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Evyapiotieg

Oa nbela va euyaplotnow mpwta ar’ OAa Tov emPAEmovia kabnynt Hou K.
Mamnasvotabiou lwdvvn ylo TNV eMOKOSOUNTLKN cuvepyacoia og OTL adopd Tt SUTAWUATIKA
pou. Emiong, Ba nBsAa va euxaplotiow tov Kabnyntr k. AoAa AmOcToAo Kol Tov
AvarAnpwt) Kadnyntn k. lveuuatikdto Atovioto, yla Th CUMUETOXN TOUG WG UEAN TG
£€ETAOTIKNG ETUTPOTIAG.

‘Eva peydho suyoplotw, otov SL8aktopkd dottnth Mpnyopn Xpucoo, yla TV TOAU
peyaAn BonBeta tou Kat tnv KaBodnynon Tou o KABe Briua TNG mopeiag amnod Tnv apyn HEXPL
KoL TNV OAOKANpwon aUTAC NG gpyacioc. Emiong BEAw va suxaploTHow Tov SL8AKTOPLIKO
doutnt Euputidn Iwtnpladn, oaAAd Kot Tov mrtuxlovxo mAEov Fewpylddn NIKOSNUo yla Tn
ocuvepyoaoia pag.

Tic euxaplotieg pou Ba nbeda va ekppdow Kol oTov umevBuvo Tou epyactnpiou
Mikpoemneéepyaotwy kKot YAlkoU K. Mapko Kiutwvr, kabBwg kal oe OAa ta PEAN TOU
gpyaotnpiou ywa tnv Bonbela mou pou mapsixav kot yla tTo aPoyo KALUA ToU UTTHPXE OTIC
HETOEL poC OXEOELC.

Ma t ¢ia kat tn otAplén Toug Ba NBsAa va euxapLoTAoW Kot 6Aoug Toug diloug
Kot cuvadéldoug mou nrav SdimAa pou.

Mavw ar’ 6Aoucg kat amn’ 6ha dpwe Ba RBsAa KUPLwE va eUXAPLOTAOW TNV LAUA LoV
Mapia kol tnv adepdn pouv KumpouAa, mou eival mavta SimAa pou kat e otnpilouv ota
OVELPQA KaL TIG MO ATELG POV 0 OAEC TIC PAoELS TNG {wnC LoU.







Ilepilnyy

OL poplakég akoAouBieg ocuvtiBevral amo évav aplBud amd otoleia ta omoia
ovopalovrtal Baocslc. Ot akohouBieg DNA amoteAouvtal and Técoepa €(6n VOUKAEgiKwvV
oféwv, VW Ol TPWTEIVIKEG akoAouBieg amo eikool Sladopetikd el6n apvoféwy. Xtnv
g€ehikTik Sloblkaola oL POpPLOKEG aUTEG akolouBieg udlotatal petalldéelc Omwg
avtiypadn, Staypadr Kol aviikatdotaon. AUt ta yeyovota HETAANaENg €xouv wg
anotéAeopa thv MowiAopopdn Sladopomnoinon avapeoa ot akolouBiec. Mpokeluévou va
BpeBouv mold pépn tng akohouBiag sival opola, yivetal n eVpeon yovidiwv.

H eUpeon yovibiwv amotelel ouoLaoTikO epyaleio yla TNV avaAuon Tng MPWTEIVIKAG
doung kat mpoPAsPn Asttoupylog Twv mpwteivwy. MNpoodarta avamtixdnkav cuctipata
TIOU €XOUV TIPOXWPNOEL otnv €€EALEN TNG TeXxvoloyiag oe OtTL adopd tnv akpifela, tnv
wovotnta Sloxeiplong yA\lddwv mpwteivwv Kol tnv euelifia w¢ mpog tn olykplon
MpwTeivwy Tou Sev polpalovtal Tov i5lo TopEa aPXITEKTOVIKAG. MPOoKELEVoL va BeATiwBel
N akpifela kat n TaxuTNTA TNG EUPEDNG Yovidiwv €xouv avamtuyxBel Stadopol alyoplBuoL pe
OTOXO TO ATOTEAECA TTOU TIPOKUTITEL vaL £XEL BLOAOYLKA onuaoia.

Jta mAaiowa NG mapovoag SUTAWMATIKAG epyaciag emAEXOnke o aAyoplOuog
GlimmerHMM o omoiog¢ peAetnOnke Kal otnv cuvéxela oxeSLAoTnNKe Kol UAOTOLNBNKE oE
avadLaTaooO eV AOYLKH €va BACIKO LEPOC TOU ETLOLWKOVTAC KATIOLO KEPSOG 0G0 adopa TO
XPOVO EKTEAECNC TOU. ITN CUVEXELO LE TN Xprion Tou odnyol tou PCl-express uAomolrBnke
£€va oOAoKANpwHEVo cUOTNUA TToU UAOTIOLEL TOV OAyOpLOpO.
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Coding region: 3tn yevetikn coding meplox£g, eite avadepopaote oe DNA eite o RNA, gival
OL TIEPLOXEG TOU OPYQVLOHOU OL OTIOLEG KWOLKOTIOLOUVTOL O€ TIPWTEIVIKEG akoAouBieg. Ot
Sladopec Aeltoupyleg mou mapatnpolVTAL OTOUG OPYaVIOHOUC yivovTal XApn oTLG
TPWTEIVEG.

Codon: O yevetiko¢ kwdikag amotedeital ano 64 tpurAéteg voukAeotidiwv. H kade tpumAeta
ovoualstoat codon.

Clustering: unopei va SewpnFei aro ta mio onuavtika padnoiaka npoBAnuarta. Eéstalet tnv
gUpeaN ULag Souncg os Ut GUAAOYH QIto OKOPTTLOUEVD OTOLYE(X.

CUPS: EvVnUEPWOELC KUTTAPWVY OVA SEUTEPOAETTTO.

Exon n géavia: eival éva uépo¢ tou RNA mou bev kwdikomolel eviodéc yia ouvdeon
TPWTEIVWV.

FASTA: otn BiomAnpowopikn, FASTA format (yvwoto kat cav Pearson format) eival éva
KEIUEVO TO OMOIO EUTIEPLEXEL EITE VOUKAEOTISIKEG 1) TIEMTIKEG akoAoudieg, oTI¢ omoiec {evyn
Baoeswyv 1 autvoééwv ekmpoownouvtal anod Eva kwdlkorolnuevo ypauua. Emiong, n popen
ETUTPETIEL OVOUATA AKOAOUTHWV Kol OYOAL MAVW OE AUTEG.

Forward and reverse strand: Mes tn SutAfj aAucida DNA umdpyouve €&l muBava mAaiolo
avayvwong (reading frames - codons). Tpia pe MPOCOVATOALOUO TIPOG TO. EUMPOC ylo €Vl
oo to okEAN tou DNA kot GAAa Tpia mou gival avtiotpoda oto avtiBeto okEAoG Tou.

Intergenic: uia intergenic meptoxn (IGR) sivar pia éktaon amé DNA akodoudiec mou
Bpiokovratl petav yovidiwv kat mepteyouvv Aiya i kat kaGoAou yovibia.

Interrupts: n cUoKeUN HOg €LOOMOLEL OTAV €lval ETOLUN, EVW TO TIPOYPOUMA paG Ba pmopel
va ouveyilel va KAvel KATL GANO oTo evSLAPEDO.

Intron n wrpovia: sival éva uépo¢ tou DNA mou dev kwdikormolel eVvTOAEG ylo ouvdeon
TIPWTEIVWV.

Lookup table: eivail évag mivaxoag avalfitnong mou YpnoLHoTOoLEiTal CUYXVA I Vo
QVTIKOTAOTIOEL TOV AL TTivaka e evay amAovoteupevo mivaka. H e€otkovopunon amd
Vv amoyn tng emegepyacioag tov Ypovou pmopei v eivon onpovtikn, dedopévou Oti
OVOKTWVTOG LK TIH oo T HVAUN €ivat ouyvd mo ypriyopo omd tnv €kBeor| tov oe
axp1Boug umoAoylopoUg 1) pe tn Aettoupyia e16630v / €€ddov.

Movada pétpnong nt: nt sival pla ko pHovada HNAKOUG yla Ta Hov¢ aAuoidog
voukAeotiSia (RNA).

Non-coding region: 3tn yevetikr] non-coding meploxec, eite avadepopaote oe DNA eite ot
RNA, eival oL TepLOXEC TOU OPYOVIOHOU OL OToleg Sev KWOLKOTOLOUVTAL OE TIPWTELVIKEG
oKohouBieg.
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Poly-A: Polyadenylation sivat n cuunAnpwuévn Aéén mou avapépetal oto poly (A) tail os
E&va RNA uopto. To poly(A) tail armoteAeitatl puovo ano Baoeic Adevivng.

Polling: oto polling to MpOypaUUA LG TIPETEL VO PWTAEL CUVEXELDL TN CUCKEUN LE
TNV omola EMIKOWWVEL av ival dtabgatun.

Pribnow: ertionc¢ yvwoto kat oav Pribnow-Schaller box, orou sivat uia akoAovdia TATAAT 6
voukAeoTiSiwv.

Promoter: Eivat pia mepioyn tou DNA mou 6SiteukoAuvet tg ouvdeson tou RNA &vog
OUYKEKPLUEVOU povidiou.

ORF: 3tn poplakn yevetikr, €va avolkto nmAaioto avayvwong (ORF) eival uia aAAndouyio
DNA mou Ja umopouce va KwOLKOTOLNOEL UL TPWTELVN, eMeLdr) OTEPEITAL QMO TEPUATIKA
codons. Ta onueia ekkivnonc kat to TeEAkA onueia pag ouykekpuévng ORF Sev eivail
tooduvaua mpoc ta akpa tou ayyeAtopopou RNA (mRNA), aAda ta akpa tou ORF cuvndwc
nieptéyovral oe akodoudioae tou mMRNA tou. Se €va yovidio, ORFs Bpiokovtol UeTaéU TNG
akodoudiac kwdikoU ekkivnong (initiation codon) kat the akodovdioag tepuatikol KwdIKOU
(termination codon). Ta ORFs cuvidw¢ amokwASIKOTOLOUV KATA TN UETAKIVNON TOUG UEC
ard ta kouuatio tou DNA, evw mpoonadouv va evtomioouv éva yovidio. Asbouévou ot
urnapyouv SLaopEg otnv akoAoudia ekkivnonc KwoIKa TwV OPYaVICUWY UE TPOTOMoinon
VEVETIKO kwdika, To ORF Ga mpoodloptotei Le SLUEQOPETIKO TPOTO. Eva TUTILKO QVIXVEUTIKO
ORF anaoyolei adyopiBuouc ue Baon Touc UNTAPYOVTEG YEVETIKOUC KWOLKEG, kKadwe Kal OAa
ta mdava nAaiola avayvworg.

Splice sites: otn poptakn Biodoyia splicing ivat n tpomomnoinon tou RNA UETA TN UETAYPOPH
(transcription), otnv omolo Ta LVTPOVIA aPALPOUVTAL Kol TA EEQVLIN TTPOOTITEevTaL.
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Kegpalaio 1

Ewoaywyn

210 MPWTo KePAAALO TNG MopoUoag SUTAWHATIKAG Epyaciag YiveTal elcaywyr oto
Bfpa tng elpeonc yovidiwv (gene finding) kaBwg Kal TL eival Kol ylo moloug AOyoug
XPNOLUOTOLE(TAL N EVPEDN.

1.1 Enmeniynon vovkAeikwv 0{ewv

To DNA kot to RNA eival ta 800 €idn VOUKAEOVIKWV 0&£wVv TIoU oXeTi{ovTal TIOAU
OTEVA e TNV YEVETIKN TAnpodopia. Elval nhadr, Ta otolyela ekelva ToU £XOUV va KAVOUV
LE TNV KANPOVOLLKOTNTA KOl TA OLOITEPA XAPAKTNPLOTIKA KABE atopou. H Soukn povada
TWV VOUKAgoVIKWY of€wV elval Ta voukAeoTidla Ta omoia amoteAouvTal amod Pl mevioln
TIoU elval evwpévn pe pia dwodoplkn opdda kat pia alwtovyo Bacn (Zxnua 1.1-1). ¥to
pHovo Tou SladEpPeL To €va VOUKAEOTIOW0 pe To aAo eival n alwtouxa Bacn He thv omola
elvat ouvdedepévo. Ita voukAeotibia tou DNA n alwtolxog Bdaon umopet va sivat: Adevivn
(A - Adenine), Touavivn (G - Guanine), Qupuivn (T - Thymine), Kutooivn (C - Cytosine). 2to
RNA pmopei va cuvavtnosl Kaveig OAeC TIG TponyoUEVEG, £KTOC Ao tn Ouuivn ou T Béon
™¢ kataAappfavel n OQupakiin (U - Uracil) .

i Nitrogenous

O -P-0O-CH, o  Base

ZxAua 1.1-1: H doun twv voukAegikwv oé€wv

To voukAeotibla ouvbéovtal HeTAlU TOUC WE OMOLOTOALKO Ogopd yla va
OXNUATIOOUV TO HOKPOMOPLO Kol HrmopolV va epdavilovtal otnv aAvcida tou DNA e
omoladnmote oelpd. To CUUMAEYUO TOU COKXAPOU Kal TwV pwodoplkwyv ofEwV amoTeAEL TN
POXOKOKOALA ToU popiou tou DNA. Emeldn pia povo aAlucida tou popiou tou DNA eival
apketa eVBpavotn cuvBwg To DNA epdaviletal va oxnuatilel SutAég aluaoideg. O kavovag
yla TOV OXNUOTIOUO TWV aAUGIOWVY QUTWV €lval N THPNOCN TNG CUUMANPWHATIKOTATAS TWV
Bacswv. Ta emupenta levyn eivat A-T kat C-G. Itnv Tmepimtwon oXNUATOUOU
oupmAnpwpatikng aAucidag RNA, ot cuvduaopotl autoi yivovtatl A-U kat C-G, kaBwg omou
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umapyel Bupivn oto DNA umdpyel oupakiAn oto RNA. H cupmAnpwpatikdétnta eival to
XQPOKTNPLOTIKO ekeivo Tou DNA mou tou mapéxel tn SuvatoTnTA TOU AUTOSUTAACLOCOU
(avtiypadr tou DNA).

Mua akopa Stadopd otn doun twv DNA kat RNA eivat 6tL evw to RNA amoteAsitot
arnod povo pla ahuoida voukAeotidiwy, to DNA eivat SikAwvo (Zxnpa 1.1-2 (a) ko Zxnuo 1.1-
2(b)). Ot onuavtikotepeg dladikaoieg mou mapatnpouvtal oto DNA sival n avtiypadn, n
petaypadn, n puetadppaon kat n LeTAAAa€n. To DNA amoteAel TO YEVETIKO UAKO OAWV Twv
KUTTAPWV KOl TWV TIEPLOCOTEPWV LWV. TO YEVETIKO UAIKO €VOG KUTTAPOU QTOTEAEL TO
vovidiwpa 1 oAAlwg yévwpo tou. Mua oslpd voukAeotidiwv tou DNA amoteholv éva
yovidlo. Ta yovidla mepléxouv ToV KWALKO yLo TV TTapoywyr] TwV MPWTEIVWY, TTou €ival Ta
HOKPOUOPLO EKEIVA TTIOU SLEKTIEPALWVOUV TLG TIEPLOCOTEPES EPYOOIEC OTO KUTTAPO.

ZxAua 1.1-2: Aentouepn¢ nepiypapn tou DNA (a), dutAn éAwtka DNA (b)

1.2 T1 eivar 11 evpeon yovidiwv (gene finding)

H ebpeon yoviSiwv avadEPeTal 0TOV MPOCTSLOPLOUO AVOTTTUYLATWY TWV YOVISLOKWY
okohouBwwv oto DNA, ol omoleg sival Bloloyikd Aettoupyikéc. H elpeon yovidiwv eivatl
Kplown otn katavonon tou yoviSlwpoatog evog eidouc. To oxnua 1.2-1 napouotdlel tn doun
MLOG TIPWTEIVIKAG oUVOeoNG yoviSiou 0g EUKOPLWTLKA.

O yoviSLoKO¢ pooSloplopog sivat TTOAD GNUAVTLKOC £XOVTag OUEAVOLLEVO TTOCOOTO
£PELVWV 0TO YoviSiwpa OAwv Twv SLadopPETIKWV OpyavIoUWY. Elval xapaktnplotikd OTL Ta
tehevtaia xpovia €xouv gudaviotel TOAA VEa Kol apyaia Baktnplokd yoviSiwpata. Eva
ornd ta KUpla TpoPARuaTta ylo Toug PBLOAOYoug eival O XWPLOHOG TWV YEVETIKWVY
TmAnpodoplwv amod To yoviSiwua tou opyaviopol. Ot BloAdyol evdladEpovtal TOAU yia T
OUYKEKPLUEVN TANpodopia, KaBwg amoteAel tn Bdon yla mMepaltépw £peuva. YmApYouv
TIOAEG SladopeTikég pHEBodol, OMwG N Hkpo-akolouBlakr avaiuon, n omoia i dev €xel
vPnAn akpifela, ) o avaykaiog xpovog enefepyaociag eivat tepdotioc.
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‘Exouve mpotoBei TOAAEC TpoOOEeyyioel yla TNV €Upeon elte eUKOPUWTIKWY, €lte
TIPOKAPUWTIKWY YoVLSiwv. AUTEG OL TIPOOEYYLOELS EUTIMTOUV KUplwG oTIg akOAouBeg Tpeig
Katnyopleg: mpooeyyioelg Baolwopéveg otig opotdotnteg  (homology-based approaches),
OUYKPLTIKEG YOVISLOKEG TPOoOoeyyloelg (comparative genomics approaches), kat télog Ab
Initio mpooeyyioslg (6mou ab initio sival Aatwiko¢ Opog¢ Kal onuoivel amo tnv apxn).
Mapakdtw yivetal pLo cUVTOUN Tieplypodr] TwV TPLWV KATNYOPLWV eUPeCnC yovidiwy.

1. Ilpooeyyioeig Paciopgveg otig oporornteg (homology-based
approaches)

H mpwtn katnyopio adopd mpooeyyiloelg oL omnoleg eival BACIOUEVEG OTLG OUOLOTNTEC.
AopBavovtag umoyn pia BLBAL0BNKN amd akoAouBieg AAwV opyaviopwy, PAXVOUUE TNV
akoAouBia mou pog evdladépel o autn tn BLBALOOAKN Kal avayvwpilovpe pia BLBALOOAKN
okohouBwwyv (yvwotd yovidla) n omola eival opolo pe outh. Emiong, pmopolue va
ouykpivoupe tn 6edopévn akohouBia pe cadng akoAoubia stiketwv (expressed sequence
tags - ETSs) tou 16iou opyaviopoU ylo vo TOUTIOOULE TIEPLOXEG TIOU QVILOTOLXOUV OTO
enefepyacpusévo mRNA. EGv oL avayvwplopéveg akohouBieg elval yovidla tote mBavwe n
6ebopévn akohouBia va eival €va yovidlo. AutoU Tou TUTIOU Tpooeyyioelg Bpiokouv
Bloloyikd oxetika yovidia. EvtouTtolg, 8 pmopolv va avayvwpioouv yovidla ta onoia sivat
KwdLKomoLlnuéva yla TpwTeiveg, oL onoleg dev Pplokovtal akopa otn BLBALoOnkn. O BLAST
(Basic Local Alignment Search Tool) eival éva oAU yvwotd epyadeio avalntnong, mou
OVAKEL OE QUTA TN Kathyopla.

Start codon  codons  pgpor site

Transcription
start
T

"\_‘_\_\. -
* |
!
¢
Promoter

Intron
‘}_____,__ —

| Stop codon AG AN
ATCCCCATGCCTGAGGGCCCCTC yal

Zxnua 1.2-1: NMpwteiviky ouvdeon yovibiou
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2. ZOyKpITIKEG YOVIOIaKES TPOOEY YioElg (comparative genomics
approaches)

OL OGUYKPLTIKEG YOVIOLAKEG TIPOOEYYIOELS Yl TNV EVPECT YoVISiwV elval BaoLoPEVESG OTNV
napatipnon mou n duvaun tng GUCIKAG eMAOYNG KAVEL Ta yovidla Kal AAAa AELToupyLKA
otolela va aAlowwvovtal og Mo 0pyod TOCOO0TO amd AAAa pépn €vog yovidlwpatog. Me
TIEPLOCOTEPEG  YOVIOLOKEG aKOAoUBieq oe oOxetlkd €idn, Ta yovidia pmopolV va
MPOCSLOPLOTOUV HE TN OUYKPLON QUTWV TwV yovidiwv yla va oviXvelUoouv auTh TN
ocuvtnpnon (oxnua 1.2-2).

3. Ab Initio mpooeyyioeig

Y€ auth TNV Katnyopia to Ab initio yoviSlo £pguvag, PAYVEL YLO CUYKEKPLUEVO CRLOTO
ond  KwolKomolnpévee TPWIeiveg yovidiwv. Ymdpyouv SU0 TUTOL  OPYAVICUWV:
MpokapuwTikol Kol eukopuwtikol. OL mpokapuwrtikoi (oxApa 1.2-3(b)) £€xouv HIKpaQ
vovidwpata (0.5 ~ 10,000,000 bp) kat uvPnAn mukvotnta ouvBeong (>90%). Ita
TIPOKAPUWTIKA SeV UTIAPYOULV vIpovia. H eUpecn yovidiou yla Ta TIPOKOPUWTIKA ival
OXETIKA eUKOAN 8e80UEVOU OTL T TIPOKAPUWTLKA YoVISLA £XOUV CUYKEKPLUEVA O LATO OTIWG
0 petaypadlKOG CUVTEAEDTHG SEOUEUTIKOU XWpPOoU Kat To KiBwtlo Pribnow ta omola sivat
SleukoAUvouv otnv avayvwplon. EmutAéov, KwdLkomolnpévn MPwTeivikr akolouBia eival
£val Tapakeipevo avolkto mAaiclo avayvwplong (ORF), apyilovtag amd to apyxtkd codon
(ATG) kat teppatifovrag pe To teAko codon (TAG/TGA/TAA).

Multi-Species Comparative Analysis

Liver Apolipoprotein Al gene >
Enhancer

vV i

- — 100%
human/ e ﬁ“ﬂﬂ”ﬁ_kmﬂ“-wr e SO Y —————— ’
macaque l;; - ‘*1& 75%
30 %
KB ) & s . 10KB
human/ - f;’- L\..‘_M .l" 'H'ﬁ Jﬁ‘wﬂr‘ “Pﬂ\\fi T5%
P — - . 1l 50/100%
human B e WS
Ly - S5 S PR W5 — e 50/100%
human/ -
mouse 1 j—"m\- e i H‘”\,,\ 75%
\"'“\,_ ) / i o iy |
. e = i 50/100%
human/ Fa
1at T _ i =
;O T AT A, 75%
“ —— L L hd : 50/100%
}.}11:11;?;1]1; N A T5%
Aa K AT 50%

Sxnua 1.2-2: AvaAutikn oUykpion ntoAAwv etéwv

EvtoUTolg, yla ta eukaplwtikda yovidia (oxnua 1.2-3(a)), to Ab Initio yovidio épguvag
glvatl SuokoAotepo yla Toug €€ Adyouc. Kat ‘apydc, ta yovidia xwpilovtal amd peyaleg
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intergenic meploxéc. AsUtepov, €va yovidlo 6ev eival ocuvexopevo. To yovidlo eival
XWPLOUEVO Ot €§AVIOL KOL S HE PNXOVIOUOUG oUVOEONG HECA OTO EUKAPUWTLKO KUTTAPO.
Aoyo autn¢ tng dtaomacnc kablotdte SUoKoAo o kaBoplopodg tou ORF. Mpodavwe and ta
mapanavw ¢aivetal OtL ta onpata eivat SuckoAoTepo va mpoodloploTolv amo OTL ota
TIPOKOPUWTLKA, 0oV QUTA Ta oNpaTa ival 1o cUVOETA Kal ampoadlopLoTta.

To HMM (Hidden Markov Model) €xelL eupéwg xpnon ywa tnv elpeon
TIPOKOPUWTIKWY KOL EUKAPUWTIKWV yovidiwv. Alvovtag éva yévwua G pnkoug L, to
anotéAeopa tou HMM T1ou akoAouBel To «KPUUPEVO OTASLO povomaTtioU» S TopdyeL To
napatnpoUevo yoviSiwpua G xpnolponowwvtag Tov alyoplBuo Viterbi. H mBavotnta amno
TO «KpUUPEVO oTadlo» akoAouBia S, Sedopévou tou G umoloyiletal amod Tov Kavova Tou
Bayes : P{S|G} =P{S,G}/% P{S',G}, omou 10 S' cival £vo oUVOAO OAWV TWV KPUUHUEVWV
mbavwyv povonatiwy tou pnkoug L. Mapadsiypata alyopiBpwv ol omoiol avtlotol ouv oe
ouTn TtV Katnyopla eival ot: Glimmerhmm, GenScan (Chris Burge 1997), FGENESH (Solovyev
1997), HMMgene (Krogh, 1997), GENMARKER (Borodovsky &Miclninch 1993) kat VEIL
(Henderson, Salzberg & Fasman 1997).

\A) EUCARYOTES 1Bl PROCARYOTES
= “DNA
eytoplasm
‘ TRANSCRIPTION
nucheus |
imtrons EXONE mANA
._’_,/\ TRAMSLATION
= ~—: ; — :T- polein ————
I

fans

primary RMNA transcript

lTHa\NSCHIPﬂUH ‘

- | B § N =
l ADD 5 CAP AND
RMNA cap POLY (A TAIL

B E— s — s VT
lHNAEPLICING

pfi A (N A4 A :
|
| EXPORT
mAnA — A
lmmsmnou
preteln T2

ZxAua 1.2-3: lovidiakn doun eukapuwtikwy (a) kot npokapuwtikwv(b)

1.3 Xe 11 pag Ypromuever 1 EDPECT YovidiwV
(gene finding)

Ao tote Tou o J. D. Watson kat o F. H. C. Crick avak@Auav tnv xnuikn dour tou
DNA to 1953, n poplakn Bloloyia €xel onUELWOEL oNUAVTIKN Tipoodo. Meydhog aplBuog
SebopEvwv LopLOKWY aKoAoOUBLWY €dyovTal amo Ta £pyaotnpla Kol amobnkevovial os
Bdaoelc Sedopévwy. EmumAéov, peyaleg avBpwriveg akohouBie¢ DNA €xouv mapoyBei katw
amnod Ti§ mpoondabele¢ tou Human Genome Project To omoilo €XeL wW¢ GKOTO TNV TtaApaAywyn
oAOKANpNg tg avBpwrivng akoAlouBiag DNA n omoio umoloyiletal mepimou ot Tpia
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EKATOUHUpLa BAoelg. O puBudc alénong TG mMoooTNTAG TWV BLOAOYKWY akoAouBLwv eival
ToxUG. M auTO, UTTAPXEL MEYAAN avAykn va UTIAPXouv omodotikol aAyopiBuol mou Ba
amooTmouv Kal Ba avaAUouv thv untdpxovoa Anpodopia amnod TG HopLakéG akoAouBieg.

To dawvopevo ¢ wng pnopet va eepeuvnBel Slapéoou Tou KwLKOTIOLNUEVOU
VEVETIKOU UAKOU, SeotuptBovouleiko oy (DNA). Avadepdpevol oe akolouBisg, evwooupue
akoAouBieg voukAeotiSiwv (mou meptéxovral oto DNA 1} RNA). Ano €peuveg MPOKUTTEL OTL
Sev eival OAa ta TuRpata pioag akohouBiag vPLotng onpaciog, aAAG HOVO TUAUATA QUTHAG
KouBaloUv vyevetiky TAnpodopia, n omolo pmopel va petadpaoctel o apLvoéa
TIPWTEIVIKWY 0KOAOUBLWV KATW amtd OPLOPEVEG GUVONKEG. ATIO TNV GAAN yla TV avakaAuyn
TOU puotnpiou tne kuplapxiag tng Lwng ot avBpwrol dev dtaBalouv povo TIg akoAouBieg
DNA oAAd emumAéov, TIG avaAUOUV HE OKOTIO VA AITOCTIACOUV TNV AELTOUPYLKOTNTA KAl TV
nieplntwon g evepyornoinong kaBe yovidiou. TOTe Ta amoteAéopata TG avAAuong auTng
propoLV va xpnotponownBolv yla va fonbricouv toug avBpwrmoug va PoAapavouy Tig
VEVETLKEC APPUWOTLEG, TNV EK YEVETNG EYKANUOTIKOTNTA KTA.

H elpeon yovibiwv €xel peyaln onpacia yia t Brodoyikn €peuva. Elval éva amo ta
TPWTO KL TILO CNUAVTIKA BAMOTA YO TN KOTAVONGON TOU YEVWHOTOG VoG £idouc, epooov
oUTO €xel TomoBetnBel dladoyikd. ApXKa n gupeon yovidiwv BaoioTNKE OTOV TIPOOCEKTIKO
TEPAUOTIONO TAVW Ot {wvtovda KUTTapa Kol OpyovIopoUG. ITATLOTIKA avaAucon Ttwv
TTOOOOTWYV OMOAOYyoU emavacuvduaouol Slddopwv SladopeTikwy yovidiwv pmopel va
KoBoploel TN KATATAEN TOUC O €VOl CUYKEKPLUEVO XPWHATOOWLO, KoL oL TTAnpodopleg amd
ToAAQ TéTola Telpdpata Ba pmopoloav va cuvduactouv yla vo Snuloupynoouv évav
VEVETIKO XApth Sleukpivilovtag tn BEon TwV yvwoTtwy Yovidiwv otn HeTatl Toug oxéon. Etol
yivetal Ao kat mio miBavo va npoPAéPoupe Tn Aettoupyia evog yovidiou Bacllopevol povo
otnv akoAhouBia ou €xeL.
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Kepalaio 2

2xenikn Epeova

H avayvwplon yovidiwv eival £va omd Ta ONUAVIKOTEPA TPOoPANUaTa
BlomAnpodopikng. To yeyovog OTL OAO Kol TeEPLOCOTEPEG OAOKANPWUEVEC YOVISLAKES
okohouBieg eival Stabéoueg o dnuooteg Baoelg dedopévwy, sival WSlaitepa anapaitnto
yla To oxoAlaopo yovidiou. Ta {ntrpata tng EUPEONG YOVISIOU €XOUV QVTLUETWTLOTEL oo
TIOAAEG opadeg amo tn Sekaetia tou ‘80. Amo Tote, He TN PonBela ou nMpoodépeTal LEow
uTtoAoyLoTWY, £XEL oNUELWBEL peydin mpdodog. Adyo autn¢ TnG paydaiag mpoodou mou €xeL
onUelwBel Ta teheutaia xpovia ota Stadopa mpoypappata aAANAOUXLWY, LAG UTIOKLVEL TO
evbladépov yla tnv avalntnon KoAwv alyopiBuwv yovidlo-elpeonc.

‘EtoL og autd 10 Kedahalo mapouctdloupe €va oUVoAo aAyoplBuwv yevikAg
BeAtlotomoinong (general optimization algorithms) mou xpnoluomoloUvtal sUpEwg otnv
ETUOTAMUN UTIOAOYLOTWV Kol €Xouv £dapHOOCTEL yla TNV emiluon Tou TPOPANUATOC TNG
£peuvag yovidiwv (gene finding), tooo ot emninedo software 6o kat oe hardware. KaBe évag
omd autouc toug alyopiBpouc emiyelpel va Swoel pia ypriyopn Kat akplpr Abon og auTto to
MPOPBANUA, He SladopeTiko TPoOmo. Kpitrplo emloyng tou KataAAnAdtepou alyopiBuou yia
va emteuxBel n épeuva yovidiwv Bewpeital n Stabeowuotnta touv alyopibuou, n akpifela
TOU, TO TIOOO0 £E0IKELWHUEVOC ELVOL O XPHOTNC LLE TO CUYKEKPLUEVO OAYOPLOUO KAl YEVIKA TTOLOV
Bewpel 0 xpoTng KAAUTEPO yLa To POPANUa mou B€AeL va AUoel. Epeig Ba acyoAnBolpe pe
oAyopiBuoug mou avikouv otn Tpitn Katnyopia eUpeong yovidiwv (ab initio). To kowo
XQAPOKTNPLOTIKO OAWV TWV TTOPAKATW aAyopiBuwv eival ot Bacilovtal oto hidden Markov
povtédo (HMM). Nopakdtw yivetol pio meplypadr) Tou HOVIEAOU KAl 0T CUVEXELA TWV
oAyopiBuwv.

2.1 Hidden Markov model (HMM)

To povtého Markov (Hidden Markov Model - HMM) eival éva OTOTIOTIKO HOVTEAO
KOTA To omoio To cuotnua Bewpeltal w¢ plo Stadikacioa Markov, aAAG pe AyVWOTEG
TIOPAUETPOUG. MO CUYKEKPLUEVA ELVOL L0 TIEMEPOCHUEVN OELPA KOTAOTACEWY, KaBeuia amo
TIC omolec oyetilovtol pe pia (yevikd moAudiaoctatn) kotavoun mibovotAtwv. e Eva
KOVOVIKO povtélo Markov, ol KaTaoTAaoelg sival AUECH OPATEG ATO TOV TTAPATNPNTH, KOL WG
€K TOUTOU Ol HOVEG TAPAUETPOL TIOU Hac xpelalovral gival ol mBavotnteg peTdfaong
MeTafL TWV Kataotaoswv (state transition probabilities ). To oxnua 2.1-1 Seixvel T0
Slaypoppa pong ya éva HMM. Ou kataotdoelg kadouvral kpuuuéveg (hidden), SuotL n
aKkoAoubBia TwV KATAOTACEWV €ival dyvwotn, aAAd ta SeSopéva TTIOU TTOPAYOVTAL OO TIG
KOTAOTAOELS £ival yvwotd. Ta Sedopéva mou pmopouv va mapatnenBolv TPEMeL va
XpnotpomnotnBouv yla va. CUMIEPAVOURE TNV B€0n Kal TNV €KTOoN TWV KATAOTACEWV OTOV
XWPO TWV XUPAKTNPLOTIKWY, KOBWG Kal TIC TIAPAUETPOUC YLa TNV KOTOVOWUN TNG aPXLKAG
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KOTAOTOONG KoL TwV LETABACEWVY. ATtO TN OTLYUA TIou Ba yivouv yVWOTEC OL TOPAUETPOL, EVa
HMM pumopet va xpnolpomnotnBet yla va petatpéPoupe pio akohoubia amd Siavuopato
XOPAKTNPLOTIKWY OE ia KataAAnAdtepn akoAouBia KATAOTACEWV.

States Time >
ol o2 o3 od
Observations

ZxAua 2.1-1: Eva cuotnua HMM rou Seixvel pia akoAovdia kataotaoswyv Kat n onoia
énuioupyei pia akoAovdia napatnpoewv.

:—i-lccc TAA XXXXXXXX
inter- region around coding region around
genic start codon region stop codon

Zxnua 2.1-2: HMM yua uspliced yovibia. ‘X’ eivat to otaédto tou non-coding DNA kat ‘c’ to
otadio tou coding DNA.

Intron models

Donor modal Acceptor model
ST 30 o i e R R [Tl
-I-Ex:-:xx_x;f.xx_x;f.xx;f. i (Sl =Tl
-I-Ex:-:xxx;f.xx;f.;f.xx;f. i o CCoC
— —

Coding model

TFrnm start model
Ixnua 2.1-3: lNna va smtpancei to splicing oe tpia diapopetika nAaiola tpia

Ta slop model

Lvtpovia xpetalovral.
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To LOVTEAQ QMOKTOUVTAL Ao OTOTLOTIKA avdAuon twv dedouévwy ekmaidsvonc. H
Sladkaola auty kaleitat eaywyn poviédou (model inference). To mMpwto, Kol TLO
ONUAVTLKO, BApa otnv ekmaidevon evog HMM eival n cuAloyn €vOC QVILTPOCWTIEUTIKOU
ouvolou amd umodeiypata yla pia SoBeica kAdon yoviSiwv, ywa mapadetypa, pulL. MNa
KoAUtepa amoteAéopota, TPEMel va ouMexBel £€vag aplBuog omd mapoadeiypata
akoAouBwwv amod puTll mou £xouv TapBel os Sladopetikd TepIBAllovta Kal o€ TOAAEC
SladpopeTikeC ouvOnkeg. Xtnv LOAVIKN TEPIMTWON, TO EKMALSEUTIKO OeT Ba TPEMEL va
TiepLEXEL OAeg TI¢ Sladopormoloslg Twv yoviSlakwy akoAouBlwv. Eva oclvolo amé 100
yovidla eival évag kaloc odnyog yla tnv ekmaidevon plag yoviSlakng akolouBiog.
Evtoutolg, moAlol TuToL yoviSLwpaTwy apouctdlouv peyalutepn Stadopormnoinon, 6nwg to
vovibiwpa tou avBpwrmou Kat yU autd to Adyo xpeldlovtol meplocotepa Seiypota
ekmaidevong wote va dnuoupynBel éva emituxEg povtéAo.

Kata tn Suapkela tng ekmaibeuong evo¢ HMM, mpénel va ektiunBouv OAeg ot
TIAPAUETPOL, Ao TA SLAVUOUATO XOPAKTNPLOTIKWY TOU OfT ekmaideuong. EWdikotepa, ol
TIAPAETPOL OUTEC €ilval 0 apLOPOG TWV KATOOTACEWY, TO HECO SLAVUCUO KAl O TIVAKOC
ouvLOOTIOPAC Yo KAOE pio oo TIC KATOOTACELG. H KOTOVOLN TNG apXLKAG KOATAOTOONG KAl O
Tiivakog LETABaoNG TwV Kataotaoswy. Katd cuvOnkn, autég ol mapapetpol Aappavovral
HE TN Xprion tou alyopibuou Baum — Welch. H Sadikacia ekiva pe Tuxaleg apxLKEG TIUEG
yla OAEG TIG TMOPAUETPOUG KOl TIC PEATIOTOMOLEL MEOW EMAVAANTTIKAG eKTipnonc. Kabe
enavaAnyn Tpéxel 6Ao 1o cUvoho Twv Sedopévwv ekmaibsuong, Kal ylo aUTO ylvetal
CUVEXWG LEXPL TO LOVTEAO VA GUYKALVEL OE LKAVOTIOLNTIKEG TLHEG.

2.2 AXyop1Buor evpeong yowdiov (gene finding)

2e autn TNV evotnta meplypapovtal diapopol aAyoptBuol upeonc yovidiou mou
Eyouv vAomownei oe softwareEpyaleia yla TNV ovAAuon Kol OXOALOGUO TWV YOVISLOKWV
DNA akoAouBLwv Kol HOVTEAO OPYQVICUWY XPNOLUOTIOLOUVTOL EUPEWG VLA TV AVOYyVWPLON
Kwdkomolnuévwy meploxwv (coding ), £tol wote va e€axBel n doun twv yoviSiwv Kal Twv
TIPWTEIVWY TIOU TIPOKUTITOUV.

2.2-1 Alyopibpog HMMgene:

H uébodog pumopel va poPAEPeL 6AN 1 €va pHéEPOG TG akoAouBia Twv yovidiwv Kal
£10L va. umopel va xpnotpomnownBei oe peydheg akolouBiec. Emiong, o HMMgene pmopel va
nipoBAEY et splice sites kat start/stop codons. EQv HEPLIKA XOPAKTNPLOTIKA [LOC akoAouBilag
gival yvwotd, Oonwg ol MPWTeiveg N emavolopBavopeva oTolxeiot KTA., TOTE OUTEC OL
TIEPLOXEC HeTaTpémovtal oe coding 1 non-coding Kol TOTe TO Tpoypaupa Ba Bpel tnv
KoAUtepn Sopn yoviSiwv umd to MAaiolo auTwv Twv Teploplopwyv. O alyoplBuog sivol
Baolopévog os Hidden Markov Model (HMM), To omoio eivat éva povtéAo pe miBavotnteg
oowv adopad tn yoviSiakn dopr. Autd onuaivel mwg n kaBe mpdPAen avtiotolyel og pla
mbavotnta n omnoia pog deiyvel moco aflomiotn sival n mPOPAedn aUTH HLAG TEPLOXAG WG
yovidlou. O HMMgene umopei va Bpet ta N kaAUTepa yovidia yla pa akoAouBia eloodou.
AuTO eival XproLWo oTNV EPIMTWON TIOU UTAPXOUV QPKETEC (0EC YOVISLOKEG SOUEC WOTE va
pmopoUue va Bpoupe Kal evoAAaktiko splicing. Zav elcodo déxetal €va apyeio pe pia n
neplocotepeg DNA akolouBieg oe popdn FASTA. Zav €€0bo €xoupe tn mPOoPAedin evog
HEPOUG N} OAOKANPNG TNG YOVISLOKAG akolouBiag. Itnv £€080 sumepléxovTal oL TomoBeoieg
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TwvV poPAenopevwy yovidiwv kat ot coding Touc meploxEg kabwg emiong, Ta score OAWV TwV
yoviSiwv, alAd kot Twv e€aviwv.

2.2-2 AXyopiBuog TWINSCAN:

To nmpwto BrApa tou aAyopiBuou sival n mapaywyr Ko umapxouoag akoloubiog, n
omola avtikaBloTd T VOUKAEOTISLO lag GAANG OTOXEUOUEVNG, HE Eva amo Ta Tpia cUpBola
Selyvovtag eite opoldTNTa, avopolotnta A pn eubuypdpplon KabBwe cuykpiveTal PE TN
Kopudr tECCAPWVY OMOAOYwv otn Bdon tng akoAouBiag amd To OXeTkd yovidiwpa. H
mBavotnta NG nNén umdpyouvcag akoAouBiag umoloyiletal pe €va povtého Markov, to
orolo £XeL OUYKEKPLUEVN OELPA e TIOaVOTNTEG KOBOPLOUEVEC YL TO Tpla oTASI CUUBOAWY,
avtl ylo to VOUKAeOTIOIKO «aAdaBnto». O alyoplBuog amodelkvUEL EMITUXWG TN TLUN
avBpwrivou (KTA) yevwpartog yio Tnv akplpn dSnuoupyilo umoAoylotikwv oxoAlaopwy. Oco
TO OTOTEAECUA TWV OXOALOOHWV amoTeAe(tal povo amd 25,622 yovidla o aAyoplduog
Bewpeitat Aiyo kaAUtepog amd tov GENSCAN.

2.2-3 AAyoptBuoc GenScan:

H pébobdog GenScan Bewpeital and tng mo akpBrig aAyopiBuoug 6cov adopd To
vovibiwpa tou avBpwrou. To oxNua 2.2-3 deixvel to HMM yia tov alyoplBuo GenScan.To
KABe Slapdvtl i KUKAOG gival éva otddlo TNG YOVISLOKAG TIEPLOXNG TIOU AVTLOTOLKEL O€ pLa
Baokn AettoupyLkn povada amo éva EUKAPUWTLKO yovidlo, m.., intergenic meployn, e€avia,
WTPOVLA KTA.
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(single-exon
Zene)

P+ A
(pro- (poly-A
moter) signal)

N
(intergenic
region)

Zxnua 2.2-3: HMM otov aAyopiduo GenScan

To mavw PLed oto IxAMa 2.2-3 TAPOUCLALEL TIC KOTOOTAOELS EVOG Yovidiou otnv
opBn aAuocida(+), evw To KATW PEPOC Tapouatalel Ta otadla evoc yovidiou atnv avaotpodn
oAuoida (-). Autd cupPaivel yla va pmopel va e€etalel kat ta Suo okéAn mapdAAnia. To N
gival pua intergeric meployn, evw o P elvat opyavwtng Kot o F ival mévte eploxég mou dev
£XOUV EPUNVEUTEL OO TNV apXN TNG HeTOypadG, LEXPL TO onpa Evapéng petadpdocswv. To
T elval tpeig meploxég mou Sev €xouv epunveUTel AUEOWS PETA TO apxlkd codon pEXPL TO
onua poly-A. To Esngl sival mpokapuwtlkd yoviblo, omou n petadpoon Eekvd oTo
TEPUOTIKO codon, evw To Einit gival tou apylkou gfaviou. To Ek (0<=k<=2) eival n ¢aon k
gowteplkov g€aviou, kal to Ik eival pla pdaon anod wrpovia. TENog to Eterm sival tepatiko
gavio. Na sukoAia o GenScan aAyOplOUOG UETAXELPI(ETAL TIC TIEPLOXEG XOPNYWV Kol
amobdextwy, T petadbpacn Evapéng/Anénc onuAtwv WG Ul UTIopoutiva  TWwv
ocuvepyolopévwy g§aviwv.0 GenScan alyoplBuoc akoAouBel «dAocelg» amod WVTPOvVIA Kol
gfavia. Ta owTEPIKA wTpovia Kot e§avia Stapolvtal cludwva pe tn KABe «paon». 10
elval éva wrpovio nou Bpioketal petafy codons PBpioketal otn «ddaon» 0. 11 sival éva
WVTPOVLO TO OToio eival Yetd tn mpwtn Paon tou codon kat Bploketal otn «baon» 1 Kot
Téhog 12 eival éva wtpovio to omoio PBpioketal peta tn Seltepn Baon tou codon Kal
Bploketal otn «dacn» 2. AUTO LOXUEL KAL YLOL TOL ECWTEPLKA €§AVLIA Kal avTioTolya sival EO,
E1, E2.

To MAeovekTApaTa Tou aAyopiBuou eivatl: (1)povtelomnolel amo éva péxpL Kat TIOAG
gfavia yovidia, (2) Stapopdpwvel To pNKOC Twv eavia Kol wtpovia, (3) povtelormolel
promoters, poly-A crjuota kal intergenic meplox£€g, (4)emutpémnel ta mpowBnuéva Kal
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avtiotpoda yovidla, (5) eival oe Béon va Bpel éva HEPOC Tou yovidiou f Kal oAokAnpo. Ta
HElovekToTa Tou elval (1)8e pmopel va xelplotel emkaAUTTOUEVEG HOVASEG peTaypadng
Kol (2) 6ev utapxel evaANaKTLIKOC TpOToC Slaipeong.

2.2-4 AlyopiBuog GENIE:

O aAyoplBuog Genie Boaoiletat otn Bswpio Tou clustering. Evag otowelwdng
clustering aAyoplBuog mepléxel pla Aiota amd k kévipa. KaBe kaivolpylo onuelo mou
napoucotaletal eite avtiotolyel oe €vav amo toug clusters, 1 YxpnolHoOMOLlEiTAL yla va
gekvnoel KawoUlplo cluster evw yivetal n ouyxwveuon duo GAAwv clusters. Otav Aéue
VEVIKEUUEVOC OTOLXELWONG  aAyoplOpog, evvooUpe €va otolxelwdn alyoplBuo mou va
METOKWVEL €va KEVIPO Ot Hla AloTa oo KEVTPO, XPNOLUOMOLWwvVTOC To BApog Twv nén
UTIAPXOUOWV KEVIPWVY Kal mopouctalovtag £va KawvoUplo onueio. Apxtkd o alyoplBpog
SloAéyel mapapétpou. Anladn Sopbwvel Tov aplBpd twv KEVIpwvY Kk, Tov oplBud twv
OPXIKWV oNUelwv m Kot akoAoUBwE to PéyeBog Twv mapayopevwy n. Ito deltepo otadlo
vivetal n apyikonoinon SlaAéyovrag onueia iy. m, cl, ..., cm Ta omoia Ba sival apyikd
T(POTELVOLEVOL KEVTPA. ITN CUVEXELA Tpoablopilel Bapog wi = 1 yla kaB’ éva amd autd ta
TIPOTELVOUEVA KEVTPA. XTO TpiTo oTtAdlo yivetal to otolelwdeg clustering. Ma kabe umo
okOAouBo onpueio p Sedopuévwy TPETEL VO BPLOKEL TO TTANOCLECTEPO TIPOTELVOUEVO KEVTPO Ci
OTO OonUelo p, HETOKLVEL TO TANGLEOTEPO UTOPNBLO KEVIPO XpnoLomolwvTag Ty elowon

(w; *¢; + p)

(w; + 1) , , , o o ,

, kot au€avel to avtiotolxo Bapog wi = wi + 1. TEAog otav LoXUEL N
v

ouvonkn Count = 0 mod 1 t4te akolouBei 1o tétopto Prjpa Omou yivetal n

EVNUEPWON YeVEWV yla Tta umtoPndla kévtpa. Otav Count= n, 2n,3n,... yla KABe KEVTPO ci

otn Alota L and kévrpa tote: umoloyiletal tn mBavotnta yla enBiwon XpNoLLOTOLWVTAS

wy

Pi=c=m —
v efiowon 2oic1 Wi Erena Slaléyel Tuxaio aplBpd oto Stdotnua & [0,1] kat
gav pi> 6, tote Slatnpel To KEvtpo ci otn Alota L KAl To XpnOLUOTOLEL OTNV EMOUEVN
apaywyr Twv n onueiwv. EGv pi<d, TOTE ylvETAL AVIIKATAOTOON TOU KEVTPOU Ci Pe £va GANO
Tou emAéyetal Tuxaia péoa amd tn Alota L. Metd ylvetol kol TAAL apXLKOTtoincn Tou
Bdpoug wi=1, mapoAo MOU HEPIKA onueia Twpa gival eyyeypappévo os GANO KEVTPA KoL
yivetal emavadopd oto tpito BRua yla va cuveylotel n Stadikacio. 2to televtaio PAua
urtohoyilovral ot teleutaiol clusters. H Alota L mepléxel m KEvIpa TOU WUMOPOUV Vol

opadomnotnBouv ota teAka k kEvipa Bactlopéva otnv EukAeidela andotaon.
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xnua 2.2-2: Avodiaotatrn avanapdaotacn tou Clustering xpnoigomolwvtag Tov
aAyopiduo Genie

2.2-5 A\yop1Buog FGENESYV:

O aAyoplBuog FGENESV eival Baclopévog og avayvwplon MPoTUNwV SLadopeTkwY
onUATwv Kal og aAuoideg Markov yla tnv kwdikomolnpévn neploxr. O cuvoUAOUOC AUTWY
Twv U0 Kal pLog Soopévng akohouBiog, KaTaokeVAlel pe SUVAULKO TIPOYPAUUOTIOUO Eval
cuvolo yoviSiwv. Elval o mio ypryopog SlaBéoipog aAyoplBuog doov adopd tnv Tpitn
Katnyopia aAyopiBuwv yovidio-elpeong, (ab initio). Ytapyxouv Suo ekSoxEC 0TO TTPOYPAUUAL.

1) FGENESVO to omoio gival kat@AAnAo yla pkpd apBuo yoviSiwpdtwy (<10kb),
KOLL XPNOLUOTIOLEL YEVIKEG TIOPAUETPOUC OO KWOLKOTIOLNUEVEG TIEPLOXEG.

2) FGENESV ypnotpomnolel oav €l0obo yoviSlakeg akoAouBieg kat €xel oav £€§060
OUYKEKPLUEVECG TTOPAUETPOUG YOVISLWHATWY. O aAyoplBpocg mpoBAEnel ola ta
yovibla ta omoia &ev mMepLEXOUV LVTPOVIA KOL XPNOLUOMOLE(TAL Kal yla TtV
gUpeON HLKPNG opadag yovidiwy Ta omola mEPLEXOUV LVTPOVLAL.
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Zxnua 2.2-5: Ztic duo mavw ypapikés BAémouue tnv amddoon Siapipwv alyopiduwv
egupeong yovibiwv Exovrag ocav eicodo T yovibiakn akodoudia pullou (ot omoiot
avaypd@ovral péca otnv gikova) . itig duo katw BAémouue tnv anodoon tpwv Lbiwv
aAyopiduwv oe 42 oxedov texvikéc yovidlakég akoAoudies mepiéyovrag 178 yvwoteg
yovibiakég akoAoudisg avipwmou (dnAaén 900 e)

2.2-6 AAyopiBpog Glimmer:

O aAyoplBuog Glimmer XpnoLUOTOLELTOL HOVO YLO TIPOKOAPUWTLKOUG OPYOVIOUOUC. To
KUPLO XOPAKTNPLOTIKO Tou eival n xprion tTwv Interpolated Markov Models (IMMs) yla thv
gupeon Kwolkomolnuévwy meploxwv. H PBaoikr Stadopd petafd Markov Models kot
Interpolated Context Markov Models (ICMM) eival o aplBuog Twv mponyoUUeVwY PBACEWY
TIOU XPNOLUOTIOLOUVTAL VLo TOV UTIOAOYLOUO TNG TEALKAG TLBavOTNTAG. TO HELOVEKTNUA TWV
fixed Markov Models elvat 6tL 0 unmtoAoylopog tng mbavotntag yia k+1 Baoelg e€aptatal
oo TO CUVOAO TWV TPONYOUUEVWY BACEWY, VW otnv Tepimtwon twv ICMM o aplBuog
oUTOG elval peTaBAntog otav n elcodocg pag eival pkpr). O alyoplBuog amoteAsital amno
tpia otadla: otadlo eknaidevong (Training phase), avayvwplong ( identification phase) kai
emniAvong (resolving overlap).

1. 2tadlo eknaidbevonc (Training phase):

Ye autn ™ $paon «xtilovpe» €vo SEVIPO XPNOLUOTIOLWVTOG TG KWOLKOTIOLNUEVEG
TIEPLOXEC TWV YVWOTWV yovidiwv. ORF eival éva pépog tou DNA pe apyr ta start codons kat
télog ta end codons. lNa kABe pia amnod Tig Tpelg BEoeLg avayvwong, eival OAa xwpLopéva o
k+1 mepLox£g yla Tov urmtoAoyLlopo tn¢ apotBaiag mAnpodopiag yla kaBe B€on évavtl tng k-th
Baong. H B£on pe tnv uPnAotepn apolPBaio mAnpodopia eMIAEYETAL KOL XPNOLLLOTIOLELTAL YLO!
TN Kataokeur tou 8évtpou. H mopandavw Stadkaoia emavoahappavetal ylo Kabe kOuBo tou
S6&vtpou. TEAoG, «xTileTal» £va SEVTPO e oxTw emimeda Kol o KABe kKOUPog mepAapBavel
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mAnpodopia yla tg mbavotnteg mou dpEpouv ot téooeplg Bacslg (A, C, T, G) kal tn Béon pe
v uPnAotepn apotlBaia mAnpodopia.

2. Jtadlo avayvwptonc ( identification phase):

H Seutepn ¢ddon tou aAyopiBuou umoloyilel to okop tou ORF mou deixvel n
mbavotnta ywa tnv omoia to ORF eival éva yovidlo. Ta Bruata sival ta €€ng: Mvetal
ETUAOYH TOU OWOTOU SEVTPOU YLO TO CWOTO avVayvwoTLko TAaiotlo. MNa kabe éva k+1 amo ta
Sladopetika meplexopeva tou ORF Slaoyiloupe to §€vtpo HEXPL va dTAcoupEe ota GUAAQL.
AwaBatel T mBavotnta kot urtohoyilel to AoydplBuo tng Tung. NMpooBEtel Tn mBavotnta
oTov Tponyoupevo AoydplBupo. [ivetal n petdBeon otnv enduevn Béon tou ORF kat
enavalappavetal n Stadikacio.

3. Ytadlo emidvong (resolving overlap):

Ztnv teAik ¢don o Glimmer emAUEL TO BEPA TWV EMIKOAUTITOUEVWY OKOAOUBLWV.
H kUpwa Swadikaoia ywa tnv emiluon Ttou TmpoPAnRpatog eival n ouvidpeucon Tou
erukaAumtopevou ORF emiléyovtag SladopeTiko start/stop codon. TéAog edv S pmopel va
Bpebel TpodMOC avtlweTWoNng TNG emka@AuPng tote tn B€on tTou Ba mapel to ORF pe tO
peyaAUTEpO OKOp.

Stop codons (TAA, TAG, TGA) (long hash marks)
Start codons (ATG TG) (short hash marks

B - ORFs meeting minimum length ] = laterally transferred DNA

Zxnua 2.2-3: Ynoyijeia yovibia (start/ stop codons)

Zxnua 2.2-4: Glimmer score: n KOkkivn {wvn MEPLEXEL TA XAUNAQ OKOp, N MPACLvy TA
uynAa okop kot TéAog To urtdAourto uépog Sev éxel start codon

2.3 AAyop1buor HMM ka1 FPGA’s

Ou ocuyxpoveg FPGAs (Field Programmable Gate Arrays) €xouv au&nBel onuavrikda
WG TPOG To MEYEBOC, TNV KAVOTNTA KoL TNV TaXUTNTA. APKETEG ETLXELPNOELS ONMEPQ,
dTayvouv FPGAs AakETeG Kot TG edpodlalouy pe Stadopoug Tpdnoug wote va Bonboulv Tnv
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CPU ocav OUVENMEEEPYOOTEG OTNV QVILUETWIILON UTOAOYLOMOU KATmolou aAyopibuou. e
VEVLKEG YPOUHEC, TTAVTWG, SEV elval EUKOAO va TIPOYPAUUATIOTEL pa FPGA.

levika pwvtag 6ev umapxel €vag compiler mou 6Oa petadpacsl £va
TPOYPAUHUO OE LA TIPOYPOAUHUATLOTIKY) YAwooa uPnAol emumédou og amodoTKO KWK yla
v ektéleon pag FPGA. OL oxeSlootég AoyloplkoU ol omoiol Tpoypappatilouv TiG
napadootakeéc CPUs Sev evBappuvovtal va XpnoLdomolouv pnxaviuato pe FPGAs, eneldn
gival SUokolo va yivel autd xwpig tn yvwon tou hardware. Mo autod to Adyo ot FPGAs, dev
Xpnolgomolouvtal os TIOAAEG EMIOTNUOVIKEG £dappoyéG Twv omoiwv ol embdoelc Ba
pmopovoav va BEATIWOOUV GE HEYAAO BaBUO e TN XPrion QUTWV.

Mpoypoppatilopevol Aoyikol pnxaviopol (Programmable Modules) gival evotnteg
TIOU €XoUV avarmtuyBel yla va €ivol TIPOCAPUOCHUEVEC YL CUYKEKPLUEVEG AELTOUPYLEC OTO
televtaio otddlo TNG KATOOKEUNG. Exouv yilvel opketd OSnuodlAng Adyw Twv
TIAEOVEKTNUATWY TIOU €xouv omoktnBel péow g egueAiio touc. Mpoypappatil{OpUeveg
evotnteg 1) PDLs elvat emwdeAng, AOyw Tou yeyovoTog OTL To KOOTOG VOG chip ToOU TEpLEXEL
gl Tpoypoppatilopevn povada eival aveédptnto amd Tov aplOpd Twv TUAWV Tou
Bplokovtal og auto. OL FPGAs eival plo evotnta otn VLS| mou pmopel vo mpoypapotiotel
yla va katootel duvatr n uAomoinon Twv MoAUVETIMESWY SIKTUWV KoL yla To. TTOAUTIAOKO
ocuotnuarta og €va eviaio chip.

Mua mAakéta FPGA (oxAua 2.3-1 )eival évag mivakog mou amoteAeital anod: Logic
Blocks (ouvbuaotikd 1 dtadoxikd), onueio dtaovvdeong (Slakomrteg) UeTafl Twv WUITAOK
Aoywkng, kat Input / Output Blocks (I0OB). Ta Logic Blocks pmopsi va mpoypappatiotolv ylo
Vv vAomoinon moAwv Asttoupylwy, Kat cuvnBwg vlomolouvtal cav Look-Up Table (LUT),
omou éva LUT pe k eloo6doug eival mpoypoUUOTIOHEVOG WC £vag TtivaKag aAnBeLag pog
TEPUATIKAG Asttoupyiag péxpt k petaBAntég. To onueio Staclvéeong Twv ITAOKG £Llc06ou /
£€060UL Umopel va TPOYPAPUATIOTEL YLl TNV EMITEVEN TWV ATIALTOUEVWY CUVOECEWV.

|:::B||x::e- nE|

e
oo Lf iy e 14(H L: |.+ q.| L:E |_Fi"|m“
= L:H e B
L o e

CELEELE

Zxnua 2.3-1: FPGA: @aivovtar ta Aoyika umAokg ( logic blocks - LB), ta umAok
eLoobou/cé6éou (input/output blocks - 10B), kat ta onueia Stacuvdeong

Onwg daivetal and ta mapandvw HPe T XpHon twv FPGAs UMOpOUUE va KAVOUUE Evov
oAyoplOpo ypnyopotepo. Mapakdtw akoAouBel pia cuvtoun meplypadr Twv alyoplBuwv
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Grail kat GeneFinder. Xto oxnua 2.3-2 daivetal n epapuoyrn evog HMM alyopiBuou oe
avadLaTAooOEVN AOYIK).

Urginnotaled
Prokews |
T Ty HMM motif
c\-\. -1 e
- | FPGA |—-| Processar Hits
HMIM molif [~
Datapace
A Viterhi Algarithm

Implementation

Zxnua 2.3-2: Eupeon yovidiou ypnotuonotwvrac FPGA

2.3-1 AAyopOpog Grail oe avadiataccopev) Aoyixr)

O oxeblaopog UAikoU €yve ae Verilog kot n FPGA mou xpnolpomnolfnke sival n
Xilinx Spastan-3 XC351500. Emtionc to epyaleio mou xpnotpomotndnke sivat n Xilinx ISE 8.2i.
To pnkog evog PE eivat 451 Aoyikol topol. To mocooTo NG mou amnatteital eivat 50 RAM
£l00660u yla k@Be otddlo tou Grail aAyopiBuou mou meplhapPavel 42 eKMOUMEC Kol 8
petapaocslc. Nepattépw, umapxouv akoua 3 eicodol ava otadlo tou aAyopiBuou yla KOs
PE’s IVS. Ma auto to péyebog kat twv dUo (aAyoplBuocg kot PE) ou pmopet va umootnpytet
gival meploplopévo amo tov aplBuo twv Block RAM péoa otnv FPGA. Xpnolpomowwvtag Kot
ta 32 Block RAMs mou €xeL n XC3S1500, sival oe Béon va ¢lofevioel 10 PEs kal va
urnootnpi€el tov Grail aAyoplBuo ya péxpl 256 otadla. H anddoon Tou CUCTAUATOC TIOU
Xpnowlomoleital ouxva otnv PBlomAnpodoplk €lval n EVNUEPWOEL KUTTAPWV avad
Seutepolento (cell updates per second - CUPS). Apa £xovtag cuxvotnta poAoywol ota 70
MHz * 10 PE’s = 700 Mega CUPS, og p€yLotn €MLTPEMOUEVN TaxUTNTO poAoyLlol Twv 34 MHz.

2.3-2 AAyopBpog GeneFinder oe avadiatacoopevn Aoyixr)

Xpnolporowwvtag pia FPGA Xilinx Virtex Il XC2V6000, n omola eivat oe B£on va
dofevnoel 92 PEs oe PEYLOTN EMUTPEMOPEVN TaXUTNTA poAoylolu Twv 34 MHz. H
OUYKEKPLUEVN edapUoyn eMITUYXAVEL pla otabepn amodoon (ocupmepAapfavopévng tng
petadopdg OAwv twv dedopévwy) tng ~ 1 GCUPS. Ml oelpd Soklpwv agloAdynong twv
emdooswv £xouv Sle€oxBel xpnolpomolwvtag SLapopeTikd aplBud akolouBuwv yla Tnv
aflohoynon tou xpovou emnefepyaciog Twv FPGA-accelerated implementations évavtl otov
okohouBLako kwdika GeneFinder. Katad tig Sokiuég xpnotpomnoleital PCl Baolopévo os ADP-
WRC-II board amné Alpha-Data pe pia Xilinx XC2V6000 FPGA. H edpapuoyr GeneFinder sivat
umodelypatikn os Intel Pentium IV 3 GHz enefepyaotr) pe 1GB RAM. H FPGA emttuyyavet
speedups petafl 45 kot 50. Touldylotov o i610¢ aplBUOg TwV UTTOAOYLOTWV TTOU cUVSEovTaL
ME £va ypnyopo switch amatteitalt  ywa va enutevxBel éva mapdupolo speedup
Xpnolpomnolwvtag tov aiyoplBuo GeneFinder. Mo oUykplon autwv Twv SUo mpooeyyioewy
napalnAonowjong Seixvel OtL avadlataccopevn emtayxuvon (reconfigurable hardware
accelaration) sivat avwtepn amo amon thAc / anddoong. H cuykekpipévn Alon sival
emniong VKoM eMekTAoLUn oe FPGAS emouevng YevLAg, Omwe os olkoyévela Virtex-4 pe tnv
armAn avénaon Tou aplBpol Twv PES 0TO CUYKEKPLUEVO OXESLAOUO.
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2.3-3 AAyopiOpog Glimmer oe avadiatacoopevn AOyixr)

O oxeblaopoc uAkou éytve oe Vhdl kat n FPGA mou xpnotpornowfnke eivat n Xilinx
Virtex5 SX240T. H tayutnta poAoylou sivat ota 150 MHz. O mivakag 2.3.3-1 pag delyvel tv
amodoon Tou cuoTnUAToC, KaBwe emiong Kal tn olyKplon UETAEY TOU CUOTIUATOC KOl TOU
software otov umoAoylopd tou okop. To avtiktumo tng BabupoAoynong otn ¢dacn Tou
UTIOAOYLOMOU TOU OKOP VYld TO OUVOAIKO XpOVO E€KTEAEONG TNG OUVAPTNONG
daivetal otov mivaka 2.3.3-2. I& aUTO TOV TIVOKO UTIAPXEL EMIONG KOl TO TIOCOOTO TOU
OUVOALKOU XpOvou €eKTEAEONG HME TN Xprnon povo t¢ CPU, kaBwg kot pio CPU
pe ouvenegepyaoty FPGA kat n mpoBoAn tou Speedup ywo to TARPeEC cvotnua. H
peyalutepn amattolpevn anodoaon eival 600 Mbps pe péco 6po 300 Mbps.

Database Number of Execution Execution CPU FPGA SpeedUp
bases for the | Time(CPU 2.66 Time(FPGA | Throughput | Throughput | FPGA vs.
scoring ORFs | GHz, 1 GB RAM) @150MHz) | (Bases/sec) | (Bases/sec) | CPU

NC_004061 | 2385968 0.399 0.016 5981518 149997673 | 25.07 x

NC_003062 | 135542442 30.082 0.903 4505765 149999980 | 33.29 x

NC_004463 | 524562162 114.514 3.497 4580768 150000000 | 32.74 x

Nivakag 2.3.3-1: AntoteAéopata tou Glimmer aAyopiOpov SW-HW

Database CPU % of Scoring | Total Execution New Total SpeedUp
phase execution | Time (CPU 2.66 Execution CPU+FPGA vs.
time GHz. 1 GB RAM) Time Using CPU

CPU+FPGA

NC_004061 12.39% 3.22 2.84 1.14 x

NC_003062 57.24% 52.55 23.38 2.25x

NC_004463 59.59% 192.17 81.15 2.37 x

Nivakag 2.3.3-2: AntoteAeopata tov Glimmer aAyopiBpouv SW vs. HW-SW co-design
2.4 2vyxpion alyopibuwv

JE QUTO TO UTTOKEPAAQUO YIVETAL UL CUVTOUN QVOQOPA OTIC OUOLOTNTEG KATwWE Kol
oTI¢ SLaopéc Twv adyopiGuwv mou EYOULE avapEpel mapanavw. MpwTtn ouoldtnTa eival
OTL 0 OKOTTO¢ OAwV TwV aAyopiBuwv eival n evpeon yovidiwv. Emionc 6AoL oL alyopldpol
S6€xovtal cav gicodo £va apyeio pe pia n meploootepec DNA akoAouBieg os popdn FASTA.
Yav €€060 £xoupe tn MPOPAsPN evog PEPOUG i} OAOKANPNC TN YOVISLOKAC akoAouBiag. Xtnv
£€060 eumepléyovtol ot tomoBeoie¢ twv TpoPAenmOpevwyY yovidiwv Kal ot coding Ttoug
TEPLOXEC KABWG eTionc, Ta score OAWV TwV yovidiwv, aAAd Kal Twv e€aviwv.

Juveyilouue oTi¢ SLaPOPEC, oL OToiec oeidovtal kUupiwg atnv entdoyn uedodou yLa
NV glpeon KwOLKoTIoNUEVWY TieploXwv. Ot aAyoptSuot HMMgene, TWINSCAN, GenScan,
FGENESV kot Glimmer xpnolgomnotoUv povtéha Markov yla thv eUpeon KwSIKOTONUEVWY
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TIEPLOXWV, €VW O OAyoplOpog¢ GENIE Boaoiletar otn Bswpia tou clustering. Téhog ol
aAyoplBpuol Grail kot GeneFinder ypnotuomotouv yia auTo Tov oKomo tov aAyoptduo Viterbi.

O HMMgene pmopet va Bpel ta N kaAUtepa yoviSia yla pla akohouBia elcddou.
AUTO elval XpriOLUO OTNV TIEPIMTWAON TTOU UTIAPXOUV OPKETEC (OEG YOVIOLOKEG SOUEG WOTE va
puropolpe va Bpolpe kat  evalhaktikd splicing. Ztov alyoplBuo TWINSCAN 600 TO
OMOTEAECHA TWV OXOALOOHWV amoteAeital povo amod 25,622 yovidia o alyoplBuog
Bewpeitat Alyo kaAUTePOG, 600V adopd TNV akpiBela Kal TV Taxvtnta, oo tov GENSCAN o
omolog Bewpeital o Mo akpPAg alyoplBuog 6oov adopd to yovidiwpa Tou avBpwrmou.
AkolouBei o mivakog 2.4-1 o omoio¢ yxwpilel touc aAyopiBuouc pag os 3 katnyopieg

avaAoyoa tov TUTto aAyopiBuou otov omnoio sival Baciopévol.

Tunot alyopiduwv Itoeia Napadeiyporta
AAyopiOpwv
Neupké cvoTnpa AVOAUTLKEG TEXVIKEG TPOTUTIOU Ocov  adopd TLg | Grail
Sladlkaole¢ ekpadnong ota YVWOTIKA CUCTHUATA.
(Neural ~ Network - Xpnotuorolel ta ocuvola dedopévwy ekmaideuong, yla
Uberacher & Mural TNV KATAOKEUN TWV KAVOVWYV TIOU UIMOPOoUV va KAVOUV
1991) TPOBAEYELS I TaELlVvOounOELG o€ dedopéva.
Zuotnpa Baolopévo os | Xpnotpomnolel pa cadn 6éoun kavovwy yia tn Andn | GeneFinder
KOWVOVEG anodAacewv.
(Rule-based system)
AVTUTpooWreVeL €éva oUoTnUa WG €va  olvolo | HMMgene
SLOKPLTWY TIEPLOXWV KOl OTL UETABACELG PETALY TWV
ev Aoyw meploxwv. Ta povtéda Markov sival «kpuda», TWINSCAN
Hidden Markov Model OTaV LA N TIEPLOCOTEPEG QMO TIG TIEPLOXEG Oev GenScan
pumopoUV va mapatnpnBolv dusca. Kabe petapoon
(Burge & Karlin 1997) €xel M oxetkn mBavotnta. Emiong éxet to | Genie
TIAEOVEKTN LA TNG PNTAG oVTEAOTIOINONG TTWG Lo KABE
; : , , FGENESV
pla mbavotnta amo pia akoAouBia XopaKTnPLOTIKWY
ouvbuddovtatr oe pa ektipnon TOAVOTNTAG Y TO | Glimmer
oUVoAo Tou yovisiou.
GlimmerHMM

Mivakac 2.4-1: Tonot aAyopiduwv eupeoncg yovidiovu o DNA akoAouTisg.
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KEDAAAIO 3

3.1 AAyop1buog GlimmerHMM

O GlimmerHMM eival évag aAyoplBuog Baolopuévog oto Generalized Hidden Markov
Model (GHMM) kat avamtuxBnke to 1998 amd tov Steven Salzberg. O aAyoplBuog sivat
opketd Sladedopévog kal Sivel pia ypriyopn kot akplprc Abon oto mpoPAnua evpeong
vovidiwv. H apylki tou ovopacia Atav Glimmer. Ito mMEpaopa TwWV XPOVWY AOYW TNC
BeAtiwong tou oAyopiBuou mRpe ta ovopata Glimmerl akoloUBwg Glimmer2, GlimmerM
Kot téhog GlimmerHMM. H Siwadopd tou mpotedeutaiou pe tov Tedeutaio alyoplBuo sivat
armAd otL o GlimmerM eilvol eKMALOEUUEVOG HOVO YLO. TIPOKAPUWTIKA yovidla, evw o
GlimmerHMM yla eUKOPUWTLKA HE TL avTioToLXeG Stadopomolroslg oto software.

O GlimmerHMM avnkeL otn tpitn Katnyopla gupeong yovidiwv (ab-initio) mou
OVOAUCOUE OTO TPWTO KedPaAato. Moldlel apKeTd pe Tov alyoplBuo Genscan, Tov OToio Kot
neplypadape oto Kepahato 2. Av kal n evpeon yovidiou gival KATAOKEVAOUEVN cULdWVA
HE TO YeVIKO pabnuatikd poviého plag GHMM, emunmpocBéta evowpatwvel ta splice site
models, KoppattL appévo amd tov alyoplduo GeneSplicer kat tnv anddaon évtpou amnd
Tov aAyoplBpo GlimmerM. Emiong, o umoAoylopog Twv coding kat non-coding meploxwv
yivetal pe tn xpnon twv Interpolated Markov Models. H Sopuy GHMM meplapfavel
WTpOVLa yla KABe daaon, SlayoviSLakEg MEPLOXEC Kal TEaoepa NoN e€aviwv (initial, interval,
final kat single). H mapamndavw neptypadn daivetat oto oxnua 3.1-1.
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ZxAua 3.1-1: Aiaypauua tov GHMM yia GlimmerHMM. H Stakekouuévn ypauun otn uéon
XwpileL tnv eudceia kot avaotpo@n aAlvoibéa tou puovréAdou. Kade otadio uéoa otro GHMM
UAonoteital oav EexwPLoto umo povtéAo.

3.2 Ileprypagn alyopibuoo GlimmerHMM

O aAyoplBuog GlimmerHMM ywpiletal o tpia otadla. Ta Tpia autd otadla ival:
otadlo ekmaidevong (training phase), avayvwplong (identification phase) kot emiluong
(resolving overlap).

Ztado exnaidevorg (training phase):

O aAyoplBuog xpnotpomolel peydda ORF’s kol okoAouBieg MapOUOLEC HE YVWOTA
yoviSla and aAAoug opyaviopoug oav otddlo ekmaibsuong tou povtélou. Elval onuavtiko
va avadpEépoupe OTL n ekmaideuon Tou aAdyopibuou ylvetal uévo pe meévie SladopeTikd
yovidlwpata opyaviopwyv (training data sets) ta omola eivat: 1. Arabidopsis, 2. Celegans,

3. Human, 4. Rice, 5. zebrafish

Katd to training stage, o alyoplBpog déxetal wg eloodo ta yovidla evog amd twv
TEVTE TMOPATIAVW OPYAVIOUWV Kal Kataokeudlel éva HMM oe 8evdpikn doun. To Sévipo

anoteleital and oxtw emimeda KOUPwv, evw o KABs KOpPoc mepAapPavel TEOOEPLS
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mbavotnteg (U yio kdBe duvaty Bacn A, C, G, T). Ta dedopéva Twv SEVIpwvY MoV
uTtoAoyilovtal otov aAyoplBuo aAldlouv MoOvo avaloyo UE TO TiLo yovidiwpa Ba yivel to
training. H &wadikacia ekmaibeuong tou alyopiBuou eival aut mou TmeplypadeTal

TAPAKATW.

H eloepyopevn oAAndouxia ekmaidevong tou oAyopiBuou SlapeAiletal oe
ETUKOAUTITOPEVEG SwdeKAdeC Bdoewv . AUTEC ol SWOEKASEC KATOUETPWVTOL KoL OTN
CUVEXELX XPNOLUOTIOLWVTAG OVO TLG OXTW aro Ti§ Swdeka BAoelg mpokUTeL pia mBavotnta
gudAviong yla OAeg TIg Suvatég oktadeg Baocewv. Telka, oxnuatiletal pa Sevdpikn doun
oXTw €MUTESWV TN omolag n didoxion amod tn pila péxpt ta GUANA amelkovilel pla okTada
Baoswv evw ota GpUANO amoBnkevovTal oL TEooePLG TBAVOTNTEG ePdAviong otnv tedeutaia
B£on TG KABE SWSEKASAC LLOG OTTO TIG TECCEPLS SUVOTEC YEVETIKEG PACELC.

Emedy yia kdBe codon €xoupe Ttpelg Oéoelg mAaloiou avdyvwong TEAKA
TIPOKUTITOUV TPELG SeVOPLKEG SOUEC, OTIWE OUTEC TtEpLypAdnKav mopanavw , pia yio kabe
B£on mAatoiou tou yovidiou Tou opyaviopol eknaidsuong.

O GlimmerHMM yxtileL éva 6€vtpo OMwG auTo daivetal oto oxnua 3.2-1.

il

T | E

! g & T,
W I 5 ; ¢ W

FAVLALRY: “afole T fA TG T FRIAT RN

Mdomddobdbobhddbh
b

Zxnua 3.2-1: Aévtpo povteAomnoinong

Ztadwo avayvwplong (identification phase):

Edooov £xel oAokANpwOel To otaddlo ekmaidevuong, mepvApEe 0To oTASLO EVTIOTILOUOU.
Aebopévou evog umopndiou ORF o alyoplBuog OSlapelilet to ORF os OAec TG
ETUKOAUTITOPEVEG SWOEKASEC. ITN CUVEXELA yLa KABE pla omo auTéG Kal akoAouBwvtag To
Kat@AAnAo povoradrtt oto 6€vtpo unoAoyiletal n mbavotnta epdaviong tou. MNpwta am '6Aa
Ba mpémel va onuelwBel OTL n evdelexn¢ ouMoyn oMo HlA OEPA KAAWV OTOLXELWV
ekmaidevong, eivat éva BrApa ou mPEMEL va iponynOel yia tn Tuxov elpeon yoviSiwv. Auto
TO BApA gival TOAU oNUAVTIKO, KABWE N moLOTNTA TWV OTOLXEIWV TIOU TTAPOUGCLACTNKAV YL
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Vv ekmaidevon eivol euBewg avaloyn pe thv akpifela mou eixe to amotéAeopa eVpeong
yovLSiwv.

2rtadio emilvong (resolving overlap):

Jto TteAevtaio otado, o GlimmerHMM, emAbel T umoPndleg YovISLOKEC
aAAnAouyieg mou aAAnAemikaAuntovtat. H kUpla evehi€ia otnv emiluon emik@Auvng eival n
duvatotnta pelwong evog ORF, emiléyoviag €va Sladopetikd codon £vapéng. Ag
urtoB£€cou e OTL oL akoAouBieg A kal B emikaAUmtovral, Kot OtL N A €xel LEYAAUTEPO OKOP.
Yrdpyxouve TEOOEPLG TUOAVOTNTEG ylot TOV TPOMO KE TOV OMOI0 EMIKAAUTTOVIAL, OTIWC
daivetat oto oxiua 3.2-2. Kabe BENoc oto oxnpa Seixvel oto tpito TéAog tng akoloubiog.

B B B B
- _— _— _—

ZxAua 3.2-2: EmikaAvyn vrtoPneiwv yovidiwv.

1. A¢ umoBéoouue ott n A kat B emkaAumrtovtalr onw¢ to oxnua 3.2-2(a).
Metakivwvtag 1o codon Evapénc S UTOPOUUE VA EAQXLOTOTTOLCOUUE TNV
emkaAupn oe autn tn nepintwon. Eav n A gival apketa mto UEyaAn amo ™ B
TOTE armoppintouue TNV B. AAAwwe, dexouaote kat Ti¢ SUo UE TO OXOALO OTL Eyouv
emkaivyn.

2. Ac umo¥éoouue otL n A kat B eriikaAuntovtat onwe @aivetal oto oxnua 3.2-2(b).
Eav uetakivioouue otn B to codon Evapénc eMIAUOULE TNV EMIKXAUYN LE TETOLO
TPOTTO WOTE N B var €Yl aKOUQ QPKETO OKOP KAl UNKOC WOTE VAl SEXTOULE KOl TIC
bdUo. Eav auto b¢ yivetal Tote ouveyilouue otn kataotaon (3).

3. Ac umo¥éoouue ot n A kat B ermikaAuntovtol onwe to oxynua 3.2-2(c). Eav to
OKop TNG enmkaAvync eival éva ULkpo kAdoua tou okop tng akodoudiac A, kat
KIveltal to codon évapéng Tou A LE TETOLO TPOTTO WOTE OTNV A va TTOPOUEVEL
UEYAAO TO UnNkog ToTe Sexouaote kat Ti¢ duo. AAALWG, amoppintoule T B.

4. Ac¢ umodéoouus oOtt n A kait B esmkaAunrtovral Oonw¢ to oxnua 3.2-2(d).
Metakivouue 1o codon evapéng the B UExpL TOo Okop emikaAuyng va eival
UEYAAUTEPO oo auTO TN¢ A. TOTE UETAKIVOULE Kal To codon évapénc the A UExptL
TO OKOp EMIKAAUYNG va gival UeyaAutepo amd auto tn¢ B. EmavadauBavouus
UEXPL VA Unv umdpxetl dAAn ermikadvin kat tote Sexouaote kat ta Svo.
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Eav umtdpyouv neplocotepeg amnod Suo akolouBieg, Tote edpapUOlOUE TIC TAPATIAVW
Slepyaoieg EeKvVTAG PE TNV AVTLUETWIILON TwV aAAnAoemiko U Pewv Katd ¢pBivouoa oelpd
BaBuoloyiag. Me auto tov TPOmo, eav N A entkaAumtet tn B kat n B emikaAvntel tn C, Kal n
A £xeL TO peyalUTepPO oKop, TOTE Unopel va anoppldtet n B mpwv ermukaAudOBei pe tn C, yiati
oUTO Ba onpaivel otL anoppintetal kot n C.

210310 exmaideuang
(Training face)

Lrddio avoryvaplang
(Identification phase)

Z1adi0 emiluone
| Resolving overlap)

Ixnua 3.2-3: Flow chart tou aAyopiBpouv GlimmerHMM.

3.2 Movtelomoinon AAyopibuov
GlimmerHMM

Y€ autn tnv evotnta Ba avaluBouv ta Stadopa pépn Tou software Tou alyopiBuou
ooov adopa To Xpovo ekTEAEDHG Tou. Emiong Ba avaluBolv ta pépn tou aAyopiBuou mou
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KpiOnkav onuavtiko va ulomotnBouv oe hardware kat Oa SleukplviotolV oL AGyoL Tou auTd
ETUAEXONKav ota MAaiola TNG mapoloag SUMAWMATLKAC Epyaciag .

3.3.1 Avaloor Software AlyopiBuoo
GlimmerHMM

O aAyoplBuog GlimmerHMM ekteleital os UNIX | LINUX command line elodyovtog

T OWOTEC TTOPAUETPOUS .

MNa tnv avahuon tTwv emdooswv tou aAyopiBuouv GlimmerHMM kal yla thv
ekTipnon 1TNg ouvaptnong tou oAyopiBuou Tou Bewpeitol UTOAOYLOTIKA PBoplad,
xpnowpomownbnke n edpoapuoyn Intel V-Tune Performance Analyzer for Linux. Kotd tnv
eKTEAEON TOU aAyopiBpou pe ta mévie SladopeTikd yovidla eknaidevong kal pe tnv dla
oAAnlouyio elc6bou mapatnpnBnke OTL 0 XpoOvog ektéheong OSladopomoleital Onwg
daivetal otov mivaka 3.3-1. Emiong, ekteAwvtog tov alyoplBuo yla Siadopa training
datasets xpnolpomnowwvtag tnv (Sl eicodo (Leishmania braziliensis 2012684 bp Baocslg ), Ta
anoteAéopata tou V-Tune Performance Analyzer £€6elav 0tL n cuvdaptnon tou aAyopibuou

Tou mopouciaoe evdladépov doov adopd TIG embooels tTng elvat n get_prob_of windowl.

Katd ouvénela emAé€ape autnv yla Ty uAomoinon tng og hardware.

A/A Training Data Set % execution time get_prob_of window1
1 Arabidopsis 28.28%
2 Celegans 31.07%
3 Human 28.51%
4 Rice 23.79%
5 Zebrafish 29.84%

Mivakoac 3.3-1: ANELKOVION AMOTEAECUATWVY OUVAPTNONG UE TN XprHion tou V-Tune
Performance Analyzer.

Ytov mivaka 3.3-2 mou akoAouBel PAETTOULE TIG ELCOSOUC TTOU XPNOLUOTIOLRCAE YLa
OAEG TIG XPOVIKEC WETPNOELG, Kal otov mivaka 3.3-3 PBAEMOUUE TO GUVOALKO XPOVO TOU
oAyopiBuou kat Tov Xpovo ektéleong Tng ouvaptnong get prob_of windowl, ywa €€L
Sladopetikeg eloddouc (Mivakag 3.3-2)kal to MEVTE training data sets.
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(1)
(2)
(3)
(4)
(5)

(6)

Number

Input’s Name

Gallus Gallus

Homo Sapiens

Monodelphis

Ostreococus lucimarinus
Leishmania braziliensis

Populus Trichocarpa

Input’s Length

1024

149386

2012684

35571569

90908613

192966877

Arabitopsis

Total time Function

Time
(sec)

(sec)
0.04 <0.01
0.86 0.44
12.02 6.07
222.71 104.59
631.74 149.79

1319.61 585.47

Rice

Total time

(sec)

0.14

1.16

15.54

247.28

707.14

1468.09

TRAINING DATASET

Function
Time

(sec)

<0.01

0.44

6.18

105.48

146.17

589.16

Celegans
Total time

(sec)

0.25
2.05

29.36
347.14
1016.45

2120.53

Function

Time

(sec)

<0.01

0.41

6.09

104.76

145.19

586.22

Zebrafish

Total time

(sec)

0.06
0.88

12.29
206.49
604.35

1223.88

Function
Time

(sec)

<0.01

0.46

6.12

105.10

145.72

587.51

Human

Total time

(sec)

0.17

1.46

21.95

229.50

608.66

1327.95

Function
Time

(sec)

<0.01

0.32

4.93

106.78

115.25

586.67

O aAyoplBuog S€xetal éva apxeio tng popdng fasta omwe dpaiveral oto oxua 3.3.1-
1. OMot ol eicobol mou €xouv xpnoluormnolnBei og autr tn SUTAWUATIKA epyacia ival ano to
enionuo site tou NCBI (National Center for Biotechnology Information - [24]). Ta apytka
vpapuata A, C, G, T avtiotolyoUv otig: Adevivn (A - Adenine),

Quuivn (T - Thymine), Kutoaoivn (C - Cytosine). Ito oxnua 3.3.1-3 anelkoviletal €va ULKpO

Selypa e€66ou amod to cloTnUa Hag.

41

lovavivn (G - Guanine),



=AB013110
AGTCTATAAGAAGATTGACAGCCAAGAACACCACCACAATGAAGACCGCCGCTCTTGCACCGCTCT
TCTTCCTCCCCTCTGCCCTOG CCACGACGGTCTATCTCG

=X89714
TACCTCGCCAGTTACCTCTCCGCGACAGTGGTTAACGACGCGGTCGCGGGCCGCAGCGCAAAAAA
AAAAAAANANAAAANDBANANDD,

=Y03867
CTCAAAAAAGSCAGTAATGACTTGACTCAATGATGGTCAATAGTGGAATCTGGCCATGTGGTGATT
GCCGAGTTGTTRACAGGCTGSCCCCTTTCTCATCTTTCCT

=AY013315

GAGGACCGGCTGOETCCGGTGCAATGGCCATCGCCATCAATTGCTGCTGTGCAAG

ZxAua 3.3.1-1: Evéeiktikn poppn apxeiov etoodouv FASTA oto cuotnua. To cuuBoAo “ >’
6nAwvel to ovoua tne kade akodouvdiag ( sequence ) kat akoAoudoUv ta oTOLXEi
(residues) autrg.

G1imme rHMM
Seguence name: ref|HNW_001581855.1|MHMdml WGAS 2:1-21256363
Seguence length: 21256363 bp
Fredicted genes/exons
Gene Exon Strand Exon Exon Range Exon
3 # Tvpe Length
1 1 + Initial 543 575 33
1 2 + Internal 598 Taz 185
1 3 + Terminal 801 1025 225
2 1 + Single 1214 1363 150
3 1 + Single 1445 1927 483
4 1 - Terminal 2396 2469 74
4 2 - Internal 2493 2547 55
4 3 - Initial 2724 2885 162
5 1 - Terminal 3IT7T&0 3978 219
5 2 - Internal 4485 46649 180
5 3 - Initial 4747 4758 12
& 1 + Initial 4855 5120 16&
& 2 + Internal 5224 5322 =B
& 3 + Terminal 5687 5820 134
7 1 - Single 5845 6072 228
8 1 - Terminal T202 T3I03 102
8 2 - Initial T401 TE29 129
=] 1 - Terminal TBES To38 B4
=] 2 - Initial 8388 g426 39
10 1 - Single 8653 S9240 588

Zxnua 3.3.1-2: Evéeiktikn €§060¢
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3.3.2  Movtelomoinon Xovaptnong
get_prob_of windowl

H ocuvaptnon éxeL to mpwtotumo double get_prob_of windowl (int start, tModel *

Delta, char *orf) kat kaAsital amod tnv graph.c. Aéxetal wg £L66S0UG:

o 1 aképalo petaPAntn Twur (start) n omoia deiyvel Tn B€on evog xapaktipa otnv elcodo
poc. H ouvdptnon autr KoAeltat ywa OAa ta otolyeia tng akolouBiag £lodbou
(sequence).

e To Delta o6mou eival 6eiktng o pa amd TG TEOoePL OevOPIKEC SOMEC TOU
SnuoupynBnkav KOTA TNV ekmaideuan.

o Kol télog S€xetal oav £i00860 TG To orf mou eivat n aAAnAouyia eloddou.

H ocuvaptnon auth £€xel w¢ okomd tnv emnefepyacia €l0080U e TEAIKO OKOTO TOV
uTtoAoyLoMO TNG TBavotnTag kabe dwdekadag Bacewv Slaoyilovtag tnv devdpikn doun
avaloya pe tnv €i00806 pog ava kAnon. Na v e€aywyrn autng tng TeEAKNG mbavotntag n

Sladikaoia mou ekteleital and tn cuvAapTNOon OVAAUETAL TAPOKATW:

H cuvaptnon pag 6éxetal cav lcodo éva €vtpo avd KAon Kal yla Tnv akpifela éva
amnod ta técoepa Sévipa (NMODEL, MODEL[0], MODEL[1], MODEL[2]) mtou Snuloupyouvral
KOTA TO training phase, onwg meplypadnke mponyoupévwe. H avamapaywyr evog codon
vivetal ava tpeic BAOELg, yia auTO €xoupe Tpia mMAalola avayvwong, Omou ot KAaBe €va
avtlotolxel kat éva amd to MODEL[0], MODEL[1], MODEL[2]. Ot meplox€g auTtéC ovopdlovtal
coding. To 6évipo NMODEL eival yla tn mepIMTwon moU Ol EPLOXEC TOU OPYOVIOHOU Sev
KwoLKomolouvTal o TPWTEIVIKEG akoAouBiec. O meplox€g autég ovopalovtal nhon-coding.
Mo cuykekplpéva Ta SEVTPA QUTA €ival oXTw EMUTESWV Kal CUVOALKA artoteAolvtal amno
21845 kopupoug. Itov kaBe kOPBO amoBnkevovtal oL TEcoEPL TIBAVOTNTEG eUdAVIONG OTN
televtaia Bon g kKaBe Swdekadag (mutual information) ploag and Tg T€ooeplg SUVOTEG
vevetikeg (A, C, G, T), avahoya pe tnv emiloyn mou Ba yivel oto training data set. AfieL va
onpewwBel otL ta Sévipa autd s€aptwvtol Yovo amo to training data set. AnAadn oe

neplmtwon aAayng elcodou akoAouBlwy (sequence) mapapévouy ta idia.

MNna kaBe orf mou &éxetal n ocuvdptnon yivetat n Slacylon tou SEVTPOU UEXPL TOV
UTIOAOYLOMO TNG TEAKNG TBavoTnTag ava KARon. ZeKWwvTog amd Tov MPwTto KOUPo tou
6évtpou avaloya pe tnv £(0066 pag yivetatl n diaoxion autol. Auto smavaAopBavetal

MEXPL TO TEAOG TNG akoAouBiag Pacswv. Eav péoa oto S£vtpo UTIAPXEL N T -1 Kal n
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okohouBia Slaoyiosl autod tov KOpPo ToOTe emiotpédetal n mBavotnta Tou KOpPBou Tou
TOTEPQA KOL N CUVAPTNON TEPUOTI(ETAL UE AUTO oAV TEALKO OKOop. AUTO onuaivel OtL dev

UTIAPXOUV AANEC EYKUPEG SLOBECIUEG TIUEG.

Onwc avadépape otnv opxr TN UTTOEVOTNTAG N ouvApTtnon KaAeltal amno tnv graph.c. H
ocuvaptnon kabe dopd kaAsital yia pio Swdekdda Pacewv Kal MIOTPEPEL TNV MLBavoTnTA
™¢. Méoa otnv graph kal yla tnv idla dwdekada Baoewv ylvetal n KAoN ThG CUVAPTNONG
yla kaBe éva amd ta mAaiolo oavayvwong, oAAd Kol ylo To non-coding povtého. H
mbavotnta emniotpedetol kot AoyaplBuiletal tooo otn non-coding meplox) 000 KOl OTLC
coding meploxéc. TéEhog o AoyaplBuog tng mbavotntag tng non-coding adoatpeital anod to
AoyaptBuo tng mBavotntag tng coding TEPLOXNG KoL 0T OUVEXELD amoBnkeletal o éva
Ttivaka. ETol UAOTIOLCOE KOl TO KOUUATL emiotpodnc. Ta amoteAéopata tng KABe KAnong

NG ouvaptnong eivat ta coding kat non-coding.

TCod[m][jl[i]=PDom[m][j][i]+TCod[m][j][i-1]+log2(coding)-log2(noncoding). Omou to i eivat
TO UNKOG TNG akoAouBiag Pacewv Kol To j Kupaivetal amod to pndév péxpl Kat to duo, adou
adopd to codon Tou yevetkol Kwdlka. AnAadrn To j ekmpoownel tnv opadomoinon twv
TPLWV VOUKAEOTISIWV i aAALWG TNG TPUTAETAC. To m eival o aplBuog twv training data sets
TIOU UTopoUV va UIouve mopdAANAa yla tn oUyKpLon Toug. MNa Twpa, HEXPL TNV TEPALTEPW
oavaBdaduion tou alyopiBuou, eival ico pe to pndév. AkolouBei to flow chart tng

ouvaptnong.
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Start of function
get_prob_of window1

v

For loop:
i=0; i = Max_depth; i++

P Pos= .mutinfoposition

Is pos==-1

Evaluate
Filter[orf(pos+start)]

Filter[orf(pos+tstart) |==

Pos= Parent. mutinfopos
Break;

Num_node = ( num_node * 4 )+ 1

Filter[orf(pos+start)|==

Filter[orf(pos+start)]|==

Num_node = ( num_node * 4) + 2

Num_node = ( num_node * 4) + 3

Filter[orf(pos-+start)|==

Return prob

v

L END LOOP J

v

Num_node = ( num_node * 4) + 4

Evaluate Filter[orf(start+Interval]

Filter[orf(start+Interval)|=—=A

Prob=Delta[num_node].prob[0]

Filter[orf(start+Interval)|==C

Filter[orf(start+Interval)|=—=G

Prob=Delta[num_node].prob[1]

Prob=Delta[num_node].prob[2]

Filter[orf(start+Interval)|==T

Prob=Delta[num_node].prob[3]

Return prob

v

Zxnua 3.3-4: Flow chart cuvdptnong get_prob_of window1
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Kegpalaio 4

Apyitextoviky Xyediaong

210 Kepalalo autd meplypadetal Kal avaAletal n oxedioon Kal n uAomoinon tou
CUOTAUOTOC HaG. APXLKA TeplypddeTal N aApXLTEKTOVIKA NG oxedlaong mou UAomolel tn
Slaoyton tng 8evdplkng Soung kat TV e€aywyn tng mlbavotntag yia pa dwdekada BAacswvy,
OmMw¢ uAomoleital amnod tn cuvaptnon get_prob_of window1 oto software. H uhomoinon tng
opXLTeKTOVLKNG oxediaong £ywve pe ta epyaleia XILINX ISE Design Suite 10.1 kat XILINX EDK
Design Suite 10.1.

JTn CUVEXELA YIVETAL pla TTepLypadr) TNS SLacUVEECNC TNE TOPATIAVW APXLITEKTOVLKAG
pe to module tou PCl-express, WOTE va WITOPECOUME VA EXOUMPE Eemiotpodn Twv
amoteAsopdtwy oto PC. Télog avaAletal n uAomoinon tou TEALKOU CUGTNUATOC OTOU
niephappavel Tnv anootohr dedopévwv amod to PC otnv oxedloon péow PCl-express, Kal

oTNV ENLOTPOGN TWV AMOTEAECUATWY 0To PC mAAL péow PCl-express.

4.1 Ileprypagn g oYediaong kar Trg
vAoroinong THG CLVAPTHONG
get_prob_of windowl

Apxik@, Ba yivel meplypadrn TNG apxltektovikng os hardware mou uAomolel T
ouvaptnon tou software get prob_of windowl. H cuvaptnon, onwg avadépbnke oto
nponyoUevo KedaAalo, SExeTOl WG €l0odo po dwdekada Bacewv kal dtaoxilovrag pia
S6evdplkn Soun emotpEdel pa Tipn mbavotntag n omoia otn cuvexeta AoyaplBuiletal. MNa
tnv uvhomoinon oe hardware €ywve plo avtiotolyia Twv PACEWV YEVETIKOU UAIKOU OTIG
OVTIOTOLYEC TIMEC, OMWE daiveTal mapakdtw: A => “00”, C => “01”, G => “10”, T => “11”.
Apxlka Ba yivel ektevig meplypadr yla tnv VAOToinon Tng apXLTEKTOVIKAG Hog oto ISE kat

Ba akolouBnoslL n edbappoyn tng otov 06nyo tou PCl-express péow EDK.
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4.1-1  Ilepiypapn 110G O)Yediaong kar THG
vAomoinong tig ovvaptnong oto ISE

Onwc éxeL avadepbel mapamndvw, To cUCTNUA HOg lval uAomolnuévo ae pipeline.
Y10 oxnua 4.1-1 napouaotaletal To block diagram tou meplexopévou tou kabe Sévipou (TREE
MODEL). 3Ita oynuato mou akoAouBoUv mapouoialetal kabBs ¢opd €va PEPOG TOU
Slaypapparog tng oxedlaong tng apxttektovikng pag (block diagram). Mo ocuykekpluéva:
oto oxnua 4.1-2 ¢aivovral ta npwta Suo emnineda, oto oxnua 4.1-3 paivetal To TeEAcUTAIO

eninedo.

Mvnueg: Ta 6évbpa oto software sival oxtw emumédwv. Anotedouvtal amnod 21465 kopPBoug
Kol 0 kaBévag amobnkelel TG Téooeplc mBavoTnTeg epdaviong otn teleutaio B£on tng
KaBe dwdekadag (mutual information) piag ano T téooepig Suvatéc yevetikeg Baoelg (A, C,
G, T). Ma va PEWOOUUE TO XWPOo Tou KataAapPdvel to Sévipo otn oxedioon pag dev
MepAABOUE TIC TIOAVOTNTEG TTOU £XOUV OL ECWTEPLKOL KOUPBOL Kal emiong dev mepAapape
v mAnpodopia tou teAsutalov smunédou, adou autd de pog xpewalovral. H popdn g
oxebiaong pag sivat pipeline 8évtpo eptd eruumédwy to omoio déxetal we elcodo 24 bits (12

Bdoelc * 2 bits tng kABe yevetikng Baong).
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fa

First_level

24

Second_level

24

1 14

Third_level

24 1 14
Forth_level
24 1 14

Fifth_level

24

1 14

Sixth_level

24

1 14

Seventh_level

15

15

15

15

15

14

24

Addressing_level

Zxnua 4.1-1: Block diagram tou niepieyopévou tou kade 6évdpou.
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AOyw TOU yeyovotog OTL oL MPVAUEC eixav 600 Bupec avdayvwong Kol yla
ekpeTaAlevon tng mapaAlnAioc oe kabe Sevdpikn doun Sivovral duo Swdekadeg Baoswv
oe KOs kUKAo. Etol To KAOe top_level 8€xetal pia eicodo Twv 28 bits. Amo to (27 down to
4) eival eloodoc¢ yla Tov UTtoAoYLopO TNG Hag Bavotntag, evw ta (25 down to 2) bits eival
yla tov umoloylwouo tng devtepng mibavotntag. O Adyog yla Tov omoio XpnoLULOTIOL|CALE
28 bits shift_register kat 0yt 26 bits gival yiati n elcodo¢ pag eivat Twv 4 bits kal pe auto tov
tpomo 6e xavoupe Sedopéva elcodou oto orf, To omoio eival 24 bits, adol n kaBe Baon
avtutpoownevetal and 2 bits. Ot duo autol umoloylopol Asttoupyouv mapdAAnAa Kot

akoAouBouv ta (Sla Brjpata. O@a akoAouBroet n meplypadn eVOg eK TwV SUO CUCTNUATWV.

Input _ register: Ta 24 bits mou mpoépyxovtal amd tov shift register apylka

amnoBnkevovtal os évav pipeline kataxwpntn (Input_register).
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xnua 4.1-2 : Ta U0 npwta enineda TG APXLITEKTOVIKIG HOG.
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I
I
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Result
module

'f

14

I v v

’ Input register > result register
— i

1’24 1’14

vVw

Addressing_level

’f

16

v

Binary -

ZxAua 4.1-3: Ta Suo teAeutaia emineda TNC APXLTEKTOVIKAG LAS.

Conversion: ¥tn cuvéxela autd ta dedopéva pmnaivouv cav eicodo oto conversion.
ElcodoL og auTO TO component gival Kol TO TTEPLEXOUEVO TNEG UVANG, KABWC EMiong KoL Eval
onua 1 bit to omolo maipvel TRV TN ‘1’ otav Ta MEPLEXOUEVA TNG UVAUNG lval invalid. H
npwtn 8levBuvon TG UVAUNG KAl TO MPWTO CNUa exception eivol apylkomonuéva oto
UN&Ev og éva apXLko onpa. Etol n pvAun level 0 emotpédel ta Sedopéva ota omola Seiyvel
n npwtn dteBuvon Kal To exception ival ico pe '0°. Méoa oto conversion kaBopilovrtat
miota 2 bits (valid_bits), avdloya pe To meplexopevo tng Uvnung, Ba xpnowomnoinBolv amno
To orf. TNV mepintwaon 6mou Ta MEPLEXOUEVA TNG KVAUNG lval Invalid, dnAadn elval loa pe -
1, tote ta 6V0 bits kal 6Aa 6oa akoAouBoUV OTOUG EMOEVOUC KUKAOUG Ttaipvouv TN TIUA
“00”. Auto yivetal ylati Sgev umt@pyeL kamoLa Xprotun mAnpodopio oto EMOUEVA SEVTPA OTIG
avtiotolyeg SleuBuvoelg pvAung. Autd ival n €€o6oc tou conversion, dAA@ Kal n €(0080¢

tou address_module kat result_module.
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Address_module: To address_module unoAoyilel T kawvoUpla dtevBuven PvRUNg
yla to enopevo enimedo £xovroc cov €icodo tnv mponyovupevn SlevBuvon Tou EXel
UTIOAOYLOTEL a6 To avtioTolyo component Tou Mponyoupevou enutédou. To amotéleoud

™¢ anoBbnkeletal o £vav pipeline katoxwpntn (address_register).

Result _ module: To result_module pe oAioBnon kabe dopd twv 2 valid bits, mou
nponABav anod to conversion, umoAoyilel tn SlevBuvon Tng TeAeutaiog pvAung (binary). To
amotéAeopa autol Tou component Kal TAAL amoBnkeleTal os €vav pipeline koataxwpentn

(result_register).

Otav n T $Odaocel oto TeAKO emimedo mepléxel Tnv tehkn StevBuvaon tng binary
MVAUNG Tou  mepllapPavel tnv  TEAk mBavotnta. H  mopamavw  Stadkaoia
enavaAappavetal os kaBe €va and ta pipeline stages UéxpL va UTIOAOYLOTEL N TeAeuTala
SlevBuvon twv 14 bits. Onwg ¢aivetal oto oxAua 4.1-2 1o teAeutaio eminedo sival Alyo
Tpomomnotnpévo. Ot €€o6oL Tou Tpoépxovtal anod tov result_register kol tov input_register
elval eicodol oto component addressing level. To 14 bits onua mou sivat £€€0do¢ amnod tov
result_register to evwvoupe pe ta 2 tedeutaia bits Tou elogpxopevou ORF. Ta 16 autd bits
SlevBuvolodotouyv tn binary pvAun. H pvAun auty otnv oucia sivatl éva lookup table to
orolo €youpe yepioel pe TG AoyaplBulopévee mbavotnteg SpopoAdynong tou SEvipou,
avaAoya e Thv akoAouBio e.0660u. ETol YAUTWVOUE XpOVO CUYKPLTIKA HE To software mou
AoyaptBuilel tig mBbavotnteg. O Adyog yia tov omoio v adnoaue TIG TIEC pag os 32 bits
floating point akpiBelag og auth TN LvAUN, aAAA Toug £xoupe petatpéPel o 16 bits floating
point akpiBelag, eival yiati Sev emapkoloav oL topol NG FPGA Kol CUYKEKPLUEVA SEV ATOV

opketd ta Staboipa block ram tou avamtuélakol (FPGA).
4.1-2 Ileprypagr o00THUATOG

Yav €loodo 1o clotnua pag déxetal 4 bits tn popd ta onoia eival eicodog os évav
shift_register twv 28 bits. Ta 4 Tree Models onw¢ daivovtal koL oTo oxNUa Asltoupyouv
napdAAnia. Ta tpia mpwta Tree Models (Tree_Model_1, Tree_Model 2, Tree_Model 3)
adopouv Tic coding meploxég, evw to Tree_Model N adopd tn non-coding meploxn (oxnua
4.1-4). Ouolaotika n povn dtadopd tou kabe Tree_Model eival ta §évtpa ekmaideuong mou
£XOUV ECOWTEPLKA oav PUVNUEC. To kaBe Tree_Model €xet 2 £€66ou¢ Twv 16 bits. MNa va yivel
mo katavonth n oxediaon Ba avadepbolpe oto Tree_Model_1 kat Tree_Model N. Ma to
Tree_Model_1 éxoupe tic £€66oug Result_1a kat Result_1b kat ywa to Tree_Model N
£€xoupe avtiotolya T Result Na kat Result Nb. Ta a kot b €xouv va kdvouv pe tig uo

SlapopeTikec Swdekadeg BATEWV OV £XOUUE WC (0060 0TO CUCTNUA HAG AVA KUKAO.
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x—> Shift register

27 : 44 25:2

l ‘i : i\ ‘T

Tree 1 Tree 2 Tree 3 Tree N

Model Model Model Model
16 16 16 16 16 16 16 16

T\
v v v v
16 16 16 16 16 16

Zxnua 4.1-4: Block diagram tn¢ ap)tteKTovVIKAG LOG.

Onwg £xoupue el oto Kepahato 3 n cuvaptnon get prob_of windowl oto software
ETULOTPEDEL ava KANGON To amotéAeopa T mbavotntag SpopoAdynong oto §€vtpo avaloya
1o orf g10660u. lNa va yivel avtd oto hardware, emiotpédoupe Tur Twv 16 bits floating
point akpiBelag. O AoyaplBuog tng mBbavotntag tng non-coding meploxng adoatpeitat anod To
AoyapiBuo tng mbavotntag tng coding MEPLOXNG KOL TO AMOTEAECHO QUTWV amoBnkeveTal
oe évay Tivakoa. Etol to Result_Na adatpeitat and to Result_1a kat to Result_Nb avtiotowa
adatpeital and to Result_1b. Autd yivetal péoa otou¢ adalpéteg tou oxnuatog. Ot
adatpéteg £xouv dnuloupynOel and To epyaleio coregen tng Xilinx.

4.1-3 GlimmerHMM  apyitektoviky]  vs.

Glimmer apyiTekTOVIKY

H ulomoinon tou aAyopiBuou Glimmer yla MPOKAPUWTIKOUE OPYAVIOMOUG €XEL
vlomownBel ot avadlatacoOuevn AOYIK Kol OnupoolelBnke o O8leBvEG ouvedpLo
[avadopad] ->14, omwg avadipOnke kol oto Keddhalo 2. e auth thv nmopaypado Ba yivel
pio olykplon Twv SU0 APXITEKTOVIKWY CHUELWVOVTOC TLG OUOLOTNTEC Kal TIC SladopEG TOuG.
H Baolkn opoldtnta petafl twv SUo ulomoujoswv adopd tnv Sourp tou Sévipou o€
hardware. AnAadr, To OTL Kal ot SU0 UAOTIOLROELG N OTELKOVION TwV SeVOPIKWY SOUWV
gival pipeline ava eninedo 6évdpou. OL Sladopég Hetafl Twv SUO OPXLTEKTOVIKWYV ElvaL:
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1. Xtnv ulomoinon tou Glimmer otoug evllAUECOUG KOUBOUG €KTOG amod TO
mutual information (yevetikrj Baon), amoBnkevovral Kat oL TBavoTNTESG ToU
avtiotolyolv o autr). Emopévwg, n mAnpodopia mou amatteito va

amoBnkeutel NTav oAU TeplocOTeEPN O oXEon e Tt SIkA pag oxediaon.

2. Emiong, otnv apykn oxediaon umoloyiletal kdBes popd o AoydaplOuoc tng
mubavotntag xpnouomnolwvtag dvo lookup tables. AvtiBeta, otn Sk pag
OPXLTEKTOVIKN £xoupe Onuioupynoet éva lookup table oto teAeutaio
emninedo mou Kpatael OAeg TI§ &N AoyaplBuLlopéves mBavotnteg Eexwplotd
kat StevBuvolodoteital avaloya pe tnv Spopoloynon tou S£vipou Tou

yivetal cUppwva Pe TNV €l00606 poc.

3. 2tn OIKLA pOC aPXLTEKTOVLIKN N akpiBela TnG KABe mBavotntag ival 16 bits
floating point povic okpiBelag, evw otnv TPpwtn  UAomoinon
xpnotlpomnowidnkav 32 bits floating point povng akpifeloag. MapdtL £xoupe
HLKPOTEPN akpifelo amd tnv mpwtn oxedlaon Kol KATd CUVETELA HLKPN
anwAela opAApaTog evioUTtolg N SIKA MOC APXLTEKTOVIKA UAomolnOnke os
plo peoaio pey£éBoug FPGA oe avtiBeon pe tnv apxkn oxedioon mou

analtoloe T Xpnon tng peyaiutepng FPGA tng olkoyévelag Virtex 5.

4. Télog, otnv mpwtn oxediacn To TEAKO amOTEAECHA €lval AuTO TOU
amaltolvTay, eVw otn LKA UG OPXLTEKTOVIKI TIAPVOUUE £val AMOTEAECUO

owva KUKAO.

4.2  Ilepypapn 110G 0Yediaong Kar  THG
vAomoinong Tig ovvaptnong oto EDK

O TeAIKOC 0TOXOC NTAV N €VWwon TN MOPOTTAVW APXLITEKTOVIKAC LEow Tou PCl-express
pe to PC kot ev ouvexela pe to umolouto software tou aAyopiBuou. O odnyodg tou PCI-
express Kal To epyaleio mou xpnolgomoljoaue ywa xprion tou odnyol tou PCl-express
£€xouv uUlomolnBel amd mpomTUXLaKoUG GOLTNTEG OTIC OUTAWUATIKEG TOUC €£pyaoieg
(Kaptowvakng, Nrewpyladnc).

JTNV  apxltektovikl Ttou PCl-express umapxel ulomolnpévn uia  Slemodn
ETILKOWVWVIAG PE OXEOLAOELG TWV Xpnotwv dépovtag to ovopa my_black_box. Ta onuata

£10060u €060V KABWC Kal n okomipuotnTa Toug daivovtal otoug mivakeg 4.2-1 kot 4.2-2

avtiotolya. Ta dedopéva elc06ou kKaBwg kot e€06ou mpemel va sival 32 bits, adol autd
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opilel 0 06nyog tou PCl-express. Etol otnv £lcodo speic wg dedopéva Balovpue 4 bits tn

dopad, dnAadr U0 vEeg yeveTikég PAoeLg KAOs KUKAO.

H €£€060¢ TNC APXLTEKTOVIKAG HOC TIPLV TN TIPOCapHoyn yla xprion tou odnyol PCI-
express NTav €€L TLHEG, TwV 16 bits n kABe pia, oL omoleg Mpoépyovtal anod Toug adalpETeg
(Zxnua 4.1-4). Na va yivel mpooappoyn £mnpemne va npootebel pio FIFO otnv omola Ba
anoBnkevovtal ta Sedopéva mou Byaivouv amd to cUoTNUA Hag avd KUKAO. OL £€€L QUTEG
TIHEG (sub_l1a & sub_1b & sub_2a & sub 2b & sub _3a & sub_3b) éxouv evwBel os éva
E0WTEPLKO onpo kat gival eicodog otnv teAkn pog FIFO mou €xel pnkog 96 bits, otn
oxedlaon TG apXLTEKTOVIKAG pag (oxnua 4.1-5). To mia npénel va eival n £€06o¢ amnod ™

FIFO kaBopiletal amo tnv povada eAéyxou (fsm control) mou ¢aivetal oto oxnua 4.1-6.

SYSTEM

16 16I 16I 1GI 16 16

Concatenation
i96
FIFO
Yoo

Zxnua 4.1-5: Block diagram tn¢ oxediaoncg pocg

Ta xapaktnplotikd tng FIFO eivat otL eival DRAM (distributed RAM) pe kowd poAdt
yla gyypadn kal avayvwon. Emiong n avayvwon amoé autnv yivetal otov idlo KUKAO otov
ornolo {ntnOnke (First-Word Fall-Through). To mAdtog tng omwg avoadépbnke mopamavw
glvat 96 bits kat to BaBog tng 4096 bits. TEAog £ywve n emiloyn Tou onpatog valid yia éleyxo

otn povada eAéyxou Kol €TAEXONKE n xprion mumAéov AOYLKAG yla 1o oKpBr HETpnon
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Sebopévwy (use extra logic for more accurate data counts). H ermithoyn autng tng pebodou
£ylve emeldn €xoupe emilé€el First-Word Fall-Through, apa £xoupe latency pndév kat pe tnv
EMAOYN QUTA MUTTOPOUUE va €XOUME Tlo akplBry dedopéva. H FIFO auth S€xetal kot
EMLOTPEPEL OTOV (1610 KUKAO 96 bits, Tou otnv ouaia ival ot £€L 16bits TOoOTNTEG TTOU £X0OUV
UTtOAOYLOTEL TTapamavw. Ava tpeic kUkAoug SltaBaloupe pla véa oootnTa Twv 96 bits, mou
gival amoBnkeuvpévn otn FIFO tng oxediaong, tnv omoia onmdpe os Tpila 32bit kat ava KUKAO
TI¢ ypadoupe atn FIFO e€66ou (TX_FIFO) TnNG apXLTEKTOVLKAC Xpriong tou PCl-express. Emiong
oto software tou PCIE KAVOUE TIG QVTIOTOLXEG LETATPOTIEG OL omoieg Ba avadepBouv otn
ouveéxela. Na onuewwBetl otL n RX_FIFO eival n FIFO gl0660ou oto oUOTNUA HOC, VW N

TX_FIFO eival n FIFO e€660u.
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Fifo_reset=1

Stage 0
Read_enable=0

Valid=0
Empty=1

Fifo_reset=0

Stage 1
Read_enable=1

System_TX_wr_en=0

Read_enable=0
Result_temp=Input
(95 down to 64)

Stage 2

System_TX_wr_en=0

Read_enable=0
Result_temp=Input

Stage 3
(63 down to 32) age

System_TX_wr_en=1

System_TX wr_en=0

Read_enable=0
Result_temp=Input
(31 down to 0)

Stage 4

Zxnuoa 4.1-6: Movada eAgyyou tne dikiac pag FIFO.
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ZRpata e.c68ou Xpnowotnta ochuatwv

my_black_box

PCIE_CLK PoA6L tou PCl-express ota 62,5 MHz

RST Reset ouotrpatog To omnoio €xet BTk AoyLkn

FSL_Rst EméuBacn xpnotn yla apxLKomoinon GCUCTAHOTOC &V wWpa
Aewtoupylag

FSL_CLK PoAdL Tou microblaze

RX_engine_data Agdopéva elo6dou twv 32 bits mou AauPBdvoupe amo to PCI-
express

RX_engine_WR_EN JAua evepyomnoinong eyypadng otnv RX_FIFO

TX_engine_RD_PCIE ZAUa evepyomoinong avayvwong amno to PCl-express

TX_fifo_full TAua eAéyyou yla to eav n TX_fifo eivat yepdtn

TX_fifo_empty ZAua eAéyxou yla to eav n TX_fifo elval adela

RX_fifo_full TAua eAéyxou yla to €av n RX_fifo eivat yepatn

RX_fifo_empty ZRpa eAéyxou yia to €av n RX_fifo eivau adsia

Mivakac 4.2-1: Znuata e.oodov my_black _box

Znuota £§68ov XpNootnTa onUATWyY

my_black_box

RX_engine_CLK PoAdL avayvwong tng RX-FIFO amo to PCl-express

RX_engine_RD_EN Inua ARPng evepyomnoinong yla avayvwon anod tnv RX-FIFO

TX_engine_CLK PoAoL eyypadng tng TX-FIFO amo to PCl-express

TX_engine_data Aedopéva amooTtoAng Twv 32 bits mpog to PCl-express

TX_engine_WR_EN  >nua evepyomoinong eyypadng amo tnv TX_FIFO

TX_engine_RD_EN Inua evepyomoinong avayvwonc tnv TX_FIFO

FIFO_RST Apyxlkomoinon twv FIFO Tou cuctApATog

Mivakac 4.2-2: Znuata e.oodouv my_black _box
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'OMo 1o oUotnua pag (oxnua 4.2-1) kabwg kot ot TX_FIFO kat RX_FIFO €xouv cuyXpovLoTeL He
to PCIE_CLK (RX_engine_CLK<= PCIE_CLK , TX engine_CLK<= PCIE_CLK). To poAdL onmwg
daivetal katl otov MMivaka 4.2-1 €ival ota 62,5 MHz. Auto onuaivel OTL €X0UlE TTEPLOPLONO
otnv andédoon tou cuotnuatog pog. H eyypadn kat n avayvwon dedopévwy ano t FIFO
KOLL OTTO TIPOG TOV «EEW KOOMO» yivetal ota 62,5 MHz mou gival n cuxvotnta tou poAoylou

tou PCl-express.

4

PCl-express
- FIFO input
RX_FIFO

FSM control

(control_my_black_box) SYSTEM

32

PCl-express
_ FIFO output
TX_FIFO

32

Zxnua 4.2-1: Block diagram tou ouotiuatog

To control_my_black box sival n povada eAéyxou tou my_black_box. Aéxetal cav
gl006ou¢ CRL, reset, RX_engine_WR_EN, TX_engine_RD_PCIE, TX_fifo_full, RX_fifo_empty,
TX_fifo_empty kat téhoc empty fifo, evw cav onuata e€6dou éxoupe RX_engine RD_EN,

TX_engine_ WR_EN, TX_engine_RD_EN kal téAo¢ to load. Ta oniuata empty fifo kot load

60



mou avadEpape €xouv Pootebel amod gUAC e OKOTO TN SLEUKOAUVON LOC yLa ToV EAeyX0
™N¢ Skl pag FIFO kal yla tnv evepyormoinon TG apXLTEKTOVIKIG HOC aVTIoTOLXa. 2TO XA
4.2-2 daivetalt n Aswtoupylkotnta NG povadag eAéyxou. Otav to onpa €L0060u
TX_engine_RD_PCIE eival (oo pe to undév tote Kal to onuo TX _engine_RD_EN maipvel thv
6l pundevikn Tun. To (610 loyxVel kal Otav maipvel tn TR €éva. Eav to onua
RX_engine_ WD _EN eival ico pe pndév tote autd onpaivel otL dev umdpyouv dedopéva yla
gyypadn otnv FIFO €l0060u Kol dpa MOPAUEVOULE OTNV (Olal KATAOTAON HE TA ONUAT
TX_engine_ WR_EN kot RX_engine_RD_EN va eival emiong loa pe to undév. Edv
gvepyorolnBel tote mape otn SeUTEPN KOTAOTACH KoL UECO OE OQUTHV EVEPYOTIOLOUUE TA
napanavw onuota e€6dou. Eav to RX_engine. WD_EN yivel kat 1tdAL (oo pe to undév tote
YUPVAUE OTNV apxlkn Hag kataotach. H Siadwkaocio autr emovalopPavetal pEXPL va

npooneAaoTel N 6An eicodog pag (oxNnua 4.2-3).

RX_engine_WR_EN =0

RX_engine_RD_EN =0
TX_engine_ WR_EN =0
Load =0

Stage 0

RX_engine_WR_EN = 1 RX_engine_WR_EN =0

RX_engine_RD_EN =1
TX_engine_WR_EN =1

Stage 1 Load = 1

RX_engine_ WR_EN =1

Zxnua 4.2-2: Movada eAgyyou tou cuotnuatog (control_my_black _box)

Katt e€ioou onuavtikd to omoio Tpémel va avodepbel elval OTL UNAPXEL €vag
TLEPLOPLOTIKOG Tapayovtag otn TX-FIFO (fifo e€66ou). To BaBog tng eival 4096 Béoelg Twv
32 bits. Auto onpaivel otL eneldn epeic yla kaBe véo dedopévo elcodou Ba mMpEmeL va
ETLOTPEPOUE 3 TIHEG TwV 16 bits, emopévwg yla KaBe KUKAO Tou £xoupe SUo dedopéva Ba

TPEMEL va emiotpedovral oto PC 6 TpEG Twv 16 bits apa 3 TLuég twv 32 bits neplopiloupe
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Vv eloodo pag ota 1365 dedopéva. EToL omape tnv £i00606 pag os tooa Sedopéva HEoo Tou

software Kwdwa.

PCl-express

Component
10 32 A A
Yy Vv 6 32
) 8
Control endPoint
my_ black_box Block Plus for PCI-

- > express

4 A

A 4 32

Our
architecture

Zxnua 4.2-3: Block diagram ap)iteKtoviki¢ cUCTAUATOC
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Kegpalaio 5

EmPefaioon Aetovpyiag xar Amodoomn
2 00THUATOG

1o Kepahalo autd neplypadetal n dadikaocia emiPeBaiwong Asttoupyiag tou
OUOTAMATOC MaG KaBwg kal n amodoon tou. H uhomolnon tng apxLtektovikng oxedlaong
€ywve pe ta epyadeia XILINX ISE Design Suite 10.1 kat XILINX EDK Design Suite 10.1. To
TeAkO oUotnua  mpoypappatiotnke oe Virtex-5 FPGA Family Member Device XC5VLX110T-

1ff1136 evw Ta amoteAEéopATA TOU CUYKPIBNKaV e Ta avtiotolya Tou software.

5.1 Tavromoinon Aerrovpyiag

Kata tnv Swadkaoia tng ulomolnong tng OpPXLTEKTOVIKNACG, TPOCOUOLWONKE n
Aeltoupyla TNG EMIUEPOUC CUVAPTNONG Kal Slamotwbnke n cwotr Aettoupyla tnc. Emetta,
adol evwbnke to software pe to hardware (uéco tou obnyol Tou PCl-express)
TIPOOOMOLWONKE TO CUVOALIKO cuoTnua wote va dlamotwbel n ocwoth Asttoupyla tou. MNa
v erupePfaiwon tNg AstoupyloG TOU CUCTAUOTOG XPNOLUOTIONCAUE 6 SLadOpPETIKEG
glo0boug (Mivakag 3.3-2) pe kabe éva amo ta 5 Siadopetikd training datasets. Ta
amoteA£éopata Tou MApape amo To hardware ta ouykpivape pe autd tou software kat
KoTaAnEape OTL £X0UUE KATA PECO OPO amWAEsL akpifelag tng tafewg Tou 5*107(-4), evw n
pEyLoTn elval Tng TA€ewg Tou yla kKOs Sebopévo. Autd odeiletal otn xprion
floating point apBuwv 16 bits. Emiong, odeiletal kal otoug adalpete¢ Adyo
OTPOYYUAOTIOINGNC TOU OMOTEAECUATOC.

5.2 Amoboon Zootnuatog

Jtou¢ mivakeg 5.2-1 kol 5.2-2 PBAfémoupe TOOOUG TOPOUG KaTAAAUPAVEL N
OPXLTEKTOVLKA KA Kal To cUOTNUA pag avtiotolya. Ol emutA£éov mOpoL Tou KataAapBavovtatl
odeilovrtal otig aAAayEG TTIOU €yLVaV OTNV APXLTEKTOVIKAG pag ( xprion adatpetwv SUB Kot
FIFO) yia va eival ediktr kot AlToupytkn n xprion tou odnyou tou PCl-express. AtilelL va
onuelwBel otL to PCl-express cav opxltektoviky oto EDK ypnowuomolel 16 amod tig 148
Sla0£otpueg BRAM/FIFO mou onpaivel 0tL ormd povo tou KatalopBavel mepimou éva mooooto

™N¢ taéewg Tou 10% tng FPGA.




Device utilization summary Available Utilization
Number of Slice Registers

Number of Slice LUTs

Number of Occupied Slices

Number of bonded 10Bs

Number of Block RAM/FIFO

Number of BUFG/BUFGCTRLs

Device utilization summary Available Utilization

Number of Slice Registers

Number of Slice LUTs
Number of Occupied Slices

Number of bonded I0Bs
Number of Block RAM/FIFO

Number of BUFG/BUFGCTRLs

5.3 Anotiunon Xootnpuatog

Ytov mivaka 5.3-1 BAEémoupe Tn ouxvotnTa TNG oxedloong Kal TOU CUCTAUOATOC LA,
H ouyvotnta Tou cuoTAUATOG £ival avoykaotikd n idla pe to poAoL tou PCl-express. H
oxeblaon pag £xel ennpeaotel ano tig distributed pvueg, oAAd Kal Toug adalpEteg mou
npocBioape. Apa o KUKAOG pohoyloU pag ival ota 0,0086 * (107(-6)) sec pe throughput=2
(otnv €£0606 pag AapBavoupe 2 amoteAéopata avd KUkAo). To software tou alyopiBuou
GlimmerHMM ekteAéoTnKe OTOV server Tou MoAutexveiou pe enefepyaotr) 2 Quad core Xeon

ota 2,66 GHz, pe 12 GB RAM kal Aettoupylko cuotnuo ubundu 8.1.

Zuyvotnta

Zxebiaon

(Post Place and Route) 126,16 MHz
Zuotnua

(Zxebiaon kat PCl-express) 62,5 MHz
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O pé€oog XpOVoG eKTEAEONC TNC OLUVAPTNONG avaA BAcn OToV UMOAOYLOTH yla KABe
Sladopetikn €loodo, o xpovog ektéAeong tou aAyopiBpou o avadlotacoOpevn AoyLIKN

KaBwg Kal o xpovog software — hardware ¢aivetal oToug MOPOKATW TIVAKEG.

Number Input’s Name Input’s Length

(1) Gallus Gallus 2056
(2) Ostreococus lucimarinus 298772

(3) Leishmania braziliensis 4418688
(4) Populus Trichocarpa 78889342
(5) Homo Sapiens 201756634

(6) Monodelphis 428681600

Input Function Execution Time and Speed-Up per Base

Software Hardware Software — Hardware co-design
Time Time Speed-up Time Speed-up
(sec) (sec) (sec)

(1) | 4.86%107(-6) | 0.0043*107(-6) | 1130« 5.739*10A(-6) 0.84 x

(2) | 1.54*107(-6) | 0.0043*107(-6) | 358.14x | 5.705*107(-6) 0.27 x

(3) 1.40*107(-6) | 0.0043*107(-6) 325.58 x | 5.753*10/(-6) 0.24 x

(4) 1.35%107(-6) 0.0043*107(-6) 313.95x 5.742*107(-6) 0.23 x

(5) |1.37*107(-6) | 0.0043*107(-6) | 318.60x | 5.751*107(-6) 0.23 x

(6) | 1.41*107(-6) | 0.0043*10/(-6) 327.91x | 5.775*107(-6) 0.24 x
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Input Function Execution Time and Speed-up

Software Hardware Software — Hardware co-design
Time Time Speed-up Time Speed-up
(sec) (sec) (sec)

(1) 0.0100 8.84*107(-6) 1131.22 x 0.1179 0.8475 x

(2) 0.4600 0.0013 358.05 x 1.7044 0.2699 x

(3) 6.1900 0.0190 325.79 x 25.4207 0.2435 x

(4) 106.5000 0.3390 313.95 x 452.9826 0.2351 x

(5) 587.2900 1.8430 318.60 x 2465.3478 0.2382 x

(6) 284.4800 0.8670 327.91 x 1165.1445 0.2442 x

Mivakac 5.3-4: Xpovog kot speedup ektéAeong ouvaptnong

Training Input SwW HW HW — SW codesign
Data Set Time Time Speedup Time Speedup
(sec) (sec) (sec)

(1) 0.0439 0.0300 1.3333x | 0.0417 0.9570 x
(2) 0.8606 0.4213 2.0476 x | 2.12449 0.4048 x
(3) 12.0272 5.9690 2.0202x | 31.3707 0.3832 x

Arabidopsis | (g) 222.7182 | 118.4590 1.8855x | 571.1026 0.3900 x
(5) 631.7458 | 483.7930 1.3108 x | 2947.2978 | 0.2143x
(6) 1319.6911 | 731.0070 1.8073x | 1895.2845 | 0.6963 x
(1) 0.2592 0.2400 1.0417x | 0.2517 0.9929 x
(2) 2.0554 1.6467 1.2500x | 3.3444 0.6129 x
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(3) 29.3679 | 23.2947 1.2617 x | 48.6907 0.6030 x

Celegans (4) 347.1423 | 242.2834 1.4322x | 695.3626 0.4992 x
(5) 1016.4534 | 871.2686 1.1666 x | 3336.6078 | 0.3046 x

(6) 2120.5573 | 15343123 | 1.3821x | 2699.4545 | 0.7855 x

(1) 0.1443 0.1365 1.0769x | 0.1417 0.9873 x

(2) 1.1605 0.7286 1.6111x | 2.4244 0.4785 x

(3) 15.5497 9.3634 1.6603 x | 34.7807 0.4468 x

Rice (4) 247.2835 | 141.8042 1.7439x | 594.7826 0.4157 x
(5) 707.1425 | 560.9704 1.2606 x | 3026.3178 | 0.2337x

(6) 1468.0239 | 878.9342 1.6703x | 2044.0745 | 0.7182x

(1) 0.0635 0.0598 1.2000x | 0.0617 0.9709 x

(2) 0.8886 0.4206 2.0952x | 2.1244 0.4142 x

(3) 12.2963 6.1756 1.9919x | 31.5907 0.3890 x

Zebrafish (4) 206.4902 | 101.3989 2.0366x | 554.3726 0.3725 x
(5) 604.3573 | 458.634 1.3177x | 2923.9778 | 0.2067 x

(6) 1223.8823 | 636.3745 1.9232x | 1801.5145 | 0.6794x

(1) 0.1715 0.1697 1.0625x | 0.1717 0.9895 x

(2) 1.4674 1.1423 1.2807 x | 2.8444 0.5133 x

(3) 21.9524 17.0275 1.2897 x | 42.4407 0.5172 x

Human (4) 229.4975 | 122.7276 1.8701x | 575.7026 0.3986 x
(5) 608.6655 | 493.4108 1.2336x | 2958.7578 | 0.2057 x

(6) 1327.9534 | 741.2833 1.7914x | 1906.4245 | 0.6966 x

Mivakac 5.3-4: Xpovog ko speedup ektéAeonc aAyopiSuouv
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Ao ta mapanavw BAEmoupe OtL n uAomoinaon oe hardware sival ermutuyng. H oxediaon pog

elval katd péoo 6po 300 PopEg Mo ypriyopn amo otL oto software. Auto odelletal oTo OTL:

1.

‘Exoupe mapalinAia 8 oto cuotnua KaBwc maipvoupe €i00b0 2 XapaKTnpwv ava
KUkAo (throughput=2), kot ylwa kdBe €vav amd autol¢ umoloyiloupe TG 4
mbavotnteg twv Sladopetikwy poviéAwv (3 coding regions kot 1 non-coding)
mapaAAnAa.

Eniong, €xoupe €€ floating point adalpéteg ol omoiol Asttoupyolv TapdAAnAa
(adaipeon twv 8 mBavotATwy Tou Byaivouv amod To cUCTNUA) YLl TOV UTTOAOYLOWO
TWV TEALKWV AMOTEAECUATWY TIOU €TLOTPEPOVTOL OTO software.

O mBavotnteg mou Pplokovtal otnv Tehlkr UvAun otn oxedioon pag ylo kabe

S€vtpo elval Nén AoyaplBuiopévec.

‘Ooov agopa tn Asttoupyla tou software pe to hardware ta anoteAéopata odeilovral oto

ot

H ouyvotnta tou PCl-express eivat ota 62,5 MHz. & dAAn nepinmtwon Ba elyope mo
Ypriyopo cuatnua.

O o06nyoc tou PCl-express Aettoupyet pe Polling kat oxt ue Interrupts otnv
gTUKOWVwWVia peTafl elo66ou/e€060u. Anhadr to mPoypappd pog kabs popd KAveL
avAayvwaon Pvnung amo to PC kat autd pag kabuotepel moAu.

O driver tou PCl-express elvat uhomolnpévog waote va déxetal povo 16Kbyte oav
glcobdo. Autd pag meplopilel MOAU AOyw TOU OTL OEV UMOPOUUE VO ELCAYOUUE
UEYAAeG BAoeLg 0TO cUOTNUA LOG.

TéAocg kaBe dopd péco tou PCl-express yupvape 32 bits dedopéva. Autd €xel WG
omotéAeopa va mPENeL va yivetal kaBes dopd n emnefepyacia twv dVo 16 bits
amoteAeopdtwy oto software, dpa €xoupe KAmola anmwAesla xpovou O AUTO TO

MEPOG TNC UAOTIOINONG.
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Kegpalaio 6

2oumepaouara xkar MeAlovtikeg
Erextaoeig

H mapoloa SutAwpotiky epyacia mapouciacse tnv HeEAETN Tou aAyopiBuou
GlimmerHMM kal tnv ulomoinon tnG UMOAoOylOTIKA Papldc ocuvdptnong autol o€
ovadlatacoopevn AoyLKr. XTOXOC ATV TO oUCTNUO OUTO va e€ival amodoTlkOTeEpo o€

oUYKPLON LE EVOV TIPOCWTTILKO UTIOAOYLOTH.

ATO Ta QTMOTEAEOUOTO MTMTOPOULE VO CUUITEPAVOURE OTL O OTOXOC LKOVOTIOLELTAL,
e161ka otav n mapaAAnAia moU EMITPEMETAL E(VOL OPKETA PEYAAN. Tol LELOVEKTAMATA Elval O
TIEPLOPLOUOC TWV MOPWV Ttou TtapEXeL N FPGA, al\a kal o 06nyoc tou PCl-express yla Toug

Adyouc mou avadEpape oTo TponyoUuevo kedpalalo.

6.1 MeAlovtikég Emextaoelg

To oUotnua mou uAomolnBnke og autr T SIMAWUATLKA £pyooia, Umopel va umootel
oAAayEC e okomo Tn BeAtiwon tng anodoong, aAAd Kot va emektabel wote va elval dSuvartn

pia o oAokAnpwpévn mpocEyyLlon tou alyopiBuou GlimmerHMM.
INUAVTIKEG EMEKTACELG KOl AAAQYEG TIOU UITOPOUV Vol Tipaypatornotnfouy sivat:

i.  AMayég 6oov adopd tov 08nyd tou PCl-express wg MPog TOV TPOMO Asttoupylag
Tou driver (ab&non tng ocuxvotntag, xpnon Interrupts, avénon twv dedopévwy yla

upload).

ii.  Ylomoinon Ttou ouoTApAto¢ Ot peyalutepn Virtex 5 yla  ekpeTtdAAeuon
TEPLOOOTEPWY MOPWV KUpiwg 6oov adopd ta Block RAM/FIFO. Etol Ba pnopéoouy
va adapebouv ot distributed pvrpeg mou KAvouv To cUOTNUA MAG TILO apyo, adou
néptel n ouyvotnta. Emiong pe tnv aMayn tng Virtex Ba pmopoupe va
EKUETAAAEUTOUPE TOUG TIEPLOCOTEPOUG TIOPOUG, WOTE oL binary pvAUEG TNG

OPXLITEKTOVLKAG K¢ va yivouv 32 bits floating point akpiBelag kat mavw os auth Ba
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propolV va umdpEouv meploootepol mapaAAnAlopol kot peyalutepn akpifela oto

TEAKO amoTEAEOUQL.
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