11. BlomAnpodopikr kat BloAoyla Zuotnudtwy

H paydaia avamtuén twv Blodoylkwv emiotnuwy TIG TeAeutaieg dekaetiec odnynoe otn
Snuloupyla tepdotiou Oykou dedopévwy, Ta omoia §gv Umopouv MAEoV va avaluBouv pe Tig
napadootakég uebodous. H aAAnAolxnon oAGKANPWY YOVISIWUATWY, N UollkA mapaywyn
6ebopévwv RNA, ol HEAETEC TOU OUVOAOU TWV TPWTEIVWV Kal TWV PETABOAITWY, aAAG Kol n
xpnon ewovwv uPnAng avaluong €xouv petatpéPel tn Ploilatplkr) O LA EMLOTAKN TIOU
e€aptdral adpeoa and tnv mAnpodopikn. H BlomAnpodopikn (bioinformatics) yevvnlnke wg
QMAVTNON O€ AUTH TV avaykn: eival o KAadog mou cuvdualel tn Bloloyia Kal TV EMLOTAUN
TWV UTtOAOYLOTWV yLa Tt Sloxeiplon, avaluon kot epunveia Blohoyikwv dedopévwy. O 6pog
«BlomAnpodoplki» mpwtoxpnoLpomnoBnke tn dekaetia tou 1970, aAAd £YLVE yWWOTOG LE TNV
TPO0S0o TNG YOVISLWHOTIKNAG TN Sekaetia tou 1990, W6lwg pe to MNpdypappa AvBpwrivou
lovidiwpatog (Human Genome Project). To 2001 6npooleltnke n Tpwtn TpooxEdia
oAAnAouyia Tou avOpWTVOU YoVISLWUATOC, £€val OPOCNUO TIOU KATEOCTNOE OAdEC OTL N
Katavonon tng avBpwrivng Blodoyiag kal maboloyiag amoattel mMponypéVo UTIOAOYLOTIKA
epyadeia. Inuepa, n BlomAnpodopikn dev amoteAel anhwg éva Bondbntikd epyadeio, aAAG
£VaV KEVTPLKO TIUAWVA TNG BLOTOTPLKAC EPEUVAC KOL TNG KAWLKAC TPAENG. ATIO TN MEALTN TWV
HOPLAKWY HUNXQVIoHWV ooBevelwv péxpL tv  avamtuén véwv ¢appdkwy Kol Tnv
eatopkeupévn Latpki® kal Bepamneia, n edappoyr tng BlomAnpodoptkrg aflomotel ta
Sedopéva mou mapdyovtal KaBnpepLVa atny £peuva Kal otn SLayvwon.

11.1 BloAoywka dedopéva

To avTikeipevo tne BlomAnpodopikng elval e€alpeTIKA eUPU Kal apopd OAOUC TOUC TOUELG TNG
Blohoyiag mépa amd TNV latplky Bloloyla. Baowkny mpolmoBeon yia tnv edpapuoyn g
BlomAnpodopikng sival n Umapén peydAwv celpwv dedopévwy (big data). Onwg nrav
euPavEG O apKeTA amo ta kedpaAata tou PBBAlou n Iwn XPNOLUOTIOLEL KWOLKEC UE TOUG
omoiloug oL HNXavLIopol AslToupyolV GUVTNPNTIKA KAl CUVTOVIOUEVA. ATtO TV KwdKomoinon
Twv (euywv Bacewv oto DNA kot TNV KwdLKomoinon Tou YEVETIKOU KWOLKO, LEXPL TWV SOULKO
KwSLKa TIou KpUPBEeTAL TToW aTo TIC GUGLKOXNILKES LOLOTNTEG TWV OVOUEPWY TwV Blopopiwy,
n wn Baociletal mavw otnv mAnpodopia yla tnv datipnon alkd kot thv €EEAEN tng. H
ButAnpodopikn KaAeitol va SLoXELPLOTEL VOUKAEOTIOLKEC Kol aLVOELKEG aAANnAouxieg AN Kall
mAnpodopieg Sopwv Twv pakpopopiwv i MAnpodopieg yla thv mopoucio petafoltwy Kat
GAwvV Blopopilwv. H cuoowpeuon AUTWV Twv Se80UEVWY EKAVE ETILITOKTLKA TN SnLoupyia Kot
Slaxeiplon Ppacswv Brohoyikwv Sedopévwv (MNivakag 11.1). Ta dedopéva amo TG PAcELg
Sedopévwy og CUVSUOOUO UE T TIELPAUATLKA R KAWVIKA Sedopéva pe Tn forBeta ayopiBuwy,
6nAadr] UTOAOYLOTIKWY TIPOYPAUUATWY, 08nyolV Ot OAOKANPWUEVEG OVAAUCELS TIOU
ETUTPEMOUV TNV gpunvela TNG BloAoylkng mAnpodoplag Kot TN Hetadpach TNG o8 KAWIKA
Xpnotua cuumepacpata. Méoa and autr tn dtadikacio avadelkviovtal TpoTuTIa YoVISLAKAG
éxdpaong, tautomoovvtal maboyovec petaldéelg, evtomilovtal véol Prodeikteg? kal
SnuoupyolvTal HovTEAa Tou TPOBAETIOUV TNV Ttopeia ULag vOOOU 1) TNV aVIATIOKPLON EVOG
a0Bevolg o pla Bepaneia. H aAAnAenidpaon avauecoa ota dedopéva Kal Toug alyopiBuoug

1 H atpikn Ttou aflomolel ta tpoowrtikd Blodoyikd SeSopéva tou kdBe acBevoug Kat Tpooopudlet
TNV OVTLUETWTLON Kot TN Bepaneio e€otopikeupéva. OvopdleTal Kal LatpLkr akpLpeiag.
2 BLoAOYLKG HOpLA TTOU €XOUV CUOXETLODEL pe Tnv avdrtuén, tnv eEENEN kat Bepameia plag aoBévelog.



petatpénel tn BlomAnpodopikr and pa omAr anobnkn mAnpodoplwv os éva Suvapkd
gpyalsio latpkig akpLBeiag.

Nivakag 11.1 TOmoL BloAoyikwv Asdopévwy atn BlomtAnpodoptkn.

Turnog

Sebopévwv

Nepypadn

Bdosig Asdopévwv
(ne aplOpd)

latpki Xpnowotnta

Fevetika AMnAouyieg DNA 1. GenBank, 2. Evtomiopog yovidiwy,
6ebopéva Qo yovisLwpata Ensembl, 3. UCSC peTaAAdewy, Slayvwon
(DNA) OPYQVLIOUWV Genome Browser KANPOVOULKWY
VOO LATWV
Metaypadika MpodiA yovidiakng | 4. GEO, 5. Katavonon pnxaviopwyv
6ebopéva ékdpaong, ArrayExpress, 6. GTEx | vooou, avdAuon
(RNA) oAAnAouyieg RNA KOPKLWVIKWV TIPOdIA
MNpwTEivikd AMnAouyleg Kot 7. UniProt, 8. PDB, 9. ZUoXETION PETAAAGEEWY
6ebopéva dLotNnTEC Pfam HE Aettoupyla
TIPWTEIVWV MPWTEIVWVY, oXeSLAOUOG
dapUAKWY
AopKA TploSlaotateg 8. PDB MNpo6PAePn dpaong
Sedopéva SoUEC MpwTEivwy dapudkwy, epunveia
KOl LOKPOUOPpLwY naboyovwy aAlaywv
FoviSuwuatikég | moAupopdLlopol, 10. ClinVar, 11. dbSNP, | Tautomoinon
napaAAayEg MLKpoeAAELPELG, 12. OMIM, 13. HGMD | maBoyovwyv
emavoaAAnYeLg, pHeTaAAAEEWY,
OOLKEG OAAQYEG €EQTOMLKEULEVN
DNA Bepaneia
MetaBolouika | Mpodil 14. HMDB, 15. Aviyveuon Blodelktwy,
debopéva peTaBoAlTwyY o€ Metabolights mapokoAolBnon
kUttapa/lotolg ooBevelwv
MikpoBiwpa FoVISLWUOTLKA 16. HMP (Human JuoyEtion
debopéva Microbiome Project) ULKPOBLWUATOG PE
LLLKPOOPYOVIO WY vyeia, Aouweelg,
mou {ouv oToV OVOCOAOYLKEG
avbpwrmo SlotapayEg
KAk latpkoi dpakelol, 17. TCGA, KAWVIKEG JUOYXETLON LOPLOKWY
6ebopéva EPYAOTNPLUKEG Baoelg EUPNUATWY UE KALVLKA
e€etaoelg, XOPOKTNPLOTLKA,
OUTTELKOVLOTLKA POYvVWon
Sedopéva

1. GenBank: https://www.ncbi.nlm.nih.gov/genbank/

2. Ensembl: https://www.ensembl.org/

3. UCSC Genome Browser: https://genome.ucsc.edu/

4. GEO: https://www.ncbi.nlm.nih.gov/geo/
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. GTEx: https://gtexportal.org/
. UniProt: https://www.uniprot.org/

. PDB: https://www.rcsb.org/

. ArrayExpress: https://www.ebi.ac.uk/arrayexpress/




9. Pfam: http://pfam.xfam.org/

10. ClinVar: https://www.ncbi.nlm.nih.gov/clinvar/

11. dbSNP: https://www.ncbi.nlm.nih.gov/snp/

12. OMIM: https://www.omim.org/

13. HGMD: http://www.hgmd.cf.ac.uk/

14. HMDB: https://hmdb.ca/

15. Metabolights: https://www.ebi.ac.uk/metabolights/
16. HMP: https://www.hmpdacc.org/

17. TCGA: https://www.cancer.gov/tcga

OL TIPWTEC KOl TILO YVWOTEC €ival ol BACSELS YeveTIKwY aAAnAouxwy, éntwe n GenBank otig
Hvwpéveg Molwteieg, n EMBL-Bank otnv Eupwrn kat n DDBJ otnv lonmwvio. ¥& OUTEC
anoBnkevVovtal Sloekatoppupla aAAnAouyieg DNA kot RNA amo StadopeTikolc opyaviopouc,
METAEU auTwV Kal 0 AvBpwrocg, oL omoieg eivat dtabéoiuec yla eAetBepn avalntnon. E€lcou
ONUOVTLKOL lval oL MEPINYNTEC YoVISLwHATWY, O1w¢ o UCSC Genome Browser (Ewkova 11.1)
kaL o Ensembl, oL omolol emitpénouv TNV OMTIKA avamapAdotacn Kat tnv eepelivnon Tou
avOpwrivou yoviSlwHAToG OAANG Kol AAAWV OpYaVIOUWV-HOVTEAWY. MEoa amd autd Tto
epyaleia pmopel kaveig va deL tn B€on evog yovibiou, TIC pUBULOTIKEG TIEPLOXEC TOU, TLC
napaAAayEg mou €xouv Kataypadei otov mMANBUGUO Kal T GUOXETLON TOU WE voohuota. MNa
TOV KAWVIKO yLaTpO, n avixveuon plag omaviag mapoAlayng pnopel va odnynoetl os Stayvwaon
MLOC KANPOVOULKAG TABNONG, VW N YVWON CUYKEKPLUEVWY UETAAGEEwWV o oykoyovibla
kaBopilel TnVv emthoyn otoxeupévwy Beparmelwv. MNépa amo TG BACELS YEVETIKWY dedoUEVwY,
umapxouv efelblkeupéveg Paoelg mou adopolv TIC Tpwrteivec. H UniProt mapéxet
rmAnpodopieg yla tnv aAAnlouyia, T doun kal tn Asttoupyia Twv Mpwreivwy, evw n PDB
(Protein Data Bank) ouykevipwvel Ttploblaotateg OSOPEC TIOU £XOuv TPOoSLlopLloTEL
TElpapaTIKd. Ot mMAnpodopleg autég eival MOAUTIUEG Yla TV KATAVONGON TOU UNXAVIOUOU
6paong evlUpwy, yla TNV gpunveia moboyovwy PeTaAAdEewV TTou aAAolwvouy Tt Soun ULag
MPWTEVNC KAl ylot TNV avanTtuén VEWV GapUAKWY TTOU OTOXEVOUV CUYKEKPLUEVEC TIPWTEIVIKES
nieploxég (Kedpalaio X npwreiveg).

ISlaitepn B€on katéxouv ol BACELG TTOU CUVEEOUV AUECA TIC YEVETIKEG TAPAANAYEC UE TNV
KAk ewdva. H ClinVar kataypadet mapaliayég DNA mou €xouv evoyxomoinBei n
OUGOXETIOTEL ue aoBéveleg, evw n OMIM (Online Mendelian Inheritance in Man) amote)el tn
MEYOAUTEPN NAEKTPOVLKN €YKUKAOTIALOELO YEVETIKWY VOONUATWY, Kataypadoviag Tn oxEon
METAEL yoviSiwv kal dalvotunwy. Ma Tov ylatpo mou avtlpetwrilel Eévav acBev pe acadn
KAWVIKR] €LKOVO, OQUTEC OL BAOCELG APEXOUV T Amapaitnto epyaleia wWote va eppnveloEl
£PYOOTNPLAKA EUPAUATO Kal va cuvdEoel plo mapoAdayn pe tnv mbovh moaboloyiky tng
onuaocia. H mpocBacn og autég tic mAnpodopieg £xel mMAEov amAomnolnBei os Tétolo Babuo
WOTE 0 YLOTPOC amoteAel cUppETOXO oTn Sladikaoia eppnveiag Twv HopLakwy SeSoUEVWV Kot
OXL amAWG aITOSEKTNG ETOLUWY avadopwy ard EVa EPYACTHPLO YEVETIKAG.

Mapakdtw akoAouBel éva armAomolnuévo mapadelya Kataxwpnong otny o Stadedouévng
Baon Genbank. Me tov 0po kataxwpnon avoadepouacte os pio oOAokKAnpwHEVn pLovada



nAnpodopiag mou adopd €va ouykekpluévo TUTIO PBloloyikol 6edopévou. Iuxvd n
Kataxwpnon ouvodeletal amd otolyela mou oyetilovial oUTA TNV Kataxwpenon Kat
ovopalovtal petadedopéva. Ta petadedopéva SteukoAUVouv TNV avaliTnon, EMLTPEMOUV TN
owoTHn gpunvela kot kaBlotouv duvatn tn Slaxeiplon Kal CUGKETION TNG KATOXWPNONG UE
G Bloloyika dedopéva. H kaBe oelpd petadedopevwy €xeL aplBunBel yia tnv umoBondnaon
™m¢ emnefnong. H kataxwpnon eivat Swabéowun otnv GenBank oto ocUvdeopo
https://www.ncbi.nlm.nih.gov/nuccore/NM 001101

1. LOCUS NM 001101 1812 bp mRNA linear PRI 28-MAY-2025
2. DEFINITION Homo sapiens actin beta (ACTB), mRNA.
3. ACCESSION NM 001101
4. VERSION NM 001101.5
5. KEYWORDS RefSeqg; MANE Select.
6. SOURCE Homo sapiens (human)
7. ORGANISM Homo sapiens
Eukaryota; Metazoa; Chordata; Craniata; Vertebrata;
Euteleostomi; Mammalia; Eutheria; Euarchontoglires; Primates;
Haplorrhini;Catarrhini; Hominidae; Homo.
8. PRIMARY REFSEQ_SPAN PRIMARY IDENTIFIER PRIMARY SPAN COMP
1-1336 AK130157.1 1-1336
1337-1812 BC009636.1 71-546
9. FEATURES Location/Qualifiers
10. source 1..1812

/organism="Homo sapiens"
/mol type="mRNA"
/db_xref="taxon:9606"
/chromosome="7"
/map="7p22.1"
11. gene 1..1812
/gene="ACTB"
/geneisynonym="BKRNS; BNS; BRWS1l; CSMH; DDS1; PS1TP5BPL;
THC8"
/note="actin beta"
/db_xref="GeneID:60"
/db_xref="HGNC:HGNC:132"
/db_xref="MIM:102630"
12. exon 1..78
/gene="ACTB"
/geneisynonym="BKRNS; BNS; BRWS1l; CSMH; DDS1; PS1TP5BPL;

THC8"
/inference="alignment:Splign:2.1.0"
13. exon 79..207

/gene="ACTB"
/gene_synonym="BKRNS; BNS; BRWS1; CSMH; DDS1; PS1TPS5BP1;

THC8"
/inference="alignment:Splign:2.1.0"
14. CDS 85..1212

/gene="ACTB"
/gene_synonym="BKRNS; BNS; BRWS1; CSMH; DDS1; PS1TPS5BP1;
THC8"
/note="beta cytoskeletal actin; PS1TP5-binding protein 1;
I(2)-actin"
/codon_start=1
/product="actin, cytoplasmic 1"
/protein id="NP 001092.1"
/db_xref="CCDS:CCDS5341.1"
/db_xref="GeneID:60"
/db xref="HGNC:HGNC:132"
/db_xref="MIM:102630"
/translation="MDDDIAALVVDNGSGMCKAGFAGDDAPRAVFPSIVGRPRHQGVM
VGMGQKDSYVGDEAQSKRGILTLKYPIEHGIVTNWDDMEKIWHHTFYNELRVAPEEHP
VLLTEAPLNPKANREKMTQIMFETFNTPAMYVAIQAVLSLYASGRTTGIVMDSGDGVT
HTVPIYEGYALPHAILRLDLAGRDLTDYLMKILTERGYSFTTTAEREIVRDIKEKLCY
VALDFEQEMATAASSSSLEKSYELPDGQVITIGNERFRCPEALFQPSFLGMESCGIHE
TTFNSIMKCDVDIRKDLYANTVLSGGTTMYPGIADRMOKEITALAPSTMKIKIIAPPE
RKYSVWIGGSILASLSTFQOMWISKQEYDESGPSIVHRKCE"

15. exon 208..447
/gene="ACTB"
/gene_synonym="BKRNS; BNS; BRWS1; CSMH; DDS1; PS1TP5BP1;
THC8"
/inference="alignment:Splign:2.1.0"



16. exon 448..886
/gene="ACTB"
/gene_synonym="BKRNS; BNS; BRWS1; CSMH; DDS1; PS1TP5BPI1;

THC8"
/inference="alignment:Splign:2.1.0"
17. exon 887..1068

/gene="ACTB"
/geneisynonym="BKRNS; BNS; BRWS1; CSMH; DDS1l; PSI1TP5BPI1;

THC8"
/inference="alignment:Splign:2.1.0"
18. exon 1069..1812

/gene="ACTB"
/geneisynonym="BKRNS; BNS; BRWS1l; CSMH; DDS1; PS1TP5BPL;

THC8"
/inference="alignment:Splign:2.1.0"
19. regulatory 1787..1792

/regulatory class="polyA signal sequence"
/gene="ACTB"
/gene_synonym="BKRNS; BNS; BRWS1; CSMH; DDS1; PS1TP5BP1;
THC8"
/note="hexamer: AATAAA"
20. polyA site 1812
/gene="ACTB"
/gene_synonym="BKRNS; BNS; BRWS1; CSMH; DDS1; PS1TP5BPI1;
THC8"
/note="major polyA site"
21. ORIGIN
1 accgccgaga ccgcgtccge cccgcgagca cagagcctcg cctttgeccga tccgeccgcecc
61 gtccacaccc gccgccagct caccatggat gatgatatcg ccgcgctcgt cgtcgacaac
121 ggctccggca tgtgcaaggc cggcttcgcg ggcgacgatg ccccccgggce cgtcttcccce
181 tccatcgtgg ggcgccccag gcaccagggc gtgatggtgg gcatgggtca gaaggattcce
241 tatgtgggcg acgaggccca gagcaagaga ggcatcctca ccctgaagta ccccatcgag
301 cacggcatcg tcaccaactg ggacgacatg gagaaaatct ggcaccacac cttctacaat
361 gagctgcgtg tggctcccga ggagcacccc gtgctgctga ccgaggcccc cctgaacccc
421 aaggccaacc gcgagaagat gacccagatc atgtttgaga ccttcaacac cccagccatg
481 tacgttgcta tccaggctgt gctatccctg tacgcctctg gccgtaccac tggcatcgtg
541 atggactccg gtgacggggt cacccacact gtgcccatct acgaggggta tgccctcccce
601 catgccatcc tgcgtctgga cctggctggc cgggacctga ctgactacct catgaagatc
661 ctcaccgagc gcggctacag cttcaccacc acggccgagc gggaaatcgt gcgtgacatt
721 aaggagaagc tgtgctacgt cgccctggac ttcgagcaag agatggccac ggctgcttcc
781 agctcctccc tggagaagag ctacgagctg cctgacggcc aggtcatcac cattggcaat
841 gagcggttcc gctgccctga ggcactcttc cagccttcct tcctgggcat ggagtcctgt
901 ggcatccacg aaactacctt caactccatc atgaagtgtg acgtggacat ccgcaaagac
961 ctgtacgcca acacagtgct gtctggcggc accaccatgt accctggcat tgccgacagg
1021 atgcagaagg agatcactgc cctggcaccc agcacaatga agatcaagat cattgctcct
1081 cctgagcgca agtactccgt gtggatcggce ggctccatcc tggcctcget gtccacctte
1141 cagcagatgt ggatcagcaa gcaggagtat gacgagtccg gcccctccat cgtccaccgce
1201 aaatgcttct aggcggacta tgacttagtt gcgttacacc ctttcttgac aaaacctaac
1261 ttgcgcagaa aacaagatga gattggcatg gctttatttg ttttttttgt tttgttttgg
1321 tttttttttt ttttttggct tgactcagga tttaaaaact ggaacggtga aggtgacagc
1381 agtcggttgg agcgagcatc ccccaaagtt cacaatgtgg ccgaggactt tgattgcaca
1441 ttgttgtttt tttaatagtc attccaaata tgagatgcgt tgttacagga agtcccttgce
1501 catcctaaaa gccaccccac ttctctctaa ggagaatggc ccagtcctct cccaagtcca
1561 cacaggggag gtgatagcat tgctttcgtg taaattatgt aatgcaaaat ttttttaatc
1621 ttcgccttaa tactttttta ttttgtttta ttttgaatga tgagccttcg tgccccccct
1681 tccccctttt ttgtccccca acttgagatg tatgaaggct tttggtctcc ctgggagtgg
1741 gtggaggcag ccagggctta cctgtacact gacttgagac cagttgaata aaagtgcaca
1801 ccttaaaaat ga
//

H kaBe oelpa TtepLEXEL £VaV ) TIEPLOOOTEPOUG TUTIOU LETASESOUEVWY TTOU avaAUovTal we eENC:
1. LOCUS - Aivel Baoikég mAnpodopieg yia tnv aAAnAouyia:

e Ovopa (NM_001101),

e unkog (1812 bp),

e TUTOG popiou (MRNA),

e popdn (linear),

e opyavioulkn opada (PRI = primate),

e nuepopnvia teAeutaiag evnuépwaong (28-MAY-2025).



2. DEFINITION - ZIUvtoun meplypadry TOU TL aviulpoowrelel n  aAAnAouxia.
ESw: To mRNA tou avBpwriivou ACTB (B-aktivn).

3. ACCESSION - ZtaBepdc Hovadlkog KwOWKOG avayvwplong tng kataxwpnong (oxt
ekbO0EWV).
M.x. NM_001101.

4. VERSION - O oaplBudg accession pall pe tov Seiktn €kdoong tng aAAnlouyiog.
M.x. NM_001101.5 onpaivel 5n avaBewpnon.

5. KEYWORDS > Né€elg-kAelSLa yLa eukoAOTepn avalntnon.
6. SOURCE - Opyaviouog npoéleuong Tou Selyparod.
7. ORGANISM - MARpNG TafLVOULKNA LEPAPXLA TOU OPYOVLOLOU.

8. PRIMARY - Aciyvel ta apykd (mpwtoyevr)) Sedopéva mou xpnolgomowénkav ylo va
SnuoupynBei n ocuvappoloynuévn ahknlouyia RefSeq.

9. FEATURES - EvOTtnta OXOALAOMEVWY XOPAKTNPLOTIKWY (annotation) yiwa ta BloAoyikd
otolyeia Tng aAnAouxiag.

10. source - T'evikn MAnpodopia yla to MARpeg eVPOC TNG aAAnAouxiag:

e OpPYaVIOUOC,

e &£ibocg popiou (MRNA),

e Xpwpoowpa (7),

e Xxd&ptng Beong (7p22.1),

e TAELVOULKO OVAYVWPLOTLKO.

11. gene - Meplypadel 1o yovidio ACTB Kal OVOUATO, CUVWVULA KoL 0plBo Katoxwpnong
o€ AAAec Baoelg SeSopuévwv

12-13. exon (1..78, 79..207)
- Inuatodotouv Ta ewvia TIOU eVTOTI{OVTAL OE AUTA Ta TUAMATA TG aAnAouxlag, pali pe
CUVWVU LA KOL TNy eVBuypAupLONG.

14. CDS (85..1212) - Coding DNA Sequence (kwdikn TepLoxn):

e [loU &eKIva Kal TEAELWVEL N HeTAdpaoh.

e eplypadn mpoiovrog npwreivng (actin, cytoplasmic 1).
e AvayvwploTika mpwteivng (NP_001092.1).

e Jelpd apwotEwv os popdn petadpaonc.

15-18. exon (208..1812) - Npocbeta e€wvia Tou yovidiou ACTB o€ avtiotolyeg B€oeLG.
19. regulatory > PuBuuotikr) aAnAouyia (1787..1792): potifo AATAAA rmoAvadevuliwong.

20. polyA_site > Ofon moAuadevuliwong (1812) — onueio oto omoio oAokAnpwveTaLl n
wplipavon tou MRNA pe polyA tail.



21. ORIGIN - H (6la n aMnlouxla Bdacswv (DNA/RNA), ot voukAeotilSikn popdn.
Mapatnpeiote 0tL N Kataxwpnon auvth adopd MRNA oAAd n avanopdotoon yiVETaL HE TLG
alwtouyec Baoelg tou DNA. H xprion twv Bacswv DNA eival kaBoAwkr otn GenBank kabwg
€vag aAyoplbuog «petaypadnc» pmopel va ouvayel tig Bdoelc tou RNA pe tn xprion tou
petadedopévou Tou TUTOU Tou VOUKAEIkoU o€€og amd to LOCUS.

UCSC Genome Browser on Human (GRCh38/hg38)
Move | <sx <2 = = »» s> |Zoomin|15¢ 3x  10x Base|Zoomout|15x | 3x 10x 100x
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Ewova 11.1 Arton tou UCSC Genome Browser otnv XpwWHOOWHLKA TIEPLOXN TOU Eival To
yoviéio tn¢ aktivng B oto yoviSiwpa tou avBpwrou. H slkéva mou npoépxetal and to UCSC
Genome Browser amelkovilel £va TUAMA Tou avBpwrivou yovidiwpoatog hg38 atnv meploxn
METAEL TwV voukAeoTiSiwv 5.528.333-5.529.483 tou xpwpoowpatog 7 (Chr7), omou Bploketal
To yovidlo ACTB. (a) H prAe pundapa (track) avamaplotd thv meploxn Twv e€oviwy tou yovisiou
KOl OL OKOUPOXPWHEG UTTAE UTIAPEG, ATIO KATW, OVATIAPLOTOUV Ta SL0POPETIKA LeTAYpad A TTOU
TIPOKUTITOUV HETA oo eVOANAKTIKH wpipavon. Ta BeAAKLO TTAVW 0T UITAE UTTAPA artoteAoOUV
£vbelln OtL n petaypadr Pploketal oto apvntikd (avtippomo) kAwvo. (B) MapdAAnia
eudavitovral emumAéov enineda 6mwc to OMIM mou cuvdEeL TV EPLOXN UE GALVOTUTIOUC KOl
aoBéveleg kot to dbSNP mou kataypadel yvwotol ¢ oAU LopdLopoUC. (v) Aedopéva Ekbpacng
Tou yovidiou oe Sladopoug Lotolg petd and RNA-seq avadukeiouv ta potifa ékppaong Tou
kaBe yovidilou atov opyaviopo. (6) To «layered H3K27Ac» mou spdaviletal wg emihoyr otov
UCSC Genome Browser eival €va track mou oxeTiletal Pe ETUYEVETIKEG TPOTIOTOLNCELG KOl
OUYKEKPLUEVA E TNV aKETUALwON tnNg Auaivng 27 tng wotovng H3 (H3K27Ac) og Sladopoug
LotoUG (LoToypappata Stapopwv XpWHATWY). To TAXOC TOU KAOE LOTOYPAUUATOG QVTLOTOLXEL
pe tnv tomoBétnon tng H3K27Ac otnv kdabe PBaon tng petaypadopevng meploxng. H
OUYKEKPLUEVN TpoTomoinon Aewtoupyel wg SelKTNG evepPywV PUBULOTIKWY TIEPLOXWV TOU
YOVISLWUOTOG, TPoEPXETOL Ao SeSouéva Tou poypappatog ENCODE kal sival Baclopévn os
nielpapata ChiP-seq. (g) Téhog, mepléxovtal Se50UEVA CUYKPLTIKNAG YOVISLWHATIKAG, OTWE N
ouvtnpntkotnta os Sladopetikd £i6n péow ToOANaMANC otoixong (m.x. €vavtl 100 aAAwv
onovSUAwTwV). H elkova amnotelel anotunwon amnd to cuvdeopo tou UCSC Genome Browser
(https://genome.ucsc.edu).




11.2 AvaAuon AMAnAouxwwv DNA kot RNA

H avaluon twv Brodoyikwv aAAnAouxLwv amoteAel tnv kapdid tng flomAnpodopikng Kal iowg
To To Bepehwdeg epyaleio yla tn olyxpovn LOTPKA €peuva Kal KAk mpaén. Ot
aAAnAouyxie¢ DNA, RNA kol TpWIEIVWV €lval ol «yAWOOEC» HE TIG omoleg ekdpaletal n
Bloloyikn mAnpodopia, Kal n KATAvonorn TOug EMITPEMEL va cuvduaoToUV Ta LOPLAKA
Sebopéva e tov patvotumo tou acBevouc. Aev sival kaBoAou tuyaiol oL dpol aviypadn,
petaypadn Kal petddpoon mou xpnotponolovvtat otn Blodoyia adol BEAouv va ekdpdoouy
oKpLBWE TNV avadopd oe eva cuotnua ypadng kal kwdlkomoinong tng yYAwooog tng {wng.

H enetepyacia Twv aAANAOUXLWV ATIALTEL TN XPrON TPOYPOUUOTIOTIKWY EVIOAWV XELPLOUOU
KELMEVOU (string), kaBwc kaBs aAAnAouyio DNA, RNA n mpwteivng unopet va BswpnBel wg
Lo «aAUCLSO XOPOKTAPWYY» TIOU ATOTEAEITAL OMO TA ypAappata mou meplAapPavel o
VEVETIKOG KWOLKAG (VvoukeloTidla kat apwotéa). Etal, ol (Sleg puéBodol mou epapuolovral
otnv mMAnpodopLKn yLo TV avaltnon, TNV avIlkatdotoon f thv Taélvouncn XapakTtipwy o
£va Keipevo, Bplokouv dpeon edappoyn kat otn BlomAnpodopikr. Me aUTOV TOV TPOTO
UTOPOoUV VO EVTOTILOTOUV CUYKEKPLUEVA LOTiRa BAoswy, va PetpnBei n ouxvotnta epdaviong
£VOC VouKkAeoTLSiou, va avixveuBoUv petalhdaelc i va cuykplBolv SUo aAAnAouyieg.

H otoixion aAAnAouxwwv (sequence alignment) eival n diadikacia pe tnv omoia dvo N
TEPLOCOTEPEG AAANAOUXIEG oUYKpIVOVTAL YLl VOl EVIOTILOTOUV TTIEPLOXEG OUOLOTNTAC OAAG KaL
Sladopormnoinone (Ewkéva 11.2). H opolotnTa auth UTTOSNAWVEL cUXVA KO €EEALKTIKNA
Kataywyn, dpa kat mbav kown Asttoupyia. H otoiyton pmopei va eivol oAy, otav
OUYKpPLVETAL OAOKANPO TO HAKOC Twv oAANAouxLwyY, 1 TOTLKN, otav avalntolvtal Hovo ot
TiepLloxEg e uPnAn opolotnta. H Tomikr otolyon eival blaitepa xpriotun otn Bloiatpikn,
S10TL oL Kpiolpeg petalhatelc cuxva meplopilovtal oe CUYKEKPLUEVA TUAATA EVOC yovidiou
N HLag mpwteivng.

AAAndouy lal CCATGTCAAGTTCCGGCTCCTGAATTCTTTACGGAGGTG 39
AAAnAouy la2 CCATGCCAGGTTCCGGCCCC-GAATTCTTCACAGAAGTG 38

kAkhkk Kk K(Kk KAhkkhkAkhkkhkAkk Kk kkhkkhkhkkhkAkkkk *k kK Kkk*K

AAAndouy lal YIAKQRQISFVKSHESRSDILFLIYQDIKELGME 34
AAAnAouy la2 YIAKQRQ--IVKSHEFSRODILDLIYQDLKELGME 32

* ok ok ok kK k :*******.*** *****:******

Ewova 11.2 Itoixion aAAnAouxwwv. H mpwtn otoixlon tng lkOvag amoteAel ouykplon SuUo
oAANAouXLWV voukAeoTLSiwy. OL oONOYEC TIEPLOXEG OTOLXI{OVTAL N ia KATW ortd TNV GAAN Kot
otlc Béoelg mou umdpxel cupdwvia petafd twv voukAeoTdiwv twv §Uo aAAnlouxlwv o
oAyoplOuoc tomoBetel évav actepioko (*). Ta Kevd QVAPECA OTOUC QOTEPLOKOUG
urtodelkvuouv thv Sladopormoinon otn cuykekpLUévn B€an petaf Twv U0 aAAnAouxLwv. 1o
TENOG TNG KABE ypapuung avadEépovral ta voukAeotidla tng kabe aAAnAouyiag pHéxpL To TEAOG
™¢ 6edopévne ypapung. H deltepn otoixion amotelel cuykplon petafy dUo aAAnAouyLwv
apwogewv. OLaotepiokol akoAouBoUv Tn Aoyikr o poavadEpOnke, wotdoo eudavilovrat
Kot @Aa Suo oUpBola TNG otoixong. H avw Kal KAtw TeAeia (:) umodelkviel PeyaAn
opoLOTNTA OTLG PUOLKOXNHULKEC LBLOTNTEC TWV SUO apLvoféwv, evw n teAeia (.) utodeilkvuel
HLKpOTEPN opoloTNTO. To KEVO 0TV MEPIMTWon TG OTOIXLONG OULVOEEWVY GNUALVEL AmOAUTNH
ortdkALon oTLC LOLOTNTEG, TL.Y. £va uSPOdOoPOo auLvoll éxel avtikataotadel and éva udpoddiro.
I va ival EUKPLVAC N oTolxlon amattel tnv XprRon tg ypappatooslpdg Courier, kabwg o
UtV To KABe cLUPBoAO KatalauBavel dtaotnua ioou MAGTOUC.

H moAAamAn otoixton aAAnlouywwv (Multiple Sequence Alignment, MSA) emutpénel tn
ouykplon ToAAWvV aAAnAouxtwv tautoxpova. Méow tng MSA evtomilovtal cuvtnpnuéva



potifa, ta omoia pmopel va UTOSELKVUOUV TIEPLOXEC KPLOLUEG ylol TN Asltoupyia €vog
poKkpopoplou. MNa mapdadslypa, n otoiyton moAMwv 8wy alpoodalpvwv avédelle tnv
UMopEn CUYKEKPLUEVWY ouvINpNUEVWY Béoswv apvoféwv TIou eival amapaitnteg ylo tn
S8éopeuon tng aipng. H avaAuon autn oxtL povo smipePaiwaoe Tn AeLToupyLkr onpacio autwyv
Twv Béoswv, oANA emétpede Kal TNV KATAVONON TNG €EEALKTIKNAG OTOBEPOTNTAC TOU
pnxaviopou Séopeuvong Ttou ofuyovou ot SladopetikolG opyaviopoug. H  MSA
XPNOLUOTIOLELTAL ETLONG VLA TNV KATAOKEUT] GUAOYEVETIKWV SEVIPWY, KABWC OL OLOLOTNTES Kall
ol Stadopég avapeoa os ToAAEC aAAnAouyiec Sivouv mAnpodopieg yia TIG EEEAKTIKEG OXETELG
METAEL £16WV 1 YOVISLAKWY OLKOYEVELWV. EmumAéov, emtpenel TNV MPOPAsdn Soukwy Kal
AELTOUPYLIKWV TIEPLOXWV OE TIPWTEIVEC Tou Sev £xouv PeAeTnOel MElpAMATIKA, PE BdAon TN
oUYKPLOH TOUG HE AANEG TTPpWTEIVEG yVWOTAG SOUNAC.

To FASTA vumnpfe éva amd TO MPWTA TPOYPAUMATA oToixlong Kal efakolouBel va
Xpnotlornoleital, av kat £xeL o peydlo Babpo aviikataotabel anod to BLAST. To mio eupéwg
XpnolpomnoloUpevo gpyoAeio amAng otoixiong kata (elyn eival to BLAST (Basic Local
Alignment Search Tool), mou dnuloupynBnke otic apxEg tne Sekaetiog tou 1990 Kal amnod tote
KoOLEpWONKE WG To PBaOLKO TPOYpAUMA yla Tn oUyKplon oAAnAouxwwv. Me to BLAST, o
£PEUVNTAC loayel pa aAAnAouyxia DNA, RNA 1) mpwTEivNg KOl TO TIPOYPOULO. ETLOTPEDEL TIG
o OpoLeG aAAnAouyiec amo tig peyaleg Baoelg Sedopévwy. Ta mo dtadedopéva AoOYLOoULKA
yla toAAamAn otoixion eival ta Clustal Omega, to MUSCLE kot to MAFFT ta omola €xouv Kat
™ Suvatotnta Snuloupyiag ¢uloyeveTikwy S£vEpwv TOU QMOTUNWVOUV ypadlkd TN
OUYYEVELD LETOEY TWV OUYKPLVOUEVWY aAlAnAouxlwy (Ewkdva 11.3).

AAAnAouy (ol CCATGTCAAGTTCCGCATCCTGAATTCTTTACGGAGGTA 39

AAANAouy (o4 CCATGTCAGGTTCCAAAACCTGAATTCTTTACAGAGGTA 39

AAANAouy {ab CCATGTCAAGTTCCAAAACCTGAATTCTTTACAGAGGTA 39

AAANAouy (a2 CGATGCGGGGTTCCG-GCCCCGAATTCTTCACAGAAGTG 38

AXAnAouyx (a3 CCATGGCAGGTTCCG-GCTCCGAATTCTTCAGAGAACTG 38
*  kkx %k * Kk kK k * kkkkkkkk X * * *

AMNAouyial

AAN\nAouyxiad

AA\nAouyxia5s

AANAnAouyia?2

AN\nAouyxia3

Ewova 11.3. NoAAarnAn otoixion kat puloyeveTikd S€vipa. Itnv availuon Slakpivovtal ot
Bfoelg ouvtpnong (aotepiokol) kat ot dtadopomoloelg HeTOEl OAwV Twv aAAnAouxlwv.
AnAadn, n €AAewn aoTEPIOKOU ONUALVEL TV Amoucia TaUTOTNTAG €0TW Kal pia amod TIg
OUYKPLVOUEVEG aAAnlouxiec. To @UAOYEVETIKO BEVTIPO TOU TPOKUTITEL ATELKOVIIEL TLG
£€eMIKTIKEG ox€oelc petafl toug, Ue tic AMAnAouxieg 1, 4 kat 5 va epdavifouv peyohitepn
OUVYEVELD o€ oxEon Ue TIg¢ AAAnAouyieg 2 kat 3. Ot KOpBoL amoteAo UV TOUG KOLWVOUC TIPOYOVOUG
TwV avtioTolwv KAASWV mou EekvolV amo auTouc Toug KOUPBOUG, EVw TO KNKOG TwV KAASwV
efaptatat and 1o Babuod Siadopomoinong oe eminedo aAlnAouyiag. Mapoatnprnote TIG



SLapopEC KL TIG OHOLOTNTEG OTIC AAANAOUXLEC KAl WG AUTEC amelkovilovtal £EENKTIKA OTO
Sévtpo.

H kataokeun puloyeveTikwv SEvtpwv Baciletal otn otoixton moAAwv aAAnAouxtwyv (Multiple
Sequence Alignment — MSA). Anto tn otlyun mou otolyilovtal ot aAAnAouyieg, umoloyiletal n
VEVETIKN amootacn HeTafly toug, SnAadrn to moco SladopeTikég sival. Me pabnuaTikoug
oAyopiBUoug, QUTEC Ol QMOOTACELG HETATPEMOVTIAL Of €va SeVOPOELSEC OXNUA TOU
avamapLoTa TG mbaveg mopeieg tng €EAENC TNG SeSopévng yovIiSLAKAG TTEPLOXNG. 2TO SEVTPO,
KABe KOUPBOG AVTUTPOOWTEVEL €va KOO TPOyovo Kal kdBe kAadi deixvel tnv e€ehkTikA
anokAilon. Oco mio kovta Bpiokovtal SUo aAAnAouyieg oto §€vipo, TOCO TLo TPOodATO Elval
TO KOLVO TOUG e€ALKTIKO onpelo 1) aAALwg Kowog mpdyovog (Ewkova 11.3).

11.3 TexvoAoyiec aAAnAouxnong

H eéAEn twv texvoloywwv aAlnlouxnong umnpfe kaboplotikn yla thv mpdodo Tng
Bloilatplkic emotUNg. Amo thv npwtn PéBodo Sanger, mou eNETpe e TNV avayvwon tou DNA
pe akpifela aAAQ og TEPLOPLOPEVN KALPAKA, £WG TIG oUYXpoveg TAatdOpUeg aAAnAouxnong
enopevng yeviag (Next Generation Sequencing, NGS) kot TG veotepeg texvoloyieg tpltng
VEVLAC LE SuVATOTNTA AVAYVWO NG TIOAU Peyalwyv popiwv DNA, n mopeia auth avikotontpilel
TN Slopkn avaykn TG EMLOTAUNG yla TiLo ypriyopn, $0nvr kot oAokAnpwpévn mpooBacn oto
yvovidiwpa.

H néBodog Sanger, mou avamntuxbnke ota TéAn NG Sekaetiag tou 1970, anotéAeoe To BepéAlo
AlBo tn¢ yoviSlwpatiknAG. Baoiletal otn xprion Ttpomomolnuévwy VoukAeotiSiwv DNA
(dideoxynucleotides), Ta omoia otapatolv tnv emipnkuvon tng aAucidag DNA kotd tnv
avtiypadn. Me 1t Bonbsia ¢Boplloviwy XpwoTlkwy, KABe TUMOG voukAeotiSiou
avayvwpiletal fexwplotd, emtpénmovrtag TNV avayvwon tne oAAnAouxioag. AnAadn
yvwpilovtag to Mo eival To VOUKAEOTIOIO ToU TepUATioe TNV alucida yvwpiloupe otn
6e6opévn BEon oo sival To voukAeotidio Tng aAAnAouxiog. MNa navw amnd SUo SekaeTieg, N
pEBodog Sanger amotélece tn PBaoikrp teEXvoloyia yia tn peAETn yoviSiwv, ywa thv
Tautonoinon MeTaAAdewy Kal ywa tnv oAokAnpwon tou Mpoypdupatog AvOpwmivou
FovisLwpartog, To onoio dipkeoe oxedov 15 xpovia kat KOoTLoE Sloekatopplpla SoAdpla. To
TIAEOVEKTNUA TNG ATaV N akpifela: pmopovoe va Swaoel oxedov TEAELN AVAYVWON HLKPWV
TUNUATwyv DNA. To HELOVEKTNUA, WOTOCO, NTav n XapnAn tng amodoon, kabwg Alyeg
ekatovtadeg Paocelg pmopouvoav va avaluBolv avd avtibpaon (uéxpt ~800 Baoelg),
KaBloTwvtag TNV oKATAAANAN yla tnv €moxf tng «yoviSiwpatikAg». H pébodog Sanger
g€akolouBel va xpnolpomoleital HEXpL OAUEPA, KUPLWE Yo UKPAG KAlpaKkog emiBeBalwoslg
VEVETIKWVY TIOAUHOPDLOUWY Kal yla eLSIKEG SLayVWOTIKEG €eTAOEL, aAAA N Kuplapyia TG
£€Anée pe TNV epdavion Twv texvoloylwy SeUTEPNC YEVLAC.

H &eltepn yevid texvoloylwy, yvwotr wg Next Generation Sequencing (NGS), el.ofxbn otig
OPXEG TNG SekaeTiag Tou 2000 Kal AMOTEAECE TIPAYUATIKA €mMavAcTacn. e avtiBeon pe tn
péBodo Sanger, oL mAatdpopueg NGS £xouv t™n Suvatotnta MAlKAG TapAdAAnAng
aAAnAouxnong, SnAadn skoatopplpla i Kol Sioekatopplpla TuApata DNA propolv va
oAAnAouxnBoulv Ttautdypova. H avayvwon tou KOs TuAUATog odnyel oTnV mapaywyn UG
avayvwong, SnAadn piag aAAnAouyiag DNA mou €xel mpoéABeL and aAAnAolxnon.

OL KUPLOTEPEG TEXVIKEC TTIOU avarTuxbnkov ATav:

e lllumina sequencing (aAAnAoUxnon katd th cUvBeon): H o Stadedopévn péBodog
NGS, mou xpnotlpomnolel pBopilovta VOUKAEOTIOLO TEPUATIOTEC TNG OoUVBEONC TOU



DNA. K&Be kUkAog aAAnAolxnong kataypadel TNV EVOWUATWON VO VOUKAgoTLS0U,
kat n Stadikacio emavohappavetal péxpt va Stapaotel 6Ao to Bpalopa. Mapexet
e€atpetik@ vPnAn akpifela (>99,9%) kal elval n Baotkr teXVoAoyla ylot KALVLKEG
edappoyeg.

e lon Torrent: Xpnowlomolel tnv avixveuon oAAaywv pH Katd TV evowpdTwon
VOUKA£0TLOLlWV. AnAadr) otav éva VOUKA£OTIS10 eVoOWUATWOEL KATA TOV TOAULEPLOUO
Tou DNA n pkpny al\ayr oto pH mou mpokadel n avtipaon kataypadetal pall pe
TOV TUTIOU TOU VOUKAEOTLSl0U TTOU TWV TPOKAAECE.

Me tnv gpudavion tng texvoloyiag NGS, n oAkr} yoviStwpatiky aAAnAovxnon (WGS) éywve
TEXVLKA eBLKTA O€ gupeia KALHOKA KaL XpNOLLOTIOLELTAL G)UEPO OTNV KALVLIKI TIPAEN. Alddopeg
AAAEG KAWVIKEG eDAPUOYEG ATOV ETONG AUECEC. TN YEVETLKN, XALASEC omavia cUvdpopa
Slayvwotnkav xAapn otnv TIlo OTOXEUMEVN OAAG KOl TILO OLKOVOULK HEBoSo TNng
oAAnAoUxNong twv e€oviwv, SNAadN ToU TUAUATOC EKEIVOU TOU YOVISLWHATOC TTOU KOTAARYEL
ota wptpa RNA. H peBodoloyia auth ovopdaotnke e§wpky aAAnAouxnon amno thv mpoconkn
™G KATAANENG «WHLKA» TIOU UTOSNAWVEL MLl OALOTIKA Ttpooéyylon otn A£En e€ovio. H
OTOXEUUEVN avAAUON LETOAAGEE WV OE KOPKLVLKOU OYKOUC N o€ UYpEC Bloyieg (ouvnbwg aiua)
£6wae tn Suvatotnta aviyveuong petalhaewy mou oxetilovrtal pe TNV epdavion, Tnv e€EEALEN
OAAG Kal T Bepameia Twv KapKivwy.

Decreasing Genome Sequencing Costs
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g enomize Source: National Human Genome Research Institute

Ewova 11.4. H peiwon tou k6otoug aAAnAoUxnong evog MARPOUG YOVLSLWUATOG LETOEY
2000 ko 2022. Ta B€AN Selyvouv To Twe N avamntuén tng texvoloyiag aAAnAouxnong Bondnoe
otn pelwon tou kdéotoug. (Mnyn: NHGRI)

Mapad o MAEOVEKTAMATA TNC, N NGS €xel apkeToUC MePLOPLOOUG. O BACLKOTEPOC MEPLOPLOKOG
elval otL mapadyel oOvVTopEeG avayvwoelg (short reads), pnkoug 50-300 Bdoswv, yeyovog mou
KaBlotd SUoKOAN TNV avAaAuon TepLOXWV e TIOAAA emavalapBavopeva otolyeia 1 LeyYAAEGg
SoukeEg maparayEég. MNa va Eemepactel auto, avamtuxbnkav oL Texvoloyleg TpLitng YevLag.



OL texvoloyieg tpitng yeviag xapaktnpilovral amd tn Suvatotnta mapaywyns HEYGAwvV
avayvwoewv (long reads), SnAadn aAAnAouxLwV XIALASWY €W KoL EKATOVIASWY XIALASWV
Baocswv xwpig¢ katakeppatiopd. OL U0 KupLOTEPEC MAATPOPUEG Elval:

¢ Pacific Biosciences (PacBio): Baoiletal otnv avixveuon ¢0opl{oviwv voukAeoTLdiwy
og TpoyuaTikd xpovo kabwe to €viupo DNA moAupepdon avtypddel to poplo.
Mapaysl avoyvwoelc dvw twv 10.000 Bacswv, pe duvatdtnta uvPnAng akpipelag
péow KUKAKAS aAnAoUxnong (circular consensus sequencing, CCS).

e Oxford Nanopore Technologies (ONT): Xpnotuormolel vavomdpoug amd MPWIEIVES
pEoa amod toug omoioug SiEpxetat To DNA rj to RNA. Ot aAay£G 0TO NAEKTPLKO pEUA
Kataypddouv tn oepd Twv Pacswv. Mmopel va mapAysl ovayvwoel, Qvw Twv
100.000 Baocewv kal mpoadépel TN Hovadikr Suvatotnta GopnTwv CUCKEUWV (TL.).
MinION), Tou xpnollomoloUVTAL AKOMO Kal €7l TOMOU oto nedilo 1 oe Alyotepo
efomhlopéva epyaoctipla (Etkova 11.6)

OL texvoloylec QUTEC eMITPEMOUV TNV AN PN 0VAAUGH CUVOETWY TIEPLOXWYV TOU YOVISLWHATOC,
™Tv avixveuon peyd@Awv Soplkwv Tapalaywv Kol TtV  akplp  xaptoypdadnon
enavalapBavopevwy otoLxeiwv.

MeBoboloyia Snuoupyiag BLBALOOAKNG yia NGS S£0UTEPNG YEVLAG
H dnuioupyia BLBAL0BnknG alAnAouxnong amoteAel To Kpiowo Brupa mpostolpaciog

Selypatwy yla OAeg TG mAatdoppeg NGS. Mopotl KABe texvoloyla €xel TIG OLKEC TNG
dlaltepotnteg, T PBaolkd otdadia tng Sladlkaolag eival kKowva Kol meptAappavouyv:
armopdvwon Kat molotikd eheyxo DNA/RNA, KOTAKEPUATIOUO, €MOLOpOwWON AKpwV Kol
npoacBnkn mpooapuoyEwyv (adapters), evioxuon péow PCR Kat TEALKO EAey)0 TOLOTNTAG.

ATOpuOvVWOoN Ko TTOLoTKOG EAeyxoG: H Stadikacio EEKVA UE TNV TIPOCEKTLKI OITOUOVWGN
Tou DNA i} RNA a6 to BloAoytko deilypo. H kabapdtnta Kol i akepaLOTNTO TOU VOUKAEIKOU
o€€o¢ eival kaBoploTikég, kaBwg emnpealouv aueca tnv molotnta tng BLpAtobnkng. O
TIOOOTIKOG  KOL TIOLOTIKOG €AEyXOG TpayUoTomoleital e  dacpaTtoPwToueTpla,
dOoplopopetpia R NAektpodopnaon os mMNKTH.

Katakepuatiopog: MNa va eival cuppotad to popla pe tig mhatdpopueg NGS, to DNA mpemet
Va KOTIEL OE HLKPOTEPQ TUHMATA, cUVABWG HKoug 200-500 BAaoswv. AUTO UMOpPEL va Yivel
HUNXQVLKA, LE UTEPNXOUC, EVIUULKA, PE €LOIKEG VOUKAEAOEC N XNUIKA. e auth t ddon
yivetol kat n petatporp tou RNA oe cDNA. To kdBe delypo oe auvti t ¢don
OVTITPOOWITEVETAL OO HLO TEPACTIO TIOWKIAlX TUNUATWY TIOU OTO OUVOAO TOUG
ovopalovtal BLBAL0ONKnN.

Emb16p0won akpwv: MEeTA TOV KATAKEPUOATIONO, TA AKPO TV Bpauopdtwy cuxva sivat
avioa Kal UEPKWG oamodopnuévo amd tn Sladikacio Katoakeppatiopou. MU auto
Xpnotpomolouvtal 61KA peiypota eviUUwWV ToU emblopbwvouv Tao GKpa WOTE Vva
BeATiloTOMOLEL N ATTOTEAECUATIKOTNTA CUVOEDNG |LE TOUC TPOCOPHOYELG.

3 To DNA k6Betat og TpApaTa To omnola pe el8KoU¢ pocappoyeic oxnuatifouv KUKAKES Sopéc. Eva
LopLo ToAupepaong EeKVAEeL TRV avTlypodh Tou KUKALKOU popiou, Kot kaBwg to DNA sival KUKALKO, n
moAupepdon Sapalel moAEC dopég To 610 poplo oe SLadoxlkoUG KUKAOUG. AUTO UELWVEL TV
Katoxwpenon AavBacouEvwy BAcswv.



MpooObrKn TPOCOPHOYEWV KOL AVAYVWPELOTIKWV OAANAOUXWWV: ELSIKEG GUVOETIKEC
aAAnAouyxie¢ DNA, ol mpooapuoyeic adaptors kol avayvwplotikéG aAlAnAouxieg (index
barcodes), ouvbdéovtal ota dakpa Twv Bpavopdtwv pe TN Ponbsla evlupwv. OL
T(POCOPUOYELG eMITPEMOUV TNV TPdadean tou k&be popiov DNA otn otabepr ddon Ttou
péoou TMAvw oto omoio Ba yivel n aAAnAolxnon. OL avayvwploTikEG oAAnAouyieg
amoteAolV €va oALlYOoVOUKAEOTISL10 pe dedopévn aAAnAouyia XapaKTNPLOTIKN yla To KABe
Selypa kal emTpémouv Tov ouvbuaoud moAwv Selypdtwv otnv dla  avaiuon
(multiplexing). H BlomAnpodopikrp avaluon UMOPelL OTn GUVEXELA VA OVAYVWPELOEL TLG
QVOYVWOELG HE TNV (Bla avayvwplotik aAAnlouxio Kol va TNV QVILOTOLXNOEL Ot €va
Sebopévo delypa (demultiplexing).

Evioxuon péow PCR: Metda tnv mpooBbnikn mpooappoyéwv, n BLBALoOnkn cuxva
urmoBdAAetal oe evioxuon Héow PCR yia va auénBel n mooodtnta DNA kot va
SnuloupynBolv emapkn avtiypada. QG eKKVNTEG XPNOLULOTOLOUVTOL CUUTIANPWLOTLKA
oAlyovoukAeotibla mpog Toug otaBepoUC MPOCAPUOYELC TTOU €ival Kool O OAEG TLC
BLBALOONKEG.

‘EAgyXo¢ molétnTOaG Kal Toootikomoinon: Mpwv tnv aAAnAouxnon, n PLBAodnkn
aglohoyeital ek VEOU yla To péEyeBog, TNV Kabapotnta Kol Tn cUyKEvtpwaon. O akpLBng
£heyxog elval ouolwdng, SLOTL uTtepBOALKA LEYAAEC N LLKPEC BLBALOBNKEG, KaBwc KaL AaBog
OUYKEVTPWOELG, 0dnyouv oe amotuyia aAAnAouxnong rj o XaunAn molotnta Se60UEVWV.

- ) Fragmentation Adaptor ligation Library amplification Library quantitation
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Ewkova 11.5 H peBodoloyia tng dnuovpyiag BLBAL0ORKNG yia éva NGS €UtepnG YEVLAG.
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Ewéva 11.6 Apxn Asttoupyiag tng texvoloyiag AAAnAouxnong Navormopou. Eva popto DNA
SLEPXETAL LECO OO [LA TIPWTEVN-VAVOTIOPO TTOU €ival EVOWHATWUEVN o€ HeUPBpavn. Kabwg
KABe VOUKAEOTIOIO TEPVA, TIPOKAAEL XOPAKTNPLOTIKEG METABOAEC OTO SUVAULKO TNG
pHEUBpavNc. OL aAhay£g aUTEG KaTaypAadovTal wG ofUa EVTaong PEUUATOC OE OXECN LLE TOV
XPOVO KOl OIOKWALKOMOLOUVTOL UTTOAOYLOTIKA oThnv oavtiotolyn aAAnAouyia Bdacswv (ry.
ACTGCT...).
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Ewkova 11.7 IUYKPLTIKN OMELKOVLON TWV BACLKWVY TPooeyyicewv aAAnAoUxnong EMOUEVNG
vevidg (NGS). H oAk yoviSliwpatiky oAAnAolxnon (Genome Sequencing) KaAUTTEL
0AOKANPO TO YOVISLWHA, CUUTMEPIAOUPBAVOUEVWVY TWV N KWSLKWVY TTEpLOXWV, AAAA amaltel Tov
TIEPLOCOTEPO XPOVO Kol To LPNnAdTEPO KOOTOG. H e€ovikry aAAnAoUxnon (Exome Sequencing)
ETUKEVTPWVETOL ATIOKAELOTLKA OTLG KWOLKEG TIEPLOXES (€€OVLIA) KOl ATTOTEAEL LA TILO OLKOVOULKNA
Kol amodotik AUon yla TNV aviyveuon KAWLKA CNUOVTIKWY HETAAAGEEwY. Tao oToXeupéva
yoviSLakad ravel (Targeted Gene Panels) e€etalouv emideypéva yovidia i opddeg yovidiwy pe
TIOAU uPnAn akpiBeLa KAL TAXUTNTA, ATTOTEAWVTOG TNV TAEOV TIPAKTLKH TIPOGEYYLON YLO KALVLKN
Stayvwon ot eEelbIkeUHEVEC evOEeileLq.

0 poAog TG aAAnAoUXNoNG 6TNV AVTLHETWIILON TWV QLULOTOAOYLKWY KaKonOgLwv
H tayxeia mpdodog tng texvoloyiog aAAnAolxnong vEag YeVIOG €XEL UETAUOPDWOEL TNV

KOTavONnon Kol TNV KALWVLKA OVTIHLETWIILON TWV ALUATOAOYLKWY KakonBeswwv. Meoa oe
Alyotepo amno Suo Sekaetieg, n texvoloyia Tou NGS e€eAixbnke amd epeuvnTiko epyaleio
o€ BAGCLKN TIPAKTIKA TWV OLUATOAOYIKWY KALVIKWV.

H avoyvwplon Twv cwUatikwy «odnywv» petaAlatewv (driver mutations), SnAadn twv
peTaAAAEewv Tou gpdavilovtal tuxoia kal odnyolv otnv avamrtuén kot €EEALEN ULag
kakonBelag, sival kKaipla yla TNy Katavonon tng BloAoylag Tng vOGoU Kal TV €miAoyn
Beparmevutikwy otpatnyltkwy. OL mpoodateg talvopnoslg tou Maykdopou Opyavicuou
Yyeiag (2022) kot ot katevBuvtrpleg obnyieg tou European LeukemiaNet (ELN, 2022)
Slvouv mpwtelovta POAO OTLC YEVETLKEG-YOVIOLWUATLKEG TTpooeyyioelg. OxL Hovo yla tn
Slayvwaon, aAAd Kat yla tnv mpdyvwar), ToV EVIOTLOUO TNG UTIOAEUTOMEVNG VOGOU KAl TN
AN anodacewv Bepameiag. Etal, N NGS evidooeToL TAEOV WG AVATIOGTIOOTO CTOLXELO TNG
QLULATOAOYLKAC SLAYVWOTLKAG.

Ta maveh DNA eival n mio Siadedopévn edpappoyn. O Maykooutog Opyaviopog Yyeiag
elonyaye 1o 2022 VEEC OVIOTNTEC KOL TTPOSPOUECG KOTAOTAOELS, OTWE N KAWVLKA atpomnoinon
anpoodLoplotou duvapikou (CHIP) kot n KAwVLKN KUTTapoTevia anpoadloplotng cnuaciog
(CCUS). Kat ol U0 oxetilovtal e TNV MOPOUCLo CWHATIKWY HeETaAAaywV (ocuxva og yovidia
onw¢ Dnmt3a, Tet2, Asxl1), xwpi¢ OUWS va TANpoUV Tta KpLtrpla kakonBetag. H pébodog
NGS EMLTPEMEL TNV EVUPELA OVIXVEUGN QUTWV TWV KATACTACEWVY, TIAPEXOVTAG TIPOYVWOTLKEG
mAnpodopieg yla tnv peAloviiky e€EALEN Toug. 2Tt HuegloduomAaotik voco (MDS),
avadeixbnke n onuaocio petallaywv omwe tou yovidiou Sf3b1 (ue Betiki MPoyvwaon) Kot
ToU Tp53 (ue Suopevi MPOyvwaon, ELGIKA OTOV EUTTAEKOVTOL TIOPATIAVW ATTO it LETAAAQYEG
«multi-hit»). Avtiotolya, otnv ofeia puehoyevr) Asuyaipia (AML), n uéBodog NGS kaBdpLoe
VEEG SLAYVWOTLKEC Katnyopieg. H ovtdtnta «AML pe pUEAOSUCTIAAGLKA XOPOKTNPLOTIKA Y
eykatadeidpOnke Kol aviikataotabnke amo tnv «AML myelodysplasia-related (MR)», n
omnola opiletal amd petaAAd€elc os oktw yovidia (m.x. Asx/1, Ezh2, Srsf2). InUOvTLKO ival
Kal To mebio TG kKAnpovoulkng mpodiabeong. Movidlakeg PeTaAAAEELS (m.x. oTa yovidla
Ddx41, Runx1, Tp53) mpoSLlaBETouv 0€ aLUATOAOYIKEG KAKONOELEG KL £XOUV AUEDH KALVLKH
onuaocia, Tooo yla tov a.cBevry 600 Kal yla TOUG CUYYEVELG, Kupilwg otav e€etaletal n
LETAUOOXEVON LUEAOU.

Nivakag 11.2 O poAog tou NGS otn Sidyvwon Kal Oepameia Twv OLLATOAOYLKWV
KOKONOELWV.
Néoog / Katnyopia MetdAAaén / KAwikn Ertthoyr)/KaBodrynon

ouvtnén mou ohupacia Ospaneiag



avLXVeVETOL UE
NGS

ofeia puehoyevig FLT3-ITD / FLT3- KoaBopilel Midostaurin,
Asuyoupia TKD mpoyvwotikry  Gilteritinib
opada
ofeia puehoyevig IDH1/IDH2 Mapouaoia Ivosidenib (IDH1),
Asuyoupia obényel oe Enasidenib (IDH2)
OTOXEUUEVN
Bepamneia
ofeia puehoyevig CEBPA Euvoikn Ao uyn mPWLUNG
Asuyoupia MPOYVWon -  UETAUOOXEUONG:
Alyotepo KAQOLKN
EMOETIKN xnueloBepaneia
Bepamneia
ofeia puehoyevig DDXx41 KAnpovouikry  Emnpedlel emloyn
Asuyxaupia pe KANPOVOULKNG npodlabeon 60tn yla
npodidbeon oto DDX41 DDEX41 + HETAPOOXEVDN, KAAN
deutepoyevoug OVTOTTOKPLON OE
gudaviong XnUeloBepameia
HUEAOSUOTIAQLOTLKN) SF3B1 Euvoikn KaBobryynaon yla mo
vO0oO0(g TIPOYVWon Ao OEPATIEVTIKA
oxnuata
HUEAOSUOTIAQLOTIKI) multi-hit TP53 MoAU KAWLIKEG SOKLUEG )
vooog / oeia puehoyevi SuouEevNG TIPWLLLN LETAUOCXEUON
Asuyoupia TIPOYVWOon
ofcia AepdoBAactikn BCR::ABL1 Yriokatnyopia  AvaoToAeic Kivaong
Asuyoupio ouvtnén LE KOKN Tupooivng (Imatinib,
TPOYVWOon Dasatinib)
o§eia AepdoPfAaotiki BCR::ABL1-like Motadet AVOOTOAELG KLVAONG
Asuyoupio (CRLF2, JAK2, BloAoylka pe  tupoaivng n
ABL1, PDGFRB Ph+ ALL ovaoToAeig JAK
K.ATL.)
o§eia AepdoPfAaotiki ETV6::RUNX1- ELOLKEG Evtatikomoinaon
Asuyoupio like n TCF3::HLF umokatnyopie Bepameiag: KAWLIKEG
C OOKIUEG
AspdomnAaopatokuttapik  MYD88 L265P BonBad otn AvooTtoA£ag tng BTK
0 Aépdwpa Sdlayvwon Ibrutinib
TOAAQITAOUV HUEAW AL KRAS / NRAS / ZUXVEG Avaotol€ag tou BRAF,
BRAF / DIS3 HETAANAEELG VEEC KALWVIKEG SOKLUEC
e
T(POYVWOTLIKN)
onpooia
oéeia AepdofAaotiki AvoldLatagelg Extipnon Anodoon yla
Acuyatpio/ moAanmAovv  IGH/TCR QVTATOKPLONG  CUVEXLoN, oAAayn A
HUEAWUOL — LETPAOLUN evioyuon Bepaneiag
UTTOAELOEVN VOOGOG
METApOOXEUON LUEAOU MaveA ‘Eykapn MpoAndn/tpononoinc
moAupopdlopw  avixveuon N VOOOKOTACGTOANG N
UTIOTPOTING 800n¢ 601N




V Kol
XLHEPLOpOU?

Apxka, to NGS avamtuxbnke kot xpnolomnoldnke supéwg yla thv availucon tou DNA,
WOTOO00, HE TNV EEEALEN TWV BLOAOYIKWY EPWTNUATWY KAL TNV AVAYKN KATAVONGNG OXL LOVO ToU
otatikol yovidlwpato¢ oAl Kkal thg Suvaulkng tou ekdpaong, n Sla mAatdpopua
oAAnAoUxnong mpooapudoTnKke WoTe va emtpePel kot tnv avaAuon tou RNA péow tng
pebodou RNA-seq (RNA sequencing, aAAnAouUxnon RNA). H Baoikn apxn miow and avtnyv thv
edappoyn elval 6t to RNA aviutpoownelUel TV «evepyn» TAnpodopia Tou KUTTAPOU o€
6e60UEvn XpoVIKN OTLYUN, kaBwg amoTtunwvel Tota yovidia ekdpalovtal kKal o€ olo Babuo.
To oUvolo Twv PHeBOdwv tou RNA-seq meplypAdpovTal PE TOV YEVIKO OPO «UETAYPODWLLLKI»
‘Etol, evw 1o NGS tou DNA mpoodEpel tn Xaptoypddnon ToU YEVETIKOU SUVOULKOU £VOC
opyoviopoU, to RNA-seq pe tn PonBela twv dwwv texvoloywwv bSivel mpdofacn otn
AELTOUPYLKA TOU KaTdoTtaon. ITnv mpafn, n dtadikacio Eekva e TV anopovwon RNA amnd éva
Blohoyikd Seiypa, otn cuvexeLla akoAOUBEL N LETATPOTI TOU 0€ CUUMANPWUOTIKO DNA (cDNA)
pEow tng Spdong tng avtiotpodpng petaypadacng, Kot TeAlKE to cDNA eswodyetol ot
mAatdoppec NGS. H pétpnon tou aplBpuol TwV avoyVwoewWY TIoU avtloTolyolv o kdBs RNA
uropel va mpoodEépel otn OXETIK auvénon n Helwon tng €kdpacn¢ TOu HETALL Twv
OUYKPWOUEVWY Selypdtwy/kotaotdoswy. Anhadn to RNA-seq amotelel pla pebodoloyia
HETPNONG TNC YoVISLOKAG €kdpaong oe eminedo RNA. H xprion tou NGS oto RNA-seq &ev
TEPLOPLleETaL poOvo otn HETPNOn tNng yovidlakng £kdppacng, oAl mpoodEpel emiong tn
Suvatdtnta avoakaAupng vEwv petaypadlkwv mapallaywy, OnMwg n xaptoypddnon tou
EVOANQKTIKOU paTiopatog, n petaypodr nn kwdikwv RNA, kaBw¢ Kol XLLALPLKWY LETaypAdwY
TIou oXetilovtal PHe aoBevelec OMwWE 0 Kapkivog. H ouvexng e€€AEn twv mAatdopuwv NGS
ovolyeL Tov SpOO yLoL aKOUA TILO AETITOUEPELG KoL OAOKANpwUEVEG RNA-seq LeAETEG, OTwE N
avdAuon RNA-seq pepovwuévwv kuttdpwv (single-cell RNA-seq), omou esfetdletal Tto
METAYPAPLKO TIPODIA HEUOVWHEVWV KUTTAPWV Kal OXL LOVO 0 HECOC OPOC €VOG LOTOU, TIOU TLG
TieploooTePeC GOPEG MePLEXEL TTOAAATIAOUC KUTTAPLKOUC TUTIOUG.

11.4 BlomAnpodopikeég pEBodol avaluong tou NGS

H aAAnAoUxnon eMOPEVNG YEVLAS £XEL 08NYNOEL o€ pLa mpwtodavi mAnBwpa Sedopévwy, Ta
omola kaBlotouv avaykaia tn xpron sfeAlypuévwy Plominpodopikwv pebddwv ylo tnv
ovaAuon kot tnv eppnveia toug. Ta dedopéva autd, eite adopolv yoviSlwpatikn, eite
peTaypadwULKn, €ite AAAEG «-WHULKES» avaAUaoelg, Sev pmopouv va aflomonBolv xwpic tnv
Umopén evog opyoavwuévou UToAoyloTikoU mAatoiou. H enefepyacio twv dedopévwv NGS
ouvnBwg Slakpivetal oe tpia Sladoxika otadla.

To MpWTO €ival o €AeyX0G MOLATNTOG TWV aKATEPYASTWV dedopévwy (raw data), SnAadn twv
OVOYVWOEWY TIOU TPOoKUTITOuV armeuBeiag and to pnxdavnua oAAnAolxnong. e autd Tto
otabdlo evrtomilovrol Kol QmOUOKPUVOVTAL XAUNAAC TOLOTNTAG OVAYVWOEL, N TEXVIKA
eodaAUEVEC avayVWOoEeLC woTe Ta e€ayopeva Sedopéva va sival aflomniota.

4 H avdAuon XLHOLPLOHOU HETA amd METOUOOXEVCT HUEAOU UE TN Xprion TaveA roAupopdilopwy (SNP
panel) péow texvoloyiog NGS emitpénel Tnv akpLpr SLAKPLON KAl TTOGOTLKOTONGON TWV KUTTAPWY TOU
66tn kaL tou AAmtn. Me autdv Ttov Tpomo mapakoloubsital n emtuxia TG eykatdotacng Tou
LOOXEUATOG KAl aVIXVEUETAL EYKOLPO TUXOV UTIOTPOTIN TNG VOCGOU 1 ATWAELO TOU LOCGYXEV LOTOG.



310 SeUtepo otddlo akolouBei n otoixion n n €k véou ouvappoloynon (de novo assembly).
TNV MepIMTwon Tt OTolXlong, oL OVAYVWOEL; CUYKplvovTal PE éva yvwoto yovidiwpa
avadopdg (reference genome), wote va tonoBetnBoulv otn cwotr B£on. EToL umopouv va
EVIOTILOTOUV YEVETIKEC aTOKAIOELS, OMWC N ANMWAEA XPWHOOWHIKWY TUNUATWY Kol
YOVLSLOKWV TIEPLOXWYV, N Yla va LeTpnBel n ékdppaon Kol n ev yével mapouacia evog yovidiou
o€ éva Selypa. ZTnVv ek véou ouvappoAdynon, avtiBeta, ol avayvwaoelg cuvdualovtal Hetal
Toug Xwpic yovidiwpua avadopdc, PUe OKOTO TNV AVOKATHOKEUN €VOG VEOU YOVISLWUATOG.
AnAadn n néBodog Aettoupyel wg éva 8LoTUTo TTalA AAANAOUXLWY LE OKOTIO TNV TApOYywWYN
ToU TMARPoug yoviStwpatog. H mpooéyylon autnh eival onpovtiky Otav HEAETWVTAL VEOL
opyaviouoi n maboyova xwpig yvwatr aAAnAouyia.

To tpito otddlo eivat n aviyvevon yevetikwv mapallaywv (variant calling), 6mou ot
oTolylopéveg aAAnAouyieg ouykplvovtal pe To yoviSiwpa avapopd¢ woTe Vo EVIOTILOTOUV
VOUKAeOTLSLKOL TTOAUpopdLopoL (SNPS), ULKpEG 1) LeyaAeg amaloldEg, emavaAfPeLg f SOULKEG
avadiataéelc. Ta amoteAéopata autd cuvdEovtal pe Baoelg dedopévwy omwe n ClinVar A n
dbSNP yLa tnv agloAoynon tng mibavrg kKAWLIKAC onpaciag touc. EmutA£ov, o avaluoelg RNA-
seq MPAYHOTOTOLEITOL TTOOOTLKOMOINoN TNG YOVISLaKAG EKdpaong, WoTe va cUYKpLBoULV ta
enineda ekppaong HeTafl SLapopeTIKWY SELYUATWY I cUVONKWV.

MoAAQ mpoypappata €xouv avamtuxBel yla kdBe otadlo ¢ avaiuong. Mo tov €Aeyxo
moldTNTOg Xpnotomnolouvtal epyaleia omwe to FastQC, yia tn otoixwon to BWA, to Bowtie
Kol To STAR, evw yLa TNV €K VEOU CUVAPROAOYNON Xphotpomolouvtal ta Trinity, SPAdes kot
Megabhit. >tnv aviyvevon mapariaywv, dnuodrn eival to GATK (Genome Analysis Toolkit)
kot FreeBayes, ta omoia mapéyouv efeldikeupéveg Sladikaoieg ¢Atpapiopatog Kat
BaBuovounong. Na tn uéBodo RNA-seq, xpnotpomnotlovvral mpoypappata onwg to Cufflinks
kot To DESeq2. H mAnBwpa autwv twv gpyadsiwv kablotd avaykaia tn Snuioupyla
oAokAnpwuévwy Kabetomolnuévwy avalloswv «pipeline», dnAadr autopatomoltueEvwy
pPOWV £pyaciag MOU EVOWHOTWVOUV OAA Ta OTASLA PE GUVETMN Kol EMAVAANPLLO TPOTIO.
NAatdopueg omwe to Galaxy mapéxouv éva GAikd mpog tov xpriotn neptBaiiov, Sivovtag tn
duvatotnta oe pn €l61koUC va ekTeAOUV TEPITTAOKEG OvVAAUOEL( Xwplg Babld yvwon
TIPOYPAUUATIONOU. TEAOG ONUAVTIKO KOUUATL TNG BlomAnpodoplkng avaluong amoteAel n
OTATLOTIKA eMefepyacia TWV AMOTEAECUATWY YLA TNV €€AYWY CUUMEPUOUATWV.

PCA of miRNA expression
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PCA of miRNA expression

Type Lung cancer, post-operation @ Lung cancer, pre-operation ® Non-cancer control
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Ewkova 11.XX PCA (Principal Component Analysis) Baolopévo o€ tpodil Ekppaong miRNA.
Eva Swaypappa PCA tomoBetel ta Seiypata pe Pdon tnv amokAion toug oe Svo
napapétpouc/petpnoetg PC1 kat PC2. OL 8Uo afoveg amoteAoUV HLO TTOOOTLKA OXETLKN
ékbpoon TwWV TAPAUETpWYV Tou OSladopomolovv Ta  Seiypata, avIUTPOOWTEUOVTOC
OUCLAOTIKA TNV SLopopeTIKOTNTA Toug ota Tipodid E€kdpaong twv MIRNA (f dlou
HMOKPOUOPIOU 0 GANEC «WHLKES» OVOAUOELG). 3TO MPWTO SLAYPAUMO EXOUV XPWUATLOTEL
Sladopetika ta delypata mou TpogpyovTal and aobeveic pe Kapkivo (KOKKLVO) KOl UYLELG
MapTUPES (Kuavo). Mapatnpnote OtL Ta podiA £kppacnc Twv SelypdTwy amod acbeveig pe
Kapkivo opadomotouvrtot StadopeTkA oo TV opdda Twv VYLWV Haptupwy. Napatnpnote
emiong otL pla umtoouada acBevwv £xel Sltadopomnolnbei apketd and tn Baoikr opada. Otav
oTn HeA€Tn mpooteBolv kal aAAa petadeSopéva, SnAadn otnv MepIMTwon auTA N avtlotolyia
TWV SEYUATWVY OE TIPOEYXELPNTIKOUC (TMPACLVO) Kal PETEYXELPNTIKOUG (KOKKIVO) aoBeveig n
Sladopormnoinon twv umoopadwyv HeTafl Toug aAAA KOL OO TOUC UVLELG UAPTUPEG (UITAE)
anokta SladopeTikn EpUnveia.

aoBevwv Eexwpilel amo fexwpilouv kabapd amod Toug UYLELG LApTUPEG, evw otn Seltepn
daivetal OtL peTtafl TwV 0oBevwv pnopoupe va Slakpivoupe autolg mou £xouv untoPAnBet
O€ EKTOWIN OYKOU amd ekelVOUC TTOU eV €XOUV.»

H aAAnAoUxnon tou mpwIou yoviStwpatog tov SARS-Cov-2

Tnv mpwtn eBdopdda tou lavouapiou 2020, ev HECW HLOG HuoTNPLwOOUC emdnuiag
mveupoviog otn lfouyxav, o Kwélog LoAoyog Zhang Yongzhen kat n opdda tou oto KAWIKO
Kévtpo Anuootag Yyelag tng Taykang eiyav va avilUeTWITiooOUV Hla TPOKANGH ToU yla
npwtn ¢opd Ba pmopolos va oVTIUETWILOTEL pe TIG véeg peBodoloyieg NGS. Ytig 3
lavouapiou, €AaBav deiypota amo acbevel¢ mou eudAvVI{av CUUMTWUOTA TNG VEOS
aoBgvelag. Xpnolpomolwwvtag nmponypéveg nebodoug alAnAovxnong RNA-seq, n opdada
epyaotnke adlakoma yla Svo vuytec. Mepimou ot 2 m.u. otlg 5 lavouapiou, eixav
QVOKOTAOKEUAOEL [LE ETILTUXLA TO TIANPEC YOVLOLWHA TOU VEOU KOPOVOioU - TIoU apyotepa




ovopaotnke SARS-CoV-2 - 1o omoio amokdAue TN YEVETIKY) TOU OpOLOTNTA LIE TOV LO SARS.
Avayvwpilovtag TV maykoopLa onpacio tng aAAnAovyiag, o Zhang unéBale to yovidiwpa
oe Slebveig Baoelg dedopévwy Omwe n GenBank Kot EVNUEPWOE TIG TOTLKEG UYELOVOULKEG
apXEG yLa TIG TILOOVOTNTEG OVATIVEUGTIKNG EEAMAWONG KAl TNV OUOLOTNTA TOU UE To SARS.
MapoAo mou n KWelLkn KUBEpvnon elxe TepLOPLOMOUG KATA TNG Snocieuong mAnpodopLwv
OXETIKA HE TNV emdnuia ekeivn TN emoyr, o Zhang apyotepa édwoe adela otov Edward C.
Holmes tou Mavemiotnuiov tou Zidvel va dnUocLleVOEL Ta YOVISIWUATIKA SeS0UEva OTO
Virological.org otig 11 lavouapiou. Autr n €ykatpn Snpocieuon EMETPEYE OTNV MAYKOCLAL
ETLOTNUOVLKN) KOWOTNTO va EEKIVAOEL TNV OVATTUEN SLOYVWOTIKWY OSOKILACLWY Kol
eUBoAiwv oxedov auéows. H oudda tou Zhang mpoxwpnoe otnv emefepyacia kol TV
aAAnAolxnon dekAdwv XIALASwV EMUTAEOV UKWV SelyHATWY, BonBwvtog MepALTEPW TV
QVTATOKPLON TNG dNUOoLag uyeiag aAAd Kal oTtnv mapakoAolBnon tTwv oTeAexwy and to
oUVOAO TNG TTAYKOOLLOG ETLOTNLOVIKAG KOLVOTNTAG.
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Ewkova 11.6 H puloyevetiki avaluon Twv yoviSiwudatwy and oteAéxn SARS-Cov-2 otnv
EAAGSa Katd TV mpwing $paong tng mavdnuiog. AKTLVWTO puAOyeVETIKO 6€vTpo (radial
phylogram) Baclopévo oe xpovoloyika edopéva 4668 MANPWY YOVISLWHATWY Tou SARS-
CoV-2 (Nextstrain, 18/05/2020). Ta xpwpato amewkovilouv tn xwpa TPOPRAEMOUEVNC
TIPOEAEUONG TWV OTEAEXWVY, EVW TA KOKKLVOL ONEl0 aAvTLOTOLXOUV O TANPN yoviSlwuata
amd oteAéxn mou epdavioTnkav KAt Tov MPWTo pRva tng mavénuiag otnv EAAGda. H
Sloomopd Twv EAANVIKWY oTeAexwV o€ SLadopeTIkoUG KAASOUG UTTOSNAWVEL TTOAAQTTIAEG
QVeEAPTNTEG ELOAYWYEG TOU LOU otnv EAAGSA.




H tétaptn yevid aAAnAolxnong (Fourth-Generation Sequencing, 4GS) 8teupUvel Ta 6pla TNG
YOVISLWUOTIKAG UE TNV ELOAywyn NG in situ aAAnAouxnong, dnAadn tng dpeong availuvong
poplwv RNA kat DNA péoa og KOTTapa Kot LoTtoUG. H KalvoTopia auTr EMITPETEL TN Slatrpnon
TOoUu XwpkoU TAaLlciou, Slvovtag otoug epeuvnTEC TN SuvaTOTNTA va XopToypadnoouV HE
okpiBela TN BE0N YEVETIKWV Kal LETAYPAPLKWVY XOPAKTNPLOTIKWY PECA 0 AOLKTA BLOAOYLKA
Selyparta. H mpoagyylon autn €xel dlaitepn onuaoia yla tThv Katavonon moAUTIAOKWY LOTWVY,
OMwWG 0 eykéDaAog 1 To HIKpOTEPIBAANOV TWV OYKWVY, OTOU OL XWPLKEC AAANAETILEPACELC
kaBopilouv tn Aettoupyia. Texvoloyieg Omwe ol AVOELG XwplknG aAAnAovuxnong tng lllumina
KalL n mAatdoppa G4X tng Singular Genomics uMOOTNPI{OUV AUTOUOTOTOLNUEVEG POEG
gpyaciog ywa xaptoypadnon oAdkAnpou Tou peTaypadWUATOC O OVAAUGH KUTTAPLKOU
emuunESou, akopa kot og SUokoha Selypata, Onwe deiypata eykAslopéva o mapadivn. Me Tig
texvoloyieg 4GS, n yoviSwpoatik 8ev meplopiletal mAfov otnv amAn  kataypadn
oAAnAouylwwy, OANG OMOKTA ML XWPOXPOVIK Oldotaoch, kablotwvrtag 6Suvaty tnv
OAOKANPWHEVN KOTAVONON TwV PLOAOYIKWY CUCTNUATWY otnv ¢uolkrl toug B£on. O
ebappoyeg tng 4GS otnv KAWLIKA €peuva elval nén sudaveic. 3tn veupoloyia, n in situ
aAAnAolxnon mpoodépel Tn duvatotnta va xaptoypadnbolv poplakd mpodil os eminedo
MEUOVWUEVWV VEUPWVWY, SlaTnpwvTag TNV tomoypadia toug péoa otov eykédalo. Etal,
pumopouv  va  amokoAudBolv  potifa  yovidlokng E€kdpacng Tou ocuvdéovtal e
VEUPOEKDUALOTIKEG VOOOUC, OTIwC N vooog Alzheimer ) n vooog Parkinson, kat va tepeuvnBetl
nw¢ Sladopetikol mMAnBuopol veuplkwv Kuttdpwv cupPdAlouv otnv Taboloyia. Xtnv
oykoloyia, n 4GS &ivel tn duvatotnTa PEAETNG TOU HLKPOTIEPLBAAAOVTOG TWV OYKWV UE
npwrtodavr Aemrtopépela. H akplBic kataypadry Tou NMWC Ta KAPKWIKA KUTTapa, Ta
OVOOOKUTTOPO KOl TO OTNPLKTLKA KUTTapa aAAnAemidpolv 6ToV XWPOo, HECW TAUTOXPOVNG
avaluong DNA, RNA «kal mpwteivwyv, TpoodEépel MANpodopieg yla TOUG UNXAVIGUOUG
avooodladuyng, yla mbavoug vEéoug BepameuTIKOUC OTOXOUG Kol yla Thv MpoBAsdn tng
avtanokplong oe avoooBeparmeia. Itnv maboAloyoavatopio, N XwpLKA TPooSLOpLOUEVN
oaAAnAolxnon umopel va petapopdwaoel Tt dtayvwon. Napadoolakd, oL LOTOAOYLKEG TOUEG
niapExouv popdoloyikég mAnpodopieg, aAAd meplopilovtal otnv mapatnpnon tng SoUng Kat
TWV XPWOoewvV. Me tnv 4GS, ol (6lec TOHEG pmopoUv va avaAuBouv poplakd xwpic va
kataotpadei n Sopn toug, mpoodEpovtag Eva «SUTAO» eninedo Stayvwong: LopdOAOYLKO Kal
poplako. Autd avapévetal va BeAtiwoel tnv akpifela otnv tafvopnon Oykwv Kot GAAwY
nadnoswv.

11.4 AvdaAuon Mpwteivikwv AAAnAouxLwv

Ao TO yoviSlo MPEXPL TNV AETOUpPYLK TPpWTEivn, Onmwg eidape kat oto KepdAaiwo XX,
pecolafouv TOAAG otddla eAEyXOU Kal TPOTMOMOLNCEWV TO0oo tou MRNA 6o Kol Twv
MpWTEivwy Tou mapayovtol. H mowiAia otnv Asttoupykotnta dev amoppeel, Aowndv, uovo
oard tov aplBud twv yovidiwv, aAAd amd Ttov TPOMOo HE Tov Omoio autd petaypddovtal,
petadpdalovral Kal Tpormonolouvtal. H petaypadwptky yepUpwoe Tn oxEon YovISLWUATOG
KOl YoVISLOKAC ékdpaong Onwe eldape otnv mponyolpevn mapdypado. Qotdoo, 0 TEAKOG
TeEAEOTAG TNG Aettoupylag Mapapével va ival n MPWTEivn, yla TNV omola XpELAOTNKE WL
eruA£ov dekaeTiao WoTe va Propel va avaAuBel oALoTIkA oAAA Kol TTOOOTLKA Lie LeBoSoAoyieg
uPnAAg amddoonc. O Opo¢ «MPWTIEWHIKA» (proteomics) kablepwBnke oto péoa TNG
Sekaetiog Tou 1990, pe avadopd oTo avAAoyo «yovISLWHATIKA» (genomics). H MpwTtewikn
OOXOAE(TAL PE TN OCUOCTNUOTLKA HEAETN TOU MPWIEWMATOG, SnNAadn TOU OUVOAOU TWV



TPWTEIVWY MoV TtepLéxovtal oe éva Selypa, KUTTApO, LOTO 1] OPYOAVIOUO UTIO CUYKEKPLUEVEG
ouvOnkec. 2e avtiBeon pe o yovidiwpa mou amoteAel pa oXeTIKd otabepn ovtotnTa yia KAbe
OpYyaVIOUO, TO TPWTEWHA eival Suvapikdé kat petapaAlopevo. H katavonon Tou
TIPWTEWHATOC UMOPEL va SWOEL Hia Mo APESn €lKOVA TNG GUOLOAOYLKNG 1 TTABOAOYLKNG
KOTAOTOONG €EVOC OPYAVIOUOU OE OXECN HE TN YOVISLWUATLKY, EVW Tpooeyyiletal povo Katd
£€V0L TOCOOTO amo TN LETaypadWHLKA.

H pelétn twv nmpwteivwy €xel pakpd Lotopia. Amd Tic apxEC Tou 2000 alwva, ol Bloxnuikot
avémtuéav ueBOSouG amopdvwaong Kal YapaktnpLlopol MPpWIEIVWVY HE BAoh TIC PUCLKOXNULKEG
TOuG LBLOTNTEG, OTWC N hAektpodopnon KalL n xpwuatoypadio. H TpaypaTikh OHWG
«yévwvnon» NG MPWTEWMIKNG wG fexwplotol mMediou OUVOEETAL HUE TNV QVATTUEN TNG
Siodidotatng nAektpodopnong (2D-GE) otn Sekaetio tou 1970, n omola enétpede TOV
SlawpLlopd ekatoviadwy TPWTEIVWV O £va POVo TAKTwHA. Mapd thv Kawvotopia, ot
Teploplopol TNg HeBOdou (xapnAn evaicbnoila, SuokoAia avaluong HEUBPOAVIKWVY
TPWTEIVWY, TIEPLOPLOKEVN TawTomoinon) kablotoloav TNV MPOCEYYLON QVEMOPKN Ylot TNV
AR PN xaptoypddnaon Tou MPWTeWHAToC. H kaBoplotiki mpdodog mponABe amod tnv avantuén
™¢ daopatopetpiog pafag (MS) wc epyadsiou yia tn Blodoyikr avaluaon. Av kat n MS eixe
noén xpnotonotnBel otn xnueia, n ebapuoyn tng otn Bloloyla £yve Suvatn tn dekaetia Tou
1980 pe TNV eloaywyn Twv ATILWY TEXVIKWV LovTopoU ESI (Electrospray lonization) kat MALDI
(Matrix-Assisted Laser Desorption/lonization). Ot texvoloyie¢ auteg emétpeav Tov LOVIOHO
Kal pétpnon peyalwv Blopopiwv xwpic kataotpodr toug, eykawvialoviag gl véa emoxn otn
padikn avaiuon mpwteivwy Kot MenTdiwv. H oupBoln tTwv pebddwv autwv otnv mpdodo tng
ETULOTAMNG avayvwpiotnke SleBvwg e to BpaBeio Nopmel Xnueloag to 2002 otoug John Fenn
kal Koichi Tanaka. Ao ekeivn t otyun, n ¢aocpatopetpia palog edpatwbnke wg n KUpLA
TEXVOAOYLKI TIAATHOPUA TNG TPWTEWHLKAC, EEMEPVWVTAC KOTA TTOAU TG KAQGLKEG BLOXNULKEC
pebodouc.
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Ewkova 11.7 Apxn tng Stodlaotatng nAsktpodopnong npwrteivwy (2D-GE). Xto mpwto Brpa
ol mpwrteiveg Staywpilovrtal pe Baon to LooNAEKTPLKO Toug onueio (pl), dnAadn oto pH ekeivo



TIOU N TPWTEivn €xel undevikd ¢optio, evw oTn ouvéxela epmotilovrtat pe SDS kot
toroBstolvtal O TMAKTWHA TOAUAKpUAOUIONG. 2to Seltepo PrAuo mpayupatonoleital
Sloxwplopoeg pe Bacn to poplakd Bapog péow SDS-PAGE. Agfld, mapddslypo eboapUoyng
OTou TepLocOTeEPEG amo 1000 mpwteiveg tou E. coli Sltaxwpilovtal og éva povo 2D mrKTwa.

H nmpwtewpikn dev Ba umopoloe va eehiyxBel otov Babuod mou BplokeTal oApepo Xwpig thv
npoodo tn¢ doaopatoustpiag palag (Mass Spectrometry, MS). H daocuatopetpiag palog
amoteAel TNV TEXVOAOYLKN «KAPSLA» TNG MPWIEWMULKAG, KaBWE o€ cuVSLOCOUO LE TNV LypN
xpwpotoypadia vPnAng amodoong mpoodEpel T SUVOTOTNTO TIOLOTIKAG KAl TIOCOTIKAG
avaAuong xIALadwv mpwteivwy amo moAUTAoka Blodoyikd Seiypata, pe akpifela kot udnin
gvalobnota. O ocuvbuaopog tng vypng xpwpatoypadiag (LC) kat Svo dwadoxikwv MS
ovopdletal LC-MS/MS. H Siadwkaoia tng LC-MS/MS nepthapBavet pio aAAnAouxio Bnudtwy.
ApxLKa, ol mpwTteiveg udiotavral MPWTeoAUTIKN EPN, ouvnBwg pe To €viupo tpudivn, mou
SL0oTA TIG MOAUTIETTTIOLKEC AU GLS EC O€ pLKpOTEpQ TiemTidLa pe MpoBAEP LU onpeia Bpalong.
H tpuivn gival éva mpwteoAuTIkO EvIUpOo (MPWTEACN GEPLVNG) IOV XpnoLuoToleital oxedov
oe OAa TA TEWPAUATA TIPWIEWMLKAG, O10TL Tapouctdlel uPnAn elSIKOTNTA OTOV
KATOKEPUATLOUO TWV MPWTEVWY. To XOPAKTNPLOTIKO TNG Elval OTL SLOOTIA TLG TTOAUTIETTTLOLKEG
oAuaoideg peta amnd ta Baoikd apwoééa Avaivn (K) kat apywvivn (R), ektdg edv akolouBeitat
ano mpoAivn (P). Autd Snuoupysl pa oslpd oo Mentidla UE OXETIKA OUOLOUOPDO UNKOG
(ouvnBwg 6-20 apwvotéa), katdAAnio yla avaluon pe dacpatopetpia palog. H peydin
onuacia avtol tou mpoPAEPipou potifou eival ot kablotd tnv tpuivn Wavikn ylo
BlomAnpodoptky avaluon. Amd tn otyur mou yvwpiloupe tnv alAnlouxia DNA evog
yoviSiou, pumopouUpe vo mpoPAEPoups TNV avVTiOTOLXN TIPWTEIVN Kal, LECW UTIOAOYLOTLKWV
epyadeiwv, va «tpooopolwaooupe» Ty MEWYN pe tpuivn. Etol, pmopei va dnuioupynBet évag
in silico katdAoyo¢ TEeMTOWY, O ONMOIOC OTN CUVEXELD CUYKPIVETAL HUE TA TIELPOATIKA
Sedopéva paopatopetplog paoc. Av ta dAopATo TOU POKUTTTOUV ortd to Seiypa taptalouv
pe ta Bewpntikad memntidia tng PBaong SeSopévwy, n TMpwTeivn TOUTOMOLETAL PE MEYAAN
okpifela. Ta memtibla mou TmpokUMTouv amd tnv TEPN Slaxwpilovtal pe uypn
xpwpuatoypadia pe Baon tnv ubpodoBLKOTNTA TOUC, WOTE VO LELWOEL N TTOAUTTAOKOTNTA Kall
va eloaxBouv Sladoxka otov pacpatoypado palag.

Ytov ¢paopatoypado palag ta menTidla puraivouv Loviopeva e TIg TEXVIKEG ESI i MALDI kot
Slaywpilovtal pe T Ponbela nAektplkwv A/KaL pHoyvnTIKwy Tedlwv oTov avoAutr tng
OUOKEUNG. Ekel petpatal o Adyog padag rtpog ¢poptio (M/z) Twv LOVIWV 0TV TPOCTITTOUV
oToV aLoBNTAPA, SNUOLEYWVTAG HULA XOPAKTNPLOTIKA Kotaypadn oto daoua yla To Kabe
nientiSlo. Katad to dgltepo MS, ta memtidia mou emAéyovtal pe BAcn To TOoo £viovn elval n
napoucia toug, SnAadn tn oxetikn Toug adBovia oto cUvoAo Twv mentidiwv, odnyouvtal o
eleyxopevn Stdomacn uPnAotepnC evépyelac®, ue amotéAeopa va ipokU et éva pdopa amnd
Lovtika Bpavoparta. To pAopa UTO Eival XapaKTNPLOTIKO yLa To KAOEe emTiblo Kol eVOELKTIKO
NG O€lpag Ye tnv omola cuvdéovtal ta apwoééa. To deUtepo autd MS eival ekeivo mou
ETUTPEMEL TNV amodoon aAAnAouyiag ota memtidia. H aAAnAouyia twv mentidiwv pnopel va
o8nynoeL oTNV avilotoixlor Toug ot pio mpwteivn tou opyaviopol, to &g VYOG T™NG
kotaypadrc oto GAcua UToPEL va SWOEL TTOCOTIKO XapokTripa otn nétpnon®. To peydho tng
TAEoVEKTNUA TNG Texvohoyiag LC-MS/MS eival n Suvatdtnta Ttautoxpovng avaluong

5 Me g texvikég Collision-Induced Dissociation (CID) kot Higher-Energy Collisional Dissociation (HCD).
6 KaBwg ta memTidlo KoTavEOoVTOL 0TO ONUELD TNG KATaypadrG N POy HATLKY TTOCOTIKA HETPNON
adopd oto euPadov TNG KOTAYEYPAUMEVNG KOPpUDNC oTo dAcua.



XALadwv mpwTteivwy oe ToAUTIAOKA Selypata, OTWE LOTOL, KAAALEPYELEG KUTTAPWV I BLOAOYLKA
UYPA, OKOUO KOIL LE OXETIKA LLKPI) TTOCOTNTO OPXLKOU UALKOU.

H mo apeon edappoyn g MPWIEWLKAG gival n avakdAupn Blodeiktwv. H xprnon Texvikwy
LC—MS/MS smutpenel tn oUyKPLON TWV TIPWTEIVIKWY TIPOPIA LyLwV Kot TaBoAoOYIKWY LOTWY,
KaBwg kal tn UeAEtn Blodoyikwv uvypwv (opdg, oupa, sykedadovwtiaio uvypod, K.a.). ITov
Kapkivo, yla mapddelypa, ol Blodeikteg SLakpivovtal g TPELG KATnyopieg: SlayvwaoTikoi, mou
avixveloOUV TV MOpouacia vOooU, TIPOYVWOTLKOL, TTou mpoBA£nouv tv mbavh mopsia Tng
vooou, Kal mpoPAemtikol. Eva XOPOKTNPELOTIKO mapASslypa sival n umepékdpacn tng
npwteivng HER2 otov kapkivo paotou, n omoia eival MPoyvwoTikog Seiktng yla v
avtanokplon otn Bepaneia pe trastuzumab.

Mia oo TLC TILO EVIUTIWOLAKES KOl AETEG KALVIKEC EPAPUOYEG TNE MPWTEWMLKNG ElvaL n xprnon
¢ MALDI-TOF’ dacpotopetpiac pdlag otnv Taxeia avoyvwplon HIKPOOPYOVIoHWY. H
péBobog Paoiletal otn  Snuoupyio  XOPAKTNPLOTIKWY TPWIEIVIKWY — «SAKTUALKWY
QTMOTUTIWHATWY» TIOU TIPOEPXOVTAL KUPLWG amo pLBOCWHIKEG TipWTEiveg PakTnplwv Kot
HUKATWV. Me tn olykplon Twv dacpdtwy pe Baoslg Sedopévwy, ot KAWVIKOL pikpoBLoAdyot
UTopoUV va  avayvwploouv HikpoopyaviopoUg o€ Alya Aemtd, o avtibeon HeE TIG
napadoolakég puebodoug KaAALEPYELOG TTOU amaltouv nuépec. H MALDI-TOF éxel mAéov
eVoWUOTWOeL og TTOAAA UIKPOPLOAOYIKG epyaoThApLa TTOYKOOUIWS, aAAGTOVTOC TOV TPOTO UE
Tov ormoio yivetal n dtayvwon AolpwEewy. EKTOC amd tnv avayvwplon £i6oug, n Texvikn
XPNOLUOTIOLEITAL KAL Yld TOV EVIOMIOUO avioXwv, TLX. OTNV Ovixveuon mapaywyng
KapBamnevepacwyv o Gram-apvnTKA BaktrpLa.
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Ewkéva 11.8. SxnUatikh avomapdotacn the pong avaiuong mpwteivwv pe LC—-MS/MS. Ou
npwteiveg udlotavral meéPn pe TpuPivn oe mentidia, ta omoia Stoxwpilovral pe uvypn
xpwpatoypadia (LC) kat elodyovtal otov pacpatoypddo pHalag HEow LOVILOUOU. ITO MPWTOo

7 H MALDI-TOF (Matrix-Assisted Laser Desorption/lonization — Time of Flight) eivat texviki
daopatopetpiog palag mov cuvSUAleL ATILO LOVTIOUO HE AEWlep Kol kataypodr He BAcn tov Xpovo
TITAONG TWV LOVTWV. 0 XPOVOG TTTHoNG €ivat o Xpovog tou pecolaBel amd tov Loviopd KoL Tny emttdyuvon
UEXPL TNV KaTaypadr) TOUG OTOV QVIXVEUTH.



otadio (Full MS Spectrum) kataypddetal to cuvolikd ddopa palag/doptiov (m/z) SAwv Twv
nentbiwy, evw oto dsltepo otddio (MS/MS Spectrum) srAéyovial CUYKEKPLUEVA TIETTTIOLL
TIOU SLOCTIWVTAL TIEPALTEPW YLA TOV TIPOCSLOPLOKO TNG aAAnAouyiag toug. H oAokAnpwpévn
avdAuon odnyel T000 o€ TAUTOMOINGN 00O KOL OE TTOGOTLKOTIOLNCN TWV TPWTEIVWV.

11.6 BlomAnpodopikéc pEBodol avaluong TNG MPWTEWMLKAG

H enetepyaoia twv dedopévwyv dacpatopetpiog palog (MS data processing) amotelel to
kpiolpo mpwto PAHA o KABE avAAUCn TIPWTEWULKAG, KABWE amo TNV moLldTNTA AUTAG TNG
Stadikaciag e€aptatal n aflomotia OAWV TWV EMOUEVWY oTadiwy, OMwWE n TauTomnoinon, n
TIOCOTLKOTIOLNGN KAl N aviXVEUGCN UETO-UETADPACTIKWY TPOTOTOLCEWV. Ta ap)Lkd SeSopuéva
TIou Ttapdyovtal anod eva GacpaToUeTpo palag elval e€alpetika mepimAoka Kal cuviotavtal
o  XWGAOeC £wWG EKOTOMUUPLO  OTOMKEG MeTproelg  palag/doptiov  (m/z), mou
QVTLTPOCWTEVOUV T LOVTA TWV MEMTLSIWY N TWV MPWTEIVIKWY Bpavoudtwy. To mpwTto Brua
gival n e€opdAuvon Tou CHUATOG KAl N anmopdkpuven tou BoplBou. Méoa amd CTATLOTIKEG
KOl LOONUOTIKEC TEXVIKEG PLATpapiopatog, To onpa kabapiletal wote va dtatnpnbouv ot
KOpUGEG TTOU AVTLOTOLXOUV OE TIPOYUATIKA Lovta Kot va e€aleldpBolv tuxaieg SLOKUUAVOELG.
Ytn ouveéxela, edpapuoletal n Stadkacia tng avayvwplong kopudpwv, n onola adopd Tov
OKpPLBN EVIOTUOUO TwWV KOPUGWV TIOU avIUTpoowrneUouv mentibla i mpwteiveg. H cwotn
avayvwplon Twv kopudwv eivat IwTlkAg onuaciag, SLOTL omoladAmoTe anwAELd 1 TTapavonaon
pumopel va odnynost oe eAAm 1 AavBaopévn tautomoinon. Mo Tov OKOmo auto
xpnotpomolouvtal e€eldikeupéva Aoylopikd, omwe to MaxQuant 1 to OpenMS, ta onoia
UTtopouv va Slakpivouv avapeoa o aAnBwva kal texvntd onpoto. Eva akopn amapaitnto
otadlo eivat n euvBuypaupion Twv Oedopévwy HeTaly SladopeTikwy Selypdtwv N
TEPAATIKWY emavalfPewy. To amotéAecpa OAWV AUTWV TWV Bnudtwy gival éva cuvolo
6ebouévwy To omolo pmnopei mAgov va alomotnOel yla o cuvOeTeg avaAUCELG TaUTOTOINONG
KoL TToooTLKOTtoiNoNG.

H mpwTteivikr Tautonoinon amoteAsl Tov mupAva KAOE MPWTEWMIKNAG avaluong, kabwg eival
To PAMA TIOU METATPEMEL Ta pacpata doopatopeTpiag HAlag oc BLOAOYKA XProLUn
nmAnpodopia, SnAadr otn yvwon yla To mola mpwteivn Bpioketal os éva delyua. H Stadwkacia
Baoiletal otn Aemtopepn avdAuon twv pacpdtwv MS/MS, ota omola smeypeva paopata
nentdiwv AetoupyolV oav «SAKTUALKO QIOTUTIWHA» TIOU AIOKOAUTITEL TNV aAAnAouxia Tou
TEMTLOIOU KL, KOT EMEKTAON, TNV TMPWTELVN amo tnv onoia mponABe. H mAéov Sladsdougvn
OTPOTNYLKH YLOL TNV TOUTOTOLNoN TG MpwTeivng mpoéAsuong tou mentidiov eival n avalitnon
oe Baoelg debopévwy. I aUTAV TNV TPOCEYyLon, ol aAAnAouxiec mpwTEivwy amd yvwotd
voviSiwpoata untoBaArlovtal o urtohoylotikr) ten (in silico digestion). Etol mapdyetal €vag
Bewpntikde Kotdloyog memtdiwv Kol Twv ovtlotowv ¢oaopdtwyv Bpavopdtwyv. Ta
TEEWPAPATIKA pdaopota MS/MS cuykpivovtal pe to Bewpntikd Kot urtoloyiletal éva okop
OLOLOTNTAG, TO OTOLO AVTLKATOTTPIlEL TNV TBAVOTNTO CWOTHG AVILOTOLXLONG. AOYLOMLKA OTIWG
T0 Mascot, to Sequest, to Andromeda (ou evowpoatwvetal oto MaxQuant) kat to X!Tandem
£xyouv kaBlepwBel dleBvwe yla tétoleg avalntioslg. H mpoaogyylon autn eival e€alpetika
OTTOTEAECUOTLKI) OTAV UTIAPXOUV TANPN Kal aflomota yoviSlwpatikd Sedouéva, Kabwg
ETUTPETIEL TNV TAUTOTIONON XIALAS WV MTPpWTEivwy o€ oUVOeTa Selyuata e OXETIKN akpiBeLa.
Qotoo0o, N HEBOSOC aUTH E£XEL TIEPLOPLOUOUC OTOV HEAETWVTAL OPYAVIOUOL HE QATEAWG
KATOYEYPOUUEVOL YOVISLWHATA | OTAV UTIAPXOUV TTOAAEG AyVWOTECG LOOUOPGDEC. Z€ QUTEC TIG
TIEPUTTWOEL  XpNnOoLJomoleital  pioe  SeUTEPN  OTPATNYLKA, YVWOTH WG €K  VEOU
anokwdkonoinon (de novo amokwdikomnoinon). ESw e1Sikol alyoplBuol avoaAvouv To



potipfo Twv Bpavopdtwy Kot cuvBETouy aneuBeiag tnv mbavr) aAAnlouyia tou mentidiou. Av
Kal n HEB0SOC ival UTTOAOYLOTLKA TILO OUTALTNTLKA Kol cuVNBWE AlyoTEPO OKPLPRNG, TIPoadEpEL
avektipntn aflo yia tnv avakdAvPn véwv TPWTIEIVIKWV Hopdwv, aAAd Kal TPWTEVWV
ALlyOTEPO UEAETNUEVWV OPYOVIOUWV.

H peydAn afla NG MPWTEWULKAC OTnV availuon Bloloylkwv cuotnuatwyv Npbe amd tn
Suvatotnta eKTiUNoNg TNG OXETIKAG 1 Kal andAutng adBoviag Toug péoa o Eva BLOAOYLKO
Selypa. H akplBng pétpnon Twy emmédwv £kppacn MpwTeivwy gival IwWTIKAG onuaciag, dLott
oL aANOYEC O€ QUTA AVTOVAKAOUV T SUVOLLKT TIPOCAPHOYI TWV KUTTAPWY O PUOLOAOYIKEG N
ntaBoloylkég ouvOnkeg. Me aAha AdyLa, EVW N TAUTOMOLNGN LAG OIMAVTA OTO EPWTNA KTTOLEC
TMPWTEIVEG UTIAPXOUV», N TOOOTLKOTIONON Hag Oeiyvel «mooo ekdppalovraly Kal «TwG
oAAalouv» o SLOPOPETIKEG KATOOTACELS. ITOV XWPO TNG TOOCOTLKAC MPWTEWULKAC £XOUV
avarntuxBei Vo Baolkég mpooeyyloeig: n xwplic onpavon (label-free quantification) kat n pe
Lootorkn ofpavon (isotopic labeling). Kat ot Vo otnpilovtatl os 6edopéva daopatopeTpiag
palag, aAAd SladopormoloUvtol wG TPOC ToV TPOMO LLE TOV OmMoio ekUeTAAAgVUOVTOL TO
bAoHATIKA oAATA. 2TNV PWTN TIEPLTTTWAON, N TTOCOTIKOTIolnoN YiveTal dpeoa amnd tnv éviacn
Tou ofuato¢ mou amodibetal os kdBe éva memtidlo, evw otn Seltepn, N Eloaywyn
SLOPOPETIKWY LOOTOMWY TWV XNHLKWV OTOXELWV ETUTPETEL TNV AKPLBECTEPN OUYKPLON
MOAAMAWV Selypdtwy evtog tng dlag edappoyng, efadeidovtag £tol tnv amaitnon yla
guBbuypappuon twv dacpdatwv. Ta Aoyloplka epyaleia mou umootnpilouv label-free
avaAloelg, onwe to MaxQuant, to Skyline kat to Progenesis Ql, mapéxouv e€eAlypévouc
oAyopiBuoug yla TNV avayvwplon Kopudwv, TNV KOVOVIKOTIOINON TwV EVIACEWV KoL TN
OTATLOTIKN avaAucon Twv Stadopwv.

Arg-0 Arg-6
"light" "heavy"

@ =

rel. intensity
rel. intensity

Ewova 11.9. Apxf ™ pebodou SILAC (Stable Isotope Labeling by Amino acids in Cell
culture). 3to SILAC pmopoUpe va £€xoupe Stadopa eninmeda orpavong pe avbpaka 13 otoug 6
avBpoakeg plog apywivng i pag Avoivng. Etol €xoupe 2 kataotdoel tnv shadpld e Ta
duoloroyikd apvoééa apywvivng kat Avoivng (Arg-0, Lys-0) kat tn Papld pe avOpaka 13
(M13Ce-Arg kot 213Ce-Lys). Itnv elkdva ta KUTTapa KoAAleEpyouvtal o «eAadpu» BpemTikod
péoo pe puotohoyikr apyvivn (Arg-0, umhe) | og «Papl» HECO HE LOOTOTIKA ONUACUEVN



opywivn (Arg-6, KOKKvo). H LeTOBOALKN EVOWHUATWON TWV OULVOEEWY OTIC TPWTEIVEG TTPOKOAEL
HETATOTMION LAOC OTA AVTIOTOLYO TTEMTIOLA, N omoia aviXveUETOL e POOUATOUETPlO HATAG WG
Sladopa 6 Dalton (petatomnion tng kopudng oto ¢pacpa). Otav ta dvo Seiypata avautyBolv
Kal avaAuBouv pall, n avaloyia Twv Kopupwv oTo pacpa (UTTAE VS KOKKLVOU) avTavakAd tn
oXetkn adBovia Tng Mpwteivng ota dvo delypata.

Nw¢ N TpwTewWLKN GAAaE T SLdyvwon ota KALVIKA HLKPOBLOAOYLKA EpYACTHPLOL
H ewcaywyn tou MALDI-TOF MS otn pikpoBloAoyiky Stayvwon Bswpeital pla and Tig

ONUOVTLKOTEPEC EMAVOOTACELS TWV TEAEUTALWV SEKAETIWV. € aviiBeon UE TG KAOGLKEG
pueBodoug mou Booilovtal oe KAAAEPYELEG KOl BLOXNULKA TEOT — SLaSIKAOLEG TTIOU CUXVA
amaltolV 24 £€wg 48 WPEC Yyl TNV TAUTOMOLNCN €VOC LLKPOOPYAVIOUOU — 1 TexvoAoyla
auth mpoodEpel Tn Suvatotnta ddyvwong péoa o Alya Aemttd. H Baotkn apxr otnpiletal
OTNV AVAAUOHN TOU «AMOTUNMWHATOC TPWTIEIVWV» KABE pikpoopyavicpou. Ol MPWIEiveg,
KUplwC pLBOOWHIKEG, Lovidovtal Kal avalvovtal BAcsl tng oxeong pdlag/doptiou. To
daopa Tou TPOKUTITEL Ouykpivetal pe Pdaon OSedopévwv Kal odnyel oe aodaln
Tautonoinon oe emimedo yévoug Kol cuxvd, eidoug. H emidpacn otn poutiva Twv
pikpoBLlodoylkwv epyaoctnpiwv Atav tepdoctia. O xpovog Slayvwong UELwONKE Kot
Tiepimou 24 wpeg, eMLTpEMOVTAG Lo Ypryopn Andn Bepamneutikwy anodpacswy, dlaitepa
O£ TIEPUTTWOELG Boplwv Aolpwéswv omws n onotpia. MapdAinAa, to MALDI-TOF MS
OVTLKATEOTNOE 0€ HEYAAO BaBOUO TI¢ maAalotepeg peBGSoUG avayvwplong, TPoadEPovTag
KaAUTEPN okpiPela Kal ULKPOTEPO KOOTOG aVaAWGIMWY. ETol, n texvoloyia dev amotelel
amAwg €va gpyaldeio, aAld pa mpoypatikn aAlayn mapadslypatog otn pikpoBLoAoyikn
Sdlayvwon.

H xpnnon tou MALDI-TOF MS emekteivetal oc TMOANQMAG emimeda TNG SLOYVWOTIKNG
HLkpoBLloAoyiag, HeTATPEMOVTAG To ot gpyaieio uPnAng aflag. H mo Siadedopévn
edapuoyn adopd TNV TAUTOMOINGN HLKPOOPYAVIOUWY oo KaBapeg KOAALEpYELEC. Me €va
OTTAG B0 TIPOETOLUAOILOC, AKOUN KOL ULKPEG TTOCOTNTEG ATIOLKLWY UITOPOoUV va 08nyrcouv
oe aflomiotn tavtonoinon. Auto elval LSlaitepa CNUAVIIKO OE ULKPOOPYAVIOUOUG TIOU
avantiooovtal apyd f analtouv moAUTAoka péoa KaAALEpyeLaG. H xprion Tou MALDI-TOF
MS £xet amodeyBel mio aflomiotn amd Ploxnuikég peBodoug yla oplopéva £i6n,
LLELWVOVTOG ONUAVTLKA TOV XPOVO OVOLOVIG YL TOV KALVLKO Latpo. Mia artd TG Lo KpLoLUEeg
epapuoyéc elval n taxeioa oavaluon BOetikwv alpokoAAlepyslwwy. Mapadoolakd, n
Sladikaoia amattel KOAALEPYELQ KOL TIEPALTEPW PBLOXNLLKA TOUTOMOLNGN, KATL TIOU UTTOPEL
va kaBuoteprosl tn Bepameia éwg kot SUo nuépeg. Me t xprion MALDI-TOF MS kot
el6IKWV KIT (Omwg To Sepsityper®), n tautomnoinon yivetal péca oe 15—20 Aentd PETA TO
onua BetikOTNTAG. AUTO EMITPEMEL GUECH OTOXEUUEVN Oepameia, PeAtiwvovtag Tnv
TPOYVWON KAl LELWVOVTOC TNV AAOYLOTN XProN EUPEWG GACUATOG OVTLBLOTIKWY. MEpa amd
NV Tautomnoinon, to MALDI-TOF MS pmopet va aviyveloel Blodeikteg mou oxetilovrtal pe
UNXOVIOUOUG avtoxng. Mo mapddelypo, n mopoucio CUYKEKPLUEVWY eviDUWV (Omwg B-
AQKTapOCWVY) Umopei va aviyveuBel pe avaluon Twy mpoioviwy amodounong avilBLOTKWY.
AUTO TIpoodEpeL Kplolun Anpodopia 24 wpeg vwpitepa amo To KAAGLKO avtifloypadnua,
oupBailovtag os o opBoAoyikr XPron Twv aviipikpoBLlakwy dapudkwy. Napoio mou
Sev £xeL akoun evowpatwdel otn poutiva, pehéteg £xouv Seifel otL To MALDI-TOF MS
uropel va xpnolpomolnBel ywo tnv TAUTOMOinon mMapacitwv Omw¢ mpwitolwa (T.x.

Plasmodium falciparum), evtepikd mpwtolwa 1 ektonapdoctta. MapaAAnAa, €xouv yivel




MPooTIAOeleg Yo eDOPUOYEG O OUG, AV KOl OTALTOUVTOL TIEPALTEPW EPEUVEG TIPLV
LETATPATEL OE KALVIKO EpyaAEio.

€. Aslypata oupwv Kot ENY

E€etaletal n Suvatotnta toutonoinong naboyovwy ameuBeiag amo BLoAoyLlKA uypa, OTIWG
oupa 1 eykedalovwtiaio vypo. Ta MPWTA AMOTEAECUATA £lvol EVOAPPUVTIKA, OHWG
Xpelaletal mepaltépw PeAtiwon wote va EemMepAOTOUV eumodla OMwG N XAunAn
OUYKEVTPWON UKPOOPYAVIOLWY N OL TIPEUPBOAEG 0o MPWTEIVEG Tou EeviaTr).

To MALDI-TOF MS S1aB£TeL ONUAVTLKA TIAEOVEKTUATA TIOU £ENYOUV TNV EKPNKTLKI TOU
SLadoon. NMpwrta am’ 0Aa, n taxvtnta: n Stadikacio tautonoinong pnopel va oAokAnpwOel
o€ Alyotepo amo 1 Aemto avd Sslyua, evw PE TTAAKEG 96 BEcswv Umopouv va avaiuBouv
Oekadeg delypata oe pio wpa. AsUtepoV, TO XOUNAO KOOTOC OVOAWGCIUWY: AmaLTOUVTOL
€AAXLOTEC TTOOOTNTEG XNHULIKWY, EVW N CUCKEUT UMOPEL VA EMAVOXpNOLLOTIOLEL TTAAKESG LUETA
oo KaBapLopo. AuTO HELWVEL SPOOTLKA TO AELTOUPYLKO KOOTOG OE OXECN LLE BLOXNMLKA KLT.
H akpifela amoteAel aAAo £va Baolko TAEovEKTNUA. To GACUA TIPWTEIVWV AELTOUPYEL WG
HOVOSLKO «SAKTUALKO QMOTUTIWHAY yLa KABOE 160¢, 08nywvTag oe 0waTtr TAUTonoinon oto
LEYAAUTEPO TIOCOOTO TWV TEPUMTWOEWV. H pnéBodog eival emiong vPnAng svawcbnaiag,
arottwvtag poAlg 10%-10* kuttapa. MapdAnAo, n Siadikaocia sivat amhfj kat Sev
XPELaeTal TIOAUTTAOKN avaAuon amod Tov XELpLoTh, KaBwC To AOYLOULIKO TTapEXEL QUTOUAT
oKop Tauvtonoinong. Télog, to MALDI-TOF MS &ivel tn duvatotnta sueliéiag. OL Baoelg
6e60UEVWV UTTOPOUV VA EUTAOUTIOTOUV PE VEA £i6n, evw VEEC edappoyEC (aviyveuan
QVTOXNG, TUTOTOiNon oTeAexwv) UmopolV vo mpooteBolv otnv umdpxouoa umodoun,
EMEKTEIVOVTOC CUVEXWC TLG SUVATOTNTEG TOU.

Mapd ta ToAAA TTAEOVEKTA AT, N TEXVOAOYia Sev lval xwplg tepLopLopovs. Evag amo Toug
BaOLKOTEPOUG €lval N avAyKn Yyl €MAPKI TOCOTNTA. € ULKPOOPYAVIOUOUG TIOU
QVaImTUOoOVTAL 0pYyd, OTOLTETOL HLKPNG KALMOKAG KAAALEPYELX Yyl VO OUYKEVIPpWOEL
OPKETO UALKO, yeyovog mou Kabuotepel tn Sladikacia. Eva aAAo mpoBAnuoa eival n
QITALTNTIKY) TIPOETOLUOOIO Of OPLOKEVEG KATNYOPLEC HLKPOOPYAVIOHWY. MUKNTEG,
HLUKOBOKTHPLA KoL BAKTAPLA HUE OKANPA KUTTOPLKA TOLXWHATO XPELAlovTol ELOLKA BripaTa
€KXUALONG MPWTEIVWYV, KATL TTOU AUEAVEL TOV XPOVO Kal To KOoToC. EmumAéov, to MALDI-TOF
MS SuaokoAeUetal va Slaxwpiosl MOAU cuyyevika £i6n. KAaolka mopadeiypata lval to
Escherichia coli kal to Shigella, | ta ldn Tou cUUTAEYUOTOG Streptococcus mitis/oralis Ttou
OUYXEovTal UE Tov Streptococcus pneumoniae. € OUTEC TIG TMEPLTTWOELG, amaltolvIal
CUUITANPWHATIKEG LOPLAKEC LEBOSOL. AElooNUEIWTOG TIEPLOPLOOG eival Kal n aduvapia
avVayvwpLonG KTWV KaAAlepyelwy. Eav oto Seiypa utdpxouV TEPLOCOTEPA TOU EVOG £(6N,
TO Ao TTOU TIPOKUTTEL SV UIMOPEL va SlaxwpLoTel Le akpiBeLa.

To teleutaia xpovia ONUELWVETAL TPOOSOC OTNV autopotomoinon tg Siadlkaciog.
Juothpata onw¢ to Colibri™ avalapBdvouv autopota Tn HETAdOPA OTOLKLWY QTo
KOAALEPYELEG KOL TNV TTPOETOLHAGCLO yia avaAluch. AuTO LELWVEL TIEPLOPIlEL Ta avBpwriva
AAOn kot e€aodpalilel opolopopdia ota amoteAéopata. MapalAnAa, £xouv KukAodopnoel
avoBabuLlopéva EUMOPLKA cuaoThpata Onwe Tto Bruker Biotyper Sirius kat to VITEK MS




Prime, ta omola mpoodépouv suplTePeC PAOELS deSopEVWY Kal SuvatotnTa avaluong
TEPLOCOTEPWV EL6WV. OL LEAETEG SElXVOUV OTL TO TOCOOTO ETMLTUXOUG TOUTOTIONONG PTAVEL
10 97-99% o< poutiva. EmutA£ov, n BEATIWGN TOU AOYLOULIKOU ETLTPETEL TOXUTEPN CUYKPLON
daACPATWY KOL TILO EUKOAN EVOWUATWON VEWV EL6WV. H TAoN TPog Tov MARPN QUTOUATIONO
eival gpdavig: to MALDI-TOF MS evtaocostal TMAEOV O OAOKANPWLEVO GCUCTHUATA
€pyootnplakol QoUTOUOTIOMOU, Holl pe poumot mou Siayxelpilovral Seiypata Kot
KaAALEpyeLleg. ETal, n texvoloyla OXL LOVO HELWVEL TOV XPOVO SLayvwong, aAAd cUBAAAEL
KOL OTn YEVIKOTEPN avadlopyavwon Twv HIKPOBLOAOYIKWY €pyaoTnplwv TPOG TIo
QoS OTIKA KOl TUTIOTIOLNLEVAL LOVTEAQL.

NMivakog 11.3 H €€€Ai€n tou MALDI-TOF amnoé tn xnpeio otnv KAk pikpoBLloAoyia

'Etog E€ENLEN

Sekaetia 1910 H daopatopetpia palog (MS)
XPNOLUOTIOLELTAL OTLG XNMLKES ETILOTI LEC.

Sekaetia 1980 To MALDI-TOF MS edappdletal yia tnv
ovayvwpLon oAlyovoukAgoTISiwv Kal
TPWTEIVWV.

1994 To MALDI-TOF MS xpnGLUOTIOLELTOL YLOL

TOXELQ AVAYyVWPELON ULKPOOPYAVIGUWY
(BaktnpLa, LUKNTEC).
2009 Elocayetal eVpEwG oTa KAVIKA

LLKPOPLOAOYLKG EpyacTpLA LUE AUECH
XPon OOLKLWV.

2015 Kol LETA Edapudletal yia tnv avixveuon avtoxng
OTO QVTLULKPOPBLAKA.

11.7 Amo TIG WULKEC TEXVOAOYLEC OTNV TIOAU-WHULKN avaAuon

H paydaio avamtuén Twv WHIKWY TEXVOAOYLWV Ta TEAeuTaiol TpLAvia xpovia EXel
ONUOTOSOTHOEL L0l TPAYHOTIKY EMAVACTOCN OTLG PLOINTPIKEG EMIOTAUES. EVWw oL TPWTEG
poonABeleg xapToypddnong Tou avBpwIvou YoVISLWUATOC AMOTEAECAV TNV amapXf EVOC
véou mapadelypatog, n e€EANEN TN Texvoloylag Kol n MTwon Tou KOOTOUC OTIC ueBddoug
oavaAuong uPnAng amoédoong katéotnoav Suvotr TNV TAUTOXpovh HEAETN XALASwv
BloAoylkwv popiwv, avolyovtag Tov SpOpo os pLlat OAOKANPWHEVN CUCTNULKR KATAVONGCN TwV
{wvtavwy opyavicpwv. H avBlon autr ev nmeplopiotnke povo oto eninedo tou DNA Kot Tou
RNA aAAG emektaBnke og mOANAMAG GAAa emtimeda, oo TG ETIYEVETIKECG TPOTIOTIOLOELG LEXPL
TO UIKPA HOpla TTou puBuilouv tov KUTTAPLKO UETABOALOMO. H avdykn katavonong tng
moAumAokOTNTag Twv Blodoylkwy ocuotnudtwy odAynoe otn  yéwwnon SLoKpLTtwy,
e€elOIKEUPEVWY OAAA OAANAOCUUTIANPOUHEVWY «-WULKWV» TieSiwv, Ta omola otadlakd
apxtoav va ouvdualovtal HeTafl TOUGC OTO TAAIOLO TWV AEYOUEVWY TIOAU-WULKWV
ipooeyyloswv.



H emyevwLKr, TTOU HEAETA TIG XNMULKEG TpoTomoLoelg Tou DNA kal Twv otovwy, Npbes va
CUMIMANPWOEL TNV KAOGLKI YOVISLWHOTLKA TIPOCEYYLON, TipoodEPovTag EENYAOELS YO TO TIWG
yoviSia mou mapapévouv apetdpAnta oe emninedo aAlAnAouxiag pmopouv va ekdpalovial
Sladopetika umo tnv enidpaocn mepLBaAlovtikwy, Slatpodikwy i TABOAOYIKWY TTAPAYOVTWV.
Ot teyvoloyieg uPnAng amddoong Katéotnoav duvath TN Xxaptoypadnon Tou HEOUALWHATOG
oe eninedo yoviSlwpartog, kabwg Katl tnv tauvtoxpovn Kotaypadn MOAAMAWY EMLYEVETIKWY
TPOMOTOLOEWV. H avayvwplon Twv TPOTMOMOLCEWY TW LOTOVWY, OTWGE TL.X. N AKETUALWGON OE
OUYKEKPLUEVA QULWVOEEQ, HE TN XPNON AVIIOWHATWY £8wae T Suvatotnta emAoyng Twv
TIEPLOXWV TOU YOVISLWHUATOC OMOU QUTEC Ol TPOTIOTOLNUEVEC LoToveg edpdlovtal. H
avoookatakpipuvion (Immunoprecipitation), SnAadrn n 6£0UEVCN GUYKEKPLUEVWY TUNUATWY
NG XPWHUOTIVNG HECW ELSIKWV OVTIOWUATWY TIou Tipocdévovtal og odalpidla, EMITPENEL TV
erAekTIky aAAnAouxnon toug (Chromatin Immunoprecipitation sequencing, ChlP-seq) kot
TOV EVIOMIOMO TWV TEPLOXWV TOU UeTABAAAOUV Th SpacTnplotnNTd Toug ot SLadOPETIKEG
ouvOnkec.. Etol, onuepa eival eblktd va pehetnBolv pnxaviopoi mou e€nyolv tnv
TAQOTLKOTNTA TNG KUTTOPLKNG Agttoupyiag, tn Sladopomoinon Twv KUTTApwY Kal Tnv
naBoducloloyio MOAUTIAOKWY A0BEVELWY, OTIWE O KapKivoc.

E€loou paydaia nTav n avantuén tng LETABOAWMLKAG, N OMoia LEAETA TO CUVOAO TWV ULKPWV
MoplwV TIOU OCUMMETEXOUV OTOV KUTTOPLKO UeTaBoAopo. H Suvatotnta kataypodng
EKATOVTASWV 1 KOL XIALAS WV HETABOALTWV LECW TEXVIKWV OTIWG N PaCUATOOKOTILA TTUPNVLKOU
HOYVNTIKOU GUVTOVIGHOU Kal N ¢poopaTopeTpia palag eMETPEYPE Lo SUVAMLKH amoTUTwon
™G GUCLOAOYIKAG KATAOTOONG EVOG OpYaVIOUOU. XTNV KAWVIKN TTPAEn, n HetaBoAwpuLkn ébepe
OTo TpooKNAVIO PBlobeikteg yla tov SLaPATN, TIG KAPSLOYYELOKEG VOOOUG, OAAA Kol ThV
oykohoyla, evw oto medlo G dappakoloylag XPNOLUOMOLETAL Yyl TNV KOTtavonon tng
bOPUAKOKIVNTIKAG Kal TNG doapuakoduVapkng. H evalobnoila tng UETABOAWMKAG OTLG
petaBoAég Tou meptBaliovtog TNV KaBLoTd MoAUTIUO EPYAAEio yla TNV TTapakoAouOnaon tng
enidpaong tng dLatpodnc, TNG AoKNONE KoL TwV TOELKWV TApayovVIWY aTnVv avBpwrtvn vyesia.

Ewkova 11.10 OAokAnpwpévn avaluon petaypadpwpatog Kat petapoAwparog. H avaiuon
napouastdletal péow TNG mMAatdopuag iPath 3.0, n omola emwtpémnel tn xaptoypadnon twv
BLOXNUKWY HOVOTATLWY KAl TNV OMTIKA QmEeKOvIon thg oUYKALoNG SLadopeTikwy TUMWY



S6edopévwy. 3to ypddnua, ta LOVOTATIA TOU TPOEPXOVTIAL Ao TO HETOPOAKO cUVOAO
amodidovtal Pe KOKKLVO XPWHO, EVW EKELVO TTOU TIPOKUTITOUV OO TO YovISLakO cUVOAO UE
npacwo. O cuvduaouog aUTWY Twv TIANPodOopLWY avaSelKVUEL KPlOLUEG UETOBOALIKEG Kol
YoVvIOLaKEG Slepyaoieg, mpoadEpovTag Uia OAOKANPWHEVN ELKOVO TNG BLOAOYLKAG KATACTAGCNC
Kol SLEUKOAUVOVTAG TOV EVTOTILOMO TiBavwyV onpeiwv aAAnAemiSpaong r puBulong.

NapdAAnAa, n AUTSwWHULKN, Evag EELOIKEUUEVOC KAASOG TNG LETABOAOULKAG, ETLKEVTPWVETAL
0TO GUVOAO TwV AUTLSiwv evog KUTTAPOU 1 LoTou. Ta Autidia, épa amo amobrKeg EVEPYELQC,
Sladpapartifouv kpiolo poAo WG SOULKA CUOTATIKA TWV HEUBPAVWY Kol WG ONUOTOSOTIKA
poplo. H pelétn toug og cuotnuikd enimedo amokaluye moAUTAoKa Siktua puBULoNG ToU
oxetilovtal pe tn dAeypovn, TV abnpookAnpwaon, TNV TOXUCAPKia Kol Tov Kapkivo. H
T(POOS0G OTLG AVAAUTIKEG TEXVLKEG EMETPEYE TNV TTOCOTIKOTIOLNON XAMAS WV AUTLS LKWV popiwy,
kaBlotwvtag duvathy tn Snuwoupyla «AUTSIKWY OMOTUMWHATWY» HE SLOYVWOTIKH Kol
T(POYVWOTLIKA afla.

H avBion OAwv autwv twv €eCelOIKEUUEVWY TEXVOAOYLWY 08Nynoe avamopeuKTa OThV
avoyvwpLonN OTL KAPo HEMOVWHEVN «-WHLKA» TIPOoEyylon Sgv HImopel amd povn tne va
nieplypaldel MANPwG TNV moAutAokotnta tng Boloyiag. Etal, yevvnBnkav ot TOAU-WHLKEC
npooeyyloelg, ol onoieg ouvdualouv dedopéva anod SladopeTikd emineda, SnULOLPYWVTAG
£€va. oAoKANpwHEVO TAEypa TAnpodoplwv. H moAu-wuiky avaAiuon omattei e€elypéva
BlomAnpodoplkd epyaleia yla TNV €vomoinon, TNV epunveia Kal TNV QTEKOVION Twv
Sedopevwy. H mpokAnon elval tepdotia, 6e60UEVOU OTL KABE «-WULKN» TEXVOAOYLa Ttapayel
TEPAOTLOUG OYKOUG Sedopévwy, e SladopeTika enineda evalobnoiag, BopUBou Kal TEXVIKWY
TeEpLOPLOopWVY. Qotdoo, n duvatotnta evomoinong autwyv tTwv mMAnpodoplwyv odnyel os pLa
TIPOYUATIKA CUOTNMLKN Katovonon. ITnv aTpLki okplBelag, ol MOAU-WULKEG TPOCEYYLOELG
£€xouv Nén apyioet va petapopdwvouv tov TPOmo dlayvwong Kot Beparmneiac. Ztnv oykoloyia,
Yl TIAPASELYA, N TIOAU-WHLKI) avAAUCH ETUTPEMEL TNV TALWVOUNGN TWV OYKWV OXL LOVO ME
Baon TG yeveTlkég UeTaAAGEelg, oAAA Kal PE PBAON TIG ETMLYEVETIKEC TPOTIOMOLOEL, TO
METABOAIKO Tpodih, mpoodépovtoc £EATOMIKEUUEVO OEPATIEUTIKA HOVOTIATIA.  ITIG
Kapdloayyelakeég mabnoelg, o ouvduaouog AUTILOWHUIKWY Kol HETABOAOULKWY SeSopEVwY
QIMOKAAUTITEL NXAVIOUOUE TTou 08nyouv otnv abnpookArnpwan, avoiyovtag tov §pouo ylo
VEOUC OTOXOUC PapUOKEUTIKNG TopEUPacnG. H avblon twv TOAU-WHLKWY TIPOCEYYLOEWV
OUVOEETAL AppNKTA HE TNV TPO0SOo TNG TEXVATAG vonpoolvng otn BlomAnpodopikr. Ta
oUYXpOvVa EPYOAEiQ UNXOVLKAG KABNONG EMLTPETIOUV TNV OVAYVWELON TIOAUTIAOKWV HOTIRwv
ota moAudlaotata Sedopéva, eviomilovtog cucoxetioelg mou Sev Ba nTav duvatdv va
OVLXVEUTOUV UE KAOOLWKEG HEeBOSouc. H avamtuén PBdaoswv OSedopévwy, TPOTUTTWY
amoBrkeuong Kal epyaAeiwv avaluong €XeL KATAOTAOEL €PLKTH) TV Kolvoxpnoia Kot thv
aflonoinon dedopévwy oe TaykOoULo eninedo. QotdO0, N EVOMOLNON ETEPOYEVWV SE50UEVWV
TIAPOUEVEL TIPOKANOT, TOOO OE TEXVLKO £MiNedo 600 Kal o€ eninedo BLOAOYIKNG EpUnVeLOC.

https://link.springer.com/article/10.1007/s00292-024-01390-x

https://www.mdpi.com/2076-2607/12/2/322

https://www.jbc.org/article/S0021-9258%2819%2948534-7/fulltext




