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Kwotag MatbiomovAog

Tunuoa Bioynpuelag kat BiotexvoAoylog



LTR retro-
DNAtransposons
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Simple sequence ’
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Repetitive sequences in the human genome.

i DNA repeat, 3.42%

B Simple 0.91%

B Satellite, 0.46%

i Other repeats, 0.83%

B TR repeat, 9.24%

B 12, 3.62%
“ MIR, 2.93%

b

“ Non-LTR
retrotransposons,
35.19%

“L1, 17.88%

& Alu, 10.76%
B Non repeat

sequence,
50.24%

Rodi¢ N, Burns KH (2013) Long Interspersed Element-1 (LINE-1): Passenger or Driver in Human Neoplasms?. PLoS Genet 9(3): e1003402.
doi:10.1371/journal.pgen.1003402
http://www.plosgenetics.org/article/info:doi/10.1371/journal.pgen.1003402
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http://www.plosgenetics.org/article/info:doi/10.1371/journal.pgen.1003402

To DNA dev mapapevel avaiiolwTo

= Barbara Mc Clintock (T€An
dekaetiag 40): "mapdeva"
YEVETIKA oTolxela £Xouy TNV
IKavoTnTa va KatevBuvouy ta
(Ola TN HeTABEOT) TOVC UETA
oTo Yovidlwua

FevvABnKe: 16 louviov 1902 "l Ei
MeBave: 2 ZemteuPplov 1992 FES
Nobellatpwknic j @uotodoyiag: 1983 &
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¢ MEAETN TOL UNXAVIOUOU TOV LWOATKOU XPWUATOC TOU
KAAQUTTOKLOU KOl TNEG KANPOVOWKOTNTAC TOU
e 'Ytap&n dvo yeveTikwy ototyeiwy (Ac kat Ds) pe tn duvatdtnta
V0L EVOWUATWYOVTAL KOL VA ATTOLAKPUYOVTOL 6TO Yovidiwpa




e H avBokuavivn divel To koVpo PlroAeti
XPWUA GTOUG KOKKOUG KAAQUTTOKLOU

¢ 2TAOEPEG UETAAAAYEG OTO YOVIOLO TNG
avOokuavivng 0AolL oL GTTOpOL Xpw
A€UKO

e AGTOOE(G LETAAAQYEG: EMAVEUPAVION
pHoP xpwpatog

!

* Yrap€n Svo yeveTikwy otowxeiwy (Ac Ko
Ds) ue tn duvatotnta va
EVOWUATWVYOVTAL KAL VO ATTOLLAKPUVOVTALL
oTO Yovidiwua

Phenotypes
Pigmented
Cgene — —
(wild type)
Colorless
cm(Ds) [ ——=t—
(no Ac) c-in(D3)
Spotted
/st kernels
¢-m(Ds) |l el LAC.\ ',".".
(+AC) = ...'o.
Spotted
/; kernels
c-m(Ac) ... J [ ] i ’::
Ac £y
¢c-m(Ac)

Figure 14-4
Introduction to Genetic Analysis, Ninth Edition
2008 W.H. Freeman and Company
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H Barbara McClintock mapatripnoe cmaviovg, Tapd&evoug
KOlL LU OVOUEVOUEVOUG PALVOTUTTOUG GTTOPWY GTOUG
QTTOYOVOUG TWYV SLOCTAVPWOEWY TTOL TTPAYUATOTIOINCE

GENOTYPES PHENOTYPES
Chromosome breakage
CSh Wx Ds
o o e
¢ sh  wx
- — 4 Colorless (¢)
Shrunken (sh)
Not shiny (wx) A
Acentric fragment Ac-activated Y Pigmented (C)
is lost. chromosome Plump (Sh)
Ds C breakage at Ds Shiny (Wx)
Sh l
Wx ~
¢ sh wx
= e =
Figure 14-3a

Introduction to Genetic Analysis, Ninth Edition
© 2008 W. M. Freeman and Company

>T1o mapddetypa avtd, n mapovoia tov Ac avaykalel To Ds va amoKkomel Kol TO AKKEVTPIKO
TUAUA TTou dnuovpyeltal xdvetat. To amotédeopa elvatl nuuywtia ya 6Aouvg Toug TOToUG
TIOU XAVOVTOL UE TO AKKEVTPLKO TUAUA, ETUTPETOVTAG GTOUG UTTOAETTOUEVOUG XOAPAKTHPES
VOl EKQPPACTOVV 0TOUG AITOyOVOUE TOU KUTTAPOU TIOL UTESTN avuth TN Bpavon vwplg otny
avdmntugn tov omdpov. MNa to Adyo avtd dnuiovpyeltal £vag Lwoaikog @atvOTuTog.




GENOTYPES PHENOTYPES

c-Ds Sh Wx
¢ sh  wx Colorless
O B ! 2O — background
Ac activates ‘ .
Ds loss from .
Ds Cgene, ®
N l
C Sh Wx
c sh wx
1 L 1
- ! —L I— =
Figure 14-3b
Introduction to Genetic Analysis, Ninth Edition
© 2008 W. M. Freeman and Compary

Y10 mapddelypua avtd, to Ds evriBetal oto C vwpl( kKatd tnv avdmtuén tou omdpov,
KOTAOTEAAOVTAG TNV TTOPAYWYN XPWOTIKIG. ZTn CUVEXELD, OE UEPLKA ATTO TA TTPOKUTITOVTA
kUTTapa to Ds Eapvikd e€agavifetal. AT ETULTPETEL TNV EMAVEUQPAVION TNG QUGLOAOYIKIG
Asrtovpylog tov C Kat oL TePLOXEG am’ Omou €@uye to Ds pmopolv mA€ov va mapdyouv
XPwoTkr. AuTd elvat €va Ttapddetya Tov mwe eva Letabetd ototyelo (Ds) umopel va mapdyet
gvav aotadr @aviTtumo: n €k@paon 0AAA(EL o€ JLOWOPETIKES KUTTOPIKES CELPEG KAl OF
SLOLPOPETIKEG XPOVIKEG OTLYUEG, ylat{ ToTe dev E€pel kKavelg TdTe Ba UyeL TO Ds emLITpEMOVTAS
TO YOV({OLO va EMAVAKTIOEL TNV APXLIKA TOL AgtToupyla.
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AAAnAovyiec evBeonc (IS)

§ew01:n | | Eeworn

Tnp




Ta Tpavonodovia £Xouv avaoTPoPEC ENAKPIEG ENAVAANYEIG Kal

OnHIoUPYOUV OHOPPONEC ENAVAANYEIG EKATEPWOEV TNG B£0NG-OTOXOU

©@virtualtext www.€I'g it0.com

s  ATGCA
I TACGT I

DNA-JEKTNC

DNA-3£KTNG

123456789 I 987654321
123456789 I 987654321

Covidlo TpovcnoCd%

©€0n-0TOX0C

Ouopporn
enavaanyn

Tpavaonolovio

IS1
IS2
1S4
IS5
IS10R
IS50R
IS903

AvaoTtpopn Tpavanolovio

genavainyn

Opopponeg
ENAVAANYEIC

9 bp
5 bp
11-13 bp
4 bp
9 bp
9 bp
9 bp

AvaoTpOQEC
ENAVAANYEIC

23 bp
41 bp
18 bp
16 bp
22 bp
9 bp

18 bp

ngm\mé
HKoG

768 bp

1327 bp
1428 bp
1195 bp
1329 bp
1531 bp
1057 bp

Oupopponn
gnavaanyn
e ATGCA 123456789 mummmmm 987654321 ATGCA s
mmmmn TACGT 123456789 mmmmmmmm 087654321 TACGT IS
Avaatpoen
gnavainyn

Emoyn
oTOXOU

Tuyxaia

Bepua onueia
AAAN o TTT
Bepua onueia
NGCTNAGCN
Beppa onpeia
Tuxaia

Ta tpavomoldvia QEpPouy
AVACTPOWEG ETLAKPLES
eTAVAARPELS KaL SnLLovpyovV
oudppoTeg emavaAnpeL; 6To
DNA mou BplokeTal ekatépwOev
NG B€ong €vBeong. Ze avtd TO
TapAdELYLa, 0 GTAOXOG TOV
tpavomoloviov lvat pa
aAAnAovyia 5 bp. Ta dxpa Tov
tpavomoloviov aroteAovvTal
Ao avAoTPOWEG emavaAiPeLg 9
bp, dmtov ot apBuoi1 wg 9
AVTUTPOCWTEVOLY Ll
aAAnAovyia and (evyn Bdoewv.

Cis-OpAOTIKEG LETAAAAEELG
TLOU ATTOTPETTOLY TN
netdOeon evtomnifovtal ota
dkpa




Ta ouvBeta tpavomolovia
(PEPOLV LOVAODEC IS




Ty

Ztouyeio IS

lMatdBeon otolyetov IS

e S e e E— e e
—

Metaxivnon wg povada
oe uio véa Bgon

A

—_— ——
| —

Fovidiakn Kivntomoinon and cuvOeta tpavortolovia. Ta otowxela IS elvat ot doukol A{Bol pag akoun
To mep(mAokng dourg mov ovouddletal cuvBeTo Ttpavomoldvio, n omola oxnuatiletar dtav €va
otowelo IS ewodyetal ekatépwOdev €vdég 1 meploocdtepwy yovidlwy. Otav ypnoigomolovvtal yla
UETABeoN Ta €fwtepa dkpa Twv dvo otowxelwy IS, emiTpémouy TN UeETAK(VNON OAOKANPOL TOUL
oLvBeTov Tpavomoloviov (Twy dVo otoxelwy IS Kat Twv yovidlwy Tov Bplokovtatl avapesd Toug). Me
TNV Tapodo tou xpdvou, To yovidlo tNng Tpavomoldong oto €va otowxelo IS umopel va xdoeL TN
Agttovpyla tov, peE amotédeoua n Kivnromo(nor touv va Pacifetal MTAEov 0TO avtiotolo yovidlo
Tpavomoldong tov Kwdikomole(tal and to dAAo otolxelo IS.




‘Eva ouvOeTo Tpavonolovio £xel dUo oToixeia IS

EnavaAappavopevn povada IS

AgikTnC
ISL-apioTepa avBekTikoTnTag ISR-O¢kia

W), 4

To IS @eEpel To IS @Epel
avaoTPOPEC avacTPOPEC
ENAVaANYEIC ENAVaANYEIC

Napadeypa: Tn9 IS1 camR  Tautdonueg povadeg IS,
AEITOUPYIKEC Kal o1 dU0
EnavaAappavopevn povada IS

AgikTnC
avBEKTIKOTNTAC

. &

Mapadeiypa ApIoTEPO Aciktne  Acgg

akpo akpo
Tn903 IS903L kanR IS903R

AEITOUPYIKO AEITOUPYIKO
Tnl0 IS10L tetR IS10R

UN AEITOUPYIKO AEITOUPYIKO
TnS IS50L kanR IS50R

UN AEITOUPYIKO AEITOUPYIKO

©virtualtext ww.ergito.mm

‘Eva oUvBeto tpavomoldvio €xel wla
KEVTPLKY] TLEPLOXT] 1 OTtolal (PEPEL DEIKTEG
(émtwg yovidla avBekTikdTNTAG O€
@ApUaKa) Kot TtEpIKAElETAL aTtd LOVADES
IS. Ot LovAdeg €xouv Bpaxeleq avATTPOPES
ETLAKPLEG ETTAVAAAELS. AV OL LOVADEC
£€xouv avt(Beto mpooavatoAloud, ot
Bpaxeleg avAoTPOWEC ETTAKPLES
eTaAvVAANPELS oTA AKPaA TOV
tpavomoloviov e(val TTAVOUOLOTUTIES.

‘Otav ot duo povadeg IS elvatl (OLeg,
orotadrjmoTe umopel va mpowOnoeL
LeTAOeoN.

Otav n pia eppaviel petwugvn
AglToVpPYIKOTNTA, N LETABOeON e€apTdTal
ATTOKAELOTIKA aTtd TNV AAAN.




H avatouia tov cuvBeTOUL
Tpavomoloviov Tns

(a) Tnd
OE IE IE Tnp OE
— —5

——S— ) B ()

IS50L Kan® BleR StrR IS50R

* To tpavomoldvio Tns @epeL ototyela IS o KABE Tov AKpo:
* IS50L 0t0 aplotepd dKkpo Kat IS50R oto de&(
* To €fwtepkd akpo kaBe otowxelov IS cuvpPoAifetatr pe OE kat TO
E0WTEPLKO AKpo e IE
* To dxkpo IS50R €xeL €va AeLTOLPYLKO yovidlo Thp, TO oTtolo KwdIKOoTTOLE(
L evepyo tpavomoldon, evad To IS50L oxt
 Ta Kan® Ble?R kat StrR avtiotoyolv oe yovidla mou TmpPocdidouy
AVOEKTIKOTNTA  OTNV  KAVOAUUK(VN, oTnv  UmAgouukivnl Kal OTN
OTPEMTOUUK{VN avtloTOoLXA.




H avatouia tov cuvBeTOoUL
Tpavoroloviov Tn10

|
ISIOL TetR ISIOR

* To Tn1o @éepeL emtiong otowyeia IS oe kKABe Tovu AKkpo, ISTOL Kat IS10R

* Mobvo to IS10 R pEpel Aettoupylkd yovidlo Thp mouv KwdKomolel yla [a
evepyo tpavomoldon

* To TetR avtiotolyel 6TO YOVIOLO AVOEKTIKOTNTAG OTNV TETPAKUKAIVN




Ta uetaBeta otolyeio DNA petakivouvTal
LEGW OVO SLAPOPETIKWY UNXAVLIO LWV

Two methods of transposition:

= ATTOKOTTA Kall ETILKOAANGN
cut-and-paste) (un
AVTLYPAPLIKOG

UNXAVIoUOG) nsposon Y ‘

= AvTiypacr] Kal
avaouvovacuog (copy-
and-paste)
(avTiypa@kog
HNXAVIoUOC)

1. Cut-and-paste mechanism
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AvTiypagikn dixdha - }
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NpoidvTa HETA TNV avTiypagpn
Kal TV ENIdidpdwon
\J
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ZUVTOVIOUOC TNG
LETABEDONC UE TNV
avtiypaw@n tou DNA

MeTdBeon tov Tn1o 1} Tou Tn5 PETA TO
TLEPAOTLA ULag SLYAAag avTLypa@nG.

H uetdBeon evepyomole(tal amd tnv

mapovoia  nuueBVAlwuEvoyr  DNA,
akpPwg petd tnv avtiypagnd. AuTtd
ouuPaivet  dWdTL n  Tpavomoldon

TIPOCOEVETAL (KAVOTIONTIKA WOVO o€
NUUHEBLVALwUEVO DNA.

To amotéAeoua elvat otL amd é€va
avtlypao oto UNTpké Xpwudowua
KATOARYOUUE UE 4 0TA VO Buyatpikd.

@



Ta tpavomolovia ival

XProlua epyareia

(o) «PvoLLO» QVTOVOUO OTOLYELO

— —

Toavomoldon

||

ey

B) ZVVOETLXO Un AVTOVOUO OTOLYELO

AvOEXTLLOTNTO 0 AVTLBLOTIXO

||

n




EpyaAsia yia tn
OnuLovpyla OLaYOVIOLAKWY
OPYOVIO LWV




MeTtaoynuatiopog puecw P otn Drosophila

(A) Complete P element

Transposase-coding region

” £ -
b =
5 PR
3 ot S

TR Inverted repeats .l

The wings-clipped P element
and the P vector are injected
(B) Transformation with P element together and taken up by the
germ cells. The transposase
from the wings-clipped P

Wings-clipped P e'eme”.L// mobilizes the P vector, which

b e & transposes into a chromosome.

\ Deleted ends of /

inverted repeats :
The P vector can

insert into the
T TR MMMK | senomeatany
R ofialase
\ number of
Inserted DNA in P element different sites.

P vector




MetaBeta aToL e(a ota
EVKOAPUWTIKA YOVL w)pa'ca -
Petpotpavamolovia

Reverse
(@/ transcriptase
Budding ‘ =, Fusion Host-cell
“, {\1 ) chromosomal
= DNA

fo?a

Retrovirus proteins

Integration

Provirus



EuKapuwTIKA yeTtabetd
OTOLYEL

*TA&Nn I: n uetaBeor| Toug anmattel eVOLAUEGO LOPLO
RNA
= TA&n Il: n uetaBeon Toug amattel uovo DNA Katl o

UNXAVIOUOG LOLALEL UE TOV UNYAVIOUO OTTOKOTING
KAl ETILKOAANGNG TWY TTPOKOAPLWTWYV




Betd tdénc!)




H uetdBeon otnyv omoia eUmAEKETAL
uno{’\(pewuxd’n cn'),vewq svéq £VOLAUECOU
Loptov RNA glvat eva OLVOUEVO TTOU
ATTOVTATOL ATIOKAELOTIKA OTOUC EVKOPUWTEC




MOVO 01 PETPOIOI EXOUV EEWKUTTAPIKT) HOPPI)

.IIIIIIIIIIII.

)

OLavarmapaywytkol KOKAoL TwV
PETPOIWV Kal TwV peTpomoloviwy
meplAapfdvouy evaiiayr] avaueca oTo
0TddLo émov ylvetat avtioTpopn
uetaypagn arnd RNA og DNA kal 6To
0TddLo émov ylvetal uetaypagn and
DNA og RNA. Mdvo ot petpoiol umopouv
va oxnuatiocovv LOAVGUATIKA CWUATLA.
Ta petpomoldvia teplopilovtal o€ Evav
£VOOKUTTAPIKO KUKAO.

RNA

ENAOKYTTAPIKOZ
XQPOZ

diguungenm

E=QKYTTAPIKOZ
XQPOZ

PET[.‘]CJ'I'D(; Evirtualtext www.ergit{)_c::mm



ZUyKplon petpotpavemoloviov LTR Kat peTtpoitkov DNA

(o) Petpotpavomolovio LTR

LTR LTR

)— —>

gag pol

(B) Petpotind DNA

LTR LTR

gag pol env

p—

(a) Petpotpavomoldvio LTR: Eva tumikd petpotpavomoldvio LTR @epet eubeleg emavaAnelg urikoug mepimou
300 €wq 500 bp (kitpva BEAN) ekatépwOEY TNG TTEPLOXNG TTOL TTEPLEXEL Ta Yovidla gag kat pol. To yovidio gag
kwdworotel yla pla Soukr] TpwTelvn, yvwotr wg avtyévo e8ikrg ouddag, n omola aAAnAemidpd pe to RNA
oxnuatifovtag €va LOeWESG cwpdTlo. To yovidio pol kwdikomolel yla €va ToAuTenTidlo peydAouv Hkoug, amd tn
dtdomaon tov omolov Ba TpokVYEL pia avtiotpopn petaypagdon, wla tvteykpdon kat pia mpwtedon.

(B) Petpoikd DNA: M{a kVpLa dlaopd avdueoa ota petpotpavoroldvia LTR kat ota petpoiikd DNA elvat dtu
Ta peTPOlkA DNA StaBeTouy yovidia env, vy Ta teEpLocdTEPA peTpOoTPavoToldvia OxL. To Ttpoidy Tou yovidlov
env, ula TpwTelvn Tov @akEAov, elval arapaltnto ya tn dnuiovpyia evég LOALGUATIKOU KOV cwuatiov.

€



RNA = DNA = RNA

RNA
O BloAoykd¢ KUKAOG TOL peTpoiov
T TEEpL?\aLlﬁC'tYEL avtiotpopn ,
HETAYpPa®n l uetaypar] tov RNA yovidupatog
‘ (TR TR | OF §(x7\wvo DNA, rolono(o
BFIJ\IGEHIKO ELOAYETAL OTO yoVvId{wa TOV

EevioTr] woTte va petaypawel o€
KukAonoinon RNA.

EvowpaTtwaon ‘

Mpoiog

MeTaypagn l

RNA

©virtualtext www.€1'g ito.com



= H ueTaypar] Kat To LATLoua evOg Yovidiou
artod(deL éva uéplo mMRNA artd to omolo €xouv
artouakpuVOel Ta tvtpdvia. To uédpto mMRNA umopel
va avTlypawel amd tny avtiotpopn Letaypagdon,
artodidovtag eva avtlypago cDNA xwpig tvtpovia.

*H evowpudtwon avtov tov cDNA oo
XPWHOOWULKO DNA 0dnyel 0To oXNUATIOUO EVOG
eme€epyaougvou YPevdoyovidiov.

= To Yevdoyovidlo avto BplokeTal o€ SLAWOPETIKO
«TEPLRAAAOV» ATTO TO APYLKO YOVI(BLO, CLUVETTWG N
EKQPOON TOL UTTOPE( VO OLAPEPEL ONUAVTLKAL.




Exon 1 Intron 1 Exon 2 Intron 2 Exon 3

Fgf4 gene

Transcription
Splicing

1 2 3
Reverse transcription
Integration

LINE 1 2 3 LINE
Fgf4 retrogene

Abnormal Fgf4
expression




= Tot KOVTA TTOBLA OE OPLOUEVEG PATOEG OKUAWY OWEAOVTAL TN
UETABEON €VOG peTPOYOVLDIOUL.

= To yovi(dLo Fgf4 oTIg TTOWKIAlEG OKVAWY UE HaKPLA TTOdLA
eK@PAleTaL LOVO ATTO TN PUCLOAOYLKN XPWUOCWLKY] TOL BEan.

= 2TIC TTOWKIALEC OKVAWY UE KOVTA TTOdLA, €va avTiypa@o Tov
yovidiov €xeL evowpatwOel otn ueon evog otowyelov LINE peow
pPETPOUETAOEDNC.

= 3TO AVWUAAO TTPATUTTO EKQPACTE ALTOV TOV AVTLYPAPOU TOV
Fgf4 opeldeTal 0 TPOWPOG TEPUATIONOC TNG AVATTTUENG TWV
00TWY KAl T XAPAKTNPLOTIKA KOVTA TTOdLA GE OPLOUEVES PATOEC
OKUAWV




O1 peTpoioi ka1 Ta Tpavonolovia anoTeAOUV TO HICO TOU avOp®@nivou yoviSiopaTog

>TOIXEIO Opyavwaon Mrikoc AvBpwnivo yovidiwua
(Kb)  ApiBuoc  Mooootd
PeTpoioi / peTponoldvia gag pol (env) IR 1-11 450.000 8%
LINES (autovopa), n.x. L1 ORF1  (pol) Gl 6-8 850.000 17%
SINES (un autévopa), n.x. Alu <0,3 1.500.000 15%

) Tpavonoldon 4 2-3  300.000 3%

@virtualtext www.ergito.com

Tpavonolovia DNA

Téooepa €(dn pHeTtaBeTwv oTolXElWY atoTEAOVY GXEQSOV TO GO avBpwtivo yovidlwua.

e To yovidlwa TOV TTOVTIKOU TLEPLEXEL TTOAAOUG EVEPYOUG PETPOLOVG LLE
IKavoTnTa op{dvtiag LOALVENS

e To yovidiwua Tov avBpwou dev TTeEPLEXEL EVEPYOUG PETPOLOVG: Emanayv
va elvat evepyol ~50 EKAT. XpOVvLia TTPLV

* Ouwg, meplexeL evepyd Un-LTR petpotpavomolovia (L1)

L




* Mapd tnv Vtapén meEPLOCOTEPWY ATTO 500,000
avtypd@wyv uUn-LTR petpouetadetwy (L1) oto
avBpwTtivo yovidlwua, Ta teplocoTepa lval
adpavn] e€altiog onuUelakwWy LETAAAAEEWY,
avadlatd&ewy N eAslLUATWY. MOVO €va LWKPO
UTTOGUVOAO 80—100 TETOLWY CTOLXE(WY elval EvepyO
o€ €vav AvBpwmo




2T TEPLOCOTEPA YOVIOLWUATO GUVAVTWVTOL
rmoAvaplBua uetabeta oTolyela

Petgotoavemolovie PerpotoavoTolovia Metobeta
Eidog Kown ovopoocia LTR un LTR otovyeia DNA
Saccharomyces cerevisiae Mayd 100,0 0.0 0,0
Dictyostelium discoideum MuEopmmnrag 45.8 38.5 15,6
Caenorhabditis elegans NNUOTOONG GAOANAOG 1,7 6.9 014
Arabidopsis thaliana AQupLooym 46,0 5.0 48,9
Drosophila melanogaster Mo ELOLoV 69,2 22,7 8,1
Homo sapiens AVOQMITOS 18.6 75,2 6,3
Oryza sativa POCL 56,2 3.7 40,1
Zea mays AQUPOOLTOS (HOACUITOAL) 05.0 1,7 3.3

Ta TOGOO0TA TWVY SLOPOPETIKWV OLKOYEVELWY HLETAOETWY GTOLXE(WV TE SLAPOPOUS OPYAVLITLOUG




Ta peTa@etd oToLKEI GLVIGTOUY £va LEYAAO TTOGOGTO TOL YOVISLWUATOG,

A0Bnog yovidlov % Tov YOVIOIOUUTOS

Fovidiona TOV ZOOLXOTOLOVY  TOVU GUVIOTUTUL OTTO

Eidog Kouw1 ovopaoia (Mb) TOMTEIVEG NETCOETA GTOLYELC
Saccharomyces cerevisiae Mayid 12 5.773 3
Dictyostelium discoideum MuSounntag 34 9.000 10
Caenorhabditis elegans NNUATOONG CAMANAOS 100 18.400 6
Arabidopsis thaliana Aouf ooy 125 25.498 14
Drosophila melanogaster Marya ELOLOV 180 13.600 15
Anopheles gambiae AVOXPEMC HOVMITOC 278 13.000 16
Takifugu rubripes EL00C PaQLov mov OV 400 38.000 2

VITAOYEL 0TV EALGOO

Oryza sativa POCL 400 37.544 35
Zea mays AQUPOOLTOS (HohouTOxL)  3.200 50.000 60
Homo sapiens AvOomog 3.000 25.000 44
Mus musculus [TovTinog 2.500 30.000 40
Hordeum vulgare Kot0daoL 4.800 40.000 70




Alu petpooTtolyeia

= Ta petpooTtolyeia Alu amoteAoUy TTEPITTOL TO 11% TOL AVOPWTILVOU
YOVIOLWUOTOG

= To Ovoua TTPOoEPYETAL ATt TNV OLOTNTA TOUE VO TTETTTOVTAL OO TO
TLEPLOPLOTIKO €v{LLO TTOV TTPpOEPYXETAL aTtd Tov Arthrobacter luteus
(Alu: AGCT).

= Ta petpootolyeia Alu avrikouy otny owkoyevela Twv SINEs.

= Ta Alus £xouv UNKOg TTEP(TTOV 300 bp KL TTEPLEXOLY APLOTEPA KAl
Oe&La povopuepn.

= Ta Alus eumtAekovtal o€ avaocuvduacsuoug Le dAAa Alus KaBwg Kat
TWV YELTOVLKWY TOUG TLEPLOYWV.

= Ta Alus dev KWBLKOTTOLOVY TNV AVTIOTPOWN LETAYPAPACT] KOl
ETTOUEVWG €(val Un-avtovoua oTolyela. Na tnv evepyormoinor] Toug
n avtiotpopn yetaypawdon mpemnel va 000l amod eva LINE.




Ta tpavorolovia TPOKAAOUY
avaolataéeic oto DNA




O avaouvduaopOoC avapeca O OHOPPONEG

enavaAnyeig eEaleipel To peTa&u Toug DNA

OpOppPONEC ENavaAnYelg
OO BOSIIIS |
. O1 oOpponeC enava-

X Anwpeic (euyapwvouv
===
l Me avaouvduaouo,

TO NETAEU TWV €na-
vaAnyewv DNA
eAEUBEPWVETAl WC
KUKAIKO HOPIO

T
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S

O apoBaiog avacuvduacuog
AVAUECO OE OLOPPOTIEG
emavaAnyelg e€aAeipel to
VAKO avdpead toug. Kabe
TPOLdY TOv avacuvduaouov
EXEL EVA aVTIypao tng
oudppomng emavaAnng.




O avaocuvduaoHOG avAPEDT O AVACTPOPEG

eNavaANYEIG avaoTpEPe To HETAEU Toug DNA
AvaoTpoQEeC ENaVaAnWeIC

-

\}}}}}}}1

X

=
l

-

AVECTPAppEVN NEPIOXN

=<1

O1 avaoTpoPeg
ENAVaAnQeIC
{euyapwvouv

E<xx11lllll
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O apotBalog avaocuvduaoudg
avdaueoa o€ avAoTPOWES
eTTAVOAQWELS AVAOTPEPEL TNV
TLEPLOYN] AVAUETA TOUG.




Ta Alus eumtAgekovTal o€ avOPWTILVES TTAONOELG

* OLEloaYWYEG TwV oToElwY Alu cuxva dlagTovy yovibia Kat
WG ATTOTEAEC LA KATAANYOLV OE KANPOVOUNOLUEG 0LCOEVELEG.

= H tpwtn avagopd avacuvduacuov ue fdon otowxeia Alu o
OTLO(0G ETMEPEPE LA ETIKPATH], KAnpovoulonun tpodlabeon
yla Kapk(vo itav pia ava@opd Tov 1995 yla hereditary
nonpolyposis colorectal cancer [ Nystrom-Lahti].

= OLeTOUEVEC A0OEVELEG TOVL AVOPWTTOL EXOVY CUVIEDEL UE
ELCAYWYEG oTOLYELWY Alu:

= Kapk(vog Tov 6triboug

= apkwua tov Ewing

= OIKOYEVELOKN uTtEpXOAnoTEPOAaLUa
= AlopAia

= Neurofibromatosis

= Diabetes mellitus type Il




(a)

Etovia

ZToIXEIQ
Alu

(B)

. AlgpepBpavikn enikpaTela
LDLR Mpoodeon LDL

i IR D) ) 1) D I B B et
T e T AT o VR T D T R ) e

U IR ERININERD)IENIE IR IR DR

[Ipoodévetal ) LDL aAAd Sev eloEPYETAL GTO KUTTAPO, UE ATIOTEAECUA TT) CUGCWPEVGT XOANOTEPOANG OTO Alpo

LDLR - AoBeviig 2 'EM,ﬂilpa
1 2 3 4 56 78 910 1112 1314 15 18

( /INEREI RN D) RN

EAAewm Stapepfpavikng emikpdatelag Tov LDLR pe amotéAeopa v e€aywyn Tov amd To KOTToPOo

AavBaguévn subuypaudIon TOV XPWHOTHHATOV

i - - )

X
L = - )
lA"“"’”"a”“"“""? O avacuvéuacuog avaueca oTa
Aladoyikoi dinhagiacpoi kal eAAeiguaTa GTOlXEia A’ u TCPOKGAE( pETaAAaYéC oTo
TS = | yovid1o tou Kwdikomolel Tov

O + | LTtOSOXEa TNG ALMOTIPWTELIVNG XAUNARG

s ntukvotntag (LDLR).

@



Ta ueToOeTA oTOLYElQ ELVaL
OUVATOV VO TTPOKAAEGOLV
LETAAAAEELG




=2 TOV AVOPWTTO EXYOLY XOPAKTNPLOTE( VEEG EVOETELC
PETPOTPAVOTTOLOVIWY GE ~50 UELOVWUEVEC
TLEPUTTWOELG 34 OLAPOPETIKWY AGOEVELWV.
= AlpoAia
= Muikr} dvotpopla
= 3-BaAacoaluia
= O&ela 0ALKN AVOCOAVETIAPKELQ

=2V LLE TIG TPEXOVOECG EKTIUNOELG, 1 OTLG 600

LETAAAQYEC OTOV AVOPWTTO OWE(AoVTAL OE EVOETELS
peTpoTpacvitoloviwy




Kevtpouepn

TeAouepn
Mikpodopuopol



Kevtpopepn

Cell Chromosome

P ——-y

DNA

Chromatid




Kevtpopepn

Interphase  Metaphase Anaphase  Cytokinesis
Nucleusa

Centrosome

Centromere

@@

) ><>é

Chromosome

Next interphase

Oy

Daughter cells
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MeTa@aolko
XPWUOOWUA

Cohesin

proteins Chromatid

Centromere
region of
chromosome

<

X\

Kinetochore

Kinetochore
microtubules

Metaphase
chromosome @



H doun tou
KEVTPOUEPOUG
EVOG aVOpWTLVOU
XPWHOOWUATOG

higher order repeat
| L

|
[ =] . [ centromere
= f DNA

o satellite DNA monomer
(171 nucleotide pairs)

(A)

centric heterochromatin
| |

kinetochore on
centromere

spindle
microtubules

kinetochore inner plate,
formed by kinetochore
proteins bound to
o satellite DNA

kinetochore outer plate

(B) formed from special proteins @

heterochromatin, formed on
o satellite DNA




a
Heterochromatin # CEN chromatin 4 Heterochn

000000000000 000000000000!
-

a-satellite DNA

b CENP-A H3-K4diMe H3-K9Me

|

Microtubule '




Human Centromeric DNA: Higher Order Repeats

Narrow Range of Percent ID: 94% - 100%
Multi-monome-ﬁc—%’cepezt—k)nk_

“Higher Ogder Repeat”




~125 bp

5. cerevisiae BRI CDEW ] COEM
cnt: central core
imr: innermost repeats

otr: outer repeats
~40-100 kb Tel.: telomeric DNA
I centromeric regions

S. pombe S S % ¢
p & ﬂ F pericentromeric regions

~ ~— - T - T -
oftr core oftr
~400 kb
D. melanogaster AATAT repeats | CICITrepeats _»
~6 Mb ~600 kb
M. musculus T majorsatelites "> [ minor sat.» [ el
~0.1-4 Mb

H. sapiens T satellites Iy a-satellites A satellites Il




CDEI CDEII CDEIII
ATCACATG
G G 78-87bp; 87-98% AT | TGTATATGATTTCCGAAAAAAAAAAA

T T T C TT

Budding yeast (S. cerevisiae) centromere DNA
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To tpoBANpX TWV AKpwWV

LA
Lagging strand - *
DNA synthesis . e ¥
ANA primer = ‘¢ Parent strands
5
Leading strand SN Chromosome end
DNA synthesis
3

TEsEEn isRERn ssgsaEn 5

Polymerase '_ Pn‘mef/ ~ ——
—_—

7
5!
3

oo L) .
Ligation ~~ R e Poom
Gap fill-in
"
5
3+ Gap cannot be filled because
/ 8 | 4= Primer has no place to attach on
Shortened end " the other end.




To poBANHA TWV AKPWV

’ &
- s EE:*'
"\--l"-ﬂ ¥ . B ]
oo et
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Chiomosoma

Telomernes, end caps that
protect the chromosome

As cells divide over time...telomeres shorten, and eventually cell division stops.

©



Chromosome

> -

Telomere length of an infant.

Chromosome
Ny
SIFTIIEIIINE m lllll zd

Telomere length of an adulit.

Chromosome

Telomere length of a teenager.

Chromosome

Telomere length of an elderly adult.




H AVon

A

End is unreplicated Missing DNA on
lagging strand

5

caagccel
E!Ehummsmm

Telomerase with its
own RNA template

Telomerase extends unreplicated end

C|CJAJAjulC|C|C

-

&=

am

o=

=
(&3]

RNA primer

CGAAUCCG

DNA polymerase Sliding clamp

s < -y

Abundant telomerase as cell divides
(eereeterceereceeee

(T
(T
(ACEOrLeeceeconeo

Addition and
shortening stay
balanced

(UL
(UL

COUREOECLOCceceeteo
(T

AT

(HOROOEOOceceeeeote

Cells keep dividing
Most human cancers

C

Insufficient telomerase as cell divides
(L CCTE LT

(UG

(o

(
L
-— - -

(T
(LI

'

Cell division STOPS after a delay
Senescence; cell malfunctions; genomic instability
Mitochondrial malfunction, pro-inflammatory,
tumorigenic factors



Mikpodopu@opol

{:}—» Primer 1
i
CA CA CA <= Primer2

)
CA CA CA CA

) e
CA CA CA CA CA

1 7 I+ 1 [ ] |
CA CA CA CA CA CA




(GT)n (AC)n (AG)n

-
‘ml -‘— 1 ’-- 1 -; l L 1 l- -”l 1 1 n’” ;
CATCGACACATAGA’ 1 AGATAGATAGATAGATA
130 140 0 L8l
1240
992

T




Alleles

—
#1 —ee CACACACACACACACACACACA

—_—
H2 — CACACACACACACACACACACACACA

—
#3 CACACACACACACACACACACACACACACA

Genotypes
1/1 2/2 3/3 1/2 1/3 2/3




Mikpodopu@opol

= Short Tandem Repeats
= EtavaAnipeis 1-7 bp
= Tuxaia Kat evpeia Katavoun ota yovidlwuata
= |dlaitepa petaBAntol tomot
= Avvatotnta evioyvong ueocw PCR
= JUVETUKPATEIG X0 paAKTAPES, dNAadN elvat eppavei( oL eTePOlUYWTES




(a) EEovio 1 I

vTpOVIO

EEOVIO 2

EEGvIO 3

rovidio | [ IvTpoVIo |
eaivC T ——— — ]/~

Téooepig Sladoxikég enavarfyers [N

=

C:I'K;\AGCTGGAGGTGGGCAGGAAGGACCGAE@T Enavainyn 33 bp

(B) ‘ATopo A

(R

- w/ [T y/m jf:uﬁ,t
j/:f_f:/t I —

T — ],
j/i?_tjﬁ / . ; [

VNTR II

Atopo B

T — ),
7= : /=

t t

; L ‘L ; ; 1L + / L Y /

/ | 7/ / | / | | /

/ 7 / / 7
VNTR III 7 / / / /
j/ | / / [ 1 / | /

! A Jr / ! I A ! A 1r /

| i J
[y Ny N
A B C




MoptlaKkr TavTomoinon

® © -
o
g 5 B 3
Core sequence Mother’s alleles ° = - c
A , = O | o

v 5 — R TETITETIR—

- 2—3 2
Locus 1

LA~ = = = =
e — 3 AT TR

Locus 2

NS I
) 11— TR

Locus 3 Number of minisatellite repeats DNA fingerprint




XPNOLULOTIOLE(TAL OF...

* [TANBUVOAKEG KAl EEEALKTIKEG UEAETEG
= Alepevvnon eyKANUATwy

= Av(xvevon tatpoTnTag

= [1pOGOLOPLOUAG KATAYWYNS

= Avayvwplon Buudtwy




To FBI xpnoLuomoLel 16 SLOQOPETIKOUS UKPOOOPUWPOPLIKOUC OEIKTEG yLaL TNV

TAUTOTO(NOT OTTOLOLIATIOTE ATGUOU GTOV TTAQV TN

AoBuog

I'evetizog tomog Emavainym ariniounooypmv FBI FSS Interpol
D2S1338 [TGCC][TTCC] 20 v

D3S1358 [TCTG]||TCTA] 10 v v v
D35S818 AGAT 10 v

D7S820 GATA [1 v/

D8S1179 [TCTA]TCTG] 10 v v v
D13S317 TATC 8 v

D16S539 GATA 8 v v

DI18S51 AGAA 15 v/ v v/
D195433 AAGG 19 v

D21S11 [TCTA]TCTG] 69 v v v
CSF1PO TAGA 15 v/

FGA CTTT 19 v v v
THOI TCAT 7 v v v
TPOX GAAT 7 v

vWA [TCTG][TCTA] 10 v/ v/ v/
ANehOYEVIVN 106 bp/112 bp 2 v v v

= H ouvovaoTikn mlBavétnta omolovdiTToTE ATOLOU VA EXEL EVA CUYKEKPLUEVO cLVOLACTUO 13

LWKPOSOPUWOPIKWY aAAnAoudppwy elivat 1/840 TploekatoupLpLal!!!

= IkeTel(te 4TI 0 TANBLOUAG NG YNG elval ~7,6 SloekaTopUPLA

@






