIKOU €vOG opydvou. ‘Eva katwrtato 6pio
TToI0TNTaG opideTal pe pia BabuoAoyia Q. ‘Eva KATwTATO OpI0 TNG TAENG TOU
Q20 Bftel TNV eAdxIOTn akKpifela Tautotroinong oto 99% emTPETTOVTAG Hia
AavBaopévn Tautotroinon OTIG €KATO BAOCEIG €vog read, evw pia Babuoloyia
Q30 B¢tel Tnv akpiBeia oto 99,9% kai dpa pia AavBaopévn TAUTOTTOINON
Baong o1ig 1.000 (Ewing kai Green, 1998).

levikd@, Ba TTpétrel va kaboploTei éva 6pio Babuoloyiag Q 1600 yia Tn
dladikaoia TNgG €MKUPWONG 600 Kal yia TNV €TTakOAoubn epapuoyr]. QoTéoo,
Oev UTTAPXOUV KATEUBUVTHPIEG YPAUMES TTOU va eiXvouv OTI, yia TTapadelyua,
Mia BaBuoAoyia Q20 atroteAei pia atraitnon. Mia BaBuoAoyia piIkpdTEPN ATTO
Q20 Ba ptTOPOUCE VA PNV ETTNEEACEI TNV OKPIREIA, KOBWGS N METETTEITA KAAUWN
MTTOpEl va €ival €TTAPKNAG. YTTO KABOPIOPEVEG CUVONKEG Kal yia AOyoug
dlepeuvnong, A yia SUOKOAEG TTEPIOTACEIG, N BaBuoAoyia TToIdTATAG YTTOPEI va
TEOEI KATTWG M0 XoAapd. QoTOC0, Ba TTPETTEI va TEKUNPIWVETAI N AITioAdynon,
N n oglomoTia oTNV €QapUOyr HIOG XaunAoTtepng PabuoAoyiag. MNa Tn
YOVIBIWUATIKY avAdAucn TrpoTeiveTal va oploTei n Baduoloyia Q30 kal dvw.
2ZUYKEKPIYEVA, N PBioxnuikA peBodoAoyia aAAnAolxiong TnG lllumina TTapéxel
upnAn akpiBeia, PeE TN OUVTPITITIKA TTAclopn@ia Twv PBdoewv va E€xel
BaBuoAoyia ToioTNTag Q30 Kal dvw. Autd TO €TTITTEDO TNG OKPIBEIOG KPIVETAI
armé Ttnv lllumina w¢ T1O 16aVIKO VIO HIO gupgia OEIpd  EQAPUOYWV
aAAnAouxiong, oupteplAapBavopévng TG KAIVIKAG  €épeuvag  (lllumina
Sequencing Quality Scores).

K&Be avaAuTtAg Ba €xel OUYKEKPINEVOUG TTEPIOPICHOUG KAl OQAAUATO
aAAnAouxiong: @Bopd éviaong ONUATOG, €0QAAUEVEG TTPOCOAKES KAl
dlaypa@ég Paocwy, pepoAnyia K.0.k. Or TTepIopIOUoi autoi Ba TTpéTTel va
TEPIYPOAPOUV Kal va kKabBopiotouv. H akpifeia TG Ttautommoinong Twv
TTapaAAaywv aAAnAouxiag, OTTWG Ol JOVOVOUKAEOTIOIKOI  TTOAUMOPQICUOI,
TIPOOBNKES Kal BIAYPAPES, XPWHOOWHUIKEG avadIiaTatelg, e¢apTdTal amd évav

apIBud TTapayoviwyv TTou TTepIAapBAvouy Tnv TautoTroinon Twv Bdoewyv, TNV
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oToixion, TNV €AoY TOUu YOVIOIWUOTOG avagopds, TnG KAAuwng, TNng
BloxnuIKAG HEBGOOU Kal TWV EYYEVWV XOPAKTNPIOTIKWY Tou avaAuTtr. ETreidn n
otoixion TrepIAauBavel TNV opydvwon Twv reads pe odnyd pia aAAnAouyia
ava@opdg, OIOPOPETIKEG OTPATNYIKEG OTOIXIONG MTTOPOUV va  TTapAyouv
dla@opPeTIKA atroTeAéouarta. 'ETol, o1 dla@opég oTnv oToiXion Ba diagépouv
avaAoya pe TO AOYIOMIKO, OTTOTE TTPETTEI VA OPIOTOUV KAVOVEG OTOIXIoNG yia
AOYOUG CUVETTEIAG KAl AVIXVEUCINOTNTAG.

Avagopikd pe Tn Olaxeipion Tou AoyIOPIKOU BIOTTANPOQYOPIKAG, OtV
£XOUV aKOUN KaBopPIOoTE eviaieg KATEUBUVTHPIEG YPOAUMES ] TIPWTOKOAAQ yia TN
OUYKPITIKA afloAdynon Twv Aoyiopikwy. ‘ETol, o1 xpAoTteg Tpétrel  va
ETTMKUPWOOUV TTAAPWG KAl VO TEKUNPIWOOUV TOUG XPNOIUOTTOIOUPEVOUG
aywyoug dIOXETEUONG TWV EVTOAWYV TTOU £@apudlovTal yia Tn BIOTTANPOPOPIKA
avaAuon Twv dedopévwy Toug. To AoyiopikO ptropei va diatiBeTal eAeUBepa,
va ayopadeTal atrd €UTTOPIKOUG QOPEIG, VO avaTITUOOETAl E0WTEPIKA 1 va
TTPOEPXETAI ATTO £vav oUVOUACHO TTHYWV. Ta AOYIOUIKA TTPOYPAUMATO TTPETTEI
va €KTEAOUV YEVIKN agloAOynon Twv HETPAOEWYV TNG TToI0TNTAG, AAAG TO
AOYIOUIKO eVvOEXETAI VA DIOPEPEI OTAV ATTOOOO0N KAl VA ATTOPEPEI DIAPOPETIKA
amroteAéoparta. ETTopévwg, Ba mpétrel va dieCAyeTal Eva TTPOCEKTIKOS EAEYXOG
Kal QOKIYEG PE OKOTTO va €mIAeXOei TO KATAAANAO Aoyiopikd TTou Ba eival
ammapaitnto (Ellard et al., 2012), éx1 pévo yia TV TUTTOTTOINPEVN ETTIKUPWON
aAAQ Kal yIa TIG aVAAUOEIG TWV OEDOUEVWV.

TENOG, pe dedOpEVEG TIC dUVATOTNTEG TWV TEXVOAOYIWV aAAnAouxiong
véag yevidg, n OlaBeociudtnTa  PBAacewv dedoPEVWY  ava@opds  UWNARG
ToIOTNTAG  TTOU  va  TTEPIEXOUV  AAANAouUXieG  OAOKANPWY  PIKPORBIOKWY
YOVIOIWUATWY aTToTEAEI £vav KUpIOo oTOXO. Na va gival upnAng 1moidtnTag, ol
Baoeic dedouEvwy TTPETTEN va gival ETTIHEANPEVES Kal akpIBEic Goov apopd OTIC
aAAnAouxieg, ota peTadedopéva (TTANPOPOPIEG OXETIKEG PE Ta dedouéva) Kal
oTnNV KAAUWN TNG YEVETIKAG TTOIKINOMOp@iag. H avaTtTugn Bdocwv dedopévwv
TTou Oa TepIExouv  TIG TIANPEIS aAAnAouxieG OAOKANpwv  UIKPORBIaKWY
yovISIWNATWY Ba cupBdAel oTnV ETTITUXN aviXveuon Kal TTapakoAoubnon Twv
TTaBoyovwy, KaBWS Kal TwV HIKPOOPYAVIOUWY TTOU aTTacXoAouv Tov KAAdo

NG eYKANUAToAOYIKNG HikpoPioAoyiag (Sjodin et al., 2013).
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4.4 KAMIVIKEG EQOPMOYEG TWV TEXVOAOYIWV aAAnAouxiong véag

YEVIAG

H KAIVIKy epappoyr Twv TeEXVoAoyiwv aAAnAouxiong véag yevidg yia Tov de
novo TTPoadIlopIoud yoviISiwuaTIKwy aAAnAouxiwy, d1EEAXON yia TTpwTn Qopd
ME Tnv aAAnAouxion Tou YyoviIdlWHPOTOG Tou Paktnpiou Acinetobacter
baumannii, To otroio guBuUveTal yiId OOBAPEG EVOOVOOOKOMEIOKEG AOINWEEIG
(Smith et al., 2007). ZuveTtwg, N yvwon TnG TTaboyéveong, TWV UNXAVICUWV
QAVOEKTIKOTNTAG OTA AVTIBIOTIKA, KOl O BEPATTEUTIKEG TTPOOTITIKEG £VAVTI TOU €V
AOYW PBakTnpiou atroTteAoUV oNUAVTIKOUG ETTIOTNUOVIKOUG oTOXouG (Lee et al.,
2017).

2TIG MEPEC MOG, N KAIVIKG xprion Tng aAAnAouxiong véag Yeviag
€OTIACETAI, KUPiWG, OTO QVOPWTTIVO YovIdiwud, YO OKOTToUG OTTwg O
XOPAKTNPIOUOG TNG MOPIOKAG BACNG TOU KapPKivou, KaBWS Kal n didyvwaon Kai
n karavénon tnG BAong Twv OTTAVIWVY YEVETIKWY dlatapaxwyv. H TexvoAoyia
aAAnAouUxiong véag yeviAg XPnOoIUOTIOIEITAl KOl OTN MIKPORIOKK dIayVWwOTIKA yid
TNV avaKAAuWn vEWV TTaBoYyOVWV.

Ao KAIVIKAG ammowng n aAAnAouxion véag yevidg O1aB€Tel TTOANG
TIAEOVEKTAMOTA  €VaVTI TWV  TTAPASOCIAKWY  MIKPORBIOKWY  dlIayVWOTIKWVY
MEBOBWY, OTTWG ANEPOANTITA TTPWTOKOAAQ, IKAvOTATA aviXxveuong OUOKOAQ N
MN  KAANIEPYNOINWY  PIKPOOPYAVIOWWY KAl  IKAVOTNTA  AVIXVEUONG MIKTWV
MOAUvVoewv. ‘Eva a1rd 1a 1Mo eVIUTTWOIOKA TTAEOVEKTHATA TG aAAnAouxiong
véag yevidg eival Ot ammaitei eAAXIoTn 11 KABOAoOU TTPONyoUpEVn yvwon TOU
TTaBoyovou, o€ avTiBean pe TTOAEG AAAeC BiayvwaoTikEG dokiuég (Chapter 15 -
Next-Generation Sequencing for Pathogen Detection and Identification / High-
throughput sequencing for the study of bacterial pathogen biology).

H uwnAr avaAuon 1Tou Tpoo@EpeTal atrd TIg TEXVOAoyieg aAAnAouxiong
VEQG YEVIOAG EMITPETTEI TNV EKTINNON TWV OOWV METAOOONG TWV TTAVONMIWY,
KaBw¢ Kal Twv TOTTIKWY €0TIWV POAUvVONG, TNV TAUTOTTOINON TWV HOPIAKWY
MNXOVIOPWY Twv TTaBoyévwy Kal TNV €EEAIKTIKA avAAuon Twv BakTnpIaKwy
TTANBUOUWV KATA TN POAuvon peEPoVwEVWY acBevwv. H 1Tpdodog Kal n
ékBaon Twv Aoipwdwv voonuatwyv TrpoadiopileTal ammd Tn OUVAMIKA TwV

aAAnAemdpdocewy  EevioTr)-TrTabBoyovou  Kal  TTPOCPATEG  MEAETEC  TTOU
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Xpnoigotrolouv ueBodoAoyie¢ aAAnAouxiong vEag YeVIAG €XOUV TTPOCQPEPEI
VEEC YVWOEIG OXETIKA PE TNV €CENIEN TWV POKTNPEIOKWY TTaBoyovwy KaTtd Tn
OIAPKEIO TOU ETTOIKIOPOU Kal TG JOAuvong (Bryant et al., 2013 / Golubchik et
al., 2013/ Young et al., 2012 / Lieberman et al., 2011).

O1 Trapadooiakég péBodol TNG BAKTNPIAKNG YOVOTUTTNONG £X0OUV, OUXVd,
TTIEPIOPIOPEVN XPON VIO ETTIONMUIOAOYIKEG EPEUVEG OXETIKA ME TIG ETTIONMIKES
€€apoelg MoAuopaTikwy acBevelwyv, AOyw Tou YaunAou EmITTEdOU TNG
OIaKPITIKAG Toug loxuog (Koser et al., 2012). To emimmedo TNG YEVETIKAG
TTOPAANGKTIKOTNTAG TTOU  TTOPATNEEITAI PETAEU OTEAEXWYV  €TTIONMIOAOYIKA
ouvOedEUEVWY PE TNV eKONAWON MIaG vOOOu, UTTOpPEl va CUMPBAGAEl OTOV
TTPOCBIOPICPO TNG ATTODOONG TNG EUBUVNG O€ VA HENOVWUEVO ) O€ TTOAAATTAG
oteAéxn (Reuter et al., 2013 / Eyre et al., 2012 / Kdser et al., 2012, Gardy et
al., 2011). EmrAéov, n aAAnAouxion VvEQg YEVIAG €XEI EQAPHOOTEI avadPOuIKA
yla Tnv avdAuon TmonNUIWV TToU TTPOKAABNKAV a1td OTeEAEXN TOu PakTnpiou
Staphylococcus aureus o€ VOOOKOWEIQ, ATTOKOAUTITOVTOG T OUVAMIKN TwV
EMONUILY TTOU TTEPIOPICOVTAl 0€ £VOOVOOOKOWEIaKOUG Xwpoug (Eyre et al.,
2012 / Koser et al.,, 2012), aM& kol PeTaly TOU VOOOKOWMEIOU Kal TOU
eCwvoookopelokou xwpou (Harris et al.,, 2013). H kateuBuvtikdTNTA TNG
METAdOONG, av KAl OUXVA OIPOPOUNEVN, WTTOPEI MEPIKEG POPEG va CUVOXBEi
a1TO TOV OUVOUAOHO TWV EMIONPIOAOYIKWY OEQONEVWV KAl TNG avAAUONG Twv
aAAnAouxiwv Tou yovidIwuaTog €vog BakTnpiakou TAnBuouou (Bryant etal.,
2013 / Lieberman et al., 2011). Emiong, n avdmruén KaIvoTOuwY
BIOTTANPOYOPIKWY aAyopiBuwy BIEUKOAUVE TNV TAUTOTTOINON TWV YEYOVOTWVY
TNG METABOONG, EVW TAUTOXPOVA KATEDEICE TNV ETEPOYEVEIQ TTOU UTTAPXEI OTN
MOAUOHATIKOTNTO TWV BakTnpliakwyv TTAnBucuwv (Eyre et al., 2013).

H kavotnta aAAnAouxiong peydAou apiBuol OTevd  OUYYEVIKWV
QTTOMOVWOEVTWY TTPOIOVTWY EMITPETTEl TNV UWNARG avAAuonG KATOOKEUR
QUAOYEVECEWV, Ol OTTOIEG PTTOPEI VO TTAPEXOUV XPNOIUES TTANPOPOPIEG OXETIKA
ME TIC Oladikaaoiec OTIC oTroieg PBaaciletal N euQAvion Kal n €CATTAwon Twv
TaBoyovwy oTteAexwyv. O1 Baktnpiakoi TTANBuouoi cuoowpEUOUV TUXAIES
METAAAGEEIC ue TNV TTAPODO TOU XPOVOU HECW EYYEVWV PUBPWY PETAAAAENG
TTOU €ival CUYKEKPIPEVOI YIa KABE JIKpOOpPYyavIoud Kal T ouvagr Tou olkoAoyia

(McAdam et al.,, 2014). O1 ekmiyoeiG Tou pudBpou PeTAAAaENG vyia éva
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oedopévo  Baktnpiokd TANBUOPO  EMTPETTOUV TNV KATAOKEUN  XPOVIKA
dlaBabuiouévwv QuloyeveTikwy dévipwy (Gray et al.,, 2011). Eidikétepa, n
EQPAPMOY TWV QUAOYEVETIKWV PEBOdWV Katd Bayes oe aAAnAouyxieg oTteva
OUYYEVIKWYV BaKTNPiWV, MTTOPEI va EMITPEWEI HIA XPOVIKA KAIJOKOUPEVN
QVOKATOOKEUR TOU €CEAIKTIKOU I0TOPIKOU Kal TNG YEWYPAPIKNG TOUG dIadoong
KAl UTTOPEI, ETTIONG, VO ATTOKAAUWEI YEVETIKA YEYOVOTA TTOU OXETICOVTAI PE TNV
EMQAVIOT CUYKEKPINEVWVY PBAKTNPIOKWY OTEAEXWV.

H @uAoyeveTikr) avaAuon TTou Bacifetal oTn Xpron Twv TEXVOAOYIWV
aAAnAouxiong véag yevidg €Xel BEATILOOEI OTNV KATAvONON TNG IKAVOTNTAG TWV
Baktnplakwy TTaBoyévwy va aAAalouv €idn EevioTwy Kal va TTpocapudlovTal,
WOTE VA PTTOPOUV va €TTIRILLOOUV Kal va EatmAwBoUV o€ vEoug TTANBUCHOUG
gevioTwv (Spoor et al.,, 2013 / Price et al.,, 2012 / Lowder et al., 2009).
2ZUYKEKPIUEVA, OPKETEC WEAETEC €Xouv evToTTioel Ta (WA WG OEEAUEVES YIa
avaduoueva PaKTNEIOKA OTEAEXN IKAvd va TTPOKAAECOUV QOBEvelEC OTOV
avBpwtro (Lebreton et al., 2013 / Spoor et al., 2013 / Price et al., 2012). lNa
Tapadelyua, ol Price kal oI OUvePYATEG TOU €&ETAOAV T OUOCXETION
TTOAOTTAWYV EevioTwV Tou OTeAEXoug ST398 Tou Paktnpiou Staphylococcus
aureus e@appofovtag upeBodoAoyia aAAnAouxiong véag Yevidg, TTapéXOVTag
OTOIXEIO VYo TNV €UQAVION AVOEKTIKWY O€ avTIRIOTIKA OTEAEXWYV TTOU
TTPOKUTITOUV ATTO TN XPEron avTiBIOTIKWY OTNV KTNVOTPO®IKA Biopnxavia (Price
et al.,, 2012). Ouoiwg, 0 Spoor Kal Ol CUuvePYATeEG TOu KaTEdEIgav OTI Ol
ayeAddeg cival pia mBavr) Oefauevr) VEWV OTEAEXWV TOu PBakTtnpiou
Staphylococcus aureus pe TNV IKAvOTNTA yia €EATTAwON TTavdnuiag oTtov
avBpwtro (Spoor et al., 2013).

Exkto¢ amd mv karavonon TnG OUVAMIKAG TnG MeTAdoong, n
aAAnAouxion veag yeviag eTITPETTEI KAl TRV UAOTTOINON uywnAnRg avaAuong Twv
YEVETIKWYV CUOXETIOPWY TNG £€€1Bikeuong Tou EevioTh. MNa apddeiyua, o€ pia
atmd TIG Aiyeg UEAETEG OouOxETIONG O¢ €miTTedO yovIdlwuaTog (genome-wide
association studies, GWAS) Twv BakTtnpiwv, o Shepphard kal o1 ocuvepydTeg
TOU avayvwpEIoaVv I YOVIOIWHATIKA TTEPIOXN TTOU KWOIKOTIOIEI TO OUCTATIKA
NG BloouvBeong TnG Bitapivng B5, n oTroia oxeTiCeTal PE TNV TTPOCAPHOYH TOU
Baktnpiou Campylobacter jejuni TTou XpnoihoTtrolei wg EevioTr Ta Bo0oEIdN
(Sheppard et al., 2013). ETriong, yéow TNG epapuoyng TnG aAAnAouxiong véag
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YEVIAG 0€ yovIOIWMOTA TWV ATTOMOVWOEVTWY oTeAeXwv DT2 Tou PBaktnpiou
Salmonella typhimurium, diatmoTwenke OTI N TTPOCAPUOYN Tou OTEAEXOUG DT2
OTO TTEPIOTEPI OEV TTPOKAAEITAI ATTO TNV ATTOKTNON VEOU YEVETIKOU UANIKOU, AAAG

aTTO TTOAUMOPPICHOUG OTO TTPOUTTAPYXOV YEVETIKO UAIKO (Kingsley et al., 2013).

4.5 TogIKOAOYIKEG KAl EYKANUATOAOYIKEG EQAPHUOYES TWV

TEXVOAOYIWV aAANAOUXIONG VEAG YEVIAG

EkT6¢ a1md TIG apuoyéG o€ atropovwpéva deiyuata DNA BIoAOYIKWY UAIKWV
avepwTTwWV Kal {Wwv, PEAETEC TTOU aloTTOIOUV TIG TEXVOAOYiEG aAAnAouxiong
véag Yevidg €xouv diecaxbei e OKOTTO TNV  AVEUPEON TOEIKOAOYIKWV
TTapayoviwy. Q¢ €va onuavtikO TTapddelyha PTTopei va avagepBei n e¢ETaon
NG T0I0TNTAG TOU TIOOIUOU  VEPOU yia TNV aveupeon  ETIKIVOUVWYV
MOAUCHATIKWY TTAPAYOVTWY TTOU A@OPOUV O€ PIKPOOPYAVIOUOUG Kal 10UG, O€
Toiveg, KOBWG Kal Ot TIPOIOVTA BIOATTOIKOOOUNONG TWV  HOAUCHATIKWY
TTOPAYOVTWV.

EvWw o1 TTEPICOOTEPOI PIKPOOPYAVIOUOI OTO ETTECEPYQATHEVO TTOCIUO VEPO
eival aBAafeic, o1 eoTieg aocBeveiwv TToU OXeTioOvTal PE TOUg TTaBoyodvoug
TTOPAYOVTEG OTO TIOCIUO VEPO WTTOPEi va  o@eilovtal o€  akaTtAAANAn
eTTELEPYQOia, O€ {NUieg TOU BIKTUOU UdPOdOTNONG KAl O€ JOAUCUEVA VEPA TWV
TNYWV. APKETEG TTPOCQPATEG UEAETEG €XOUV XPNOIUOTIOINCElI TIG TEXVOAOYIES
aAAnAouxiong véag yevidg yia va eEeTA0OUV TOUG PIKPOoRIaKoUg TTANBuUCuoUG,
oupTtrEpIAauBavopévwy Twy TTaBoydvwy, oTIG TTNYES UBATOG, TIG BPUCES Kal
oTa d1apopa oTAdIa TNG ETTEEEPYATiOg TOU TTOCIPOU vepoU (Tan et al., 2015).

Opiopéveg atrd TIG TTIO TTPOCQPATEG MEAETEG OTIG OTTOIEC £QAPUOOTNKAV
ol TeXvoAoyieg aAAnAouxiong vEag YeVIAG yia Tn MIKPORIOKN Kal TOEIKOAOYIKN)
épeuva oTo TTO0IPO vePS TTEPIAAUPBAVOUV TIG EENG:

e Inkinen et al. (2017). Bacterial community changes in copper and PEX
drinking water pipeline biofilms under extra disinfection and magnetic water

treatment.
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e Pereira et al. (2017). Development of a genus-specific next generation
sequencing approach for sensitive and quantitative determination of the
Legionella microbiome in freshwater systems.

e Lee et al. (2017). Novel Primer Sets for Next Generation Sequencing-
Based Analyses of Water Quality.

e Liu et al. (2017). Bacterial community radial-spatial distribution in biofilms
along pipe wall in chlorinated drinking water distribution system of East
China.

210 Tedio TNG eyKANUaToAoyIKAG HIKpoBioAoyiag (Budowle et al., 2003 /
Budowle et al. (Eds): Microbial Forensics 2, 2011 / Breeze et al. (Eds):
Microbial Forensics, 2005). n aAAnAouxion véag yevidg, o€ ouvOUAOUO UE TIG
IOXUPEG BUVATOTNTES TNG BIOTTANPOPOPIKAG, TTPOCPEPOUV EVa IOXUPO £PYAAEio
yld TOV XOPAKTNPIOWO EYKANUOTOAOYIKWYV TTEIOTNPIWY TTou TTrEPIAaUBAvouv
MIKPOOPYQVIOPOUG TTOU PBpiokovTal O Pia OKNVA €YKAAPATOG, AyVWOTOUG
MIKPOOPYQVIOPOUG, YEVETIKA TPOTTOTTOINUEVOUG HIKPOOPYAVIOHOUG Kal OTOIXEI
YEVETIKAG MUNXAVIKNG, MIKPOOPYQVIOUOUG TToU BpiokovTal o€ eEQIPETIKA XAUNAR
agBovia. EmmAéov, OUvatal va TAUTOTTOINGEI n  TIPOEAEUCH  TWV
MIKPOOPYQVIOPWY, N euaiobnoia Toug o€ avTIBIOTIKA Kal TO TIPO@IA TNG
MOAUOHaTIKOTNTAG Toug (Budowle et al., 2013, The microbial forensics
pathway for use of massively-parallel sequencing technologies).

MNa tnv emoTtAPN TNG €yKANPAToAOYIKNAG MIKpoBioAoyiag, n atia Tng
aAAnAouxiong VEaG VYeEVIAG EYKEITAl OTO YEYOVOG OTI ONMIOUPYEI MEYAAES
TTOoOTNTEG DEQOUEVWV UYWNANG TTOIOTATOG KAl OTNV TaXUTNTA PE TNV OTToid
eKTEAOUVTAI Ol AVAAUCEIG, YEYOVOG TTOU CUVETTAYETAI OTNV TaXUTATA CUAANOYNG
TWV ATTOOEIKTIKWY OTOIXEIWV KAl 0TV TaXUTNTA TOU XOPOKTNPIOWOU Kal TNng
amroTiynonNg  Twv  TEICTNPIWV  TTPOG TNV €TTAUCN  TWV  OXETIKWV
EYKANUOTOAOYIKWV UTTOBé0€wv. 'Eva AANO TTPOTEPNUA TWV  TEXVOAOYIWV
aAAnAouxiong véag yevidag €ival 0Tl n uwnAni Toug atmddoon cuvoudadeTal UE
MEIWPEVO KOOTOG OAANAoUXIONG ava VOUKAEOTIOIO, 1 avd yovidiwua, O€
ouykpion Pe TNV aAAnAouxion Sanger (Wetterstrand KS. DNA sequencing
COStS) Kal N €UKOAI OTn XPHon TOUG TTOU TTOPEXETAl OTTO TNV PEYAANG
KAipakag duvatotnTa AUTOUATIOMOU TwV CUYXPOVWY avaAuTwv. ‘ETal Aoitrov,

ME TNV €@apuoyn Twv peBodoAoyiwv aAAnAouxiong véag YEVIAG, EKATONMUpPIa

125

Institutional Repository - Library & Information Centre - University of Thessaly
16/10/2023 21:30:06 EEST - 167.114.118.212



avTIdOpAcewV aAAnAoUxIoNG UTTOPOUV va €KTEAECOOUV TaAUTOXPOVA Kal PAIKA
O€ JIa HEPOVWEVN eKTEAEOTIKA dladikaaia TTou AauBdvel xwpa o€ Jovov Evav
avoAutr] (Brenner et al., 2000) / Shendure kai Ji, 2008). Etiong, €meidf n
atrodoon Kal n okpiBeia €ival 101AITEPA AUENUEVEG, TTEPIOCOOTEPA OEIyUATA
MTTOPOUV va avaAuovtal o€ pia povo €eKTEAEOTIKR Oladikaoia Xwpig va
Buoidletal To BABOG TNG KAAUWNG, 1 PTTOPOUV va avaAuovTal TTIo oUvOETa
dciypara o€ PeyaAuTepo BABog KAAUYWNG.

Me TG TeEXvVOAoyieg aAAnAouxiong véag yeviag e€ivalr duvatov va
EVTOTTIOTOUV, YPHYOPO KAl HE AUEPOANTITO TPOTTO, OI PN AVIXVEUCIUEG ME AAAEG
MEBODBOUG YOVIOIWMPATIKEG BIAPOPES PETAEU OTEVA OUYYEVIKWYV OTTOPNOVWOEVTWY
BakTnplokwy oTeAeXwV. AUTH N €CENIEN civar 101AITEPA ONUAVTIKA yIA TIG TTIO
BavaTn@Opeg POKTNPIOKEG a0BEveElEG TTOU TTPOKOAOUVTAl OTTd  BAKTNPIAKA
OTEAEXN TIOU €XOUV METAEU TOUG E€CAIPETIKA XOMNAQ ETTITTEdA  YEVETIKNAG
TToIKINOPOP®Iag Kal, apa, givar SUoKoAo va dlakpiBouv To éva atrd To dAAo. H
avAaAuaon OAGKANPpwY TwV YOVISIWHUATWY TwV TTaBoyovwy TTPORAETTETAI va €ival
OAO Kal TTI0 GNPAVTIKI YIO TOV OKOTTO AuTO. 2TO TTAQICIO TNG EYKANUATOAOYIKNG
MIKpoBloAoyiag, n TAApNG avaAuon TnNG aAAnAouxiag OAOGKAnpou Tou
yovISIWPaTOG Bewpeital N atrdAUTn HEBODOOC YIO CUYKPIOEIG METAEU OTEAEXWV,
Kabwg divel TNV atrapaitntn Kal €ykupn TTANpo@dpnon yia TNV TautoTroinon,
TOV XOPOKTNPIOWO Kal TNV TEAIK ATTOTiNNON - Ta Tpia KUpla OTAdIa TNG

€EYKANUATOAOYIKAG €peuvag (Sjodin et al., 2013).
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