Opyavwaon YOVIOUWUATOG

Tota MapdoyAov




To avOpwmivo yovidiwua

1.5% ~3%
~44%
~45%
~6.6% Mitochondrial genome
(1 circular double-stranded
Nuclear genome DNA 16.6 kb; 37 genes)

(24 linear double-stranded DNA

molecules - 3200 Mb; ~30 000 I Highly conserved (coding)
genes) [] Highly conserved (other)

[ Transposon-based repeats
[ Heterochromatin
[] Oother non-conserved

Mnyn: Human Molecular Genetics, 3™ edition




To avOpwmivo yovidiwua

» TEVIKA XOPOKTNPLOTIKA

- ~30.000 yovibLa

- 4,5% ocuvtnpnpeveg eploxes (1,5% kwdiko DNA kot 3%
QUETADPAOTEC KAl PUBLLOTIKEG TIEPLOXEG)

—90-95% tou KwdLkoUu DNA mapayel mpwTteivn evw To uttoAowrno 5-10%
avtiotolxet oe RNA yovidia (un petadpalopeva)

- 95,5% un kwdikd DNA

» [EVLKA XOPOKTNPLOTLKA

- 37 yovidia: 22 tRNAs, 2rRNAs, 13 roOAUTIENTTIOLA (ofeSwrTikig
dwodopuAiwong)

- 93% kwdko DNA
- Mn otaBepoc aplBuoc/kuttapo
- MnNTpLKNG tpoEAELONG




[MuPNVIKO Kal ULItoxovpLlako yovidiwua

MéyeBoc

Ap. popiwv

Ap. poplwv/kutTapo

Ap. yovibiwv

Mukvotnta yovidiwv
EntavaAapBavopevo DNA

JuvOESEUEVEC TIPWTEIVEC

Metaypadn

lvtpovia
% KwdLkO DNA

3200 Mb

23 1 24 - yPOUULKA

46 ota Suthosldn
~30.000

~1/100 kb

> 50% ToU YoVIOLWUOTOG

|oTOVEC KOl N LOTOVEG
(mpwTteiveg okeAeTOL)

H mAeloPndia
HeTtaypadetal aveéaptnta

JTOL IEPLOCOTEPA YovidLa
~1,5%

16.6 kb
1-KUKALKO
MepLKES XIALAOEC
37

1/0,45 kb
EAdxLoto

EAeUBepo MpwTELVWV

Tautoxpovn petaypadn
yovidiwv

Agv uTtapxouv
~93%




Kevtplko ddyua

DNA RNA TPWTELVN

MeTaypacpr) Metdgpaon
< MRNA
Avti(otpon
Metaypaen
N
U \
\
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A
RNA yov({dia

AvTilypaen (tRNA, rRNA, microRNA KTA)




Opydvwon XPWUOCWUATWY EVKAPUWTLKOU

KUTTAPOU

chromosome

nucleus
- - telomere

£ centromere

cel

" double helix

To yovidiwpa vdlotatol EVIoVo TTOKETAPLOUA

Mnyn: iGenetics




Xpwuativn 0TO NAEKTPOVIKO ULKPOTKOTILO

NoukAeoowpata ocav XAavtpes Stapetpou 11nm




Aopr TNG XPWUATIVNG

H yowpativy og poog NouvhedawjLo
P UVIQIWV KOLTOAOYLOD»

55 A

Keviowmo TUVOETLHO

S—>="" DNA DNA

_‘v‘/
110A Hmu TEYN LLE VOURAET

Mepovmpéva
VOURAEQOLOTO

(avdhoya pe Tov

ooyavLopo, DNA

peyétions ~170-240 bp

v vom:leéomuu)

~170-240 bp
Ilctgcrtswuf\rn TET) [LE VOUHAERTT)

Tupnvird onpaTio

TTuomnvid copatue
TOU VOURAEOGHIUUTOS
(revrouto DNA
ueyibove ~146 bp ava

TTVONVIRO OOUATLIO)
- 146 bp




[MTuPNVIKO CWUATLIO VOUKAEOTWLATOC

Mnyn: Burton E. Tropp
Jones & Bartlett Learning 2014

Akadnuaikég Ekdooelc 2015




Ividlo xpwuativng

lvidlo xpwpativng pAakoug 30nm




Kapuotumog

ZXNMOTLKN QTTELKOVLOT TOU CUVOAOU TWV XPWHOCWHATWV

EVOC KUTTAPOU o€ {euyapLo OUOAOYWV KOl KOTA GELPA
HEYEOOUC

e Acilypata amo LoTtouc Tov yiveTal pitwon
e To xpwHoowuata dtatacocovtol e Baon:
- Tn oepa peyeBoug

- Tn 6€on tou kevipopepLdiou

- Tn B€on Kot 1o peyeboc wvwv (TEXVIKEC
(WVWOELC LETA aTto Xpwon, rty {wveg Q, G, R,C)




Kapuotumog avlpwmou
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10 12
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16 17 18

Ta avBpwrival cwHaTLKA KuTtTapa StaBetouv 23 (elyn XPWHOCWUATWY
(22 Levyn avtoowukwy Kot 1 {eUYoC GUAETIKWV XPWHOOWHUATWV




MeAgtn B€ong aAAnAovyLwy

* in situ hybridization_ISH (uBpldlopocg in situ)

- Xpnon cNUOCUEVWY VOUKAEOTLOLKWY QVLXVEUTWYV yLa
EVTOTILOMO AAANAOUXLWV «ETIL TOTTOU »

* OBopllwv uPBpLdLopoc (FISH)

- Xprion onuaopgvou DNA wyvnB<tn pe pBopilovoa
ouola




Texvikn FISH

- Atayvwon aveuTtdoeldiac 1 SOUKWY AVWHOALWY 0TA XPWHOCWHOTA
- Evtomiopoc aAAnAouxlwv/yovidiwy mavw ota XpwHOCWLOT




OACUATIKOG KOPUOTUTTOC XPWUACWUATWY

v’ IxvnO£tec onpaopévol pe Stadopetikolc cuvbuacopolc GOopLovcwV XPWOTIKWY
v' Mkpookorio ¢pBopLlopol

v Ka&Be (elyoc epdaviletol XpWHATIOUEVO ME SLOPOPETLKO XpWHAL

v' Adtaén ava (EVyn OLOAOYWV XPWHOOWUATWV



METAWAOIKO XpwUOowUa

OO W >

Kovtog Bpaxiovag (p)
Kevtpouepidlo
Makpug Bpaxiovag (q)
AbeAPEC XpwpaTidOES

|. TEAOKEVTPLKO - KEVTPOUEPLOLO TTOAU KOVTA oTnV Kopudn
Il. AKpOKEVTPLKO - g > p

. YTTOLETAKEVTPLKO - g ~ p aAAQ OXL oot

IV. METAKEVTPLKO - g ~ P, XPWHOCWHATO O€ oxApa X




Opyavwon KevtpouepLdiov

* Meyalec oelpec emavalapfavopevou DNA (my.
dopudopikou)

e JuokevAloVTOL O ETEPOXPWHATIVN
e KUpla kevtpopepLdLlakn emavaAapovopuevn
novada: a-6opudopoc

CATTCTCAGAAACTTCTTTGTGATGTGTGCATTCAACTCAC

Movoyeoig AGAGTTGAACCTTTCCTTTGATAGAGCAGTTTTGAAACACT
-D0OVPORLRON CTTTTTGTAGAATCTGCAAGTGGATATTTGGAGCGCTTTGA
DNA (171 bp) GGCTATGGTGGAAAAGGAAATATCTTCACATAAAAACTAGA

CAGAAG
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TeAouepn

o

e EmavaAapPavopevec, Un KwOLKOTIOLNTIKEC
aAANAoUXLEC

e Aev mteplexouv yovidia aAAd DNA pe ToAAEG
emtavaAnPeLc ukpng voukAeotidlkng aAAnAouyiog
(otov avBpwmo TTAGGG)

* [IpOoOTATEVTIKO yLa Ta Yovidla Tou opyaviopou

e KaBuotepel tn Bpayuvon TwWV XPWHOCW UKWV
AKpwV Katd Touc dtadoxikouc KUKAoUC avTlypadnc




TeAouepaon

* Evlupo nou kataAveL TNV
ETIMAKUVON TWV TEAOUEPWV OTA

VOLETLKA KUTTOPO
* [NpooBETEL VEEC

ertavoAopBovopevec Lovadec
oTo 3’ AKPO TNC TIPOEEEXOVOOLC

aAvoidac

e ArtoteAeltol amo nNPwTIEivn o€

ouvOuaopo pe RNA
(pLtBovoukAeompwTteivn)

TEAOMEPATN RNA
(1]

|
35
CUA C
CCCCAACCCCAACCC g - NACCCCAACU

GGGGTTGGGGTTGGGGTTGGGGTTGGGE 37

Emurikuvon

CCCCAACCCCAACCC 5 :
GGGGTTGGGGTTGGGGTTGGGGTTGGGGTTG 3

l Metatormion

(3]
CCCCAACCCCAACCC &7 :
GGGGTTGGGGTTGGGGTTGGGG]TGGGGTTG 3

3¢5
UC
U, AC
CCCCAACCCCAACCC 5 CAAACCCCAA

GGGGTTGGGGTTGGGGTTGGGGTTGGGGTTGGGGTTG 3

J Empnkuvon
(4




Opyavwon aAANAoLYLWY XPWUOCWUATOGC

Movadka Movidia
ALECTIAPUEVEC
Kwbikomoiév DNA OLkoyEveLeg yoviSLwy

Aladoyikee Emavaappavopevec
PuBuioTtikéc AAAnAouylec

Aopudopko DNA

Aladoyikwe Emavalappavopevo MwiSopudopikd

DNA
Mn Kwéikomowov ,
MetaBetd otoyeia MikpoSopudopiko

Meoobiaotnpikd DNA




AAAnAovyieg Tov amaptiCovy TO YpwUoowUaA

» Movadiko DNA: 30-75% tou yoviSLwUOTOC

» Meooenovalappfovopevo DNA: 1-30% tou
yovidlwpatoc (10-1000 avtiypada)

»YPnAa emavalappavopevo DNA: 5-45% tou
yoviSiwpatoc (HExpt 107 avtiypada)




OLlKOYEVELEC YOVIOIWY

* Owkoyevelec yovidilwv —ovidLlakoc ALTAacLoopOC Kall
£EEALKTLKN ATIOKALON ATIO KOWO TIPOYOVLKO YyovidLo
(oxetillovtol ouvnOwC UE TO AVOCOTIOLNTLKO KOlL VEUPLKO
cvotnua)

* To eva avtilypado pumopet va:

- XaBel
- Avarmtuéel pia katvoupla Asttoupyla
- Elbikeutel og SLadpOpPETIKO HEPOC TNC TTAALAC AELTOUPYLOG

* OpodoTOLNMEVN OLKOYEVELA N SLACTIOPTN OLKOYEVELDL

— —_ ] | Xpwpdowua 1 — | Xpwpoowpa 1

: ; Xpwpoowua 2

: ; Xpwpoowua 3




OLKOYEVELEG YOVLIOLWY

Ta otadlo mapaywyng
alpoodalpivne otov
avBpwro Sdlakpivovtal oe:

EuBpuoviko otadlo: TpeLg
TPWTOL MAVEC KUNONC

O£0elQ
yovidiwv
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ErtavaAapufavoueves aAAnAovyieg

* Emavalappfavopeva yovidla — AeltoupyLka

* Atadoyikec emmavaAnyelc (tandem repeats)
- Anapalitnta o peyalec moootntec, Y rRNA, tRNA, yovidia
LOTOVWV
- Epudavitouv upnAn opoloyia
- Alaywpilovtal amno pecodtaotnuiko DNA

* AlaoTtapuevec emavoaAnPelc (interspersed repeats)




Wevdoyovidla

e AAAnAouyiec ou «poldlouv» O€ YVWOTA YOVIOLa XwPLC
va €lval AELTOUPYLKEC — EAaTTwpaTIKA avTiypada
yovioLlwv

- MetaAAaelc =2 pn AsToupyLKa
- EAAewPn puBULLOTIKWY OTOLXELWV
- Mépn/tunuatoa yovidiou

e Metatomloelc avayvwoTtlkou TIAaloiov o€ nAeovalovia
avtiypada (duthaclacpol) o€ mPOoyoviKO yovioLo

e AEV UTTOPYOUV PUBOLLLOTIKEC TIEPLOXEC EKDPAONC
* JuvnBwcg 6ev dLabBETouv LVTpoOVLIA




ErtavaAapufavouevo un-kwokomolov DNA

* Aopudoptkd DNA

- TIEPLKEVTPOUEPLKEC TIEPLOXEC, LOTLPa Alywv

voukAeotdiwy, ekatovtadec kb) Variable number

’ tandem repeats (VNTR)/
* Mwi-6opudopiko DNA MetaBANTSC apBude
- potifo 10-100 voukAeotiSiwy, Alya kb Sradoykwv eravanpewy

DNA

* Mikpo-6opudopitko DNA

- potifo 2-4 voukAeotidiwy, Alya bp

laTpOoOLKOOTLKN AvVAYVWELON
AvaAuon cuyyevelac (e€€taon matpotntac)

[eveTik) MANBUopwV (OUYYEVELA UTTOELO WV,
OpAd WV, ATOUWV)



ErtavaAapufavouevo un-kwokomolov DNA

[eVETLKOC TTOAULOPDLOUOC OTOV
orolo ta aAAnAopopda mou
UTTAPYXOUV o€ €vav MTANBuoUO
SladEpouv we pog tov apLlouo
avtlypadwv pag aAAnAouvyiog
DNA mou gnavaAoppavetol
S1adoXIKA KATA UAKOC TOU
XPWUOCWUOTOC.
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MetaBeta otolyeia

e Barbara McClintock (USA, 1902-1992)
e NoumneA Quolohoyiac n latpkng, 1983

* «[EVETLKA OTOLKELO TTOPOUV VAL

LETAKLYNOOoUV Kal va TtPOKAAECOUV TNV
s 1 EVEPYOTIOLNON 1 ATEVEPYOTIOLNON
VELTOVIKWV yoVLISilwv»




MetaBetd otolyela

OL petaBoAec tou
XPWHUOATIOMOU TWV CTIOPWV
urtopoLVv va e€nynBouv pe
Baon tTn HETAKIVNON TWV
otolxeiwv DNA oto
XPWHOCWHOL




MetaBeta otolyeia

H avBokuavivn divel To okoUupo
BLOAETL Ypwpa 0TOUC KOKKOUG
KOAQLULTTOKLOU

- 2T0BepEC petaAAayEC oto yovidlo tng Phenotypes

avBokuavivng: OAoL oL oTIOpPOL XpWHOL
, Cgene -
AEUKO (wild type) == — O

Pigmented

- AotaBeig petarayég: _ " Colorless
emavepudavion LwP XpwHaTog ors |~ ———

\l/ Spotted

/st k:e:l.:f.-:s

'Yriopén U0 yeveTIKWY otolxelwv (Ac  ao. L T

Kat Ds) pe tn Suvatotnta va Spotved

EVOWUOTWVOVTOAL KoL val ' emiAd : — §o5

QTOOKPUVOVTAL GTO Yovidlwua e v



MetaBeta otolyeia

* AKOAOUDBLEC YEVETIKWV OTOLYELWV TTOU UTTOPOUV VA
HeTaKlvnOouv armo pia Beon o pia AAAn N amo va
nopto DNA og eva aAlo

* DNA petabetovia (Transposons)
- Kivntad yeveTika otolxela xwpic evoLlapeco otadlo

* Petpopetabetovia (Retrotransposons)

- Mpaypatonoinon HETAKLVNONC TOUC LEOW EVOLAUECOU
otadiou RNA kot avaoctpodng petaypadnc




MetaBeta otolyeia

DNA petaBetovia/tpavomnolovia Petpopetadstovia/petpotpavomnolovia

DNA 86tng —
— S

— S ——
—

RNA popo |

Avaotpocbr]

ueraypacbaon

l RNA moAupepadon
\ Artokortr) Tpovormoloviou l

cDNA poplo {

l

DNA otoxo¢

)
)
Evowpdtwon o€ véa B€on
—{ Moapaywyr VoG VEOU OTOLXELOU
—

__[ ]__
__[ ]__




MeTtaBetd otolxela oTov AvBpwo

LINES (long interspersed elements) =2 autovouo otolyela mov
MEPLEXOULV TNV MANPodOopLa TTOU OTTALTELTOL VLA TN LETAKIVNOT) TOUG
~17% yoviSlwpatog

SINES (short interspersed elements) =2 un autovopua nou
géaptwvtal amo ta otowxeia LINES (6ev pmopouv va petakivnOouv
NoPA LOVO OTOV CUVUTIOPXOUV LE QUTOVOO OTOLXELAL)

~15% yovidLwuatog

LTR (long terminal repeats) petpotpavomnolovia = Bplokovtal
EKATEPWOEV HLaC KwOLKOUCAC TIEPLOXNAC

~8% YOoVLOLWUATOG

DNA tpavonolovia (“jumping genes”)
~3% yovLOLWUATOG

» Ta petaBetda otoleia amoteAovv Tou avBpwrivou
YOVLOLWUOTOC




BloAoywkn onuacia petabetwyv otoyelwy

e Ta tpavorolovia mpokadovv avadilataéelc oto DNA
EAAelpata, evBeoelg, Suthaolaopol

e To peTOBETA OTOLYXELOL UTTOPOUV VAL TIPOKAAECOUV HETAAANAEELC
Elooboc¢ o kwdlkomolovoa epLOX =2 amouacia Poiovtog
Elooboc¢ og puBuotiki meploxn =2 avénon n pelwon petaypadng

* [IpooPEPOUV IPOCOAPUOCTIKO TIAEOVEKTNOL UTIO OPLOEVEC OUVONKEC

» Alatripnon LETAOETWY OE LVIPOVLKEC TIEPLOXEC
» MeyAaAo TOCOOTO AVEVEPYWV LETAOETWY aKOAOUBLWVY

» MBavol pnxoviopotl puBULONC TNC AELTOUPYLIKOTNTAC TOUC




To yovidiwpa Tov avepwmou

17 32 40 43 46 53 65 90,592 100

LINES SINES  LTR | | | | |
DNA transposons Authaotacpiol Eowvia Etepoxpwpativn
ATIAEC
ErtavaAopfavopeveg KwdlkomoloVoeg
aAAnAouyiec TLEPLOXEC

Movadikég un KwOIKES aAAnAouyieg

N
v
A
v

ErntavoAapfavopevo DNA Movadtiaio DNA



[eVETIKA oTOLYElD TOVL AVOPWTILVOL YOVIOLWUATOG

FEVETIKO OTOLXELO Noocooto (%
X

LINES 20,4
SINES 13,1
Movadikec akoAouBiecg 11,6
LTR Petpopetabetovia 8,3
Etepoxpwpativn 8
AutAaolaopol 5
EmavaAnyelc akolouBiag 3
DNA petaBetovia 2,9
lvtpovio/sowvia 25,9

Fovidla mou kwoLKoToloUV MPWTEIVEG 1,5




Fovidla

» AANAnAouyia xpwpoowptkov DNA mou artoteitol
yLoL TNV Topaywyn evoc AELtoupyLkoU TTpoiovToc

- Kwdikevovoeg aAAnAouyleg

Movadika yovidla

OLKOYEVELEC YOVLOLWwV
- Mn kwoikevouoec aAAnAovyiec txy RNA yovidla
- AAAnAouxleC amapaltnTeC yLo TNV cwoTh
ekbpaon Tou yovidlou




RNA yovioLa

* [epLoxn ToU yovIOLWUOTOC TTOU HEV KWOLKOTIOLEL YL
Lo Tpwteivn aAAa yia un kwdikomoto RNA (non-
coding RNA), orntwc rRNA kot tRNA

* Mikpou peyeBouc (small ncRNA) <200 nt rtou
eTLOPOUV KUPLWC META-PETAYPADLKAL
microRNA (miRNA)
Small nuclear (snRNA)
small nucleolar (snoRNASs)
small interfering RNAs (siRNAs)
KQl

* Meyalou pnkouc (long ncRNA) >200nt
Yuxva pepouv poly-A tail
Aev €xouv avayvwoTtiko rtAaiolo (ORF)




TUTILKA LOP@1] EVKAPLWTLKOV YovIdiou

«ApIOTEPH» TTAEUPIKNA «A\eCIA» TTAEUPIKNA
TTEPIOXN TTEPIOXN
EEOVIO (kwdikeUouoeg ahAnAouxieg)

‘Evapén . .
pemypucpng ARgN peTaypagng
. 37

> .—A] = -A:—

YTOKIVATAS  Kwdikdvo évapéng ‘ KwBIKévo
TEPMATITHOU
: Mn peTagppacuév
Mn HETAPPACTHEVN . , ) N HETAPPACHEVN
TTepIOXR 5 IlVTpOVIQ (evBidueoec aAAnAoUXiEC) TEPIOXA 3
=

KaTteuBuvan PeTaypa@nic




Por] Tng YeVETIKNC TTAnpowoplag Kal
KLUTTOPIKA Olauepiouata

MpokapuwTikd

Mnyn: Campbell-Reece, TopOC |




Metaypacr, emegepyaaia, cuvapuoAoynon
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