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H mmapouoa dITTAWUATIKA epyaadia eKTTOVHBNKE OTO TTAQICIO OTTOUBWV

yla TNV a1rokTnon Tou MeTamruxiakoU AmAwpaTtog Eidikeuong oto

BIOEMIXEIPEIN

TTou aTtrovéuel To TuApa Bioxnueiag kai BiotexvoAoyiag Tou MavemoTtnuiou O@sooalAiag, oe

ouvepyaaoia e Tnv etaipeia HybridStat

EVKPIONKE TNV e, atrd TNV TPIYEAR ECETAOTIKY ETTITPOTTA:
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EuxapioTieg

H ouyypaen autrig NG SITTAWMATIKAG epyaciag Ba Arav aduvartn xwpi¢ T Bondeia kal tn
oTNPIEN OpICPEVWY avBpwTTwy. MpwTioTwg Ba RBeAa va euxXapIoTAOW TOUG YOVEIG Hou yia
TN OUVEXH, OUCIOOTIKI KAl AVIBIOTEAN UTTOOTAPIEN TTOU Hou TTpoct@epav KaB’ 6An Tn didpKela
TTapakoAoUBNoNG Tou WETATITUXIOKOU TTpoypduuatog <<BIOEMIXEIPEIN>>. 31n ouvéxeiq,
Ba ABeAa va suxapioThow Tov Ap. MavayiwTtn MouAo, HybridStat Predictive Analytics, yia Tig
ETTOIKOOOUNTIKEG CUPPBOUAEG Kal DIEUKPIVAOEIS TOU XWwpIig TIG oTroie¢ Ba Atav adlvartn n
oAokAfRpwaon NG epyaciag autig. AkOun, Tov Ap. Mavayiwtn Mewpyiddn, Epsuvnt B™ oT0
EBvIkS 10pupa Epsuvwy (EIE), yia 10 evdiagépov kai Tnv kaBodriynon Tou kai BEBaia Tnv Ap
Baolhikry MAétoa, EpeuvAtpia 7 oto EBvikS 16pupa Epeuvwov (EIE), yia Tn ouvexn kai
ouol1aoTIKr BorBeia TG TOo0 Ot OTI aYopd TN JITTAWMATIK auT 600 Kal cav CUPBOUAOG

OTTOUdWYV TOU PETATTTUXIAKOU TTPOYPANUATOG.
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MNEPIAHWH

H opBn kal evdeAexig availuon Twyv dedopévwy peydiou éykou (Big Data) atroTeAei pia atrd
TIG MEYAAUTEPEG TTPOKANOCEIG TOU alwva TTou dlavuoupe. H BEATIOTN avdAluon Twv Big Data
TToU TTpoépxovTal atmo PloAoyikéG diepyacieg pTTopel va odnynoel PETAcu AAAwv o€
ONMAVTIKEG MEIWOEIG TOU KOOTOUG TTPOYVWwOoNG, d1dyvwong Kal Bepatreiog Yiog aoBéveiag
OAAG Kal oTRV ETTITAXUVON TNG AMWNG €COTOMIKEUPEVWY ATTOQPACEWY Yia KABe aoBevrh Tou
TTANBUOPOU pIag XWwpags. MNa autd 1o Adyo, TTOANOI £CEIBIKEUPEVOI ETTIOTAOVEG aVA TOV KOO0
KaTaBAaAAouv ouvexeic TTPooTTABEIEG e OKOTTO Tn dnuioupyia TTAATPOPHUWY AOYIOUIKOU Yid
TNV avaAuon Twv dedouévwy TTOU TTPOKUTITOUV ATt TNV EQapuoyr PeBOdwY aAAnAouxiong e
TN MeyaAUTepn duvath akpifeia. EidikdTepa, ol TEXVIKEG TTOU €@apudlovTal OTO XWEO TNG
uyeiag onuepa avAkKouv KaTtd Kuplo Adyo oTn OelTepn Kai TpIiTn yevid Twv PeBSdwvV
aAAnAouxiong kai Ailydtepo oTnv TTPWTN YevId TTou ovoudadetal aliwg Sanger aAAnAouxion.
QoT1600, N éANAeIYn Ot eCeIdIKEUPEVO Kal KATAAANAQ KATAPTIOPEVO avBpwTTIivo SUVOUIKG O€
OUVOUOOWO HE TOUG TIEPIOPICHEVOUG UTTOAOYIOTIKOUG TTOPoUG PAdouv TPOXOTTEDN OTIG
TPOOTIABEIEG TOOO TWV ETTIOTNUOVWY OC0 KAl TV ETAIPEIWY TTOU OPACTNEIOTTOIOUVTAl OTO

XWPO TTPOYVWwong, didyvwaong Kal Bepatreiag Twv agevelwy.

AEZEIZ-KAEIAIA: Acdopéva (Big Data), pé@odoir aAAnAouyxiong, AoyioHIKA SeUTEPNG
vevidg aAAnAouxiong (RNA-Seq), ouykpion TTAaT@opuwy, TrePplypa@n <<idavikou>>
RNA-Seq AoyiouIKOU
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ABSTRACT

Among the biggest challenges of the 21th century is the optimal analysis of Big Data. The
analysis of Big Data which is originated from biological process can lead to significant cost
reductions in the field of prognosis, diagnosis and cure of a disease. For this reason, many
scientists around the world are constantly striving to create software platforms in order to
effectively analyse data resulting from sequencing methods. Particularly, the techniques,
applied today in the health field, belong predominantly to next generation sequencing
methods and less to the first generation which are otherwise called Sanger sequencing.

In this context, it is worth mentioning that the results of this diploma thesis are expected to be
exploited by HybridSTAT, which is active in the United Kingdom and Greece in the area of
predictive analysis. HybridSTAT is a company, established in 2014 according to its website
that offers services through 2 applications it has already developed, covering biostatics,

bioinformatics and high throughput bio-data analysis.

KEYWORDS: Big Data, sequencing methods, second generation sequencing software

(RNA-Seq), comparison of software, description of “ideal RNA-Seq software”

Institutional Repository - Library & Information Centre - University of Thessaly
21/05/2024 13:53:20 EEST - 3.128.171.154



ZKOonoz

H dImAwuaTIK auTh €pyacia ekTTovBnke He KUPIO OKOTIO T oUYKPION, Of TIAyKOOUIO
ETTITTEQO, AOYIOUIKWY TWV ETAIPEIWV TTOU dPACTNPIOTTOIOUVTAI OTO XWPEO avAaAuong BIOAOYIKWV
OcdouéVWV  peyGAoU Oykou. [lio ouykekpiyéva, n oUykpion a@opouce Tnv avdAuon
oedopévwy RNA-seq 1Tou TTpoépxovTal attd aAAnAouxion SeUTEPNG YEVIAG WOTE VA TTPOTABEI
TO <<I0aVIKG>> AOYIOPIKO yIa €va PN €UTTEIPO UTTOAOYIOTIKA XPAOoTN. Ta atmoteAéopata Tng
epyaciag Ba aglotroinBouv Trepaitépw atd TNV eTaipeia HybridStat Predictive Analytics yia

TNV avAaTTTUgN VOGS TETOIOU AOYICHIKOU QIAIKOU TTPOG TO XproTn (user-friendly).
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1. EIZArQrH

210V TITAO TNG TOPOUCOG e£pyaoiog o Opo¢ << PioAoyikd dedopéva peydAou Oykou>>
(katnyopia Twv Big Data) avagépeTal o dedopéva TTPoEPXOPEVA aTTd TN XPrON TEXVOAOYIWV
AMNMoUxiong Néag Tleviag (Next Generation Sequencing, NGS). Emopévwg, Kpivetal
aTTaPAiTnNTN N dIEVEPYEID PIOG OUVTOUNG aVaPOopds TOOO oTa dedopéva TTOU TTPOEPYOVTAIl ATTO
Biohoyikég dlepyaaieg kal avriikouv oTnv katnyopia Twv Big Data 6co kai oTig pebddoug

aAAnAouyiong yevikdTepa.

1.1 BioAovikd Aedouéva MeydaAou Oykou (Big Data)

O 21° aiwvag onuatodotei TNV évapén Tng emegepyaaniag Twv dedouévwy PeYGAOU OyKoU
(Big Data) mou umdpxouv TIAéov O¢ OAoug oxeddv TOUug TOMEIC TNG avOPWITIVNG
opaoTtnpidTnTag (Zhang, 2014). Mo ouykekpiyéva, n TTPOODOG TTOU €XEl onUEIWBE TIg
TeAeuTaieg OekaeTieg o€ OAOUG TOUG TOMEIC TNG TEXVOAOyiOG Twv —omics- OTTwWG OTn
yovISIwUATIKI] (genomics) Kal OTnv TIPOTEOUIKN (proteomics) €xel wg amoTéAeoua Tnv
TTapaywyn HIag TEPACTIAS TTOOOTNTAG OXETIKWY WE TN poplakr] Bioloyia dedouévwy (Shan Li
et al.,, 2014). Qotoéc0, Ta Oedopéva peydAou OYKOU TIOU CUVAVTWVTAI ME HEYAAUTEPN
ouxvOoTNTA OTO XWEO TNG BIOTTANPOYPOPIKNG KATATACOOVTAl O€ TTEVTE OUAES OI OTTOIEG Eival Ol
€&NeG: Ta dedouéva yovidIakng Ekppaong (gene expression data), Ta dedopéva DNA, RNA kai
aAAnAouxiong mpwreiviwv (DNA, RNA and protein sequence), ta &edopéva atd Tnv
aAAnAeTTidpaon peTaglu TTpwrteEivwov (protein-protein interaction), ta &edouéva PBloxnuIKWV
povotraTiwv (biochemical pathway data) kai T€EAog Ta dedouéva yovidlakng ovioAoyiag (gene
ontology) (Gharajeh, 2018) .

AvoAuTikOTEPA Kal oUPQWVA PE TNV TTponyouuevn avagopd (Gharajeh, 2018), n Tpwtn
oMdda agopd TNV avaluon NG €KEPAoNnS yovidiwv HE XPron evog TTPo@iA yovIOIOKNG
ékppaong Tou BacileTal OTIS HIKpoouaoTolxieg. H delTepn opdda ava@épetal oTn XpPrnon
TTOIKIAWV QVOAUTIKWY HEBODdWY HE OKOTTO TNV TAUTOTIOINCN TWV XGPAKTNEICTIKWY Kal TNG
OouAC Twv Oedopévwyv TIou TTpoépxovial amrd aAAnAouxion DNA (DNA-seq), amo
aAAnAouxion RNA (RNA-seq) kaBwg kai ammd aAAnAouxion mpwrteivwyv. H Tpitn oudda
EMTTEPIEXEI TNV avAAUCH TNG AAANAETTIOpaoNG HETALU TTPWTEIVWYV ATTO TNV OTIoIa TTPOKUTITOUV
TTANPOYOPIEG OXETIKA PE TN AciToupyia Toug. H TETapTn opdda atroTeAcital atmd dedopéva
Bioxnuikwy povoTraTiwy TTou BonBouv oTnv Katavonon Twv acBeveliwy o€ PopIakd €TTiTTed0
KaBWGg Kal TNV €KTiUNON TOavVWVY OTOXWV TWV Qappakwy. H TeAeuTaia opdda utrootnpilel T
dopnuévn avaluon Tou €idoug Twv yovidiwv TTOU CUVOEOVTAl PE OUYKEKPIUEVES BIOAOYIKEG

OIEPYOOIES, HOPIOKEG AEITOUPYIESG KAl KUTTAPIKA CUCTATIKA.
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1.2 loTopik avadpoun Twv peBOdwv aAAnAouyxionc

H 1oT10pia TNG avaTTugng Twv PeBOdwV aAAnAouxiong g¢ekivd To 1977 ue Tn dnuUoCisucn Twv
TEXVIKWY aAANAOUXIONG TTPWTNG YEVIAG KOl CUVEXICETAI MEXPI OHEPO OTTOTE KAl EQAPPOLOVTaI
ol TEXVIKEG aAAnAoUxIong TpITNG YeviAG. AvoAuTIkOTEpa, n AAAnAoUxion Mpwtng Mevidg
TepIAapBaver 2 pebddouc: Tnv Maxam kai Gilbert AAAnAouxion (Allan M. Maxam and Walter
Gilbert., 1977) n otroia £yive yvwaoTh yia TTPWTN @Opd 1O €UpU Koive To PeRpoudplo Tou
1977 ka1 Tnv Sanger AAnAouUxion (Sanger F. et al.,, 1977) n otoia dnuOCIEUTNKE TO
AekéuBplo Tou idlou €toug. H Sanger AAMnAoUxion cival pia péBodog oTnv  oTToia
emonuoaopéva he Baery deofuvoukAeoTidia (ANTPS) avapelyviovtal pe TPOTTOTIOINUEVA
016e0guvouKAeoTIOIO. TN cuvéxela AauBavel xwpa pia avtidpaon PCR kal TTpaydaToTToIEiTal
EMUAKUVON  MéEXPIG  OTou  KATTolol  KAwvol  (strands) va  evowpatwoouv  €va
016€0EuvoUKAeOTIOI0. AKOAOUBWG, o1 KAwvol diaxwpilovtal TTdvw o€ pia yEAN kal n TeAeuTaia
gmonuoaopévn Baon kdBe kKAwvou avixveuetal Péow laser di€yepong kKal  avaAuong

QACHATIKWYV eKTTOPTIWY (Goodwin S. et al., 2016).

H AAAnAoUxion katd Maxam kai Gilbert repidaudver T xnuikA Tpotrotroinon tTou DNA kai
ETTAKOAOUON didoTTaon Tou Ot OUuykekpidéveg Pdoeig (Liu Lin et al., 2012). Qotdéoo, n
MEBOSOG auTr) dev XPNOIYOTTOINBNKE €UPEWS KaBwg TTapouaiale 2 pelovektipaTta (Guzvic,
2013). To mpwTto ATAV OTI N €QAPUOYN TNG aTmaIToUCE TN XPNOIPoToinon ETKivouvwy
XNHUIKWV ouciwv OTTwg n udpadivn Tou cival veupoTogikn yia Tov dvBpwtro. To deuTEPO
MEIOVEKTNUO a@opouae oTo ofU TPORANUa TTou dnuioupyolviav €aiTiag TG aTAITNONG
Xpnong ueydAng moodmtag DNA oe ocuvduaoud pe TNV avAaykn eKTEAEONG TECOAPWV R
OKOMN Kol OKTW avTidpdcewy. Ma autoUug Toug AOyoug Kal eEqutiag Tou OTI eP@avilel
uwnAOTEPN aTTOTEAECUATIKOTNTA Kal XapnAdtepn padievépyeia n PéBodog aAAnAouxiong
Sanger emkpdmoe yia 30 kal TAéov Xpoévia (Mardis Elaine R., 2008) oTIG €uTTOPIKEG
eQapuoyEG aAAnAouxiong evw n péBodog Maxam kai Gilbert xpnoigoTroIfdnke TTEPICOOTEPO
€iTe OTNV TTEPITITWON AAANAOUXIONG TTOAU PIKPWY KOMMPATIWY EiTE OTO OXEOIAOMUS EKKIVNTWYV

otav n diadikacia TG aAAnAouxiong ATav avetrapkrg (Guzvi¢, 2013).

H AAAnAoUxion Aeitepng R Néag levidg (Next Generation Sequencing, NGS)
QVOQEPETAI OTNV TEXVOAOyia TNG PAdikAG TTapAAANANG aAAnAouxiong uwnAng amodoong n
oTT0ia XpnoilyoTtroleital o€ TTOANEG e@appoyEég oupTrepiAauBavopévwy TNG RNA aAAnAouxiong
(RNA-Seq), Tng aAAnAouxiong oAdkAnpou Tou yovidiwpaTog (Whole Genome Sequencing,

WGS), oAékAnpou Tou egoowpatog (Whole Exome Sequencing, WES) (Byron S.A. et al.,
2016) kabwg ka1 aTnv aAAnAoUxIon avoooKaTakprpviong Tng xpwuartivng (ChiP-Seq) (Raza
K. and Sabahuddin A., 2016) 6mwg €1Tiong oTnVv €TIYeVETIKA OAAG KOl OE TEOT AViXveUong

TTOAATTAWY yovidiwv (multi-gene tests) (Pereira M. Araujo et al., 2017).
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https://en.wikipedia.org/wiki/DNA

Mo ouykekpiyéva, 1o 1996 BewprBnke WG onuegio ava@opdg yia TNV Evapén eNeAaviong g
aAnAouxiong véag yevidg a@oUu OdnNPOCIEUTNKE  YIO TIPWTN  QOpd N TEXVIKA NG
Mupoowo@opikig AAANAoUxiong (Pyrosequencing) (Ronaghi M. et al., 1996). H puéBodog
auty Olépepe oo TIGC avTioToixeg TNG 1™ yevidg emeidry dev xpnoigoTrolodviav oUTe
padievepyd ) onuacuéva e BOPIO VOUKAEOTIOIO oUTE UTTHPXE N avAykn yia nAeKTpo@opnaon.
AVTIBETWG, N avwTépw PEBOdOG Baciotnke otn dpdon 2 eviuuwy (ATP coulhpopuidon kal
Aoucigpepdon). H ATP COUAQOPUAGGCN METETPETTE TO TTUPOPWOQPOPIKO TTOU PBPICKOTAV OTA
vouKAeoTidIa oe éva uopio ATP 1O oTT0io OTn OuvEXEIa XPnOIWoTToloUTav aT1Td UTTOCTPWHA
Aoucigpepdong. H diadikacia auth €ixe wg ATTOTEAEOUA TNV ATTEAEUBEPWON QWTOG HEOW
ONPATOG Of avaloyia HE TNV TTOOOTNTA TWV EVOWMHATWHEVWY VOUKAEOTIBIWY Kal Tov

TPoadiopioud TNG aAAnAouxiag cUP@WVa PE TN CEIPIOKA TTPOCONAKN TWV VOUKAEOTISIWY.

H texvik autr] BeATiwbnke ota emoueva xpodvia kal d68nke adeia xpriong 1o 2005 otav Kai
KUKAOQOPNOE yia TTPpWTN @opd w¢ n 1" uéBodog aAAnhoUxiong deUTepng YeviAg améd Tnv
eTaipeia Piotexvohoyiag <<454 Life Sciences>> n otoia oTn ouvéxela eEayopdoTnke atrd TNV
etaipeia Roche (Pereira M. Araujo et al., 2017). A1 16T€ avatmTuxBnkav AAAeg 3 TExVOAOyiEg
aAAnAouxiong auTAg TnNG yeviag amo Tig eTalpeieg lllumina, Applied Biosystems kai Thermo
Fischer Scientific pe 11¢ KupidTEPEG METACU TOug OlIOPOPES va evToTTi(ovTal OTOV TPOTTO

TTPOCOAKNG KAl AVIXVEUONG TWV VOUKAEOTISIWV.

QoT1600, 01 TEXVOAOYiEG auThG TNG YeVIAG TTapouaialouy Ta akOAouBa KoIva XOpPaKTNEIOTIKA
(Kulski K. Jerzy., 2016). MNpwTtov, n avaAucon aAAnAouxiag Twv Tuxaiwyv THNPNATWY YEVOUIKOU
DNA (genomic (fg) DNA) | avTtioTpogou cupttAnpwuaTIKoU TTpogpxopevou amd RNA, DNA
(cDNA) TTpayuoaTOTIOIEITAI XWPIS VO aTTaITEITAI N KAWVOTTOINGN 0€ KUTTAapOo-EevIOoTr. AVTIOETWG,
MIKPEG aAAnAouxiec ouvdéteg (linkers  sequences) n/kalr TTpooapuooTéG  (adapters)
ouvdéovtal pe 1o fgDNA | To cDNA yia Tnv kataokeur TPOTUTTWY PBIBAIOBNKWYV. AclTEPOV, N
EVOWMATWON TWwV VOUKAEOTIOIWY EVTOTTICETAI QQEVOG MECW aAVIXVEUONG QWTAUYEID Kal
QQETEPOU PNECW OAAQYWV TTOU TTAPOATNPOUVTAI OTO NAEKTPIKO QOPTIO KATA T diadikaacia Tng
aAAnAouxiong. Tpitov, eival duvaTt n avayvwon Twv akpwv Twv aAAnAouxiwv (fragment
ends) €iTe HEOW QTOPIKNAG PETPNONG TWV VOUKAEOTIOIKWY BACEWV TTOU BpiokovTtal oTa aKpa
(single reads) €ite p€ow pPETPNONG Twv BAoEwV aUTWVY KaTA Ceuyn (paired end reads). TEAoG,
agiCel va onuelwBei 6T o1 péBodol TNG deuTEPNG YEVIAG TTapdyouv TTOAAG ekatopuupia
OAlyoVOUKAeoTIBiwV oUvToung avayvwong (short reads) tautoxpdvwg o€ TOAU AiydTEPO

XPOVO KAl JE TTOAU PIKPOTEPO KOOTOG OE OXEON ME TIG HEBOSOUG TNG TTPWTNG YEVIAG.
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H AAAnAouyxion Tpitng lMNevidg (Third Generation Sequencing, TGS) agopd oTnv Aueon
avayvwon peyohopopiokou DNA  xwpi¢ va amaiteital 710 KOWIUO/OTIACINO  Tou, O
TTOAATTAQCI00UGG TOu PEow aAuoIdwTOUG avTtidpaong ToAupepdong (PCR) kal n xpAon
€VCUMIKOU CUOTAMATOG avTIYPA®NG Yia TNV Tautotroinon Tng aAAnAouxiag (Gut, 2013) .

O1 T1exvikéG aAAnAouxiong TpITNG YEVIAG WTTOPOUV va TagivounBouv oe 3 OIOQOPETIKES
KOTNyopieg. ZTNV TIPWTN KATNyopia OCUyKaTaAéyovTal ol TEXVIKEG OAAnAoUXIong MEOW
ouvBeong (Sequencing by Synthesis, SBS) oTig otroieg pépia DNA TToAupepdong ouvBéTouv
éva uopio DNA. Ztn delTtepn KaTnyopia avhikouv Ol TEXVIKEG nanopore-sequencing OTIG
otroieg popia DNA  Siépxovtal amd €vav TOpo  HEYEOOUG KATTOIWY  VAVOPETPWY N
TOTTOBETOUVTOI KOVTA O€ QUTOV KAl autd €XEl WG ATTOTEAEOPO TOV  EVIOTTIONO  TWV
VOUKAEOTIOIKWVY Bdoewyv. H Tpitn katnyopia TepIAaUBAVEl TIG TEXVIKEG AUEONG ATTEIKOVIONG
Mopiwv DNA XpnoIYoTIoIWVTaG TIPONYMEVEG TEXVIKEG MIKPOOKOTTIAG OTTWG Eival N NAEKTPOVIKH
MIKpooKoTTia odpwong-uetddoong (Scanning Transmission Electron Microscopy, STEM)
(Schadt E. Eric et al., 2010).

EidIkOTEPQ, N TTPWTN TEXVIKN KUKAOPOpnoe 1o 2009 atd v etaipeia Helicos Sequencer kai
oTn ouvéxela ammo Tnv Pacific Biosciences kai avikel oTnv TpwTn atmmoé TIG TTpoavapepbeioeg
TeXVIKEG (Heather M. James and Chain Benjamin., 2016). Ztn ouvéxela n etaipeia Oxford
Nanopore Technologies (Bayley Hagan., 2015) avémtuée tnv mAat@épua MinlON n otoia
KatatdooeTal oTn 6eUTEPN KATNyopia evw 6oov agopd Tnv Tpitn Katnyopia (Bell C. David et
al.,, 2012) dev €xel TTpokUWel akOUN KATTOIO €UTTOPIKN TTAAT@OpUa aAAnAouxiong av Kai
UTTAPXOUV ETAIPEIEG TTOU OPACTNPIOTTOIOUVTAI OTO XWPO TNG NAEKTPOVIKAG HIKPOOKOTTIOG OTTWG

gival n ZS Genetics.

KaBeuidh ammd TIG avwTéPw TEXVIKEG TIAPEXEI KAIVOTOUEG TTPOCEYYIOEIC OXETIKA HE TNV
aAAnAouxion Tou DNA kal 0TTwG gival QUOIKO TTAPOUsIAlel TOOO TTAEOVEKTAUATA OAAG Kal
MEIOVEKTAMATA. TO KOIVO XAPAKTNPIOTIKO OpWwG OAWV TwV TEXVIKWYV TNG YEVIAG aUTAG
ouviotatal oTo OTI OAEG ouvTeAoUv OTn SIEUKOAUVON TNG CUVAPHOAOYNONG Twv CUVOETWV
TTEPIOXWV TOU YOVISIWHATOG OTTOU €UPAVICOVTAI CUYXWVEUOEIG, TTPOOBNKES Kal dlaypagEég

yovidiwv kabwg kal eTavaAappBavopeveg repioxés (Pereira M. Araudjo et al., 2017).
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http://www.zsgenetics.com/

2. KYPIO MEPOZX EPrAzIAX

H aAAnAolxion RNA eival pia péBodOG OekATTEVTE TTEPITIOU €TWV HE TTAEOVEKTAUATA,
MEIOVEKTAUATA, €QAPPOYEG, TTPOBAANATA Kal TTPOKAACEIG. Ta KUPIO TTAEOVEKTAMATA XPAONG
QuTAG TNG HEBGBOU gival n atTAR yevikr por epyaciwy, N uynArf TaxluTnTa dnuioupyiag eUKOAa
OlaxeIpioIywy  atroTEAEOUATWY KAl N d1aBeoiudtnTa UTTOOTHPIENG TNG oTTd  dIdeopeg

TTAATQOPUES KAl AOYIOUIKA BIOTTANPOPOPIKAG.

H diadikacia RNA-seq aAAnAouxiong deltepng YEVIAG TTOU £QAPUOZETAl OTN CUYKEKPIYEVN
OITTAWMATIKA agopd 6 deiyuaTa, o 2 dIaQoPETIKEG BIOAOYIKEG OUVOAKEG, Tou £geTalOuEVOU
opyaviouoU TTou gival To TTovTiki mus musculus. Ta Tpia dsiypata €€ autwy, Ta oTToia €QECAS
Ba avagépovtal wg Wild Type ociypata, aTmroteAoUv TUAPA TOU @AIVOTUTTOU TOU Mus
musculus evw ammd Ta uttéAoitta Tpia deiyuata €xel a@aipebei e TeXvNTO TPOTIO TO YOVidIo

Smyd3 ka1 010 €€1¢ Ba avagépovtal wg Smyd3KO (Knock Out) deiyuaTa.

21N OUVEXEID TTAPOUCIAdovTal JE XPAHON KEIMEVOU Kal EIKOVWV/OTIYMIOTUTTWY TA AOYIOHIKA
avaiuong dedopéviwov RNA-seq aAAnAouxiong deuTtepng yevidg TTou TTpoékuyav UoTepa aTTd
épeuva Tou €yive oTo Oladiktuo. To avTikeiyevo NG €peuvag agopd 18 OuvOoAIKG
XOPAKTNEIOTIKA Ta OTfoia TagivopoUuvTtal o€ 3 KaTnyopieg wg akoAoubwg: a) Tutikda
XOPAKTNPIOTIKA ouoTtiiuatog, B) Auvatétnreg avdiuong oOedopévwy, y) Auvatotnteg

OTITIKOTTOINONG OEBOUEVWIV.

21NV TTPWTN KATNYyOpPia KATATACCOVTAl TA TUTTIKG XOPAKTNPIOTIKG TOU CUCTHUOTOG TTOU €ival Ta

€4NG:

1) Required Space: Ava@épeTal 0TO XWPEO TTou KaTaAapBdavel To KABe AOyIOUIKO OTO

OKANpo6 dioko Tou UTTOAOYIOTH DOKIUAG.

2) System Architecture: AvagépeTal aTo €id0g TNG AdEIOG XPrONG TTOU TTAPEXEI TO KaBEva

Aoyiopiko. H ddeia xpriong PTTopei va utrooTnpidel TNV eKTEAECN TOU AOYIOUIKOU €iTE O€
évav uttoloyioTr) (Desktop) €ite péow diadikTuou o€ otroiovdATToTe uttoAoyioTh (Cloud) R

va UTTooTnpicel Kal Ta 2 €idn Tautdypova.

3) Operating System: Ava@épeTtal 0TO AEITOUPYIKO GUCTANA TOU UTTOAOYIOTHA TO OTT0i0

pTTopEi va gival gite Windows €ite Macintosh (Mac) rj Linux.

>1n  OeUTEPn  KOTnyopia  TTOU  a@opd TIG  duvatoTNTEG  AvAAUONG  DEDOMEVWV

oupTtrepIAauBavovTal Ta akOAouBa XapaKTNPIOTIKA:
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1) FASTQ i/ ka1 BAM apxeia: Eival 1o €id0g Twv apxeiwv TTOU UTTOOTNPICEl TO EKAOTOTE

Aoyiopiko. MpdkeITal yia apxeia Kelpévou o€ duadikr) HOpP@r TTOU XPNOIYOTToloUvTal YId
TNV atroBrikeuon BioAoyikwy aAAnAouxiwy OTTwG gival N aAAnAouxia voukAcoTidiwy. H
dlagpopd UETAU Toug cuvioTatal oto 6T Ta BAM apxeia kataAauBdavouv TTepIooOTEPO
XWPO OT0 OKANPO Odioko &vdg UTTOAOYIOTH) KAl TTPOKUTITOUV UOTEPA atmod  Tnv
euBuypdupion (alignment) Tou yovIDIWUATOG AVOPOPAG €VOG OpPyavIoOUOU TO OTIOIO
atmmobnkeveTal o€ apxeia FASTQ.

2) Organisms: >uyKataA£yovTal Ta YOVIOIWHATA TWV OPYAVICHWY Ta OTTOia UTTOOTNPI(OUV

Ta AOYIOUIKG TWV ETAIPEIWV.

3) Quality Control: MepiAapupdavovTal o1 d1adIKaaieg TTOIOTIKOU EAEYXOU TWV AKATEPYAOTWV
(raw) dedopévwy. EIBIKOTEPA, N avaAucn TOU AOYIOUIKOU TWV EKACTOTE ETAIPEIWY, TTOU
TIPAYHATOTIOIEITAI HE TTAPABEDN EIKOVWV/OIOYPAPUATWY OTN CUVEXEIA TOU KEQAAQiou,
odnyei 0T0 CUUTTEPACHA OTI OPICHEVA AOYIOUIKA UTTOOTNPICOUV £va 1) TTEPICOOTEPA

XOPAKTNPIOTIKA yVWEIoUATA TOU TTOIOTIKOU EAEYXOU TO OTTOIO GUVOTITIKA €ival Ta EAG:

£ Huéon karavoun unkouc ag suyn Bdoswyv (bp; Length distribution) rwv

aAnAouxnBéviwv oAlyovoukAgoTidiwy

MpodkeiTal yia diaypdupaTa oTa OTToia 0 OpICOVTIOC Agovag aTToTeAEiTal ATTd TO PAKOG
aAAnAouxiong tmou uttoAoyiletal o€ CeUyn VOUKAEOTIOIKWY PACEWV evw O KABETOG
ammd Tov apIBuO Twv OAANAOUXICEWV OUYKEKPINEVOU MAKOUG KOVOVIKOTTOINMEVO

(normalized) wg TPog 10 GUVOAO TwV GAANAOUXICEWV.

+  H mepisknikOTnIa Twv voukAgoTidiKwy Bdaoswy o€ [ouavivn- Kuroaivn (GC-content)

2€ auTou Tou gidoug Ta diaypduuata o opIlOvTIog Aovag TTEPIAAUPBAVEI TN OXETIKN
ouvelopopd oe GC-content kaBeuidg aAAnAoUxiong EKPPOCUEVN OE TTOCOOTO ETTI
TOIG €KATO £VW O KABETOG eKPPALEl TOV apIBUO Twv aAAnAouxicewv TTou epgavifouv
OUYKEKPIPEVO TTOoO0C0TO 0¢ GC-content KAVOVIKOTTOINUEVO WG TTPOG TOV OUVOAIKO

apIBuo6 Twv aAAnAouxicewv.

+ H karavoun 1nc moidtnTac Twv aAAnAouxnBéviwyv oAlyovoukAgoTidiwv

Eival n katavoun Tng akpifeiag tng aviiypa@ng Katd tn dIdpKeIa

NG aAAnAouxiong. EidikoTepa, dTav £va avTiypa@év oAlyovoukAeoTidlo éxel PHRED
score 30 oTtov opifovTio dgova autd onuaivel 6Tl n MOAvOTNTA AVTIYPOPNG Hiag
AavBaopévng voukAeoTidIkAG Bdong eivar P= 1/1000 kai to PHRED score = -
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10logioP. MNa va eival atmodekTr pia katavopr 8a tpétel To PHRED score va gival
peyaAuTtepo atmd 30 kai akéun kaAutepa peyoAutepo atmmd 40 emeldry o€ authy TNV

mepiTmTwon n mbavétnTa P= 1/10000 kai n akpipeia @Tavel oto 99.9999 %.

+ H kdAuwn kaBs voukAsoTmidiknc Baonc (Base coverage)

Mpdkermal yia Tov apiBud Twv aveEdptTnTwy aAAnAouxiocewv kdBe Baong yiag

mePIOXNG. O00 peyaAUTeEPOG gival 0 apIBPOG TOoOo peyaAuTepn gival n kdGAuywn ( Deep
depth). Mo ouykekpigéva, oTa OSlaypduuaTa  autol TOU  XOPOKTNEICTIKOU
yVwpiopaTog o opifovTiog dgovag atroteAeital amo TIg BEoeIg Twy BACEWY evwy O
KABeTo¢ Agovag tepIAauBavel Tov apiBud Twy aveEdptnTwy aAlAnAouxioewv KaBe

Baong KavoviKoTToINUEVO WG TTPOG TO OUVOAIKS apiBud Twv aAAnAouxicewv.

+ Houveiopopd rwv voukAsoTidiwy (Nucleotide contribution)

2€ AQUTAV TRV TTEPITTITWAON N dlIayPANKATIKA atreikOvion TTEPIAGUBAVEI TNV EKATOOTIAIN
avaloyia TG KAAUWNG Twv TEOoApwV VOUKAEOTIBIKWY Bdoewv (A, C, G,T) yia kaBe
Baon wiag Tepioxng aAAnAolxIong. Ze pia 1I0avVIKA KATAoTAoN TO AVAUEVOUEVO Eival N
UTmapén eAdx1I0TNG 1 akOUa Kal NBEVIKNG dlapopds HETALU Twv BAoewyv oTToTE Ol
YPOUMES TwV SlaypapudTwy Ba TTPETTel va gival TTapAAANAeG peTagl Toug. Me GAAa
AOyIQ, o1 OXETIKEG TTOOATNTEG KABE BAoNG Ba TTPETTEI va AVTIKATOTITPICOUV TN GUVOAIKA
TooéTNTA TV BAcewyv oTO £€eTalOEVO Yovidiwpa. H peydAn diakupavan Twv
YPOUMWY YIa OPICHEVEG BEDEIG KATA UAKOG TOU OpICOVTIOU GEova UTTOdNAWVEI OTI HIa
UTTEP-QVATTOPICTWHEVN aAAnAouxia poAUvel TO cUVOAO Twv TTPOG aAAnAouxion
mepioxwv. QoTéo0 av autd TTapaTtnpeital oto akpo 5 f 3 TpodkelTal mlavoeTaTta yia

Tpocapuoyeic (adapters) Twv yovidiwv.

+ Havdiuon twv surmAourniouévwy mmevraugepwy (Enriched Smers)

H avdAuon Twyv TTevTapepwy eEETALEI TOV EUTTAOUTIOUO TWV TTEVTA-VOUKAEOTIOIWV.
O guTTAOUTIONOG TWV TTEVTAPEPWYV UTTOAOYICETAI WG 0 AOYOC PE apIBunTH TIG
TTAPATNPOUPEVEG OUXVOTNTEG TWV TTEVTAPEPWV KAl TTAPOVOPAOTH TIG AVOUEVOUEVEG.
H avapevopevn ouxvotnta utroAoyidetal atro Tnv mOavOeTNTa EPPAVIONG TWV
EUTTEIPIKWY VOUKAEOTISIWV TTOU ATTOTEAOUV TO TTEVTAMEPEG. Na TTapddelyua n
mOavéTNTa EPPAvIong Tou Treviapepolg CCCCC dedouévou OTI 01 KUTOTIVEG £XOUV
Trapatnendsi o1o 20% Twv e€eTadduevwy aAAnAouxiwy, ival 0.2°. Akéun, agilel va
OoNMEIWBE OTI T TTEVTANEPN TTOU TTEPIEXOUV DIPOPOUNEVES BATEIG (OTIOATTOTE

d1a@opeTikd amd A/T/C/G) ayvoouvTal.
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4)

5)

6)

7)

8)

9)

H avwtépw avdAuon utroloyilel TNV KAAUWN Kal TOV EUTTAOUTIONO O€ EKATOOTIAIN
avahoyia kKaBe TTevTapepoug yia kaBe BEon voukAeoTIDIKNG Bdong. H atreikévion Tng
avaAuong TTpayuaTtoTroleital ue dlaypdupaTa oTa OTToIa TTapouciadovTal Td 5 TTPWTa
o€ TT00OTNTA EUTTAOUTIOMOU TTEVTAUEP). ETTITTAEOV, N ATTEIKOVION AUTH) OTTOKAAUTITEI
TNV TBavoTNTa UTTapgng TTPoKATAANWnNG (bias) oc opiopéveg BEoeIg kKaTd PAKOG TOU
opIZoVTIOU AEOVA X N OTTOIO PTTOPET VA TTPOEPXETAI ATTO BIAPOPES TINYEG, OTTWG ival
ol U agaipoupeveg aAAnAouxieg TTpooapuoyEéwy (non-trimmed adapter sequences)

Kal ol TTOAU-adeVUAIWNEVES oUpPES (poly A tails) Twv aAAnAouxiwy.

Differential Expression: OpileTal wg n duvaTtdtnTa £0pe0nS TNG IPOPIKAG £KPpacng

yovidiwyv. Mpdkerrar yia tn duvatdtnta avaAuong Tng SIoQopIKAG £K@paong yovidiwy
METAEU 2 Bla@OpPETIKWYV PBioAoyikwy ouvBnkwv (11.X. Smyd3KO vs Wild Type deiypata)

META aTTO OTATIOTIKA avaAuon.

External Annotation Databases: Eivai n cuvdeon Twv a1toTEAEOPATWY TNG BIAPOPIKNG

YOVISIOKNAG EKPPAONG HE EEWTEPIKEG BATEIC OEDOUEVWV.

Gene Ontology Enrichment Analysis: Apopd otn duvaTtétnta avdAuong eUTTAOUTIOHOU

ovToAoyIwV TTou TTEPIAaPBAvoUV Ta SIOPOPIKG EKPPATHEVA yovidia.

Biochemical Pathway Analysis: Avag@épetal otn duvaTtétnTa avadAuong EUTTAOUTIGHOU

BioxNUIKWY PJovoTTaTiwy TTou atrapTi(ouv Ta SlIaQopIKG EKQPacuéva yovidia.

Workflows Creations: Ovouddletal n duvatotnTa dnuioupyiag powv/diaypappaTwy

£pyaoiag.

Clustering Analysis: H diadikacia Tng aAAnAouxiong véag yevidg epidauBavel Tnv

emegepyaaoia peydhou dykou peTpocwyv. O peydAog apiBuég yovidiwv OTTwg Kal

n TToAUTTAOKOTATA TWV NGS peBddwv Kabwg kai Ta BIoAOYIKAG dikTua aTTOTEAOUV
TTAPAYOVTEG TTOU BUOXEPAIVOUV ONUAVTIKA TNV KATAVONON KAl TNV EPUNVEIa TNG
TTPOKUTITOUCOG Padag dedopévwy. ‘Eva TTpwTo BAKA yIa TNV AVTIMETWTTION QUTAG TNG
TTPOKANONG €ivail n Xpron Texvikwy cuoTadoTtroinong (clustering methods) o1 oTroigg €ivail
atrapaitnTeg otn diadikaoia e¢6puéng dedopévwy (data mining). H avdAuon kata
OUOTABEG XPNOIKOTIOIEITAI VIO TO BIAXWPIOKO £vOG 60BEVTOG GUVOAOU BESOUEVWY OF
OMAOEG PACEI CUYKEKPINEVWV XAPAKTNPIOTIKWY £TO1 WOTE KABE PEAOG TOU

YKPOUTT (yovidia, deiypaTta) va €xel TTapOuoIa XapaKTNPIOTIKA JETAEU TwV JEAWV TOU Kal

OIOQOPETIKA aATTO TA JEAN TwV AAAWY YKPOUTT.
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10) Custom Reports: Eptrepiéxel Tn duvaTtoTnTa €KOOONG AVAPOPWY ETTIAEYUEVWY YOVIBiWV.

AvaAUTIKOTEPQ, TTPOKEITAI YIO TNV ETTIAOYI MIKPOU apiBuol yovidiwv Kai T dnuioupyia

TTAPATIONTIAG 0€ BAOEIC OEDOUEVWV VIO TA CUYKEKPIPEVA Yyovidia.

2TV TpiTn  KaTnyopia TTOU  Q@opd OTIC  OuvaTtdTNTEG  OTITIKOTIOINONG  OedoUEVWV

TTEPINAUPBAVOVTAI TO ETTOPEVA 5 XOPAKTNPIOTIKA:

1) Heat maps: AtoTeAei Tn duvaToTNTA AVATIAPACTOONG TWV BEGOPEVWY KATE CUOTADEG JE
™ HOP®A XapTwv BepudTnTag OTOUG OTTOIOUG OI TINEG Oedouévwy avaTtapioTavTal JE
Xpwuata. e évav xaptn Bepudtntag, kK&Be ypauuny otov opildvTio dgova avTIOTOIXEl O€
£va XOPaKTNEIOTIKO (Yyovidio, XpwHoowua) evwy kdBe oTriAn otov KABeTo GEova oe Eva
ato Ta e€eTaldueva KABe @opd deiyuaTta. To Xpwua TTou XpNoIPoTTolEiTal yia KABe onueio

Tou heat map avTikaToTTPICEl TO TTITTEDO £KPPACNG TOU XAPAKTNPIOTIKOU YIa KEOe deiyua.

2a) Volcano plots: Mpdkemal yia ypa@iuaTta ameikoviong TNG YPAPIKAG TTapdoTacng
—10log;0P vs fold change (81a@opIKr éK@Pacn) TTOU XPNOIKOTTIOIEITAl YIa TNV avAAuon

0edopévwv UWPNANG atrdédoong Kal GUVIOTA ETTIOKOTTAOT TWV YOVIDIWV-0TOXWV

TOU EKAOTOTE EPEUVNTA.

2B) MA plots: Eival ypagriyata Ta otroia atreikovifouv tn dia@opd mng yoviSIaKAG
Ekppaong METagU 2 deiypdtwy. O opIdvTIog AEovag TTAPICTAVEI TO JEGO OPO EKPPACNG
€vOG yovidiou o€ 2 SIoQOpPETIKES BIOAOYIKEG OUVBNKES eV O KABETOG Agovag Tn dlapopd
METAEU Twyv SelyddTwy oTa eTiTreda YoVIOIOKAG £KQPACNG. ZTNV ouaia, TTPOKEITAI YIA HIG
opIfovTIa ypauun oTnv oTroia Ta SIOQOPETIKA eKPpacuéva yovidia BpiokovTal TTAGvw A

KATW atrd TNV YNOEVIKI TIMA TOU JECOU Gpou.

3) Genome Browser: Avagépetal oTn duvatoTnTa EKTEAEGNG TTPOYPAUMATWY TTEPINYNONG

YOVIOIWHUATWY. ZTNV OUCia €ival TTPOYPANMATA ATTEIKOVIONG YOVIDIWMATIKWY dEDOUEVWV
T OTTOIO TTPOCPEPOUV TAUTOXPOVA TNV ETTIOKOTINGT, TN OUYKPION KABWG Kal TNV avaAuon

TWV TTANPOQOPIWVY TTOU TTPOKUTITOUV atTd auTd.

40) PCA plots: Npokeimal yia ypa@IkEG TTapacTACEIG Ol OTTOIEG TTPOKUTITOUV UCTEPA ATTO MIX
oTaTioTiKA dladikaoia (dimension reduction) yia Th JETATPOTTI EVOG HEYAAOU CUVOAOU
TTapatnenoewyv/ HETARANTWY O€ €va pIKPO OUVOAO TTapATNPACEWV/UETABANTWY Un

YPOUMIKA CUOXETIOPEVWY Ol OTTOIEG OVOUACOVTAI KUPIEG OUVIOTWOEG.
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43) MDS plots: Eival ypagriuata TToAudIdoTatng KAIHAKWONG Ta OTToi0 OUVIOTOUV
£va JEOO ATTEIKOVIONG TOU ETTITTEOOU OPOIOTNTOG TWV EEXWPICTWY TTEPITITWOEWY EVOG
ouvoAou dedopévwy. OuoIaoTIKG Ta ypa@huaTa gival TTapduoIa JE auTd TNG avaAuong
KUPIWV CUVIOCTWOWV HE TN d1a@opd OTI XPNOIYOTTOIOUVTAl ATTOAUTEG TIUEG OTN PETPNON
NG atréoTaong, 6TTwg gival N EukAgidela amméoTaon, avri yia Tn dlakupavon Twv

MeTaBANTWY TNV otToia BaacifeTal N avdAuon KUPIWV CUVIOTWOWV.

5) Box plots: Npokeital yia diaypdupaTa TEVTE ONUEIWY 0T 0TI 0 OPICOVTIOC AEOVaG
avo@épeTal OTa ovouata Twv OElyudTwy evd O KABeToG oTa emmimmeda  yovidIaKNG
Ekppaong Twyv delyhATwyY auTwyv. Ta  TTévie onueia TTpoépxovTal atmd TNV KAPTTUAN
Katavoung Twv BioAhoyikwy dedopévwy Kal gival Ta €€AG: To YéyioTo (maximum), To TPiTo
TeTapTNUOpIo (third quartile), n diduecog (median), To TTpwTo TETapTNUOpIO (first quartile)

Kal T0 eAdxIoTo (minimum).’Eva Tuttiké box plot didypauua @aivetal oto ZXAKa 2.1 110U

OKOAOUBEI.
MéyioTo (maximum,90%)
Tpito TETOPTAUOPIO (third quartile, 75%)
Aiduecog (Median, 50%)
MpwTo TETAPTNNOPIO (first quartile, 25%)
EAaxioTo (minimum, 10%)

IxApa 2.1: H doun evog Tuttikou box plot diaypdupaTog

2UPeWVa PE Ta aTTOTEAEOUATA TNG OIABIKTUAKNG £PEUVAC ETTTA OUVOAIKA AOYIOHIKGA TTAnpOUV
OAa 1) oxedoOv OAa Ta TTPOAVAPEPBEVTA XAPAKTNPIOTIKA Kal TTAPEXOVTAl OTTO ETAIPEIEG EK TWV
oTToiwV TTEVTE €XOUV TNV £€0pa Toug OTIG Hvwpéveg MoAiTeieg AuepIkng, yia otn Meppavia kai
Mia otn Néa Znhavdia. H eptropikr) ovopaoia Tou AOYIOUIKOU, N €TTWVUMIA TNG £TAIPEIOG
KaBwg kai n €dpa autng yia kaBéva atd Ta 7 AoylopIKa @aivovtal otov [livaka 2.1 tTou

OKOAOUBE.
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Mivakag 2.1: 'EQPEG ETAIPEIWY

MAoyiouiké Etaipeia ‘Edpa eTaipeiag
1. CLC Genomics Workbench CLC bio, Qiagen TEPMANIA
2. Full Lasergene Suite DNASTAR HMNA
3. Geneious Biomatters NEA ZHAANAIA
4. Nexus Expression Biodiscovery HMNA
5. Partek Flow Partek HIMA
6. Rosalind OnRamp Bioinformatics HIMA
7. Strand NGS Strand Scientific Intelligence HMNA

A&iCel va onueiwBei 4TI Goov agopd oTNV TTPWTN KATAYOPIA XOPAKTNPIOTIKWY, Ol TTANPOPOPIES
yIO T AOYIOUIKA avTANBNKav atTOKAEIOTIKG ATTO TIG ICTOOENIDEG TWV ETAIPEIWV EVW TA OTOIXEIN
TTOU a@opoucav OTIG AAAEG BUO KATNYOPIEG CUYKEVTPWONKAV aTTd TTEVTE OCUVOAIKA TTNYEG.
AvoAuTiKOTEPQ, 01 TTNYEG auTéG TTEpIAapBavouy @ a) To eyxelpidio (manual), B) Tnv I0TocEAIdQ
(site), y) Tnv emKoivwvia pyéow email pe Toug utTEUBUVOUG TWV €TaIPEIWY, ) TN duvaToTnTa
online cuvedpiag TTapouciaong Twv XAPAKTNPIOTIKWY Kal €) Tn duvatdétnta OOKIUAG o€

UTTOAOYIOTH OPIoUEVWY aTTo Ta 18 XapPAKTNEICTIKA TTOU TTAPOUCIAcOnKav TTapaTTavw.

EmmpdoBera, 10 €AdXIOTA QATTAITOUPEVO XAPAKTNPIOTIKA Trou TTPETTEl va OIaBETEl €vag
UTTOAOYIOTNG TTPOKEILEVOU VA KTEAEDEI OTTOIAONTIOTE OTTO TA ETTTA AOYIOUIKA @aivovTal OTOV
Mivaka 2.2 evw Ta XAPOKTNPIOTIKA TOU TTPOCWTTIKOU UTTOAOYIOTA OOKIWAG atrd Tov OTToio

TTPOEPXOVTAI Ta OTIVUIOTUTTA (Shapshots) Twv Aoyiouikwy @aivovTtal oTov lMivaka 2.3.

Mivakag 2.2: EAdxiIoTa ATTairouyeva XapaKTnpIoTIKG

Windows/Mac/Linux 64 bit
4 GB
1024 x 768 pixels

AgiToupyikd XuoTnua (Operating System)
MvAun RAM
AvdAuon 086vng

Mivakag 2.3: XapaktnpioTiké MNpocwTrikoU Y1roAoyioT AoKIUAS

AgiToupyikoé Z0oTnUA

Windows 10 Home

Mvun RAM

8 GB

AvdAuon 006vng

1366 x 768 pixels

AKOpn, agifel va avaeepBei OTI Ta ATTOTEAEOUATA TNG TTAPOUCAG SIMTAWMATIKAG £pyaciag
avauéveral va aglomoinBouv amrd tnv etaipeia HybridSTAT n omoia dpaocTtnploTroicital oTo
Hvwpévo BaoiAeio kaBwg kai otnv EAAGSO O0TO YXWwpo NG TTPOoyvwoTiKAG avdAuong. H
HybridSTAT 16pU6nke 10 2014 cUP@wva PE TNV I0TOOEAIDA TNG KAl TIPOCQEPEI UTTNPETIEG,
MéOW 2 e@appoywv Tou €xel AdN avaTrTugel, Ol OTToiEG A@OPOUV TOUG TOMEIG TG
BiooTaTioTIKAG, TNG PIOTTANPOYOPIKAG Kal TNG avaAuong PloAoyikwy Sedopévwy UWNANG
atrodoong.
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http://www.hybridstat.gr/company/about/

2.1 CLC Genomics Workbench ( CIC bio, Qiagen)

MpwTn KOTNYOPIa XOPOKTNPIOTIKWV

>tnv Eikéva 2.1.1 mou TTpoépXeTal atrd Tov UTTOAOYIOTH BOKIUNAG @aiveTal 6Tl 0 XWPOG TTou
KataAauPBdvelr 1o Aoyiopikd CLC Genomics Workbench e€ivalr 465 MB Trepittou. H
QpPXITEKTOVIKA OUCTAMOTOG cival Desktop TTou onuaivel 6T oTTOI000ATIOTE €TMIBUUET va
EKTEAEDEI TO OUYKEKPIYEVN AOYIOWIKO Ba TTPETTEl va TNV KaTeRAOEl ae €vav uttoAoyioTh. Me
GAAa AOyIa, TO AoyIOHIKO auTd Oev gival duvaTO VO EKTEAEOTEI O OTTOIOVONTIOTE UTTOAOYIOTH
eTTeIdr) n adela Xpriong Tou TTPoopIfeTal yia £vav KABe gopd UTTOAOYIOTH] CUMQWVA HE TOUG
OpPOUG eYKATAOTAONG TOU- KATI TETOIO €ival EPIKTO JOVO OTNV TTEPITITWON TTOU N OPXITEKTOVIKI)

TOoU guoThuaTog gival Cloud.

Eikova 2.1.1: XwpnTik6TNTa Tou Aoyiouikou CLC Genomics Workbench

Ooov agopd o010 Acitoupyikd oUOTNUA, TO AOYIOMIKO UTTOOTNPICEl Kal TOug 3 TUTTOUG
ouotnuaTtwy (Windows/Mac/Linux 64 bit) oUgewva pe TNV 10T00EAida TNG YEPUAVIKAG

ETAIPEING.
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https://www.qiagenbioinformatics.com/system-requirements/

AgUTEPN KOATNYOPIA XOPOKTNPIOTIKWYV

= FASTO /BAM apyeia

2tV Eikéva 2.1.2 1TTou akoAouBei @aivovTal Ta BrjuaTta TTou aTraIToUvTal TTPOKEINEVOU VA YiVEl

n elocaywyn kamolou apxeiou FASTQ 3 BAM o1o Aoyiopiké. Ta FASTQ 4 BAM apxeia
TTIPOEPXOVTAI ATTO TOV £CETACOPEVO OPYAVIOHO TTOU gival 0 mus musculus. 2tnv Eikéva 2.1.3
atreikovidovTal evOEIKTIKA KATTOIO aTTd TO ATTOTEAEOUATA TTOU TTPOEKUYPAV aTTO TNV TTAPATTAVW

oladikaaoia.

Eikova 2.1.2: Eicaywyrl FASTO apxeiou oto CLC Genomics Workbench
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Eikova 2.1.3: EvOelkTIKG atTroTeAéouaTa YT TNV eloaywyrl BAM apyegiou oTnv apiotepn

oT1AAN kail FASTQ apyegiou o1n 0€€1d oTAAN

= Qrganisms
Ta yovidlwuata  OAwWV  Twv  TTPOKAPUWTIKWY KAl  EUKAPUWTIKWY  OpYyaviouwVv

OUMTTEPIAOUBAVOUEVWY TWV BNAACTIKWY, GUTWYV Kal {WWwV UTTOOTNPICOVTAl OTO OUYKEKPIUEVO
AoyiouIkG CUP@QWYa PE TOUG UTTEUBUVOUG TNnG €TalpEiag UOTEPQ aTTO €TTIKOIVWYVia padi Toug

péow email.

= Quality Control
Ta Brigata €KTEAEONG TOU TIOIOTIKOU €AEYXOU TTOU TTPOCQEPEl TO OUYKEKPIUEVO AOYIOHIKO

TTapouaialovtal otnv Eikéva 2.1.4. 21 Eikéveg 2.1.5, 2.1.6 kal 2.1.7 mmapouciaovral Ta

QATTOTEAECUATA TOU TTOIOTIKOU EAEYXOU.
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Eikova 2.1.4: Ta 4 BAuaTa eKTEAEONC TOU TTOIOTIKOU EAEYXOU
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Eikova 2.1.5: MoloTIKOC EAeyXOC TTOU a@opd OTNV KATAVOUN YAKOUC, OTNV TTEPIEKTIKOTNTA

TWV VOUKAEOTIOIKWYV Bdoswv og MNouavivn-Kutooivn Kal 0TV KATavoun TNC TToidTNTaC TwV

aAANAOUXNBEVTWY OAIYOVOUKAEOTIOIWY

A6 1O TTpWTO dIAypappa TNG Eikovag 2.1.5 TTpokUTITEl OTI TO JECO PAKOG TWV GAANAOUXIWV
avépxetal oTig 150-154 Bdaoeig. To deltepo didypappa TnG idlag €ikdvag Oeixvel 0TI n
KOATAVOMN TNG TTEPIEKTIKOTNTAG TWV VOUKAEOTIOIKWY Bdoewv oe Nouavivn-Kutoaivn atrokAivel
EAAQPWG ATTO TNV KAVOVIKI] KATAVOWN]. ZTO TPITO dIdypapua @aivetal 6T N uwnASdTEPN KOPUPH
avtiotoixei o PHRED okop ico pe 26. H Tigfi auTry UTTOAEITTETAI TOU QUOCIOAOYIKOU
opiou/okop TTou gival To 40 kal autd TOAVOTATA OPEIAETAI OE OPAAUATA TTOU OXETICOVTAI JE

TN d1adikaaia aAAnAouxiong Twv dEIYUATWY OTO EPYOOTHPIO.
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Eikéva 2.1.6: MoloTIkOC EAsyX0C TNC KAAUWNC TwV BATEWYV KAl TNC CUVEITCPOPAC TWV

VOUKAE0TIOIWV

A1é 10 didypauua TG apiotepns otHANG Tng Eikdévag 2.1.6 @aivetal 611 TO TTO000TO TWV
avegapTnTWV aAAnAouxiocwv yia kaBe Béon Baong peiwvetal katd 20% petd Tig TTpwTEG 100
Baoeig, @tavel oto 50% oTig 140 TepiTou Bdoelg evw pndevietal PeTd TIG 220 TTEPITIOU
Baoeig. To deuTepo didypappa deixvel TNV UTTApPEN eAAXIOTNG d1aPOPAS HETALU TWV TECTAPWY
VOUKAEOTIBIKWV BAcewyv N oTToia evToTriCeTal KUpPiwg oTnv uywnAdTEPN TPOXIA TNG adevivng o€

oX£0N ME TIG TPOXIEG TwV UTTOAOITTWY BAcEwy TTou BpiokovTtal oxeddv oTo idlo eTTiTredo.

Eikova 2.1.7: ToloTIKOC EAEYyXOC TWV EUTTAOUTIOUEVWY TTEVTaUEPwWV (Enriched 5mers)
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ATé 10 dlaypauua TG Eikovag 2.1.7 diakpivovtal TECOEPA TTEPIOCTOTEPO EUTTAOUTIOPEVA
mevrapepr) TTou gival Ta GCTGC, TGGAG, GCTGA, TGCTG. O1 KOUTTUAEG auTWV TwV
TTEVTANEPWY QaivoVTal TTAPOPOIES KAl TO KOIVO TOUg onuEio gival n UTTapgn ¢aouaTooKoTTIKOU
BopuBou petd Tig 300 TTEPiTTOU BAOEIS. To Qaivépevo auTtd yiveTal avTIANTITO atrd TN PEYAANG
ouxvoTNTA EUPAVIONG TWV KOPUPWYV TWV OTTOIWV TO UWPOG aVEPXETAI 0 UYNASTEPA ETTITTEDA

OTOV KABETO Agova o€ oXEoN PE AUTO TWV TTPONYOUNEVWY KOPUPUIV.

= Differential Expression

To XapaKTNPIOTIKO auTd UTTApxel oTo Aoyiouikd TN Qiagen CUP@QWVA PE evNUEPWON TWV
ETTIOTNHOVIKWY UTTEUBUVWY TG eTalpgiog péow email. Qotdéoo dev KATEOTN E€QIKT N
oAokApwaon TnG 6Ang dladikaciag Adyw aveTTAPKEIQG O€ JVARN TOU UTTOAOYIOTA SOKIWAG Kal

yla autd 1o Adyo dev TTapaTiBevtal hia i TTEPICCOTEPES EIKOVEG.

= External Annotation Databases

O1 eEwTtepikéG Bdoelg SedOUEVWV [E TIG OTTOIEG OUVOEETOI TO CUYKEKPIMEVO AOYIOMIKG €ival n
Ensembl kai n RefSeq oupgwva pe v amdvinon mou 660nke péow email atmd eKTTPOoWTTO

NG Qiagen.

=  Gene Ontology Enrichment Analysis

Av kal yivetar ava@opd oTnv avdAuon Twv OVTOAOYIWV Twv OIaPOPIKA EKPPACHEVWV
yovidiwv ato manual TTou ouvodelel To AOYIOMIKO, eKTIMATAI OTI OEV Eival APKETA KATAVONTH)
yia évav apxAplo UTTOAOYIOTIKG XPAOTN WOTE va eKTEAEDEl PE €TTITUXIA TNV OAn diadikaaia.
Qot60o0, n Eikéva 2.1.8 TTapouciddel evOEIKTIKA TO aTTOTEAEOUA QUTAG TNG avaAuong OTTwG

@aivetal ato manual Tou CLC Genomics Workbench.
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Eikéva 2.1.8: ZT1ivuIdTutTto avaAuonc egtrAoutiopoU ovioAoyiwy amrd 1o manual Tng CLC

Genomics Workbench

=  Biochemical Pathway Analysis

H avdéAuon eutrAouTiopoU TwV BIOXNMIKWY HOVOTTATIWY OgV TTApEXETAI aTTO TN Pacikn €kdoaon
ToUu AoyiopikoU CLC Genomics Workbench aAAG atraireital n Aqyn €vég dAAou Aoyiouikou

TTou ovouddeTal Ingenuity Pathway Analysis (IPA).

=  Workflows Creations

H dnuioupyia diaypauudTwyv/powyv pyaciwy TTPOCPEPETAI CUPPWVA PE TOUG 1B0vVOVTEG aTTd
TO AoyIOUIKO. QOTOCO Oev KATEDTN €QIKTA N dnuioupyia evog TéTolou SIayPAUMATOS KABWG

BewpnBnke 611 ATV 181aITEPA BUOKOAN Kail TTEPITTAOKN N OAn dladIkacia yia €vav un EUTTEIPO

xenaotn.

= Clustering Analysis

H avdAuon katd ouotadeg utrootnpiletal o€ eCalpeTikG IkavotroinTiké Babud atd 10
Aoyiopiké TnG Qiagen. Mo ouykekpipéva, n Eikéva 2.1.9 mmapouoidlel Ta diaypdupata TTou
TTPpoékuyav ammd Tnv avaAuon Katd ouoTddeg pe xprion Tou aAyopiBuou K-means. Zta
dlaypaupaTa autd aTreikovifetal n ouoTadoTroinon Twv 21 XpwPooWHATWY (19 auTooWHIKA
Kal 2 QUAETIKA) Tou TTovTIKOU mus musculus. Mo ouykekpiyéva, n availuon auth deixvel Ta
yovidia TwV XpWHOoWUATWY Tou 5% cluster va éxouv Tnv yeyaAlTtepn KAion 6oov agopd TG
TIUEG EKPPOONG TOUG O€ oxéon Pe Ta uttOAoITTa cluster evw Pndevikr KAion @aivetal va £xouv
TO EKQPATHEVA YOVIDIO TOU QUAETIKOU XPWUOOWWOTOG Y TTou eival Totrofetnuéva oto 3°

cluster.
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Eikova 2.1.9: Aiaypdupata a1ré TV avaAuon Katd ouoTddec Tou £€eTalOUEVOU OpYyavIoUoU
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=  Custom Reports

Aev kaTéoTtn duvatn n TapdBson kAmolag €kGvag TToU va agopd oTn duvaTtotnTa TOu

AoyIopIKOU yia dnuioupyia avapopwy ETTIAEYUEVWY aTTO TO XPHOTN YoVIdiwv.

TpiTn KATNYOPiO XAPAKTNPICTIKWY

» Heat maps

H avdAuon pe xprion xopTwv BepudTnTtag cival pia diadikacia TTou TTPOC@EPETAl ATTO TO
Aoyiopiké. ‘Eva OTIYUIOTUTTO aTTOTEAEOMOTOG QUTAG TNG avdAuong OTtwg Oivetal atmmd To
manual Tou AoyiouikoU @aivetal otnv Eikéva 2.1.10.

Eikova 2.1.10: Z1iyuidétutio evoc Heat map armmd 1o manual Tou AoyiouikoU

* Volcano plots
2tmnv Eikéva 2.1.11 mapatiBetar pia Volcano ypa@iky TTapdcTacon TTou TTPoEPXETAl aTTd TO
EYXEIPIOIO TOU AOYIOUIKOU.
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Eikéva 2.1.11: Volcano ypagikn mapdoTtaon amd 10 manual Tou Aoyiguikou

=  MA plots: Mia evdeikTikf MA ypa@iki TTapdoTacn atmmd 1o manual Tou AoyIGHIKOU

atreikovietal otnv Eikova 2.1.12.

Eikova 2.1.12: MA ypaoik TapdoTtaon atmmd 1o CLC Genomics Workbench
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= Genome Browser: ZUJQwvA HPE TOUG 1OUVOVTEG TNG €TAIPEIOG TO AOYIOUIKO divel Tn

duvaToeTNTA TTEPINYNONG YOVIDIWUATWY JECW VOGS UTTOAOYIOTIKOU £pYaAgiou TTAPSUOIOU PE TO
UCSC Genome Browser. lNap’ 6Aa autd dgv KATEOTN dUVATOG O EVTOTTIONOG KATTOIAG TETOIAG
€TMIAOYAG KaTd TN SIAPKEIa £6EpelivnONG TOU AOYIOHIKOU Kal yia auTtd To Adyo dev TTapaTiBeTal

KéTtTola €IKOVa A OTIYMIOTUTTO aTTd aUTO TO XOPAKTNPIOTIKO.

= PCA: 2mv Ekéva 2.1.13 trapouciddetal éva evoeIKTIKO ypd@nua avaAuong KUpiwv

OUVIOTWOWYV OTTWG TTAPATIBETAI GTO AVTIOTOIXO TUAMA TOU £yXEIPIOIOU TOU AOYICHIKOU.

Eikova 2.1.13: PCA ypdonua a1mé To manual Tou CLC Genomics Workbench

= MDS: H kataokeur] ypa@nuatwy TTOAUdIAcTATNG KAINAKWONG OEV TTAPEXETAI TOUAAXIOTOV

MEXPI OTIYMNAG aTTO TO AOYIOUIKO CUUPWVA Kal HE TOUG UTTEUBUVOUG TG eTaipeiag Qiagen.

= Box plots: H duvarétnta dnuioupyiag TEToIOU €iOOUG DIAYPAPPATWY TTAPEXETAI OTTO TO
Aoyiopiké autd. H diadikaoia kal va Trapddelyua Tou agopd 4 atrd Ta deiypata

(2 WT ka1 2 Smyd3KO) Tou e&eTtaddpevou TTovTiKoU aTreikovifovtal oTig Eikdveg 2.1.14 kai
2.1.15.
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Eikova 2.1.14; Aiadikagia dnuioupyiac evoc Box plot diaypdupaTtoc

Institutional Repository - Library & Information Centre - University of Thessaly
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Eikova 2.1.15; Box plots diaypdupata 4 dslyudTwy Tou mus musculus

A6 Ta diaypdupata TG Eikévag 2.1.15 mrpokutrtel 611 ota Wild Type deiypaTa o1 TINEG TNG
YoVIBIaKNG €KQPAONG TTou BpiokovTal oTov KABeTo dova gival yeyaAlTepeg o€ oxéon PE Ta
ociyyata atmmdé T oTroia €xel a@aipedei pe TEXVNTO TPOTTO TO Yyovidio Smyd3. ETiong,
TTapaTnPEEiTal ueyaAuTeEPn ammdéoTaon avapeoa OTo EAAXIOTO KAl TO PEYIOTO OnuEio o€ oxéon
pe Ta Smyd3KO (Knock-Out) deiyparta evw ouciaoTikr] diagopd evTtotrileTal kal oTn OIANETO.
AKOpN, O1agopég OTn dourp Twv dlaypoauudTwy TTapaTtnpouvTal 1000 MPeTagu Twv WT

Oelyudtwy 600 Kal HETagU auTwyv Twv Smyd3KO delyudTwv.
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Oocov agopd oT1o Pnviaio KGOTOG ATTOKTNONG Ad<Iag Xpriong yia évav akadnuaikd xpnotn,
autd avépxetal ota 413 € olpewva e v Eikdva 2.1.16 kal TTpoKUTITEl UCTEPA OTTO
emKoivwvia péow email pe v etaipeia SafeBlood BioAnalytica n otroia atroteAei cuvepydTn
™G CLC bio, Qiagen otnv EAAGSa. ETtiong otnv idia gikdva dla@aiveTal T0 KOOTOG £TACIAG

XPNong Tou AoyiouikoU IPA 10 oTroio o€ unviaia Baon avépyetal oto Tood Twv 1281 €.

(a) (B)

Eikéva 2.1.16: a) To 11010 KOOTOC AdeIag Xprong Tou Aoyiopikou CLC Genomics
Workbench

B) To etRo10 KOGTOC GdeIag XProNg Tou Aoyiopikou Ingenuity Pathway

Analysis

34

Institutional Repository - Library & Information Centre - University of Thessaly
21/05/2024 13:53:20 EEST - 3.128.171.154



2.2 Full Lasergene Suite (DNASTAR)

MpwTn KOTNYOPIa XOPOKTNPIOTIKWV

>tnv Eikéva 2.2.1 mTou TTpoépXeTal atrd Tov UTTOAOYIOTH BOKIUNAG @aiveTal 6Tl 0 XWPOG TTou
kataAapBavel To Aoyiopikd Full Lasergene Suite Tng etaipeiag DNASTAR eival 1,67 GB
mepiTou. To Aoyiouikd autd KaTaAauPBAvel onuUAvTIKG PEYAAUTEPO XWPEPO O OXECN ME TO
TTPONyoUUEVO Kol autd O@eiAeTal OTO OTI TTPOOQPEPOVTAl OUVOAIKA 16  SI1agopETIKA
Tpoypdupata TTou oxeTiCovial pe TNV aAAnAouxion Gueca A éupeca. Ta TTpoypduaTa
atreikovifovtal otn &€& oTAAN TNG Eikévag 2.2.1. To AoyIopIKO auTd utTooTnpidel Kal TV
Desktop aAAG kai Tnv Cloud apxITEKTOVIKA CUOTAUATOG. TEAOG, OGOV aPopd GTO AEITOUPYIKO
ouoTnUa 10 Aoyiouikd uttooTnpidel povo oe 2 (Windows, Mac) amd toug 3 TUTTOUG TWwv

AEITOUPYIKWV CUCTNPATWY OUPNQWVA PE TNV IOTOOEAIDA TNG APEPIKAVIKNG ETAIPEING.

a) B)

Eikéva 2.2.1: a) XwpnTtikdTnTa T0U Aoyiopikou Full Lasergene Suite

B) Ameikdvion Twv 16 TTpoypapudTwy TG eTaipeiag DNASTAR
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https://www.dnastar.com/t-technical-requirements-genomics-suite.aspx

AgUTEPN KOATNYOPIA XOPOKTNPIOTIKWYV

=  FASTO/BAM apxeia

21 Elkdveg 2.2.2, 2.2.3 kal 2.2.4 TTou akoAouBouv @aivovtal Ta BAPATA TTOU OTTAITOUVTAI

TTPOKEINEVOU VO Yivel n €loaywyrn KATTolou apxeiou FASTQ atmd Tov UTTOAOYIOTH OTO
Tpoypappa SegMan NGen 10 otmoio amoTeAei éva ammd Ta 16 ouvoAikd TTpoypdupaTta. To
apxeio autd Trepiéxel dedopéva  TToU  OXeTiCovTal ue Tov opyavioud Tng Listeria
monocytogenes. H idia diadikaoia akoAouBeiTal 0 YEVIKEG YPAUUES KOl VIO THV EI0QYWYNA
evog BAM apyxeiou. H Listeria monocytogenes emIAEXONKE WG TTAPAdEIYUA TO OTIOIO
TTPOCQEPEI N idIa N eTAIPEIR WOTE va OKIYATEI 0 XPAROTNG TIG duvaTOTNTEG TOU AoyICHIKoU Full
Lasergene Suite. QoT1600 dev KATEOTN €QIKTA N €TavdAnwn TG 6Ang dladikagoiag yia Tov

opyavioud mus musculus yia Adyoug TTou dev JTTopoUv va TTPoodIoPIoTOUV ETTAKPIBWG.

= Qrganisms

Aev yiveTal ca@AG TTEPIYPAPR] TwV YOVIOIWHATWY TWV OPYAVvIOUWV JE €Eaipeon Ta
yovISIWUaTO TOU avBpwTTou Kal TNG apkoudag oTa oTroia epapudletal n diadikagia Tng
aAAnAouxiong 0elTePNG vevidag. lMapdAa autd, clUp@wva e Ta 60a uttooTnpifouv ol
ETTIOTNMOVIKOI UTTEUBUVOI TNG ETAIPEIOG UTTAPXOUV BIABECIUA TTOKETA TTPOTUTTOU YOVISIWHATOG
yI0 KATTOIOUG KOIVOUG OpyavioUoUg aAAd diveTal Tautdyxpova Kal n duvartétnta OTo XproTn va

TpounBeloel Ta dIKA Tou apxeia yia GAAoug opyavicuoUg.

= Quality Control

Aev katéotn OuvaTtdG O EVIOTTIONOG XOPOKTNPEIOTIKWY TIOIOTIKOU €AEyXOU OE QuUTO TO

AOYIOUIKO.

= Differential Expression

Aev ATav duvarr n TTapdBeon PETALU Twv OlIAPOPWY TTPOYPANPATWY KATTOIOG £IKOVAG TTOU
va avagEpeTal oTn dIapopIkr £EK@pacn Twv yovidiwv Adyw avuttépBANTwyY OUOKOAIWV  YIa
£vav apydplo UTTOAOYIOTIKA XPNoTn TTapd Tov I0XUPIOKO Twv apuodiwv o1 n duvartdtnta

QUTH TTOPEXETAI ATTO TO AOYIOMIKO.
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Eikova 2.2.2: Aiadikaaoia sicaywync FASTO apyeiou oto TTpoypauua SegMan NGen (1)
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Eikova 2.2.3: Aiadikagiac sicaywync FASTO apyeiou oto Tpoypauua SegMan NGen (1)
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Eikova 2.2.4: Aiadikaoia sicaywync FASTO apyeiou oto TTpoypauua SegMan NGen (lII)

=  External Annotation Databases

H poévn mmAnpogopia TTou agopd oTIG eEWTEPIKES PBAoelg dedopévwy gival n diaBefaiwaon Tou
EKTTPOCWTTOU TNG £TaIPEIaG OTI TO AoyiopikG uttooTnpilel Tig Baoeig GenBank kai Protein Data
Bank.
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= GO Analysis
H duvartétnta avaAuong €PTTAOUTIOHOU OVTOAOYIWV TWwV YoVvISiwv UTTooTnpifeTal atmd TO

TTPOYpaPpa ArrayStar TTOU QVAKEI OTNV OIKOYEVEID TWV TTPOYPAUMATWY TNG E€TAIPEIAG

DNASTAR. ‘Eva oTIydIdTUTIO TOU TTPONYOUHEVOU OpyaviooU @aivetal otnv Eikéva 2.2.5.

Eikova 2.2.5: AttotéAeopa 1nc GO avaAuonc 1n¢ Listeria monocytogenes atrd 10 ArrayStar

=  Biochemical Pathway Analysis

H duvatétnta avaAuong PIOXNMIKWY HOVOTIATIWY OEV TTAPEXETAlI OTTO T GUYKEKPIUEVN

£kO00T TOU AOYIOUIKOU CUPQWYA WE evnuEpwan, HEow email, Twv avBpwTTwy TNG ETAIPEIAC.

= Workflows Creations

H dnuioupyia porig epyaciwyv Bewpeital amd Toug 18UvovVTEG TNG €TAIPEIaG OTI TTAPEXETAI AV

Kal OV KATEDTN €QIKTA N CUYKEVTPWON KATTOIOG ava®opdg, KATToIag IKOVAG | OTIYUIGTUTTOU.

= Clustering Analysis

H avdAuon katd cuotdadeg TTapéXetal ammd 1o Tpoypaupa ArrayStar ge duvatdtnta emAOYAG
eite péow Hierarchical Clustering €ite péow TOU aAyopiBuou K-means kai paAioTa o€

OUOXETION ME TOUG XApTeg Beppotntag. MNa 10 Adyo autd dev TrapaTtiBetal o€ autd TO
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XOPAKTNPIOTIKG KATTOIO €IKOVA aAAG avTiBeTa TTAPOUCIAdeTal £€va OTIYUIOTUTTO OTNV avAaAuon

TwV heat maps 1Tou BPICKETAI GTNV ETTOPEVN KATAYOPIO XAPAKTNPIOTIKWY.

=  Custom Reports

H dnuioupyia ava@opwy yia CUYKEKPIYEVA YyoVvidia TTOU evOIAQEPOUV TO XPHOTN TTPOCPEPETAI
OTTWG ava@épouv ol ekTTpdowTol ThG eTalpeiog DNASTAR av kal dev katéoTtn duvartdg o
EVTOTTIONOG Wiag i TTEPICCOTEPWYV TETOIWV AVAPOPWY KATA T dIGpPKEIa €TTECEPYQTiag TwWV

TTPOYPAPHATWY TOU AOYIOUIKOU.

TpiTn KATNYOPiO XAPAKTNPICTIKWYV

= Heat maps
H dnuioupyia xaptwv OepudtnTag ecival pia duvatdmTa TTou uTtooTnEifeTal amd To
Tpoypappa ArrayStar. H Eikéva 2.2.6 TTapouciddel évav TETOI0 XAPTN TTOU TTPOKUTITEI UOTEPQ

aTTo TNV avaAuon KaTtd ouoTAdEG UE XPron Tou aAyopiBuou K-means.

Eikova 2.2.6: Heat map yia Tov opyaviouo Listeria monocytogenes
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=  Volcano/MA plots

H kataokeur) TETOIOU €i00OUG  YPOQPIKWY TTAPACTACEWY Oev  UTTooTNpifeTal atmd TN
ouyKekpIuévn €kdoon Tou AoyiopikoU Full Lasergene Suite oUu@wva PeE TOuG UTTEUBUVOUG

TNG €TAIPEIOG.

=  Genome Browser

H duvatdétnta mepiynong yoviSIWPATWY TWV OPYAVICHWY TTPOCQEPETAl aTTd TO TTPOYPAUMA
GenVision Pro gupgwva pe TNV evnuépwan Twy UTTEUBUVWY Tou Aoyigpikou. Qotéoo dev
katéoTtn duvaTh ouTe N KTEAECN AUTAG TNG BIadIKACIAG yIa TOV £CETACOUEVO OPYAVIOUO OUTE N
eUpeon KATToIou TTapadeiypaTtog atrd To manual TTou va a@opd TO XAPAKTNPIOTIKO auTd AGYyw

TTOAUTTAOKOTATAG TNG SI1adIKACIAG YIa £vav ATTEIPO O€ TETOIOU €i00UG AOYIOHIKA XPAOTN.

= PCA/MDS plots

H avdAuon kOpiwv CuvioTWOWY OTTWG Kal Ta ypa@riuata TToAudIdoTatng KAIHdkwaong dev

utrooTnpifovtal akéun otmmd Tnv uttdpxouca £kdoon Tou AOYIOHIKOU OTTwG Tovi(ouv ol

EKTTPOOWTTOI TNG ETAIPEING.

= Box plots
H kaTtaokeuny T€Tol0U TUTTOU SIAYPAUUATWY OEV TTPAYUATOTTOIEITAI ATTO KATTOI0 TTPOYPANKa

NG TTAATPOPPOG OTTWG UTTooTNPICouV oI AvBpwWTTOI TNG ETAIPEIAG PE TOUG OTTOIOUG UTTAPXEI
TaUTION ATTOWEWV KOBOTI deV EVTOTTIOTNKE KATTOI0 TTPOYPAUUA TTOU va TTapEXEl Tn duvaTtdTnTa

yla OTITIKOTTOINON Twv dedouévwy HEow boxplot.

Ocoov agopd oTo Pnviaio KGOTOG ATTOKTNONG Gdelag Xpriong yia évav akadnuaikd xpnorn,
auTd avépyxetal ota 217 € ) ota 5095 € €@ 6pou (WS Kal TTPOKUTITEI UOTEPA ATTO TTPOCWTTIKI

gTMKOIVWVia péow email pe 1o TuARPa MapkeTivyk kal MwAnoewv NG eTaipeiagc DNASTAR.
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2.3 Geneious (Biomatters)

MpwTn KOTNYOPIa XOPOKTNPIOTIKWV

2tnv Eikéva 2.3.1 diagaivetal 611 0 XWpog TTou KataAauBdvel 1o Aoyiopiké Geneious Tng
eTaipeiag Biomatters cival 468 MB trepitrou. H apxITeKTOVIKI) ouoTiUaTOG gival Desktop evw
TO AOYIOHIKO uTTOoTNPICEl KAl TOUG 3 TUTTOUG TWV AEITOUPYIKWY CUCTNNATWY CUUQWVA PE TV

10T00€Ai®a TNG eTaipeiag TTou £xel TNV £0pa TG oTn Néa ZnAavdia.

Eikova 2.3.1: XwpnTtikdéTNTA TOU AoyliouikoU Geneious

AgUTEPN KATNYOPIO XOPOAKTNPIOTIKWYV

=  FASTQ/BAM apxcia

>1ig Eikéveg 2.3.2 kai 2.3.3 TTapouaciddeTal n dladikacia £10aywyng atrd Tov UTTOAOYIOTH

OoKIuNG evog FASTQ apxeiou TTou a@opd aTov £CETAOPEVO OPYAVIOUO.
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https://support.geneious.com/hc/en-us/articles/227532468--Supported-Operating-Systems

= QOrganisms
Ta yovIdIwPaTa OAWY TWV EUKAPUWTIKWY OPYAVIOUWY OTTWG ETTIONG TTOAAWY QUTWV, 1LV Kal

Baktnpiwv TTapéxovral amd To AoyiopikO Geneious ocUp@wva pe 70 manual Kol Toug

ETTIOTNHOVIKOUG UTTEUBUVOUG TNG ETAIPEIOG.

Eikova 2.3.2: Z1iyuidétutra atrd 1n Sladikagoia sicaywync evoc FASTO apyxeiou (1)
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Eikova 2.3.3: Zniyuiotutra ammd 1n Oladikaoia eicaywyng evoc FASTO apyeiou (1)

=  Quality Control

O T1oI0TIKOG éAeyxog dieEdyeTal péow €vog epyaleiou (plugin) Tou AoyiouIKOU TTOU QEPEI TO
ovoua BBDuk Trimmer kai Ta Brjpata tng diadikaciag Tou akoAouBeital TrapatifevTal oTrTiKa
otnv Eikéva 2.3.4 evw n Eikdéva 2.3.5 atreikovilel éva didypauua TTou agopd 1o length
distribution Twv aAAnAouxnBévtwy oAlyovoukAeoTidiwv Tou mus musculus. EidIkOTeEpa, autd
TTou @aivetal ammé Tnv Eikéva 2.3.5 civar 611 n péon kaTtavoprny PAKoug o€ euyn

VOUKAEOTIOIKWYV BACEWV avEpxeTal TepitTrou oTig 160 BAoelg.
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Eikova 2.3.4: H diadikagia 1ToloTIKoU eAéyxou Tou Geneious
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Eikéva 2.3.5: Z1iypidTuTio atrd Tov TToloTIKO £AsyX0 TOU mus musculus

= Differential Expression

H diadikacia dla@opIkng £kepacng Twv yovidiwy e@apuoletal JOVO OE TTPOYPAPKATIOTIKO
mepIBGAOV R Tou TTakéTou DESeq. Av kal éyive TTPOOTIABEIO yia €KTEAEON auToU Tou
TTPOYPANPATOG O YAWOOO TTPOYPAMMATIONOU R Oev OTEQONKE ATTO €MITUXIA KAl ETTOUEVWG

OEV TTPOEKUYE KATTOIO OTIYMIOTUTTO.

=  External Annotation Databases

ZUUQWVa JE TOUG ETTIOTNHOVIKOUG CUVEPYATES TNG eTalpeiag Biomatters ol e€wTepikéc Baoeig

oedopévwy TTou ouvdEovTal he To Aoyiopikd gival n RefSeq kai n PubMed.

* GO Analysis
H avdAuon Tou €uTTAOUTIONOU Twv OVTOAOYIWV TNG OIAPOPIKAG EKPPAONG YOVIDIwV

utrooTnpiletal amd €va GAAo plugin Tou AoyiopikoU Geneious TTou ovopdletalr GO-Slim.
Qot1600 dev KATEOTN €QIKTA N OAOKApwoN TNG avaAuong AOyw QVETTAPKEIOG OE PVAUN TOU

uttoAoyIoTr DOKIUAG.

= Biochemical Pathway Analysis

H duvatétnTa avaAuong BIOXNMIKWY POVOTTATIWV OEV TTAPEXETAI O QUTAV Tnv €kdoaon Tou

AOYIOMIKOU ETTEITA ATTO EVAUEPWON TWV ETTICTAROVIKWY UTTEUBUVWYV TNG ETAIPEING.
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=  Workflows Creations

2UPQWVA PE TOUG IOXUPIOHOUG TwV avBpwTTwy TNG €Talpeiag n dnuioupyia diaypappaTwy
PONG uTtTooTNPICeTal PEPIKWG. QOTOCO dev KATEOTN duvaT n €Upeon KATTOIAG TETOIAG

ouvaToeTNTag Katd Tn dIGPKEIA £EEPEUVNONG TOU AOYIOUIKOU.

= Clustering Analysis

H avdAuon katd ocuotddeg cival duvarr) povo pe Xprion tou plugin Blast2GO 1o otroio dev
TepIAapBaveTal otn Bacikr £€kd0oon Tou AOYICHIKOU YIa QUTO Kal QTTAITEITAI EEXWPIOTH unviaia

ouvdpoun.

=  Custom Reports

H duvatomnTa dnuioupyiag ava@opwy yia CUYKEKPIPEVA yovidia TTou evOIAQEPOUV TO XPROTN
Oev TTapéxeTal otnv TTapoloca TouAdyioTov €kdoon Tou Geneious Kal QuTh n TTapaTreEnon

emBeBaiwveTal Kal atTd TOUG avBPWITTOUG TNG eTaipEiag Biomatters.

TpiTn KATNYOPIia XAPAKTNPICTIKWV

= Heat maps

H kataokeun xapTtwv Bepudtnrag eival pia amo Tig duvaTtdtnTeG TTOU TTApEXOVTAl ATTO TO
AoyIouIKG OTTwG emmonuaivouv ol appodiol. MapdAa autd Bewpeital apkeTd TTEPITTAOKN N
O1adIKacia KATAOKEUNG TETOIWV XOPTWV yia évav apXaplo UTTOAOYIOTIKA XPAOTN Kal autog
gival o AOyog Tou Oev UTTAPYXEI KATTOIO OTIYMIOTUTTO amd Tn dladikacia avadAuong Tou

egeTalOpeEVoOU opyaviouou.

* Volcano plots
H &iadikacia dnuioupyiag Volcano ypagikwyv TrapacTdoewyv eival pia duvartétnrta TTou

Tapéxetal amd 10 Geneious OTTWG avagEépeTal Kal 0To manual Tou AoyiopiKoU Kal éva

OTIYMIOTUTTO P0G TETOIOG YPAQIKAG TTapdoTaong TTapouaciddetal otnv Eikéva 2.3.6.
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Eikova 2.3.6: Volcano ypagikA TTapdotacn a1md 10 manual Tou Aoyiguikou

= MA plots
H kataokeuy MA ypa@ikwv TTapaoTdoewy Oev uttooTnpietal ammd TO AOYIOHIKO OTTWG

empBeBaiwvouyv Kal ol appodIol TNG ETAIPEING.

=  Genome Browser

ZUJQWVa HPE TOUG IOXUPIOHOUG Twv avBpwTtwyv Tng Biomatters 10 Aoyiouiké Geneious
TTOPEXEl KATTOIO UTTOOTNPIKTIKO TTPOYPAUMA  TTEPINYNONG YOVIOIWUATWY TO OTIoio  gival
TTapouolo pe 1o UCSC alAd Oxi 1o id10 AsiToupyikd pe autd. QOTOCGO Oev KATEDTN EQIKTH N

OUAAOYN KATTOIOU OTIYMIOTUTTOU TOU XAPOKTNPIOTIKOU auToU.

= PCA plots
H duvatdétnta dnuioupyiag PCA ypo@nuUATwy TTOPEXETAI ATTO TO CUYKEKPIMEVO AOYIOUIKO Kal

auTd deixvel n Eikdva 2.3.7. MNap’ 6Aa auTd Bewpeital apkeTA TTEPITTAOKO YIa £vav un EUTTEIPO
UTTOAOYIOTIKG XPriOTnN va KATavonoel Kal va epapudoel Tn diadikacia dnuioupyiag TETOIWV
YPAPNUATWY Kal yia autd TO AOYO Oev UTTAPXEl KATTOIO OTIYMIOTUTIO TTOU va a@gopd Tov

e€eTaldouevo opyaviouo.
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Eikova 2.3.7: PCA ypdonua Tou Baktnpiou Vibrio fischeri

= MDS
H dnuioupyia ypapnudtwy ToAudidoTatng KAIJAKwOoNG dev TTPOCPEPETAl ATTO TO AOYIOUIKO

KAl 0€ auTO TO CUPTTEPAC A KaTaArfjyouv Kai ol idiol o1 avepwTTol TNG.

= Box plots
H kataokeur) T€ToloU €idoug dlaypapudTwy Ogv TTapéXeTal atrd TNV TTapouca £kdOon Tou

Aoyiouikou Geneious 6TTwg miBeBaltuvouv Kal o1 IBUVOVTEG TNG ETAIPEIAGC.

Ocoov agopd oTO PNviaio kGOTOG atroKTNong Adelag Xprong yia €vav akadnuaikd xprnotn
autéd avépxetal ota 16,25 $ evw kupaivetar amd 33 $ éwg 83 $§  mepiou yia éva
TTAVETTIOTAMIO ] KATTOIa JN KUPBEPVNTIKI opydvwan avTtioTolxa kal avepaivel avdAoya ota 104
N 208 $ vyia kaTmola kePOOOKOTTIKY opydvwaon ocUP@wva Pe TNV 10TogeAida TNG eTaIPEIOG.
Ooov agopd oT1o pnviaio k6oTog Tou plugin Blast2GO yia évav akadnuaikd xpAotn autd

avépyeTal oTa 75% TepiTrou oUPQWVa pe TNV avtioTolxn IoToogAida.
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https://www.geneious.com/pricing/commercial/
https://www.blast2go.com/vm/view/cart

2.4 Nexus Expression (Biodiscovery)

MpwTn KOTNYOPIa XOPOKTNPIOTIKWV

2tnv Eikéva 2.4.1 @aivetal 611 0 Xwpog 1Tou KaTaAauBdvel To Aoyiopiké Nexus Expression
NG eTaipeiag Biodiscovery cival 972 MB Trepittou. H apXITEKTOVIKA OUCTAMATOG €ival
Desktop. EmiTAéov, 66ov agopd oTo AEITOUPYIKO CUCTNUA TO AOYIOHIKO UTTOOTNEICEl KAl TOUG

3 TUTTOUG TWV CUCTANATWY CULQWVA PE TNV I0TOOEAIDA TG AUEPIKAVIKNG ETAIPEING.

Eikova 2.4.1: XwpnTtikOTNTA TOU AoyiouikoU Nexus Expression

AgUTEPN KATNYOPIO XOPOAKTNPIOTIKWYV

=  FASTQ/BAM apxcia

ZUPQWVa PE TOUG ETTIOTNUOVIKOUG UTTEUBUVOUG TOU AOYIOUIKOU &gV TTPOCPEPETAI APEDN

duvatéTNTa €1I0aYWYNS TWV apxeiwv popeng FASTQ kal BAM. AvTIBETwG, €ival avaykaia n
METOTPOTIN TwV aAAnAouxiwv o€ kavovikoTroinuévn popery RPKM (Reads Per Kilobase

Million) woTe va gival duvaTr n TepaITEPW ETTEEEPYATia TOUG.
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http://www.biodiscovery.com/nexus-expression/

= QOrganisms
O1 utrevBuvol Tou Aoyiopikou Nexus Expression UoTtepa atmmd aviaAAay unvupdtwy péow

email uttooTApIEav OTI TO OUYKEKPIMEVO AOYIOPIKO JTTOpPEl va  Xpnoldotroindei  yia
OTTOIOVOATTOTE Opyaviouo cival dlaBéoiun pia ammd TIG yovIdlwuaTikEG doPNoEIS (genomic
build) Tou TTpoo@épel n cuykekpipévn 10TooeAIda TNG eTaipeiag Biodiscovery. AkOun, utrhpée
olaBePaiwon 61 gival duvaTth n TTPOCHBNAKN YOVIDIWHATWY YIA dIAPOPETIKOUG ATTO TOUG 1dNn

UTTAPXOVTEG OPYAVIOUOUG O€ TTEPITITWON TTOU Toug {NTnBEi.

=  Quality Control

"YoTtepa atrd mikoivwvia Tou 81E€hx0n néow email e appodioug TnG eTalpeiag Toviodnke OT
N TTapouca €kBOCN TOU AOYIOHIKOU Bev TTAPEXEl TN dUVATOTNTA EKTEAEONG TTOIOTIKOU £AéyXOU

yia dedopéva aAAnAouxiong delTePNG YEVIAG.

= Differential Expression

H duvatétnta auti Trapéxetal amd TO AOYIOMIKO OUP@WVA HE TOV IOXUPIOWO Twv
ETTIOTNHOVIKWYV UTTEUBUVWYV TG eTaipeiag. QoTOC0 Oev KATEDTN €QIKTOG O EVTOTTIONOG Wiag N
TTEPICCOTEPWY EIKOVWV TTOU VO ava@épovTal aTn dIaQopIKr £K@PAcn Twv yovidiwv Adyw

UTTOAOYIOTAG QVETTAPKEIAG OE PVIHN.

=  External Annotation Databases

H pévn mAnpogopia 1ou TTpoékuwe UOTEPA aTTO €fepelivnon TOUu AOYICMIKOU E€ival OTI
TTPOCQEPETAI T dUVATOTNTA OXOAIACHOU Tou €TMITTEDOU TNG OIOPOPIKNG EKPPAONS YOVIOIwV
XpnoigotroiwvTag 1n Pdon dedouévwy RefSeq kKabBwg Kal cuvOETHOUG PE AAAEG EEWTEPIKEG

Baoeig 6edopEvwv.

* GO Analysis
H avdAuon Twv ovtoAoyiwyv dIaQOpIKAG EKPPAONS YOVIOIWV UTTOCTNPICETAI ATTO TO AOYICHIKO

NG eTaipeiag Biodiscovery kal opiopéva OTIYMIOTUTTA TTOU TTPOEPYOVTal atrd To manual Tou

Aoyiopikou @aivovTal oTnv Eikéva 2.4.2.

=  Biochemical Pathway Analysis

H duvatétnTa avaAuong BIOXNMIKWY POVOTTOTIWV OEV TTAPEXETAI OE QUTAV TNV £€kdoon TOu

AOYIOUIKOU ETTEITA ATTO EVNUEPWON TWV ETTICTNUOVIKWY CUVEPYATWV TNG ETAIPEIAG.
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http://www.biodiscovery.com/support/downloads/

Eikéva 2.4.2: Zniyuidtutta GO Enrichment Analysis amrd To manual Tou AoyiouiKoU

=  Workflows Creations

H o&nuioupyia powv epyaciwv O&ev TIpoo@épeTal amd To Nexus Expression 61mmwg

ETTIONUAIVOUV 01 EKTTPOCWTTOI TNG.

= Clustering Analysis

AT1é TOUG 18UVOVTEG TNG ETAIPEIAG Kal aTTO TTPOCWTTIKI EUTTEIPI TTOU ATTOKTHBNKE aTrd TnVv
egepelivnong Tou AOYIOWIKOU TTPOKUTITEI OTI AUTO TTPOC@EPEI TN dUVATOTNTA CUCTAdOTTIOINCNG
Méow €mIAOYNG €iTe Tou aAyopiBuou Hierarchical Clustering eite Tou aAyopiBuou K-means.
Qotooco Oev katéoTn Ouvati n oAokAfpwaon TNG avaAuong KaTd ouoTddeg efautiag NG

TTOAUTTAOKOTNTAG TTOU EMQPAVICE AUTH VIO £VAV PN EUTTEIPO O€ TETOIEG OIADIKACIEC XPNOTN.

=  Custom Reports

Avag@opikd pe autd TO XapaKTNPIOTIKO, Ol UTreUBuvol €mmionuaivouv Ot n duvaréTnTa TTou
TTOPEXETAI €iVAIl N ETTITOPA TWV TTANPOPOPIWV TNG dIAPOPIKAG YOVIDIAKNG EKQPAONG O £vav
TTIVOKO JE EEXWPIOTEG KAPTEAEG O OTTOIOG UTTOPET va e€dyeTal ammd 1o Nexus Expression pe tn

HOP®r] EVOG apXEioU KEIPEVOU.
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TpiTn KATNYOPIa XAPAKTNPIOTIKWYV

= Heat maps
H duvatdéTtnta dnuioupyiag Heat maps mTpoo@épetal atd TO AOYIOHIKO OTTWG Tovi(ouv Kai ol

ETTIOTNHOVIKOI OUVEPYATEG TNG eTaIpEiag Biomatters. EiDIkOTEPQ, €ival duvatr n ouAloyn
OTTOIOVOATTOTE TTANPOPOPIWYV TTOU OXETICOVTAI PUE TOV TUTTOG TOU 1I0TOU, TIG UTTOOPAAEG Kal TNV
QTTOKPION OTA QAPUAKA TWV OEIYUATWY TWV EKACTOTE £geTAlOMEVWY Opyaviouwy. H Eikéva
2.4.3 atreikovifel opiouéva OTIYHIOTUTTO XaPTWY BepudTNTAG TTOU TTPOEPXOVTal atrd To manual

TOU AOYICMIKOU.

= Volcano/MA plots

Aev uttootnpidetal n dnupioupyia Volcano kar MA ypa@IKwy TTapacTACEWY CUUPWVA HE TOUG

ETTIOTNUOVIKOUG UTTEUBUVOUG TNG ETAIPEING.

=  Genome Browser

H duvatdtnta mepIRynong YoVISIWKATWY TwV OpyavIoUWwV Oev TTAPEXETAI ATTO TO AOYIOUIKO

OTTWG TOViCoUV 01 EKTTPOCWTTOI TNG ETAIPEING.

= PCA/MDS plots

Aev eivar duvat) n kataokeurp PCA kai MDS ypa@nudTwy OTTWG TTPOKUTITEI AT TNV

ETTIKOIVWVIa PHEoW email pe Toug €€EIBIKEUEVOUG OUVEPYATES TOU AOYIOUIKOU.

= Box plots
Aev gival €QIKTA n KaTtaokeur] Boxplot ypapnudatwy 6TTwg uttooTnpilouv Kai ol apuodiol TG

eTaIPEIQG.
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Eikova 2.4.3; Zniyuiotutta Heat maps amrd 1o manual Tou Aoyiouikou Nexus Expression
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Ocov agopd oTO PNVIaio KOOTOG ATTOKTNONG AdEING XPAONG YIa £vav akadnuaikd xXpnotn
autd avépxetal ota 232 € cuupwva pe TNV Eikdva 2.4.4 kal autd TTPOKUTITEl UOTEPA OTTO
eTMKOIVWVia péow email pe Tnv eTaipeia Biodiscovery n otoia amoteAei cuvepydTtn Tou

Aoyiouikou Nexus Expression.

Sheila Shaw <scshaw@biodiscovery.com>
Tpog Epéva

AyyAiKa
EAANVIKG

Metdepaon unvopaTog
ATtrevepyoTtroinan yia: AyyAiké
Hi Stathis,

Thanks for your patience. Attached are the answers to your software questions. Please let

me know if you have any further questions.

Regarding the price of Nexus Expression, it's a subscription based pricing model. To give
you a general idea, the cost of 1-year Nexus Expression Node-Lock (single) license with a

40% academic discount is EUR 2,779.80. Please let me know if you would like a quote.

Also, below is a 7day trial license extension:
Activation code: 32cc-15e4-c361-44cc-8f59-a1d3-2e10-3dch

Thanks
Sheila

Eikova 2.4.4: To eTA0I0 KOOTOC GdsIac Xpriong Tou AoyiouikoU Nexus Expression
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2.5 Partek Flow (Partek)

MpwTn KOTNYOPIa XOPOKTNPIOTIKWV

2tnv Eikéva 2.5.1 @aivetal 0TI 0 Xwpog 1Tou kataAapBdvel 1o Aoyiouikd Partek Genomics
Suite Tng eTaipeiog Partek gival 467 MB trepittou. Qotdoo, n xwpentikétnTa Tou Partek Flow
Molddel va gival undevikr). H apxitektoviky cuoTAuaTog gival Desktop. EmimTpooBétwg, doov
agopd oT0 Acitoupyikdé oUoTnua TO AoyIopIkKG uTtoOoTnpEifel Kai Toug 3 TUTTOUG TWwV

OUCTNHATWY CUPQWVA JE TNV 1I0TOOEAIDA TNG APEPIKAVIKNG ETAIPEING.

Eikova 2.5.1;: XwpnTtikdTNTa ToUu AoyiouikoU Partek Genomics Suite

AgUTEPN KATNYOPIO XOPOAKTNPIOTIKWYV

=  FASTQ/BAM apxcia

2UPQWVa PE TOUG ETTIOTNPOVIKOUG ouvepydTeg TnG Partek 1o Aoyiopikd Partek Flow déxetal

wg €icodo 1600 FASTQ apxeia (un eubBuypauuiopéva, unaligned) 6co kai BAM/SAM apyxeia
(euBuypapuiopéva). ETITTAOV, TO AOYIOUIKO auTd OExETal KOl GAAEG HOPPEG CUPTTIECHEVWV
apxeiwv otTTwg eival Ta gzipped fastq apxeia. H Eikéva 2.5.2 deixvel Ta BripaTta €l0aywyng

evog FASTQ apyxeiou o€ auTtd TO AOYIOUIKO.
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http://www.partek.com/minimum-system-requirements/

Eikova 2.5.2: Aiadikaaoia sicaywync FASTO apyeiwv oto Aoyiouikod Partek Flow
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= QOrganisms
O1 egeidIkeupévol OuvepPYATeEG TNG €TAIPEIAG €TMonuaivouv OTI TTAPEXETAlI N duvATOTNTA

ETTECEPYATIOG YOVIDIWHATWY APKED va UTTAPXE! £va yovIdiwha ava@opds Tou opyaviouoU Kal
éva apxeio oxohiaopou vyia autdv. EidikOTepa, utrooTnpifovTal oI QuTOMATEG ANYEIG

YOVIOIWHATWY avBpwTTWY, TTOVTIKWY KAl apoupaiwy.

=  Quality Control

To AoyIouIKS TTPOCPEPE! TTOIOTIKO €AeyX0 TOCO OoTnV apxr 600 Kal aTo TEAOG TNG dIadIKaaoiag
NG €uBuypdpuiong OTTwg Toviouv ol utreuBuvol. H Eikdéva 2.5.3 atreikoviel Tn diadikacia
TOU TTOIOTIKOU €Aéyxou vyia éva Smyd3KO Ociypa kar éva WT Oeiypa Ttou e&etaldpevou
TTOVTIKOU mMus musculus. A6 10 apioTepd OIAypaPuUa ToUu TEAEUTAIOU OTIVUIOTUTTOU TNG
eIkovag gaiveral 61 To PHRED score tou Smyd3KO deiypaTtog icouTal e 22,7 TTEPITIOU EVW
Tou WT deiypaTog gival ioo pe 23,5 Trepitmou. Ze kABe TePIiTTwon agou Kal Ta dUo okop gival
MIKpOTEPQ atTd 30 auTd TTOU PTTOPET va TTPOKUWEl WG CUUTTEPACHA €ival OTI N CUYKEKPIKEVN
Katavour Otgv £Xel TNV aTTAITOUMEVN aKpPiBeIa yia va yivel atTodeKTr. ZTO iBI0 CUPTTEPACHA
MTTOpEl va KaTaARgEl KATTOI0C HEAETWVTOG TO didypapda TnG O€CIAG €IKGvOG OTO OTI0I0
olakpivetal 611 To PHRED score yia Tnv aAAnAouxion kaBe voukAeoTidIkNG Bdong tou WT
ociypatog avépxetar ae 27 évavtl 22,5 tou Smyd3KO Oeiyyatog Kal n KATtavour Trou
akoAouBei atrokAivel TTEPICCOTEPO OTTOG TNV KOVOVIKI] CUYKPITIKA ME TNV KATAVOUA Tou

Smyd3KO o&¢iyuatog.

= Differential Expression

ZUP@wva Je Toug 1B8UvovTeg TNG eTalpeiag Partek diaTiOeTtan éva euply @Aoua oTATIOTIKWYV
MEBOOWY TTou eival €1dIka oxedlaopéves yia RNA-Seq avaAuon O1a@opIkiG YOVIOIOKAS
ékppaoneg. H Eikéva 2.5.4 cuvowilel Tn diadikacia TTou akoAouBeital oe 2 deiyuata Tou

egeTaldpeEVoOU opyaviouou.

=  External Annotation Databases

O1 apuddiol Tng eTaipeiag diateivovtal OTI yia TTOAOUG OpyaviIoUOUG-POVTEAD TTAPEXOVTAI
QuUTOUATEG AQWEIG OXOAIOOPOU TNG BIOPOPIKAG EKPPaong Twv yovidiwv ammd TG PAoelg
oedopévwv ENSEMBL, RefSeq, GENCODE, miRBase kai geneontology.org.
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Eikova 2.5.3; Z1iyuidétutra atmrd 1n O1adikagoia TToIoTIKOU eAEyyou 2 OEIVUATWY TOU Mus

musculus
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Eikova 2.5.4: Z1iyuidétutra atmd 1n dladikaoia d1apopIiKAC YoVvIOIOKAC £EKQPaonc
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= GO Analysis
H avdAuon eptrAouTiIohéVNG ovToAoyiag Tng OIOQOPIKAG £KOPACNS YOVIDiwv JTTopEl va
eKTEANEOTEI eOOOV £xEl TTPOKUWEI pia TEAIKN AioTa yovidiwv. H Eikéva 2.5.5 deixvel pia téTola

AioTa yovidiwyv TTou agopd 2 o€ deiypaTta Tou £¢ETACOPEVOU OpYyaVvIOUOU.

Eikova 2.5.5: AvaAuon suttAouTiopévne yYovIOIaKAC ovioAoyiac yia 2 dsiyyara Tou mus

musculus

=  Biochemical Pathway Analysis

H avdAuon Bloxnuikwyv povotratiwv dev Trapéxetal ammd 1o Partek Flow. AvriBéTwg, eival
aTmrapaitnTn N €KTEAEON VOGS AAAOU AOYICUIKOU HE OUVOPOWN YIO TO XPrOTN TToU ovouddeTal

Partek Pathway kai atroTteAei utToTTpOypappa Tou AoyiouikoU Partek Genomics Suite.

=  Workflows Creations

H dnuioupyia powv gpyaciwy gival £va XapakTnpIoTIKO TTOU UTTOOTNPICETal ATTO TO AOYIOUIKO
OTTWG I0XUpICovTal Ol ETTIOTNUOVIKOI uTTeEUBUvOl TNG eTaipeiag. EidikdTepa, utrooTnpifouv Ot
givalr ammapaitntn n akoAouBia piag o€ipdg BnudaTwy yia TNV €Tmegepyacia Kal TNV avaAuon
TwV OeSOPEVWY TTOU UTTOPEI va aTToBNKEUBET Kal va eTTavayxpnoipgoTtroindei o€ PHEAAOVTIKEG

TTEPITITWOEIG.
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=  Clustering Analysis

H avdAuon katd ouoTtddeg cival duvathi Yéow NG €QAPPOYAS MIOG OEIpAg PEBOdwWY OTTWG
gival o aAyopiBpog Hierarchical clustering kai o aAydpiBuog K-means. Map’ 6Aa autd dev
KaTéoTn duvarr) n eUpeon KATTOIAG EIKOVAG TTOU VA TTPOEPXETAI €iTE ATTO TO manual | atmd TV
avaAuon Tou e€eTadduevou opyaviopou egaitiag TNG TTOAUTTAOKOTNTAG ThG dladikaciag yia

évav ATTeIpo Ye auTd Ta AOYIOUIKA XPNOTN.

=  Custom Reports

H dnuioupyia ava@opwv eTTIAEYPEVWVY YOVIBIWVY TTOU aTTOTEAOUV QVTIKEINEVO £VOIAQEPOVTOG
TOU €KkdoTOTE XpPrioTn Otv eival dlaBéaiun oTtnv TTapouca €KO0oan Tou AoyIoMUIKOU OAAG

AVAMEVETAI VO KUKAOQOPAOE! hia vEa €KOOOT YE EVOWHATWHEVN auTh T duvaToTnTa.

TpiTn KAThYOPiO XAPAKTNPICTIKWY

= Heat maps
H duvartdétnTa dnuioupyiag XapTwy BepuoTNTag TTAPEXETAI ATTO TO AOYIOHIKO CUU@WVA KAl JE
Tnv Eikéva 2.5.6 n oTtroia atreikovidel Heat maps diaypduparta Tou TTPOKUTITOUV aTTd TnV

avaAuaon Tng dIaPopIKNG YOVIDIAKAG £EKppacng 2 dEIYUATWY Tou EETACOPEVOU OpyavIoUOU.

Eikova 2.5.6: Heat maps via 2 dsivuata (WT,Smyd3KO) Tou mus musculus
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= Volcano plots

To OUYKEKPIMEVO AOYIOHIKO TTapéxel Tn OduvatdétnTa dnuioupyiag Volcano ypa@ikwv
TapaoTdoswy OTTWG Ocixvel kal n Eikéva 2.5.7. H skoéva aut) dcixvel T diagopd TTou
TapATNPEITAl OTNV  €KEPACN Twv Yovidiwv Tou e&eTaldpevou opyaviopuou HETaEl 2
OIAPOPETIKWYV BIOAOYIKWY ouvBnkwyv otTou 10 Smyd3KO deiypa avagépetal wg Mutant.
AKOun, atrd Tnv idla €IKOva @aiveTal OTI TA UTTO-EKPPATPEVA yovidia gival TTOAU TTEPICOOTEPO

o€ oxéon Je Ta utTEp-ek@pacpéva (312 Evavtl 96).

Eikova 2.5.7: Volcano diaypaupa yia 2 deiyyata Tou £€eTalOUEVOU TTOVTIKOU

= MA plots
H kataokeuy MA ypo@IKwWV TTaOpAcTACEWY gival duvart YOvo PeE Tn XPNolYoTroincn Tou

Aoyiouikou Partek Genomics Suite. BE€Baia, TapExeral n duvaTdTNTA YIA KATACKEUR AGAAWV
YPOQPIKWY TTAPACTACEWY TTOU €ival TTAPOUOIEG YE TIC MA yIa TIG OTTOIEG OEV KATEDTN dUVATH N

OUAAOYI) KATTOIOG EIKOVAG.

=  Genome Browser

O1 emoTtnuovikoi ouvepydTeg Tou AoyiopikoU 1oxupiovtal o611 10 Partek Flow eivai
e€ommAiopévo pe 10 OIKO TOU TIPOYPAMMA E€TTECEPYATIAE XPWHOOWUATWY TO OTIoi0 Ogv

dleukpIviCeTal av gival TTapopolo pe To UCSC Genome Browser 1y ge 1o JBrowse.
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= PCA plots
H avdAuon KUpIwv CUVICTWOWY TTPOCPEPETAI ATTO TO AOYIOMIKO Kal éva OTIYUIGTUTTO AUTHG O€

TPIOdIGAOTATN HOPYr, OTTWG @aiveTal oTo manual, akoAouBei oTnv Eikova 2.5.8. Agv KaTéOTN
ouvarn n dnuioupyia TETOIWV YPAPNUATWY YIa TOV £CETACOMEVO OPYAVIOHO AdYw AVETTAPKEING

O€ JVAMN TOU UTTOAOYIOTH] SOKIUNAG.

Eikova 2.5.8: 3-D PCA ypda@nua atré To manual Tou Aoyiguikou

= MDS plots
H avdAuon toAudidoTtatng kKAIAkwong utrooTtnpietal pévo ammd 10 Aoyiopikd Partek

Genomics Suite 6TTwg emmonuaivouv Kai ol €1dikoi TNg Partek. QoT1éo0o, dev katéotn duvaTA n
OUAAOYN KATTOIOG €IKOVAG 1 OTIYMIOTUTTOU AGYW TEXVIKWVY QUOKOAIWY KATA Tn Oladikagoia

dnuIoupyiag TEToIoU €idOUG ypa@nUATWY.

= Box plots
H kataokeur] Box plot diaypauudtwy atmoTeAEl TUAPA TOU TTOIOTIKOU EAEYXOU TTOU TTAPEXEI TO

Aoyiouiké Partek Flow kai n Eikéva 2.5.9 @avepwvel Tnv UTtapén autwy Twv diaypaupdaTwy.
AuTé TTOU QaiveTal ATTO TNV TTAPAKATW E€IKOVA €ival OTI N HOPEPN TWV KAVOVIKOTTOINUEVWY Box
plot diaypauudTwy TTOU TTPOEPXOVTal ATTO TNV avaAuon TnNG SIaPOPIKAG YOVIBIAKNG EKPPAONG
2 delypuaTwy Tou €€eTalOPEVOU opyaviopou gival TTapopoia. EidikdTepa, 10 eAdxioto (10%)
@aivetal va gival 10 id10 OTTWG Kal TO TTPWTO TETAPTNUOPIO (25%) evw n diduecog (50%), TO
TPiTO TETAPTNUOPIO (75%) Kal TO PEyIoTo (90%) Teivouv va AapBdavouv uwnAOTEPES TINEG OTO

WT &¢iypa kaTi T0 0110i0 €ival avapevopevo Adyw Utrapgng Tou yovidiou Smyda3.
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Eikéva 2.5.9: Box plot diaypduuarta via 2 dsiyuata (Smyd3KO, WT) Tou mus musculus

Ooov agopd oTo Pnviaio KOCGTOG ATTOKTNONG AdEI0g XPRong Tou Aoyiouikou Partek Flow yia
évav akadnuaikd xpAotn, autd avépxetal Trepitou ota 300 € cUPQwva Pe TNV APIOTEPN
otm\An NG Eikévag 2.5.10 kal autd TTPOoKUTITEl UOTEPA ATTO ETTIKOIVWVIO Péow email ye Tnv
etaipeia Partek. Zmnv idia eikdva @aivetal Kal TO PNVvIaio KOGTOG ATTOKTNONG AdEIAg XPrRoNG

OuVOAIKA yia To Aoyiopiké Partek Genomics Suite To o1Toio avépyeTal TTEpiTTou oTa 282 €.

Eikéva 2.5.10: To e1AcIo KOaTOoC ddslac Xprionc via 1a Aoyiouikd Partek Flow kail Partek

Genomics Suite
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2.6 Rosalind (OnRamp Bioinformatics)

MNpwTn KATNYOPia XOPAKTNPICTIKWYV

H emBewpnon Tou mlavou xwpou TTou KataAapBavel 1o Aoyiopiké Rosalind Tng etaipeiog
OnRamp @aivetal va gival undevikA. H apxitektovikry oucThpartog cival Cloud kail o€ authv
TNV TEPITTTWON. Ocov agopd oTo AcIToupyikd cUCTNUA TO AoyIoHIKO UTTooTNPICEl TTIBavoTaTa
Kal atrdé Toug 3 TUTTOUG TWV AEITOUPYIKWY CUOTNUATWY XWPIGC OUWG va UTTAPXEl KATToId

OUYKEKPIUEVN TTANPOQOPIa 0TNV I0TOOEAIDA TNG AUEPIKAVIKNG ETAIPEIOG.

AgUTEPN KATNYOPIA XOPOAKTNPIOTIKWV

= FASTQ apxeia

Eivail duvatA n eicaywyry FASTQ apxeiwv oTa o1roia oTn cuvéxela akoAoubeital n diadikacia
TOU trimming Kai TG euBUYPAUMIONG OTTWG ETTICNMAIVEI 0 UTTEUBUVOG TOUu AoyiouIKoU. Qo100

Oev KATEOTN EQIKTH N GUAAOYHA KATTOIOU GTIYMIOTUTTOU TTOU VA A@pOpd aUTO TO XAPAKTNPIOTIKOG.

= BAM apxeia
AvTIBéTWwG, N eiIcaywyl BAM apxeiwv dev utrooTtnpietal dueca atmd 1o Aoyiouiké Rosalind

OAAG povo UoTepa aTTd TTPOCWTTIKN ETTIKOIVWVIA HPE KATTOIOV ETTICTNMOVIKO UTTEUBUVO TNG

OnRamp Bioinformatics.

= Qrganisms

To Aoyiouikd TrEpIAQUBAvEl yovIBIWPATA avOpwTTwY, TTOVTIKWY, ApOoupaiwyv, OKOUANKIWY,
Mayiag (yeast) kaBwg kai yovidiwuata Twyv opyaviopwy drosophilia kai Zebrafish. Eriong,
TTPOCPEPETAI N dUVATOTNTA YIA TTPOGONKN YOVIOIWPATOS OTTOIOUBATIOTE OpyavIooU ¢nTnoei
uttd TOV OpPO va OUVOOEUETAl OTTO QTTOOEKTI] AAANAouxia yovidlIwuaTog KAl OXOAIAOHO

METAYPa®PNG TNG BIAPOPIKAG YoVIDIAKNG éKppaaong (transcript annotation).

=  Quality Control

H Eikéva 2.6.1 mmapoucidlel Ta amroTEAEGUATA TOU TTOIOTIKOU €AEyXOU yia Tov €EETACOMEVO
opyavioud OTTwg gaivovTal aTo Aoyiopikd. Mo ouykekpiyéva, oTnv aploTepry oTriAn divovTal
Ol OPIOHOI TWV 6 KPITNPIWV TTOIOTIKOU €AEyXOU evw OTn Oe€IG OTAAN TO ATTOTEAECUATO TTOU

ag@opouv 6 deiypara (3 WT kai 3 Smyd3KO) Tou £§eTadOEVOU TTOVTIKOU.
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https://www.onramp.bio/rosalind

Eikéva 2.6.1: ZTiyuIdTUTTA TTOIOTIKOU AEYYOU TWV OEIVUATWY TOU mus musculus

A6 peyéBuvan Tou oTIyMIGTUTTOU TNG BECIAG OTAANG @aiveTal OTI 0 APIBUOS TWV AVAYVWOEWV
yla 10 WT2 &¢eiypa eivar katd 25% peyoAuTtepog atrd 1oV avTioToixo aplOud tou WTL
ociypatog kalr kard 30% amd 1o WT3 deiypa. ta Smyd3KO odeiypata o apiBuog Ttwv
QVaYVWOEWY TOU TIpwTou Ociypatog eival 23% pPeyaAUTEPOG ATTO TOV QPIBUO  Twv
avayvwoewv Tou OeuTepou Oceiypatog kal 12% amd Tov avrioTolxo apiBud Tou TpiTou
Smyd3KO deiypatog. Ooov agopd oTo dUTEPO KPITAPIO TO OTTOI0 OXETICETAI JE TO TTOCOCOTO
Twv Bdoewv Tou onueliwvouv quality PHRED score = 30, auté TToU TTPOKUTITEI OTTO TA
atmmoteAéopaTta TNG Oe€IGg aTAANG €ival OTI Kavéva Oeiyua dev erepvd autd TO OPIO Kal
ETTOMEVWG N KATAVOMN TNG BIaPOPIKAG £KPpacns Twv yovidiwv &ev €xel TNV atrapaitntn

aKpiBela yia va yivel atrodekTh.

To TTOCOOTO TWV AVAYVWOEWY TwV aAANAOUXIWY TTOU ATAV TTOAU UIKPEG KAl Apa ApEANTEES O€
oxéon Pe TIG uttdAoITTeEG aAAnAouxieg avépyxetal OIS oTo 1-2% o€ OAa Ta deiypata. Z1a idia
eTTiITTEdO KUMAiVETAI KAl TO TTOGOOTO Twv BAcewy ,yia 6Aa Ta dciyuata, TTou agaipédnkav Je

TN diadikaaoia trimming.

AVTIBETWG TO TTOOOOTO TWV AVAYVWOEWV TWV OAANAOUXIWV TOU €EETACOPEVOU OpPYyavIOUOU
TToU TTapéuevay PeTd Tn dladikacia Tou trimming diakupaivetal amd 71-78% yia 6Aa Ta
ociyuata kal Twv OU0 OIAPOPETIKWY PIOAOYIKWY ouvOnkwy. TEAOG, Oev TTPOKUTITEI KATTOIO
agloonuEiwTo ATTOTEAEOUO OO0V aPOPA OTO TTOCOOTO TWV EUBUYPAUMIOUEVWV QVAYVWOEWV

TwV aAANAoUXIWV TTOU ETTAVOAQPBAVOVTaI TTEPIOCCOTEPES ATTO Wia Qopd.
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= Differential Expression

H avdAuon tngG OI0QOPIKNG €KPPAONG YOVISiwY TTPAYUATOTIOIEITAI JEOW OUYKPIoEWV HE
OIAPOPETIKO £TTITTEDO QIATPAPICPATOS KAl BACiCETAI OTIG dIAPOPES OTO ETTITTEDO £KPPATNG TWV
yovidiwv (fold changes) kal oTIG TIUEG TOU OTATIOTIKOU PETPOU onuavTikOTnTOG (pvalues). H
Eikbéva 2.6.2 TrepIéxel KATTOIO €VOEIKTIKA ATTOTEAEOUATA TNG AVAAUONG TWV BEIYHMATWY Tou

e&eTalOPEVOU OpyavIoUOU.

Eikova 2.6.2; Z1iyuidétutia atrd tnv avaiuon d1a@oplkAC EKepaong Yovidiwy TwV OEIyUATwY

TOU mus musculus

=  External Annotation Databases

H &uvardémta ouvdeong Tng OIOQOPIKNAG YOVIOIOKNG £K@paons MHeE eEwTePIKEG PATEelg
Oedouévwy UTTOOTNPICETAI MOVO OTNV TIEPITITWON TTOU €ival ETTAPKEIC oI TTANPOYOPIES Ol
oTroieg oxertiCovralr pe 1O yovidiwua TOUu ekdoToTE €feTalOUEVOU opyaviopou. ATé Tnv
QTTAVTNON TOU APPOdIOU CUVEPYATN TNG ETAIPEIAG TTPOKUTITEI OTI OTNV AVWTEPW TTEPITITWON
givar duvati n TAnpo@dépnon yia Tnv Utapgn avegdptntwyv yovidiwv (individual genes)

KaBwWGg Kal yia To GUVOAO QUTWYV PJECW MIOG TTAPEXOMEVNG ATTO TO AOYIOUIKO AioTaG.

* GO Analysis
H avdAuon ovtoloyiwv yovidIaknG EK@paong Ogv UTTOOTNPICETAI aTTO TNV TTapouca €Kdoon

TOU AOYIOMIKOU OAANG TTpoo@épeTal pe emITTAéOV Xpéwon PEOW &vOg AANOU AoyIopIKOU
(iPathwayGuide) 1O oOTOi0 TTOPEXEI Mia €TAIPEIO TTOU ATTOTEAEI ouvepydTtn TN OnRamp

Bioinformatics kai ovopdaZetal Advaitabio.
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=  Biochemical Pathway Analysis

H avdAuon BIOXNUIKWY HOVOTTATILOV UTTOOTNPICETAI KOl QUT PECW TOU TTPOYPAUMOTOG
iPathwayGuide Tng eTaipeiag Advaitabio. ETimmpocBeta, aicel va onuelwBei 0TI TTpoo@épeTal
n duvatdTnTa €UTTAOUTIONOU PovoTTaTIwY (enrichment metrics) KaBwg Kal dlatapaxwyv Tng

TTopeiag (pathway perturbation).

] Workflows Creations

Aev utrooTnpietal n duvaTdTNTA PONG EPYACIWY CUPQWVA WE TNV aTTédvTnon Tou £dwaoE O

uTTEUBUVOG TOou Aoyiouikou Rosalind.

=  Clustering Analysis

H avdAuon katd ocuoTadeg TTAPEXETAI XPNOILOTIOIDVTAG TOV aAyOpIOuo K-means )/ kai he 1a
MDS ypagruata OTTwg Tovifouv ol €I0IKoi Tng eTaipeiag. QoTéc0, Oev KATEOTN E€QIKT N

oUAAoyN €IKOVWV Adyw TNG TTOAUTTAOKOTNTAG TNG OANG d1adIKaoiag.

=  Custom Reports

H dnuioupyia avagopwv emIAeypévwy atmd 1o XpAoTn yovidiwy TTapéxetal uévo PEoW Tou
Aoyiouikou iPathwayGuide Tng Advaita oUp@wva HE evnUEPWON TWV  ETTIOTNHOVIKWY

ouvepyaTwy Tou Rosalind.

TpiTn KATNYOPIa XOPAKTNPIOTIKWY

= Heat maps
H kataokeury Heat maps mpoo@épetal atmd T0 AoyIouIKO Kal auTd eTTaAnBevetal TG0 atrd TNV

TAnpo@oépnon Tou utreUlBuvou Tou Rosalind 6go kal amd TpoowTTikA eutreipia. H Eikdva
2.6.3 Ocixvel kammola OTIYMIOTUTIO XOPTWV BepudTNTAG TTOU TTpoéKupay UoTEpa aTrd Tnv
avaAuon katd ouoTddeg Tou TTpayuartotroinenke ota  deiypata Tou  eeTtalduevou

opyaviouou.
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Eikova 2.6.3; Heat maps diaypduuaTta Twv 6 OIyUdTWyY TOU Mmus musculus

= Volcano plots
Aev utrootnpifetal amd TNV TTapouca €kdoon Tou AoyiopikoUu 1 dnuioupyia Volcano

OlayPANPATWY CUPPWVA Kal PE Ta GO IOXUPICETAI O EKTTPOCWTTOG TNG ETAIPEING
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= MA plots
To AoyIOUIKO O€ QUTA Tou TNV €KBOON TTAPEXEI TN duvATOTNTA dNnpioupyiag MA diaypauuaTwy

OTTWG @aivetal kal otTnv Eikdva 2.6.4 n otroia dcixvel éva MA SiIGypapua TTOU ava@épETal o€
£va TTapddelyHa TO OTToi0 avaAUeTal aTTO TO OUYKEKPIUEVO AOYIOMIKG. AUOTUXWG, eV KATEDTN
ouvati n Onuioupyia TETOIWV BIAYPAUMATWY YIO TOV €EETACOMEVO OPYaAVIOUO AdYw

TTOAUTTAOKOTNTAG TNG OANG dladikaciag yia Evav un EUTTEIPO UTTOAOYIOTIKA XPpHoTh.

Eikova 2.6.4;: EvOeIKTIKG OTIVUIOTUTTA TOU AoyiouikoU a1rd 1n dnuioupyia MA diaypauudaTwy

= Genome Browser

H duvaTéTtnta TTEPIRYNoNng yovISIWPATWY TTapéxeTal pévo atnv aAAnAouxion ChlP-seq aAAa
TPpoPAETTETAl OTI Ba evowpaTwOei peAovTIKG kai otnv RNA-seq aAAnAouxion O1Twg

uTTOOTNPICEI KaI 0 UTTEUBUVOG TNG ETAIPEING.

= PCA plots
Aev epIAauBavovTtal ypagriuata avaAuong KUpIWV CUVIOTWOWY OTnV TTapouca £€kdoan Tou

AoyIopIKOU OUP@QWVA KAl JE TNV evnUEPWON TToU £yive pEow email atrd Tov €TTICTNUOVIKO

utTEUBUVO TOU AoyiopikoU Rosalind.
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= MDS plots
To Aoyiopikd autd uttooTnpiCel TNV avaAuon Katd cuoTddeg pe xprion MDS ypa@nudaTwyv

OTTWG auTtd TToU TTapoucidfovtal oTnv Eikova 2.6.5 Kal Ta oTToia agopouv OTNV AVTIMETWITION
(treatment) TNG ooTeoaPBPITIOAG OTNV APICTEPH OTAAN KAl 0TV aQaipecn YE TEXVNTO TPOTTO
TOoU yovidiou Smyd3 atd 1o yovidiwpa Tou TTovTIKOU mus musculus ot d€¢id oTAAN. Auto
TTou @aiveTal amd Tn Oegid oTAAN cival 6T Ta WT deiyuata Bpiokovral o PeyaAUTepn

aTTéOTOON METAEU TOUG O€ oXEOn PE TNV ATTOCTAON TToU Xwpilel Ta Smyd3KO deiypara.

Eikova 2.6.5.;: MDS ypapriuata Tou AoyiouikoU Rosalind

= Box plots
H Oduvatétnta KaATaokeun g evog ouvduacopou Boxplot kar Violin plot diaypapudTwy

TTPOCQEPETAl ATTO TNV TTapouca £KkOOCN TOU AOYIOMIKOU autou OTTwg Octixvel Kal n Eikova
2.6.6. Mo ouykekpiyéva, oUuwva JeE TIG on-line onueioeig/odnyieg TTou TTPOCPEPEI TO
Aoyiopiké Rosalind mrpayuartotroigital evowpdaTtwon Twv box plot diaypaupdrtwy ota Violin

plot diaypduuara.

H €1d01moI6g diagopd peTalu Twv 2 TUTTWV TwV OIQYPANPATWY EVTOTTI(ETal OTO OTI TA
diaypappata TutTou Violin rapéxouv T duvatdtnta TTapatipnong tng dlakupavong Twv
OedoPEVWV PE HEYOAUTEPN caPhvela evw Ta dlaypdupara Tuttou Box plot rpoo@épouv pévo

OUVOTITIKA OTOTIOTIKA OTOIXEID.
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Eikova 2.6.6: Boxplot kai Violin plot diaypdupata Twv OeIlVUATWY Tou £€£TalOUEVOU

opyaviguou
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Agv UTTAPYEI KATTOIO OUYKEKPIPEVO KOOTOG AdEING XPrONG TOU AOYIOUIKOU CUUQWVA PE ThV
evnuéPwon Tou UTTEUBUVOU TNG €TAIPEIAG UOTEPA QTTO ETTIKOIVWVIO TTOU TTPAYHATOTTOINONKE
péow email. H xpéwon yivetal avd diypa Kal autiv TNV TTEPI0dO TO KOOTOG AvEPXETAl OTA
40% ava dciypa. To kdoTog TrepidapPBavel Tnv petdBaon amd Tnv sicaywyn evog FASTQ
apxeiou oe dlAPOPIKA eKPPAcUEVa yovidla pe dIadpadTiK TTPOcacn oTnv availuon
BioxnuIKwv povoTraTiwov, 0TV avdAucn ovioAoyiwy £Kk@pacng yovidiwv Kal oTnv avdAuon
mOAVWY acBEVEIWY TTOU OXETICOVTAI UE OUYKEKPIYEVA yovidia. AKOWN, €va onuavTikd onueio
gival 0TI N TTANPWHN TTPAYHATOTIOIEITAI GPOTOU €AEYEEI O XPAOTNG TA QATTOTEAECUATO TOU
TTOIOTIKOU €A€yxou. TEAOG, TO KOOTOG unviaiag adeiag yia 1o Aoyiouiké iPathwayGuide tng
eTaipeiag Advaita, n otroia atmoTteAei ouvepydtn Tng OnRamp, yia évav i TTEPICOOTEPOUG
XPNOTeG uTTOpPEl €UKOAA va uttoAoyioBei atd Tnv Eikéva 2.6.7. ETTopévwg, UoTepa atmo
UTTOAOYIOUOUG TTPOKUTITEI OTI TO PNVIAIO KOOTOG ATOWIKAG Adeiag xpriong Tou iPathwayGuide

avépyxeTal ata 291$ Tepitrou.

Eikova 2.6.7: ETAcI0 KOaTOC Adelac Xpronc Tou AoyiouikoU Tnc Advaita
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2.7 Strand NGS (Strand Scientific Intelligence)

MpwTn KOTNYOPIa XOPOKTNPIOTIKWV

2tnv Eikéva 2.7.1 @aivetal 611 0 XWpog TTou KataAapBavel 1o Aoyiouiké Strand NGS Tng
eTaipeiag Strand Scientific Intelligence civar 1,91 GB trepittou. H apxITEKTOVIKA OUCTAPATOG
eival Desktop evw éoov a@opd oTo AEITOUpYIKG oUOTNUA TO AOYIOUIKO UTTOOTNPIgEl Kal TOug 3

TUTTOUG TWV CUCTANATWY TUTTOI CUPQWVA JE TNV I0TOOEAIDA TG AUEPIKAVIKNG ETAIPEING.

Eikova 2.7.1: XwpnTtikdTNTa ToU Aoyiouikou Strand NGS

AgUTEPN KATNYOPIA XOPOAKTNPIOTIKWY

= FASTQ/BAM apxeia
2UPQwWva PE Toug uTTeuBUvoug TNG eTaipeiag, To Aoylopikd Strand NGS utrooTnpilel apyeia
oedopévwy poperig FASTQ, FASTA, GZIP, TXT kabwg kai unaligned SAM kai BAM apxeia.

H Eikova 2.7.2 dcixvel Tnv dladikaoia sloaywynsg evog BAM apyxeiou 1Tou agopd Ttov
eEeTadouevo opyaviopo.

76

Institutional Repository - Library & Information Centre - University of Thessaly
21/05/2024 13:53:20 EEST - 3.128.171.154


http://www.strand-ngs.com/faq#n18612

Eikova 2.7.2: Aiadikagoia sicaywync evoc BAM apyegiou
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= QOrganisms

2UPQWVA PE TOUG I0XUPIOUOUG TWV appodiwy, TO AOYIOUIKO TTapéxel Tn duvartdétnta yia
avAAUCT TOU YOVIBIWPATOG OTTOIOUDNTTIOTE opyaviopoU. "'YoTepa atrd e§epeuvnon Tou manual
TOU AoyiopdIKOU dIamoTwenke OTI €ival duvartr n  emegepyacia Twv  YoVIOIwWUATWY
TePIooOTEPWY aTTO 40 opyaviopwyv. ETtiong, d108£Tel oXoAlaouoUg (annotations) petaypagng

TWV YoVvISiwv TTPOTUTTWYV EPYACTNPIOKWY OPYAVICHWV-UOVTEAWV.

=  Quality Control

TO OUYKEKPIMEVO AOYIOPIKO TTPOOQEPElI EKTETAMEVEG ETTIAOYEG TTOIOTIKOU €AEYXOU TWV
OclyyadTwy otnv apxf kalr oto TéAog Tng Oladikaoiag Tng eubuypdupions (Pre kair Post
Alignment QC). EIOIKOTEPA, HETAEU Twv AAWV  ETTIAOYWY TOU TIOIOTIKOU €AEyXOU
Tpoo@épovTal katavouég Length, Quality kai Coverage Distribution. H Eikéva 2.7.3
TTapouciddel KATTola OTIYUIOTUTIA aTTd TOV TTOIOTIKO éAgyxX0 TTOU a@opd oTnv TToIdTNTA TWV
Baocswv ava Béon aAAnAouxiong (Base Quality by Position), Tn ouvBeon Twv Bdocwv avd
Béon (Base Composition by Position), Tnv kGAuwn kB¢ Bdong (Base Coverage) kabwg Kai

TNV KATAVOWN TNG TToI0TNTAG Twv Bdocwy (Base Quality) pue Tn pop@r) I0ToypauuaTog.

EidikoTEpQ, TO TTPWTO dIdypauMa TNG €IKOVAG avagépeTal oTnv Base Quality by Position, TTou
TPOEPXETAl ATTO TO manual Tou AOYIOMIKOU, Kal €ival TTapOuoIo PE TNV KATAVOUN TNG
ToI6TNTAG TWV AAANAoUXNBEVTWY OAIlYOVOUKAEOTIBIWY OTTWG AUTH OPIoTNKE OTO KUPIO PEPOSG
NG gpyaciag. To deuTepo diIdypaupa TNG €IKOVAG TTPOEPXETAI KAl auTd aTTd TO £YXEIPIOIO TOU
AOYIOUIKOU Kal @€pel TNV ovouacia Base Composition by Position. OuciaoTikd, gival avdAoyo
ME TO XOPOKTNPIOTIKO TOU TIOIOTIKOU €AEyXOU TIoOU OVOUAZETal TTEPIEKTIKOTATA  TWV

VOUKA€OTIBIKWY Bdoecwv og GC-content.

To 1piTo didypappa atmmoTeAei TTapdderyua Tou manual Tou AoyicpikoU Strand NGS kai givai
éva 1I0TOYPAPUA TNG KATavoung TG tmolidéTnTag Twy PAcewv OTo oTroio o KABeTog Gfovag
atroTeAeiTal atmd Tov apiBuod Twv Bacewv Kai o opIlovTiog atmd To PHRED score 6Tmwg auto
opioTnke oTn oeAida 14 autou Tou Ke@aAaiou. To TETAPTO DIAYPAUMO AVOQEPETAI OTNV
KGAuwn k&Be Baong kai TTPOEPYETAl OTTO €va TTAPAdEIYUA TOU EYXEIPIOIOU XProng Tou
AoyiopikoU. To TTEUTTTO Kal TeAeuTaio didypapua gival ATTOTEAECUA TOU TTOIOTIKOU €AEyXOU
evog Oeiypatog Smyd3KO Tou egetalduevou opyaviopou. ATTO TO OTIYMIOTUTTO TOU Mus
musculus @aivetar 611 To PHRED score Twv 300 Bdoewv kKupaiveTal amd 24-28 kal apou
ETTOPEVWG Eival PIKPOTEPO aTTO 40 CUUTTEPAIVETAI OTI dEV TTPOKEITAI YId HIA avaAUon KOANG
ToI0TNTAG. Map’ dAa auTd yiveTal aTTodEKTH €TTEIDN TTPOOEYYiCel TO Opl1o Tou 30 evw UETA TIG
300 Bdoeig yivetal avTIANTITO OTI N KaTavoury akoAouBei SIapopeTIKr TPoxIG Adyw eu@aviong

BopUBou OTTWG OTTOKAAEITAI PACHATOOKOTTIKA.
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Eikova 2.7.3: EvOeIKTIKG OTIYUIOTUTTA TTOIOTIKOU £A£YXOU TOU AOYIOUIKOU
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= Differential Expression

H avdAuon d1a@opIKAG EKPPAoNG YoVIDiwY TTAPEXETAI WG dUVATOTNTA ATTO TO CUYKEKPIUEVO
Aoyiouiké og Trelpduata Tou epapudlovial RNA kar Small RNA-Seq aAAnAouxioelg o1Twg
emmonuaivouv ol €1dIkoi TNG Strand NGS xwpi¢ OUwWG va KaTtaoTei dUVATA N KTEAEON AUTAG
TNG avAAUONG KAl N TTAPOUCIAoH TWV ATTOTEAECHATWY HE EIKOVEG £CAITIOG TNG AVETTAPKEIOG OF

MVAUN TOU UTTOAOYIOTH QOKIUNAG.

=  External Annotation Databases

To Aoyiopikd Tng Strand Scientific Intelligence dev &100£T€1 KATTOIO UTTOAOYIOTIKO £PYAAEio
TTOU VO OUVOEETAIl PE €CWTEPIKEG BATEIG OXOMACUWY TWV YOVIOIWHATWY TWV OPYaAVIOUWY.
Ouwg, o1 oxohiaopoi TTakeTdpovTal atrd TIG Baoeig dedouévwy Ensembl, RefSeq kair UCSC

KOl 0Tn Ouvéxela eival dIaBéaiPol yia TTEIPAUATa EUBUYPAUUIONG KAl avaAuoNgG.

= GO Analysis
H avdAuon eptrAoutiopévng  yoviIOIOKAG ovToAoyiag Trapéxetal ammd  TO  AOYIOUIKO

ETMTPETTOVTOG ME AUTOV TOV TPOTTO VA OXNUATIOTEN TO BloAoyIKG TTAQICIO Twv dedOPEVWV TOU
xpnotn. H Eikéva 2.7.4 deixvel éva oTIYUIOTUTTO TNG avAAUCNG QUTHG TTOU TTPOEPXETAI ATTO TO

manual Tou Aoyiouikou Strand NGS.

=  Biochemical Pathway Analysis

H duvatdémTa avaAuong BIOXNMIKWY POVOTTATIWV UTTOPEI va TTpayuatotroindei ye Tpatreleg
oedopévwy 6TTwg eival n Wiki-Pathways kai n Reactome. H Eikdva 2.7.5 &eixvel Tnv avdAuon

BIOXNUIKWY POVOTTATIWV TwV BEIYUATWY Tou £E€TAOPEVOU OpYavIoUOU.

Eikova 2.7.4: Zniyuiotutmo GO avdAuonc ammd 1o manual Tou Strand NGS
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Eikova 2.7.5: Aiadikaoia avadAuonc BioXNUIKWY JOVOTIATIWY Via Ta e€sTaldueva deiyuaTta
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= Workflows Creations

To AoylOpIKO auTO OTnVv TTapouca Tou £kdoon dev TePIAAPPBAvel Tn duvaTtdTNTa PONG

EQPYACIWV CUPPWVA JE EVNPEPWOT TWV AVOPWTTWY TNG ETAIPEIOG.

= Clustering Analysis

H avdAuon katd ouoTtddeg cival pia duvatdtnta TToU UTTooTnpideTal, OTTwG Tovifouv ol
apuodIol, atrd T0 AoyIouIkd pEow Tou aAyopiBuou Hierarchical Clustering kaBwg kal péow
ToU aAyopiBuou K-means. Qotéo0, dev KAtéoTn duvaTth n ouAAoyr €vOg 1 TTEPICOOTEPWYV
OTIYMIOTUTTWY KABWG dev evTOTTIOTNKE KATTOIO €IKGva oTo manual Tou AoyiouikoU oUTe

BewpnBnke eUKoANn n diadikacia avdAuong yia évav UTTOAOYIOTIKA apxdplo XpHoTn.

=  Custom Reports

H duvatdétnta dnuioupyiag avagopwyv TTPOEPXOUEVWY ATTO TNV ETTEEEPYATIA TUYKEKPIPMEVWV
yovidiwyv, TTou atroTEAOUV QVTIKEIMEVO EVOIAQEPOVTOG YIa TO XPNOTN, dev uttooTnPIeTal ATTO

TO Aoyiopiké 6TTwg Tovifouv ol TTIOTNUOVIKOI ouvepydTeg TNG Strand Scientific Intelligence.

TpiTn KATNYOPIA XAPAKTNPICTIKWY

= Heat maps
H dnuioupyia xaptwyv BepudtnTag utrooTnpifetal atrd 10 AOYICHIKO Kal auTéd emiBeBaiwveTal

kal a1ré TNV Eikéva 2.7.6.

Eikova 2.7.6: Heat maps via 2 a1d 1a e€eTaldoueva dsiyuara
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= Volcano plots
O1 appddiol Tou AoYIOUIKOU I0XUPICoVTAl OTI O CUYKEKPIKEVOG TUTTOG YPAPIKWY TTOPACTACEWYV

utTooTnpideTal atrd TO TTPOYPAPMA HEPIKWG dNAad pévo katd Tnv avaAuon avTiypdgou

(replicate analysis). I'a autd 1o Adyo, dev UTTAPXEI KATTOIO OXETIKA EIKOVA.

= MA plots
H kaTtaokeury MA ypagnudtwy utrootnpifetal TTANPpwS atrd 10 AOYIOUIKO OTTwG deixVvel Kal n

Eikéva 2.7.7. To ypdonua TnG €IkGvag atmoTeAei évav TpOTTO OTITIKOTTOINONG TNG SIOPOPIKAG

yoVvIBIOKAG ék@paong 2 delypdaTtwy (1 WT kal 1 Smyd3KO) Tou €¢eTaldevou opyavicuou.

Eikova 2.7.7: MA ypd@nua via 2 dsiyyaTta Tou e€eTtalduevou opyaviguou

=  Genome Browser

To AoylopIKO auTd B10BETEl Evav TTOAU 1I0XUPO TTEPINYNTH YOVISIWUATOG O OTT0I0G UTTOPE va
XPNOIMOTTOINBEI Kal yIa TNV OTTEIKOVION TNG METAROAAG TNG ECWTEPIKAG KAl TNG AVAUETAEU TwV
Xpwpoowpdtwy douAg. H Eikbéva 2.7.8 Trapouciddel éva OTIYUIOTUTTO TOU TIEPINYNTH
yovidIwpaTog yia éva Smyd3KO deiyua Tou e€eTadduevou opyaviouou.
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Eikéva 2.7.8: NepinynTtAc yovidiwpaToc via éva Ociyya Tou mus musculus

= PCA plots
H avdAuon KUpiwv ouviIoTWoWwV TTapEXETal atmd 1o AOYIOUIKG OTTWG @aiveTal kal oTnv Eikova

2.7.9. H kéva authy mpoépxetal amd 10 manual Tou AoyliopikoU Kal TTapoucidlel otnv
apioTepr) oTAAN To ypd@nua Tou peTwTTiaiou AoBou (Aciypa 1) o oTroiog £xel TTpooBANBei atrd
N v6oo AAToXAIuEp o€ oxéon ME TO QUOIOAOYIKO peTwTiaio AoBo (Aciypa 2) kal oTn de€id
otTHAn 10 ypdonua Tou TTpooBefAnuévou Aofou (Aciyua 1) oe oUykpIOn PE TOV KPOTAPIKO
AoBo (Aciyua 2).

Eikova 2.7.9: PCA ypa@iuata a1md 10 manual Tou Aoyiouikou
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= MDS plots
pagruarta TToAudIdoTaTNG KAIWAKWwoNG dev diaTiBevtal atrd Tnv TTapouoca €kdoon Tou

AoylouIkoU Tng eTaipeiag Strand Scientific Intelligence.

= Boxplots
H Eikéva 2.7.10 mapabétel otnv apiotepry oTAAN diaypdupoTta TUTTou Box plot TTou

TpoépxovTal atd 1o manual Tou AoyiopikoU. 21 de€Id OTAAN TNG idIag €IKOvag @aivovTal Ta
Box plot diaypduuata 2 deiypdtwy (1 WT kai 1 Smyd3KO) Tou e&eTalduevou opyaviopou. Ta
KavovikoTroinuéva Box plot diaypduparta Twy 2 delyddtwy Tou mus musculus rapoucidfouv

TEPIOCOTEPES OPOIOTATEG TTAPA SIAPOPEG.

Eikova 2.7.10: Box plot diaypduuara Tou Strand NGS

85

Institutional Repository - Library & Information Centre - University of Thessaly
21/05/2024 13:53:20 EEST - 3.128.171.154



To pnvidio KOOTOG aTmOKTNONG AdEI0G XPNONG yia €vav akadnuaiké XpAoTn, KATOTTIV
emmiKovwviag péow email pe Tnv etaipeia Strand Scientific Intelligence, avépxetal ota 375 $.
To 11006 auTd dlapopPWVETAl aTTd UTTOAOYIOUOUG TTou BaagifovTal oTo €TAOIO0 KOOTOG AdEINg

XpPnong 1o otroio @aivetal otnv Eikéva 2.7.11.

Dear Mr. Margaritis,

This is Prathima from Strand NGS team who spoke to you today. Thank you for taking my
call, It was nice talking to you.

Understand from our discussion that currently you require approx. pricing only. Would like
to share that pricing of Strand NGS 1 year Individual node locked/desktop academic
licenses USD 4500 (for gty 1).

As suggested, we will connect back to you by 2nd March to understand your purchase
plans. In the meantime, please feel free to contact us for any queries connected to Strand

NGS software, we will be glad to assist you. Thanks

Best regards,
Prathima
The Strand NGS team

Eikéva 2.7.11: To eTA0I0 KOOTOC Ad<IaC Xprionc via 1o Aoviouikd Strand NGS
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3. ZYMMNEPAXIMATA-XYZHTHZH
2TOUG 4 CUYKEVTPWTIKOUG TTIVAKESG TTOU OKOAOUBOUV CuVOoWidovTal Ta XOPAKTNPIOTIKA KABWG
Kal TO KOOTOG pnvidiag adelag evog XpAOoTN YIa OAeG TIG TTAATQOPHUESG aAAnAoUuxIong deUTeEPNS

YEVIAG TTPOKEIUEVOU VA KATAOTEN EQIKTA Kal 000 TO duvaTOV OTTOTEAEOUATIKOTEPN N CUYKPION

TOUG.
Mivakag 3.1: XapakTnEIoTIKA ZUCTAPATOS
Noyiopiké Etaipeia Required System Operating System
Space Architecture (Windows/Mac/Linux)
1. CLC CLC bio, 464 MB Desktop vIiviIv
Genomics Qiagen
Workbench
2. Full DNASTAR 1,67 GB | Desktop kai Cloud IVI%
Lasergene
Suite
3. Geneious Biomatters 468 MB Desktop VIV
4. Nexus Biodiscovery 972 MB Desktop VIV
Expression
5. Partek Flow Partek 467 MB Desktop VIV
6. Rosalind OnRamp 0 MB Cloud IVIV
Bioinformatics
7. Strand NGS Strand 1,91 GB Desktop vIiviIv
Scientific
Intelligence

A6 Tov lMivaka 3.1 pytmopolv va TTpokUyouv Ta akdAouba cupttepdouaTa:

Mpwtov, écov agopd OTO XWPO Tou KATaAauPdvel To KAGBe Aoyiouikd OTo dioko TOUu
utroAoyioTr], @aivetal 611 To Strand NGS ka1 10 Full Lasergene Suite gival Ta 2 AoyIouIKA Twv
ottoiwv 10 péyeBog Eetrepvd T0 1 GB evn KovTd ae autd 1O OpIo BPICKETAI KAl TO AOYICHIKO
Nexus Expression. To Aoyioupiké Rosalind kataAapfdaver oxeddv HNOEVIKO XWPO OTOV
UTTOAOYIOTH KAl QUuTO TO KOBIOTA TTEPICOOTEPO AVTAYWVIOTIKO O OXEON ME T UTTOAOITTA
AOYIOUIKA, woTO00, AOyw TnG cloud uttodopng evdéxeTal va gival €CAIPETIKG ETTiTTOVN N

METAPOPA TTOAAWYV apXEiwV atrd TOV UTTOAOYICTH TOU EKACTOTE XPNOTN.

Ooov agopd oTNV OPXITEKTOVIKI) TOU CUCTAMATOG, TO KUPIO CUUTTEPACHO TTOU UTTOPEI va
e€dyel KATToI0G KOITAdovTag TOov TTapaTrdvw Trivaka gival 0TI 2 a1td Ta 7 AoyIOPIKA gival
oXedIAoMEVA YIa VO AEITOUPYOUV O€ OTTOIOVONTIOTE UTTOAOYIOTH Kal auTtd @aivetal atmmd To
yeyovog Ot n apxitektovikfy Toug gival Cloud kai 6x1 Desktop mpdyua 1mou onuaivel 611 n
adcia xpriong Tou AvTIOTOIXOU AOYIOMIKOU IOXUEl YIO TNV €KTEAECN TOU O€ €vav Kal PJOVO

UTTOAOYIOTH).
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TENOG, AvOQOPIKA PE TO ASITOUPYIKO CUOTAUA, OAA T AOYIOUIKG UTTOOTNPICOUV Kal Toug 3

TUTTOUG Agimtoupyikwyv ouoTnudtwy (Windows, MAC kai Linux) ektog amd 1o Full Lasergene

Suite 1o otmoi0 dev uTTOCTNPICEI TO LinuX.

Etopévg, ouvowidoviag Ta CUMPTIEPACUATA TTOU TTPOEKUWAV aATTO TOV TTPWTO  TTiVOKA

OIATTICTWVETAI OTI OV UTTAPXEI KATTOI0 AOYICHIKO TTOU VA €ival GUYKPITIKA AVWTEPO WG TTPOG

QUTAV TNV OPAdO XOPOKTNPEIOTIKWY. AVTIOETWG, TO Aoyiopikd Tng eTaipeiag DNASTAR &eiyvel

va uoTepel évavTl Twv UTTOAOITTWY a@ou &gv uTtooTnPIfel Kal Ta 3 €idn TwV AEITOUPYIKWY

OuUCTNUATWV.
Mivakag 3.2: XapakTnpioTika avaAuong dedouévwy (1)
Noyiopiké Etaipeia FASTQ/ Organisms Quality | Differential External
BAM Control | Expression | Annotation
Databases
1. CLC CLC bio, IV Mammals, v v v
Genomics Qiagen Plants, Animals (Ensembl,
Workbench RefSeq)
2. Full DNASTAR IV Common v v x
Lasergene Organisms
Suite
3. Geneious Biomatters viIv Eukaryotes, % v v
Bacteria, Plants, (RefSeq,
Viruses PubMed)
4. Nexus Biodiscovery x/% Mammals, x v v
Expression Worms, Fish, (RefSeq)
Birds, Plants
5. Partek Partek viv Human, Mouse, v v v
Flow Rat, Plants, (GENCODE
Worms ,Ensembl,
RefSeq)
6. Rosalind OnRamp v % Human, mouse, v v x
Bioinformatics rat, drosophilia,
Zebrafish, worm
and yeast
7. Strand Strand 4 40 different v 4 x
NGS Scientific organisms
Intelligence

A6 Tov lMivaka 3.2 TpokUTITouV Ta aKOAoUBa CUUTTEPACHOTA:

ApxIkd, 6oov apopd ota apxeia elcaywyns FASTQ kai BAM auté 1Tou TTpoKUTITEl €ival OTI TO

Aoyiopikd Nexus Expression uotepei TTANpwg evw 10 Rosalind uoTtepei pepikwg agou dev

utrooTnpifsl BAM apxeia wg apyeia eicaywyng.
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AvVOQOpPIKA JE T YOVIOIWHPOTA TV OPYAVIOUWYV SIOTTIOTWVETAI Tl OAA T AOYIOUIKA SIaBETOUV
yovISIWuaTa YyIa TRV TTASIOWPNQIO TWV OPYOVIOUWY KAl £TTOPEVWG Oev UTTOPEl va €gaxOei

KATTOIO QOQAAEG CUUTTEPACHA PE BAon auTd TO XAPAKTNPIOTIKO.

21NV €vOTNTA TOU TIOIOTIKOU €AEYXOU TO POVA AOYIOMIKA TTou dev UTTOOTNPICOUV KATTOIO

XOapaKTNPIoTIKO yvwplopa eAéyxou eival To Nexus Expression kai 1o Geneious.

H avdAuon d1a@opIknG éKpaong yovidiwy gival éva XapakTnpioTikd TO oTToio TTAnpeital atméd
0N aveCaIPETWG TA AOYIOUIKA TWV ETAIPEIV KAl ETTOUEVWG Oev PTTOPED va BewpnBei o

KATTOIO UTTEPTEPEI ) UOTEPEI £EVAVTI TWV UTTOAOITTWY OGOV aPopd € auTO TO XAPAKTNPIOTIKO.

AvaQOpIKA HE TIG EEWTEPIKEG BACEIS OXOAAOUWY BIOPOPIKNAS YOVISIOKAG £KPpaong gaiveral
0TI Ogv UTTOPEI va TTPOKUWEI KATIOIO QOQOAEG CUMUTTEPAacUa aou 4 atrd Ta 7 AOYIOHIKA
TTANPOUV auTd TO XOPAKTNPIOTIKO €V OTa utTOAoITTa Tpia dev TrepIAapBdveTal autd otnv

Baoikn Toug ékdoan.
ZuvouyidovTag, Ta AOYIOUIKG Ta oTToia deixvouv va TTAnpoUv OAa Ta XapaKTNPICTIKA TOU TTivaka
3.2 givar To CLC Genomics Workbench 1ng etaipeiag Qiagen kabwg kai 1o Partek Flow tng

eTaipeiag Partek.

Mivakag 3.3: XapakTnpioTiKa avaAuong dedouévwy (11)

Noyiopiké Etaipeia GO Biochemical | Workflows | Clustering | Custom
Analysis Pathway Creation Analysis Reports
1. CLC CLC bio, v x v v x
Genomics Qiagen
Workbench
2. Full DNASTAR v x v v x
Lasergene
Suite
3. Geneious Biomatters x x v x x
4. Nexus Biodiscovery v v x v x
Expression
5. Partek Flow Partek v x v v x
6. Rosalind OnRamp x x x v x
Bioinformatics
7. Strand NGS Strand v v v v x
Scientific
Intelligence
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A6 Tov Mivaka 3.3 TpokUTIToUV T aKdAoUBQ:

H avdAuon eptrAouTtiopgoUl TnNG yovidIaKAG ovToAoyiag KAAUTITETaI a1rd TNV TTASIOWPNQIa Twv
Aoyiopikwy e €€aipeon autd Tng eTaipeiag Biomatters 10 oToi0 TTPOCQEPEl QUTA TN
ouvatoTnTa Pe Xprnon Opwg emmpocBeTou uttoAoyIoTIKOU epyaleiou (Blast2GO) 1o otroio

ETTIBAPUVEI OIKOVOUIKA TOV XPAOTN.

EmmmAéov, 10 pova Aoyioupikd TTou TTapéxouv oTnv Bacikr Toug ékdoon Tnv avdaAuon
Bioxnuikwy povotratiwy civar 1o Nexus Expression kai 10 Strand NGS pe ta utréAoitra
AOYIOUIKG €iTe va pnv TNV TreEpIAAPBAvouv 1] va aTraiTeital N xpron KATTolou emmTpéoBeTou

AOYIGUIKOU TO OTTOIO TTAPEXETAI OTO XPAOTN KE ETTITTAEOV XPEWON.

To Moyiopikd TG eTaipeiag Biodiscovery kai autd tng OnRamp Bioinformatics uoTepouv o€

AEITOUPYIKOTNTA (POEC EPYOOIWV) O€ OXEON HE T AOYIOHIKA TwV UTTOAOITTWY ETAIPEIWV.

To Moyiouiké Geneious Tng etaipeiag Biomatters atroteAei 10 povadikd atmd Ta 7 OUVOAIKA
AoyIouIKG TO oTroio &gv utrooTnpiel TNV avdAuon Twv Yovidiwv KaTd OuoTAdeg Xwpig

eMITTPOOBETN XPEWON YIa TOV XPAROTN.

H teAeutaia katnyopia autou Tou Trivaka TTOU OXETICeTal PE Tn dnuIoupyia avagopwy yia
OUYKeEKPIYEVO yovidia, Ta OTToia aTTOTEAOUV QVTIKEIMEVO EVOIAPEPOVTOC VI TOV €KACTOTE
XPNoTn, @aivetal va pnv mepiAauBaveTtal o€ KATOI0 AOYICHIKG Kal apa Oev ATTOTEAEI METPO

oUyKpIoNG TOU avTaywvIoHoU.

Zuvoyidovtag, 1o Aoyiopikd Nexus Expression kai Strand NGS cival ekeiva Ta otroia
uTTo0TNPICOUV 4 aTTO Ta 5 XAPOKTNPIOTIKA auToU TOU TTivaKa Kal Apa €ival ETTIKPATECTEPA OTOV

AVTAYWVICHO EVaVTI TWV UTTOAOITTWV.
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Mivakag 3.4: XapoKTNPIOTIKA OTITIKOTIOINONG OEQOUEVWV

Noyiopiké Etaipeia Heat maps | Volcano/ | Genome | PCA/MDS | Boxplots
MA plots | Browser plots
1. CLC CLC bio, v IV v V% v
Genomics Qiagen
Workbench
2. Full DNASTAR v x|% v x/% x
Lasergene
Suite
3. Geneious Biomatters v V[ v V% x
4. Nexus Biodiscovery v x[% x x/x x
Expression
5. Partek Partek v V% v V% v
Flow
6. Rosalind OnRamp v x|V x x|V v
Bioinformatics
7. Strand Strand v x|V v V% v
NGS Scientific
Intelligence

Me Bdaon Tov Mivaka 3.4 TpokUTITouV Ta akOAouBa: Ooov agopd oToug Heat maps (xdpTeg
BeppdTNTAG), €ival gu@AvEG OTI OA Ta AOYIOMIKG TTapéxouv Tn duvatdtnTa KOTOOKEURG
TETOIWV XOPTWV KOl ETTOMEVWG TO XAPAKTNPIOTIKG autd Oev atroTeAei agidhoyo PETPO

oUyKpIoNG METAEU TWV AOYIOHIKWV

H onuioupyia Volcano kaBwg kai MA ypa@ikwyv TapacTdoewy utrooTnpiletar amd 3
Aoyiopikd. MMepinynTég yoviISiwpATwy TTPoc@EpovTal aTtd OAa Ta AoyIouIKA €kTOG Tou Nexus
Expression kai Tou Rosalind. Emopévwg, 1a 2 autd AoyioPIKG uoTepoUv O€ oxéon ME Ta

UTTOAOITTO AVO@OPIKA PE AUTO TO XAPOAKTNPIOTIKO.

Ta 4 ammd 10 7 Aoyiopika utrooTnpifouv Tn dnuioupyia PCA ypa@nudtwy evwy T0 AOYIOUIKO

Rosalind cival 1o yovadiké tmou emitpétrel Tn dnuioupyia MDS ypagnudtwv.

To Nexus Expression padi pe 1a Aoyiopikd Full Lasergene Suite kai Geneious dev TTapéxouv

OTO XPAOTN T duvVATOTNTA KATOOKEUNG Box plot diaypappdaTtwy.

>uvouyifovtag, 10 Aoyiopikd CLC Genomics Workbench utreptepei évavTl Twv UTTOAOITTWV WG
TTPOG T OTITIKA XOPOKTNPIOTIKG dedopévwy akohouBouuevo amd 1o Partek Flow kai to Strand
NGS.
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Mivakag 3.5: K60TOG unvigiag adeiag xpriong yia évav xprnoTn

MAateopua ETaipeia Cost($ or euros) per month
for an individual user license

1. CLC Genomics | CLC bio, Qiagen 413 € + 1281 € (IPA) = 1694 €

Workbench
2. Full Lasergene DNASTAR 5095 € forever or 217 €

Suite
3. Geneious Biomatters 16 $ + 75 $ (Blast2GO) =91 $
4. Nexus Expression Biodiscovery 232 €
5. Partek Flow Partek 299 € + 282 € (Partek Genomics Suite) = 581 €
6. Rosalind OnRamp 40 $ per sample + 291 $ (iPathwayGuide) =331 $

Bioinformatics
7. Strand NGS Strand Scientific 375 %
Intelligence

Ocov agopd o010 KOOTOG ATmOKTNONG ATOMIKAG MNviaiag Adeiag XpAonNG CUMTTEPaivETaIl ATTO

Tov MNivaka 3.5 611 T0 PBNVvOTEPN AoyIoUIKO gival ToO Geneious evw To akpIBoTepo cival To CLC

Genomics Workbench.

MNpéraon 15avikoU AoyiouIKOU

ATé TN OKOTI& €vOG [N EUTTEIPOU UTTOAOYIOTIKA XpAOTN TO 10avIKO AoyIouIKO avaAuong

oedopévwv RNA-Seq cival atrapaitnto va TTAnpoi ta akdAouba Kpitpia:

EAGxi0TO0 UuTTOAOYIOTIKG XWPO

Apxitektovikr) Cloud

Ymoothpign Kai Twv 3 TUTTWV AEITOUPYIKWY CUCTNHATWY

Auvatotnteg avaAuong Twy atroteAeopdtwy TNG RNA aAAnAouxiong

(FAST/BAM apxeia, Organisms, Quality control, Differential Expression analysis,

External Annotation Databases, Gene Ontology analysis, Pathway analysis, Workflows

Creation, Clustering analysis, Custom Reports) xwpi¢ va amaireitar n eykardotacn

KATTOIoU ETTITTPOOBETOU plugin AoyIoHIKOU HE ETTITTAEOV XPEWON YIa TO XPAOTN

AuvaTdTnTEC OTTTIKOTTOINONG TNG dIAPOPIKAG YOVIDIOKNG £KPPACNG

(Heat maps, Volcano ri/kai MA plots, PCA rj/kai MDS plots kai Box plots) xwpig va

QTTAITEITAI N EYKATAOTAON KATTOIOU ETTITTPOCOETOU plugin AOYIOUIKOU PE ETTITTAéOV XpEwan

yia 10 XpAOTN

EAGxi010 KOOTOG ATTOKTNONG AdEIOG XPrioNG

AapBdavovTtag uttéWiv Ta TTponNyoUdEVa KPITHPIA GAAG KAl TNV EUTTEIPIA TTOU ATTOKOMIOA aTTO

TN OOKIUN TWV XOPOKTNPIOTIKWY TwWV AOYIOPIKWVY KoTEANEa oTtnv akdAoubn katdtagn twv

AoyIoHIKWY pE @Bivouoa ogipd wg TTPOG T GUYKAION TOUG JE TO IOAVIKO AOYIOMIKO:
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1) Strand NGS ( good value for money: KaAUtepn oxéon TToI0TATAG-KOOTOUG)
To Aoylopiké TnG eTaipeiag Strand Scietific Intelligence av kal KataAauBAavel Tov TTEPICCOTEPO

UTTOAOYIOTIKG XWpPOo o€ oxéon We Ta uttéAoITTa, dev uttooTnpicel apxitektovikr Cloud kai Tn
ouvaToTNTa oUVOEONG TNG BIAPOPIKAG YOVIDIAKNG £EKQPAONG HUE EEWTEPIKES PATEIC OEDOUEVWIV
KAl €ival TETAPTO OTNV KATAyopia KOOTOUG, IKAVOTTOIEi OAa Ta UTTOAOITTA KPITHPIA XWPIG va

aTrauTeiTal N AqWn KAatroiou eTTITTPAO0BETOU AOYICHIKOU e ETTITTAEOV XPEWON YIA TOV XPROTN.

2) Partek Flow
To Aoyiouiké Tng Partek katatdooeTal e0TEPO aPoU TTapPEXEl OXEDOV TIG idlEG duvaTOTNTES UE

TO TIPWTO OTO XPNOTN, KATAAQUPBAVEl PIKPOTEPO UTTOAOYIOTIKA XWPEO Kal dev UTTOOTNPICEl
Cloud apyitektoviky. QoTd00, n ammdkTNon AdIag XPrRoNG Tou £XEl UWNAOTEPO KOOTOG YIa TO

XPNOTN €€QITiag TNG aTTAITNONG YIa Afjyn TITTPO0BETOU AOYIOUIKOU.

3) CLC Genomics Workbench
To Aoyiopikd TG Qiagen e€ival 10 TTANPECTEPO AOYIOWIKO OAAG TaAuTOXpOVa TO KOOTOG

ammoKTNONG A&delng Xpriong autoU Kal TOU ATTAITOUPEVOU Yia TNV avaAuon BIOXNHIKWY

povoTTaTiwy plugin IPA gival To upnAdTepo.

4) Rosalind
To Aoyioupiké mng OnRamp Bioinformatics uoTepei otnv cicaywyrp BAM apxeiwv. H un

UTTOOTAPIEN TETOIWV apXEiwv auTr Bewpeital apkeTd onuavTiK yia autd Kal BpiokeTal o€

auThyv Tn B¢on.

5) Full Lasergene Suite
To Aoyiopikd NG DNASTAR utrooTnpilel povo 2 atrd Tig 7 duvaTtdTnTEG OTITIKOTTOINONG

0edouEVWY yIa auTo Kal gival TTEUTITO OTNV KATATAEN.

6) Geneious

To Aoyiopikd TnG Biomatters evw €ival 1o @BNvOTEPO 0 KOOTOG, dev TTAPEXEl TN duvVATOTNTA
TOIOTIKOU  eAéyxou Twv OelyddTwy Tou €ekAoToTE €€eTAlOUEVOU  OpPyavIOPoU, éva
XOAPOKTNPIOTIKO TO OTTOI0 KPIVETAI 1IDIAITEPA ONPAVTIKO YIa TNV avAAUCH TWV ATTOTEAECUATWY

TNG RNA-Seq aAAnAouxiong.

7) Nexus Expression

To Aoyiopiké Tng Biodiscovery Bpioketalr otnv TeAeutaia B€on emmeidr) dev uttooTnpilel Tn
oduvatétnTa cioaywyng FASTQ kai BAM apyxeiwv KaBioTwvTtag ouciaoTikG aduvartn tnv

£Qapoyr oTToIoUdATIOTE AOYICUIKOU.
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