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MeplexOpEVA EVOTNTOG

* To yovidiwpa Tou avBpwrou

* EbappoyEC Ko ZTO)OL

* JUMTIEPACHOTOL

e Opyavwon yovidiwv

* Evioyuon yeveTIKNC OLKIAOTNTOG
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To yovidiwpa tov avBpwnov (1/11)

e OLTPpWTEC OLI{NTNOELC YL TNV LAOTIOLNON
xaptoypadnong Tou yoviOLWUOTOC ApxLloay To
1986

* Mapouoiaon tou tpooxediov gyve to 2001

e 2 npoypappota: IHGSC (International Human
Genome Sequencing Consortium) & Celera

* MpoUmoAoylopog epyou: 3 6o SoAapla

Eldwka O¢pata Mevetiknig 5
Tunua BlioAoyiag



To yovidiwpa tov avBpwnov (2/11)

1988. Evapén Tou MPOYPAUUATOC. ZUHUETEXOLV HIMA,
Kiva, lantwvia, FTaAAla, Hv. BaoiAeto, lepuavia

1988. AleuBuvtnc tou poypappatog o James Watson

1992. AvaAappavel wc AtevuBuvtnc o Fr. Collins

1993. >xedlaleto n ohokAnpwon touv HGP yia to 2005

1994. AnpootleveTol 0 TANPNC YEVETLKOC XAPTNG

1995. Anpootevetal o MANPNC PUGLKOC XAPTNG

1996. Kataxwpnon oto Stadiktuo Twv aAAnAouyLwv
DNA

b .«z‘ﬁ;i_:; ,,&' I3 7 ’
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To yovibiwpa tov avBpwnov (3/11)

1998. O Venter dnuioupyel tnv 16wtk Etapeia Celera.
2KOTtoC N oAokAnpwon o€ 3 xpovio. & kootoc 300 &k.
SdoAapia https://www.celera.com/

1998. O 0Tt0X0C TNC ATTOKWOLKOTIOLNONC OO TOV KPALTLKO
TOMEQ €lval mAgov to 2003

1999. OAokAnpwvetal n aAAnAouxlon Tou 220U
XPWHUOCWHOTOC TOU avOpwIou

2000. l'eppovol Kot lamwvec EMOTAUOVEC OAOKANPWVOUV
tnv aAAnAouxion tou 210U XPWHUOCWUOTOC TOU
avOpwrmou

Eldwka O¢pata Mevetiknig 7
Tunua BlioAoyiag


https://www.celera.com/

To yovibiwpa tov avBpwnov (4/11)

http://www.nature.com/nature/journal/v409/n6822/fig tab/409860a0 F1.html

2001. Oeppouvaproc. To HGP kat n Celera
OVOLKOLVWVOUV TO TIPooXESLO TOU YOVISLWHOTOC TOU
avBpwriov oe Nature & Science avtiotowxa

2003 AntpiAlog. AVaKoLVWVETOL OTOV TUTIO EMICNUAL N
oAokAnpwaon tou HGP, tautoxpova e ToUG
gopTaAOMOUC yLa ta 50 xpovia avakaAupng tng
SUTANC EALKOC

2013... Neec ekbooelc ouvexwc (Ensembl No GRCh38,
12/2013)

www.ensembl.org

Eldwka O¢pata Mevetiknig 3
Tunua BlioAoyiag


http://www.ensembl.org/
http://www.nature.com/nature/journal/v409/n6822/fig_tab/409860a0_F1.html

To yovibiwpa tov avBpwnov (5/11)

e 21 OktwPpiov 2004 - Nature véa dnpoacicvon

e To 2001 eAeune 1o 10% evxpwpativng ko to 30%
ETEPOYXPWHATIVNG

* Yrupxov Keva kot AdBoc¢ TomoBeTnUEVA KOUUATLL

* Ekdoon 2004 poAlc 341 keva, 99% svxpwpativng, 1 AaBoc otLg
100.000 Baoelg

e [oAAda AaBn oto WGS, miBavwc va dnpioupyrnocouy
npoBAnuoata

e Juvexilel va AeimeL to 1% suxpwHATIVNG KOL TIEPLOXEC KOVTA OTO
KEVTIPOUEPOC

Eldwka O¢pata Mevetiknig 9
Tunua BlioAoyiag




To yovibiwpa tov avBpwnov (6/11)

* Molavou eival to yovidlwpa ?

* O KPOTLKOC TOMENC BaoloTtnke og KAwVOTOLNUEVA
arAoeLdn TUAUOTO XPWHOCW LATWV

* H etalpeia Celera ypnotwyomnoinos tpuApoto oo 2
apPOoEVIKA Kol 3 OnAukd atopo SLapopPETIKWY
eOvikotNTwy (amo Adpikn, Kiva, Aatwvikn ApEPLKA
Kol Evpwrn)

* [a auto dev urtoAoylotnke KAAA N SLO-OTOULKN
nowKt\otTnTa

N\ %

ApLoTOTéAELO ElSkd Oépata Mevetikig 10
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To yovibiwpa tov avBpwnov (7/11)

Genome Reference Consortium: Elval eva mpoypappa,
10 omolo poomaBel va meTUXEL TNV KAAUTEPN duvaTtn
OUVOPLLIOAOYNON TOU avBpwTLVOU YOVIOLWUATOC, TT.X.
nopayovtac SLadpOpPETIKEC AVATIAPOOTACELC YLa
TIEPLOXEC TIOV £lval oPKETA TIOAUTIAOKEC.

http://www.ncbi.nlm.nih.gov/projects/genome/assembly/grc/human/index.shtml

2TOLXELO KOl OTATIOTIKA QTTO TN CUVOPUOAOYNCHN TOU
avOpwTilvou yovidLwpaTtoc Bplokovtal oTov mapokaTw

ouvdeopo:
http://www.ensembl.org/Homo sapiens/Info/Annotation#tassembly

http://www.youtube.com/watch?v=sPE9j HwW9HU

‘C 1:&:—:‘ (&"‘ I3 7 I3
ApLOTOTEAELO Eldka Ogpata Mevetikng 11
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http://www.ncbi.nlm.nih.gov/projects/genome/assembly/grc/human/index.shtml
http://www.ensembl.org/Homo_sapiens/Info/Annotation
http://www.youtube.com/watch?v=sPE9j_Hw9HU

To yovibiwpa tov avBpwnov (8/11)

2008: AvakowwveTtal To ipoypoppa 1.000 yovidbiwpatwy, pa prthodoén
npoomnabeLa mou otoxevVEeL otV aAAnAoUxLon TOU YOVIOLWUOTOC
Toulaylotov 1.000 avBpwrnwv amo OAo TOV KOGHO, ETOL WOTE VA
SnuoupynOel pLa o AEMTOUEPH ELKOVA TNE LEXPL TWPA AVOPWTTILVNG

VEVETLKN G TTOLKIAOTNTOLC.

http://www.1000genomes.org/sites/1000genomes.org/files/docs/1000genomes-
newsrelease.pdf

Oktwpploc 2008: H Complete Genomics avakoilvwoe tnv aAAnAouxilon Tou
avOpwrivou yovidtwpatog pe $5,000!!!
http://www.technologyreview.com/news/410939/five-thousand-bucks-for-your-genome/

NoguBploc 2008: AvakowvwBnke oto Nature 1o mAnpeg yovidiwpa dvo

avOpwv (evoc Kwvelou kal evog NiynpLavou).

_http://www.newscientist.com/article/mg20026813.400-chinese-and-nigerian-men-join-
((lite-genome-club.html

&
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http://www.1000genomes.org/sites/1000genomes.org/files/docs/1000genomes-newsrelease.pdf
http://www.technologyreview.com/news/410939/five-thousand-bucks-for-your-genome/
http://www.newscientist.com/article/mg20026813.400-chinese-and-nigerian-men-join-elite-genome-club.html

To yovibiwpa tov avBpwnov (9/11)

{4

cRN\NF/ F

MeyeBoc: ~3 dioekatoppupla (evyapla voukAsotidla (3.096.649.726
bp)

30 popec peyalutepo aro tou C. elegans kot 20 oo tng D.
melanogaster.

Yriapyouv povo 20-21.000 npwteivika yovidia (4.000 euBuvovtal yia
KANPOVOULKEC a0BEVELEC)

Avo avBpwrmol dtadepouv povo oto 0,2% (av Kot AANEC EKTLLLNOELC
AEve <3 %)

Opoloyia petalv avBpwrmou & ywumatln 98,5%

To pEyeBOC TWV AUTOCWULKWY XPWHOCWHATWY KU HOWVETOL arto 279
Mb - 48 Mb

To xpwpoowpua X €xel peyebBog 163 Mb evw 1o Y poAg 51 Mb

To BPALo pe tnv mAnpn aAAnAouxia Tou yovidiwpatog mote dev Oa

L TUTTWOEL

-

ApLoTOTéAELO ElSkd Oépata Mevetikig 13
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To yovibiwpa tov avBpwnov (10/11)

EdbappoyEg

OL mAnpodopiec mou Ba oulAexBouv Ba emMnNPEACOUV CNUAVTILKA TNV
LaTpLKN, HE duvatotnta:

a) Mpo- kol HETAYEVVNTIKNG OSltayvwong kat Mpoyvwong KANPOVOULKWY
aoBevelwv

B) MpokaBoplopol kat TPOETAOYNC Tou GALVOTUTIOU TOU OTOHOU
(mpoepdutevTiki SLayvwaon)

y) Oeparmeiog yovidiou

0) Entiluonc latpodikaoTikwy tpoBANUATWY

g) Anpoupylac tpameloc pe yevetika dedopgva

oT) Napaywync EpPoAiwv kat AlayvwoTiKwy

() MetapooxeVoEwWV

n) Napaywync dpappdkwv (DapUokoyeEVETIKA)

e 5"9«'—"'

ApLoTOTéAELO ElSkd Oépata Mevetikig 14
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To yovibiwpa tov avBpwnov (11/11)

2TO)OL

OL kUploL otoxol Tou Mpoypappatoc Artokpuntoypadnong tou AvBpwrivou
Fovidlwpatoc ntav ot e€NC:

 Honuwoupyla puoikwv XoPTWV, YEVETLKWVY XOPTWV Kol XapTwV aAANAOUXLWY TOU
avVOPWTTLVOU YOVLSLWHOTOC

 H eUpeon tnc aAAnAouxiag Twv yoviSLwpATwY eVOc TANBouUC opyaviopwy
LLOVTEAWV

* H avamntuén eEeAlypEvwy TEXVOAOYLWV yLa xaptoypadnon kat aAAnAovxion

 H avamntuén umtoAoyloTikwyv HEBOSwWV yLa TNV eVpeon, avaluvon, epdavion,
anodnkevon Twv 6€6oUEVWV ATIO TOUC XAPTEC KoL TLIC aAAnAouxieg

 H aAAnAouyion EST armo cDNA BiBALoBrkec kot oAOKANpwv Twv cDNAS
(exppacBevia mRNA) oe dtadopouc KutTapLkoUE TUMTOUC ToU avBpwTrou

* H oulNtnon OXETIKA HE NOLKEC, KOWVWVLKEC KOL VOULKEC TIPOKANOELG TTOU
dnuloupyouvtal

e

ApLoTOTéAELO ElSkd Oépata Mevetikig 15
MaverotiuLlo Turzlua BLOAOVILCXC
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To yovidiwpa Tov avlpwmnovu -
Jupnepacpora (1/23)

Yrapyouv Alyotepa amo 30.000 yovidla ato avOpwrmivo yovidilwua.

ArtoteAoUV HOALC TO 5% Tou cuVoALKOU peyEBouc.

e Ta. pKpA yovidla eivaol SUOKOAO va €vTOmLOTOUV, TU.X. MEYAAOC aplOUOC
yovidlwv petaypadovtal o Astoupylkd pkpa popta RNA (~25 bp). O
apLOpoC Toug prmopei va eivol ToAU peyaog

* Ta. yovidla mou ekdppalouv yla PLIKpA ToAuTtENMTiOWI €lvoll SUOKOAO va
EVTOTILOTOUV

* Mepika yovidla ekdpalovtal omavia Kol (ow¢ va punv akoAouBouv To
oUVNBLOUEVO YEVETLKO KWOLKAL

Movo ylo ta plod yovidla €ival yvwotn n Awtoupyla Toug Kol €XOuv
XOLPOLKTNPLOTEL O LKOLVOTIOLNTLKO BaBuo

Eldwka O¢pata Mevetiknig

, , 16
Tunua BloAoyiag

MNavemiotiuLo
Oeooahovikng



To yovidiwpa Tov avlpwmnovu -
Jupnepacpora (2/23)

I'vootd yoviola avBpmmov

VTOGMOUIKA XPOROOOUA | XPOHOTWHA 1TOYOVOpLaKAL VVoLrO

(01/2013) Arooe x y o | Moormoped ) St
['voot aAAnAovyia 13370 651 43 35/14104
Fvooc?rn aAAnAovyia Kot 194 4 0 o 130
QOVOTLTTOG
boworvzkn mepypaer, 3371 271 4 28 3674
['voot) n poprakn Baon
baworvrn Teprypapi, 1627 133 5 0 1765
Ayvootn 1 poplokt Baon
Aowmd, cucyETIoN
QAVOTLTTOV UE TThoV 1765 125 2 0 1892
LLEVTEALKT] KANPOVOUN G|

| Xbvoho 20257 1184 59 6521565

http:

X P :'> 4
ApLOTOTEAELO
MNavemiotiuLo
Oeooahovikng

Eldwka O¢pata Mevetiknig

Tunua BlioAoyiag

www.ncbi.nlm.nih.gov/Omim/mimstats.html
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http://www.ncbi.nlm.nih.gov/Omim/mimstats.html

To yovidiwpa Tov avlpwmnovu -
Jupnepacpora (3/23)
Ta yovidla kwdkomolouv ywa un petadpalopsva RNAs n yua
P WTEILVEC

Mn uetappalousva RNAs

Yriapxouv ~ 22.170 (!!!) yovibla, mou katotdoocovtal ot €ENC
KOTNYOPLEC:

 Metadopikd RNAs (tRNAs)

* PiBoowpuikd RNAs (rRNAs)

Yriapxet mARNBoc aAAwv pikpwv RNAs, pe €kbpacn oe xounAd
entimeda

Twpa... kat circRNAs - kukAtko RNA! (Nature 2013, 495)

OL KUpleC Katnyopiec kat oL Aeswtoupylec twv NncRNAs  twv
BnAaotikwyv paivovtal oTov Mopakatw cUVOECHO:
http://www.nature.com/nature/journal/v482/n7385/full/482310a.html|

TANY }f'
N . o~ .
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http://www.nature.com/nature/journal/v482/n7385/full/482310a.html

To yovidiwpa Tov avlpwmnovu -
Jupnepacpora (4/23)

[ovidla mou KwOLKOTTOLOUV YLO TTPWTELVEC:

* Ylyoupn €ival n umapén povo 20.364 tétolwv yovidiwv (Ensembl
GRCh38, 12/2013, http://www.ensembl.org/Homo sapiens/Info/StatsTable).

e Ynapyouv 14.415 pevdoyovidia !!
e KatahapBavouv ektaon HOALS ~50 Mb

* To nEoo pEyeboc twv avBpwrivwy yovidiwv eival 27 Kb (yevika
glval HeyaAUTEPO KOL LE TIEPLOCOTEPO KOL LEYAAUTEPQA LVTPOVLA OTTO
OTL Tt oTtOVOUAQ, OTwC N Spocodia).

* Ytapyouv ~10 €wvia/yovidlo ko
* Ewc kot 30 — 50 wtpovia o Eva yovidlo —

Noapatnpeitat OStakVpavon amo 0 (lotoveg) ewcg 234 (puikn
AARWTELVN)

N , , ,
ApLOTOTEAELO Eldka Ogpata Mevetikng 19
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http://www.ensembl.org/Homo_sapiens/Info/StatsTable

To yovidiwpa Tov avlpwmnovu -
Jupnepacpora (5/23)

lovidia pikpotepa ano 10kb: Fovidia peyaAtepa ano 100kb:

» tRNAY" » MNapayovtag VI

» lotovn H4 » CFTR

» Ivtepdepovn-a » NF1

» Ivooulivn » Utrophin

» B-odaipivn » Baplad aAvoida tng avoooodalpivng

» HLA kAaonc | » K ehadpla alvoida tng avoocoodatpivnc

Fovidia pkpotepa ané 100kb: » Auotpodivn

» AABoupivn opou

» KoA\ayovo al

» HPRT

» AmnoAunonpwteivn B

» Yrodoyéac LDL

/f} Y6pofuldon tng pawvulalavivng

e AN 43

NN »}} ’ I ’
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To yovidiwpa Tov avlpwmnovu -
Jupnepacpora (6/23)

H opada HUPO (Human Proteome Organisation) €xeL okomo
va avakaAu el kat va koBoploel tTn doun Kol Tn Asttoupyia
OAWV TWV ovVOpWTIVWV TIPWTEIVWV.

To mMpwIEwpa Tou avBpwrou TepAAUBAVEL OMOAOYEC
npwteiveg (OnNA. mpwTteivec pe KOWO €EEAMKTLIKO TIPOYOVO) UE
10 78,5% MpWwTIEIVWV TOU TIOVTLKOU, T0 61% mpwTteivwv TNG
Drosophila, to 43% npwteivwv tou C. elegans kot to 46%
NPWTIEIVWV TN {OUNC.

YIAPYXOUV  OLKOYEVELEC Yovibiwv TIOU  OoUVAVTIWVTOL
QATMOKAELOTIKA oTta omovOuAwtad (oxetiovtal ocuvnOwC e TO
OVOCOTIOLNTLKO KOlL TO VEUPLKO CUCTNUAL).

Eldwka O¢pata Mevetiknig
Tunua BlioAoyiag
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To yovidiwpa Tov avlpwmnovu -
Jupnepacpora (7/23)

Me Paon tn ouykpwon HeE AAAa yovidwwpata, Bpednke oOTL N
Katavou o€ AaAAeC PpuloyeveTikeC opadec mBovwv OpOAoYwWV
NMPWTIEIVWV 0 avBpwrivec mpwTteivec €xel we €&€nc (H ocuykplon Kol
aAAwv BnAaotikwyv Sivel mepimou ta idla mocoota):

Movo Znovoulwta 22%
2tovOUAwWTA Kot Ao {wal 24%
Zwa Kol AAAOL EUKOPUWTEC 32%
EuKQPUWTEC KOl TIPOKAPUWTEC 21%
Kapid opoAoyia pe (wa 1%
Movo MpoKopUWTEC 1%

Eldwka O¢pata Mevetiknig 22
Tunua BlioAoyiag




To yovidiwpa Tov avlpwmnovu -
Jupnepacpora (8/23)

Opyavwaon yovidiwv

Ta vyovibla 6egv elval Tuyola
Xpwpoowpata. Etot dtakpivovtol ot:

* OLKOYEVELEC YOVLOLWV
* MepLoxec mAoUoLeC o€ yovidLa

* MepLoxec PTwWYEC o€ yovidLa

KOTOVEUNEVAL

ota

Eldwka O¢pata Mevetiknig
Tunua BlioAoyiag
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To yovidiwpa Tov avlpwmnovu -
Jupnepacpora (9/23)

OLKOYEVELEC YOVLOLWV

* Mmopet va edpalovtal o€ EVa XPWHOCWHA 1] KoL OXL

* OLKOYEVELEC YovIOdlwv €lval YVWOTEC yla TIC: LOTOVEG,
awpoodolpiveg, avocoodalpiveg, owAnvivegc, mpwrteiveg
Bepuikol ook (1200 olKOYEVELEC)

* OL OLKOYEVELEC YOVIOLWV TIPOKUTITOUV HE SUTAQCLOOMO KoLl
£EEALKTLKN ATTOKALON ATTO £val KOO TIPOYOVLIKO YOVidLo

* Eudavitcouv OMOAOTIA

Eldwka O¢pata Mevetiknig 24
Tunua BlioAoyiag




To yovidiwpa Tov avlpwmnovu -
Jupnepaocpora (10/23)

E¢EAEN odarplvwv

Mua aTto TLC ONAVTLKOTEPEC OLKOYEVELEC YoVIdilwV amoteAoUv oL a- Kat B-
odalpivec:

http://www.mun.ca/biology/scarr/Globin gene families.html

= AutAaclaopol yovidiwv cuveBnoav katd tTnv eEEALEN TwV avBpwTVWV
OLKOYEVELWV YovLIdiwv TS odatpivng

= O apXLKOC SLaxwpLopoc odnynoe o SU0 CUYYEVIKEC YpaUUES: Muoodalpivn
Kol 2PpaLpiveg

" M&ow evog akopn duthaolacpol npoekuav ol a- Kat ot B-odatpiveg

= Néol Suthaolaopol Edwoav T LEAN TWV OLKOYEVELWY TWV O~ Kol B-
odalpvwv

http://evolution-textbook.org/content/free/contents/ch27/ch27-f29.html

Eldwka O¢pata Mevetiknig
MNavemiotiuLo

) , 25
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http://www.mun.ca/biology/scarr/Globin_gene_families.html
http://evolution-textbook.org/content/free/contents/ch27/ch27-f29.html

To yovidiwpa Tov avlpwmnovu -
Jupnepaocpora (11/23)
OLKOYEVELEC yoVIdiwV

Karmolwat otypy €va mpoyoviko yovidlo odatpivng Suthaoldotnke Kol To
avtiypado petadepOnke oe AANO XpWHOCWUAL.

Anploupyla a kot B —odatpivwy

Néot Sduthaolaopoi, mou €dwoav 3 aviiypada a —odalpvwyv Kot 5
avtiypada twv B-opatpvwv.

AM\ouL Suthaotacpol €dwoav WEYAOTONIAIA (oe avtd €xouv oupPel
LLETATOTIOELC QAVOYVWOTIKOU TAOLolou, aAAoynl auwoéoc 1R Kol
oTOMATNMA TNC HETADPOAONG, VW OEV UTAPXOUV KOl Ol PUBLLOTLKEC

TEPLOXEC EkPpaonG).

Eldwka O¢pata Mevetiknig

Naverotipo TuRua Blohoyiag

Oeooahovikng
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To yovidiwpa Tov avlpwmnovu -
Jupnepaocporta (12/23)
Meploxec mAovoLec o€ yovidla

v 310 XpWHOOWHO 6 TOou avBpwrou umdpxouv 60
yovidia totoocupBatotntac o eptoxn 700 Kb

v To 70% tou DNA auTrC TnG MEPLOXAC HETAYPADETOL

v’ To mooootd GC autr¢ Tng mepLloxnc eivat 55% svw o
LECOC OpOC yla To yovidiwpa 45%

http://www.nature.com/nrg/journal/v5/n12/full/nrg1489.html
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To yovidiwpa Tov avlpwmnovu -
Jupnepaocporta (13/23)
Neploxec ptwyEc o€ yovidla

v Ta XpWHOOWHATO HE TO MIKPOTEPO aplOUO yovidiwv gival
To13 kaLtoY

v Yridpyouv ~ 80 yOVISLOKEC «EPNUOL», TIEPLOXEC UE MEYEDOC
neyaAvtepo anol Mb xwpic eva yovidlo

v Néec epyaoiec ota OnAaotkd avadEpouv OTL UTIAPYOUV
545 t€toleC TIEPLOXEC e pEYEBOC peyalutepo amo 0,64 Mb

v’ ZuvioToUV T0 3% TWV XPWHOOWUATWY

v H peyaAutepn nieploxn etavetto 4,1 Mb

Eldwka O¢pata Mevetiknig 78
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To yovidiwpa Tov avlpwmnovu -
Jupnepaocpora (14/23)

Neploxec ptwyEc o€ yovidla

AuokoAiec avelpeonC LKPWV AAAA & TTOAU HEYAAWV YOVLOLWwV

MeyaAa yovidia, mavw amo 500 Kb (pvikn duotpodia ~ 2,3
Mb): ZuvoAwka €xouv Bpebeil 124 peyala yovidla pe ocUVOALKO
ueyeboc 112 Mb.

Ta yovidia avtad mapadofwc €xouv peTpLa o peyeboc mRNAs
nmou armoteAolv ouvnBwc povo to 1% tou mupnvikou yovidiou,
gxouv 6nAadn peyaia wtpovia!

Ta peyada yovidbla ouvtiBevtal pe apyouc pubpouc &
ekppalovtal cuvnBwWC og VeELPLKA KUTTAPA.

Eldwka O¢pata Mevetiknig 29
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To yovidiwpa Tov avlpwmnovu -
Jupnepaocpora (15/23)

Méow tou cuvduaopol SLadopeTkwy Paotkwv SopwV EXOUUE evioxuon TG
VEVETLKN G TOLKLAOTNTOC TOoOo o€ eminedo DNA aAAd kat o€ emtinedo RNA.

*Ertimredo DNA

[ovidlo urtodoxewv ota T-AepdokuTTopa.

ArtoteAouvtal amno tpelg meploxec V, D, J. Ta avtiypada eivar 45, 2 & 11
avtiotolya Kol Bpiokovtal o oslpd o€ pwa meptoxn 700 Kb tou
XPWHUOCWHOTOC 7.

D + J (LEow eAAelppaTog) = Siuepéc D)

DJ + V (AL péow eAMelppatoc) = V-D-J

Noapayovtatl 990 dtadopetika V-D-J yovidia

(45X 2 X 11) amno 58 aviiypada TLNHATWY YOVIOLwV

e 5"9«'—"'

ApLoTOTéAELO ElSkd Oépata Mevetikig 30
MaverotiuLlo Turzlua BLOAOVILCXC

Oeooahovikng



To yovidiwpa Tov avlpwmnovu -
Jupnepaocporta (16/23)

Ewkova 1: H mowkiAdtnta tou mPoKUTTEL oo tov avaouvduaopo tTwv V-D-J yovidiwyv

Genes in heavy chain locus

v L4 v v OglgDal Jg) g g

Removal of unwanted D and J gene segment

HHHE—H

-

Recombination of D and J exons — DJ recombination
i

Removal of unwanted V and D gene segment

oo
o —-

Recombination of V and DJ exons — VDJ recombination

—_'1I

Antibody transcript will also include constant domain gene

http://en.wikipedia.org/wiki/File:VDJ recombination.png
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To yovidiwpa Tov avlpwmnovu -
Jupnepaocpora (17/23)

e Ertirebo RNA

Elvat duvatn n dnuiovpyla peyaAUTEPNC YEVETLIKAC TTOLKIAOTNTOG
HEow tou Sladoplkov splicing kaBwc¢ emionc kat Twv dLopopPETIKWV
TPOOYWYEWV TNC METAYPAPAC.

KaBeva amo ta 3 yovidia tng veupetivne exouv SUO MPoaywyeic tnG
uetaypadnc (mou mapayouv a kot f MRNAS) kaBwc¢ kal mevie BEoELC
OTLC omolec eival Suvatov va cuuPei dtadopko splicing.

Elvat Suvatov va dnuovpynBouv mavw armo 2000 turtot mRNA.

Eldwka O¢pata Mevetiknig 32
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To yovidiwpa Tov avlpwmnovu -
Jupnepaocpora (18/23)

ENCODE: Encyclopedia of DNA Elements

>Komtoc: Na KataokevaoTel ot Alota Ue ToL AELTOUPYLKA OTOLXELDL
TOU avOpwWTLVOU YOoVIOLWUATOC, CUUTTEPLAOUBAVOUEVWY TWV
otolxeiwv rov dpouv o€ eninedo npwteivwv kot RNAKaL Twv
PUOULOTLKWYV OTOLXELWV TTOU EAEYXOUV TA KUTTOPA KOL TLC

TEPUTTWOELC, OTLC OTIOLEC TaL yovidla elval evepya.
http://www.nature.com/nature/journal/v447/n7146/pdf/nature05874.pdf
http://www.genome.gov/10005107
http://www.genome.gov/25521554

ModENCODE: Model Organism Encyclopedia of DNA Elements
2KOTtOC: H peA€tn tou yovidiwpatocg tnS D. melanogaster kol Tou

C. elegans.
http://www.genome.gov/modencode/
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To yovidiwpa Tov avlpwmnovu -
Jupnepaocpora (19/23)

Open NM[NTi" o
6/9/2012 chromatin &(.qRu?:rA»ccs CHIPSE{”XP[ "J‘:.K’“Fﬁ i
m"lh::‘")n | RNA Other ; T
binding Ch:n = . vl 3 ].’ ". : i -3
Tlcyl - 1) "vr ; .,‘.“ ; ..‘
III i o
. , =&
Ewkova 2: Ta armoteAeopata T
’ 7 v
LLaG LeYAANC €peuvac 32 !l.
£PEVVNTIKWVY OHASWV, TTOU 1
EVTOTILOQV TLC OE0ELC \
npoodeong 120 1. P L. o
HETAYPADLKWY TTAPAYOVIWV by \ : i A
‘ N . -

TouAdxLotov to 80% TOU YOVIOLWHATOC EXEL KATIOL )\ELfbupyLa ILE >70. OOO TIEPLOXEC

npoaywyEwv kot 400.000 rteplox€c evioxuTtr). To yovidiwpa petaypaddeTal 0TO
usya)\urspo TIOOOOTO TOU O€ PN Kwolkomolov RNA.

http://www.nature.com/news/encode-the-human-encyclopaedia-1.11312
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To yovidiwpa Tov avlpwmnovu -
Jupnepaocpora (20/23)

AladpopeTIKOC pUBOC peTaAAasewv ota U0 LA

Ta apoeVIKA €XOUV 2010 pUOUO petaAAaéewy amo ta OnAuvka

» Y& avtloTtolyeg emavaAapBaAVOUEVEC TIEPLOXEC OTA XPWHOoOWHATA X Kol
Y Bp€Bnke OtL 0 pUBUOC peTaAAAEEWY lval SUTAACLOC OTOL APOEVIKA
atopa

» MBavwc aoKeltal Kol 0Ta UTOOWHOTA OTaV BplokovTal oTa 0POEVIKA
atopa, aAAA dev pmopet va eAeyxOel

>lowc oPpelleTall 0TO HEYAAUTEPO PUOUO KUTTAPLKWY OLOLPECEWVY

> H mAselovotnta Twv HeETaAAAEEWY 0To avBpwrivo yovidiwpa cuppaivel
OTOL O POEVLKA

> EruBAaBeic petaAdacelc, aAld Kot LETAAAAEELC TTOU SnuLoupyoULV
TOLKIAOTNTA

Eldwka O¢pata Mevetiknig 35
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To yovidiwpa Tov avlpwmnovu -
Jupnepaocporta (21/23)

Awapopéec Tou yovidiwpatocg otic dtadopec uAEC

OL avBpwrivec GUAEC Exouv MOAD MKPEC SLtadopEC

e AUOo atopa tNn¢ idlac dulng pmopetl va dtadpEpouv TTOAU
TIEPLOCOTEPO aTto OTL SVO atopa SladopeTKWY GUAWV

e JUVETTAYETAL, OTL N avBpwritvn GUAN €lvol pia Kot oL UTTOTIOEUEVEC

Sladopecg eival ETMLPAVELAKEC
*http://www.nature.com/nature/journal/v513/n7518/full/513306a.html

Gene mirror geography within Europe

Novembre et al. 2008, Nature 456, 98-101

MeAetnOnkav: 3000 deiypata o€ 0,5 ekart. Asiktec SNPs

BOoLKO OUUTIEPAOHA OTL OL ATIOCTACELG ETAEL TwV Eupwriaikwv

nAnBuopwv pe Baon to DNA avtikatomntpilouv tn Yewypadia Touc.

ApLoTOTéAELO ElSkd Oépata Mevetikig
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To yovidiwpa Tov avlpwmnovu -
Jupnepaocpora (22/23)

To EBVIKO Zuotnua Yyeioc twv HIMA €xeL Evov CUVEXWC EVNUEPWHEVO KATAAOYO
(http://www.genome.gov/26525384) 6mou avadepovtal 0Aot ot SNP
noAvpopdLopol mou cuoxetilovtal pe omolodnmote ¢alvoTuIo oTov AvBpwrto.

OL ouvexeic genome wide association studies (GWAS) dnAadr} avaAvoeLg
OUOYXETIONC ME Bdon 6Ao to yovidiwpa, pag Bonbouv va katalaBoupe OTL yLa
TNV KANPOVOUNGoN TWV XapOKTNPLOTIKWY N povoyovidlakn €€nynon (1 yovido =1
dawvotumoc) eival paAlov n e€aipeon. To 1o mBavo PoVTEAO sival Eva
TtOAUYOVLOLAKO OTIoU TTIOAAA Yovidla cuvelodpEpouV aro Alyo oTtov TEALKO
dovOTUTIO, OTIOU MAALOTA LOWC eMNPeAleTaL ATO TTOAUTIAOKA PUBULOTIKA
OTOLXELA KOLL ETILYEVETIKOUC NXAVLIOMOUC.
http://www.nature.com/news/2008/081105/full/456018a.html

e 5"9«'—"'
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To yovidiwpa Tov avlpwmnovu -
Jupnepaocpora (23/23)

Mutational landscape and significance across 12 major cancer types
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