Mwc Aettoupyel n €€€ALEN;

MetaAAayn kot MNowkihopopdia

H A€oV eVTUMTWOLAKN TIAPATPNCN OTNV EEEALKTIKN YEVETLKN €ival OTL oxe60V OAoL oL TAnBuopol OAWV Twv LdWV
neplExouv adBovn yeveTiki motkitAopopdia.

H mow\opopdlia:

» Amnote)el To otdpt mou tpododotel To PUAO TNG
g§eAENG

» Anuwoupyeital pEow evoc cuvduaouou:

* MetaAAaywv, Tou amote el aAlayr] TOU YOVIOLWHOTOC
LETOEL YOVEWV KOl amoyovwy (amo amAec aAAyEC
BAaoewVv EwC UKPEC avaoTpoPEC, SUTAaoLaooUC Kot
eMelpPOTA | XPWHOOWHATIKEC AANAYEC OTIWC METAOEDELC
KOlL TO OXNMUATLOMO TTIOAUTIAOELO WV)

OL avBpwrol yupw pag dStadpEpouv oTo
XPWHO TWV MOAALWY TOUC, OTO OXNUA TNG
HUTNG TOUC, OTO MAKOC TwV SAKTUAWV TOUC
KOl LE QLUETPNTOUC AAAOUC TPOTIOUC.

* KOl YEVETLKOU avoicuvéuacpou (Kuplwe tou pUAoL oToUC
EUKOPUWTEC Kal TNG opllovtiac yovidlakng petadopdc ota
Baktrpla KoL Ta apxaia) mov dnuLloupyel veéa mpotuma
QVAUELENG KOL CUYKEPAOHOU TTOLKIAOTNTOC aTto SLAPOPEC
VEVEOQAOYLKEC YPOLULLEG.



Ta KEVIPLKA EpwTAMOTA OTNV €EEAL-

KTLKN BLoAoyia mepltAapBavouv:

e TLOlatnpel TNV mowk\opopdlo;

e KOl TTWC N TtoLK\opopdla
SlapopdwveTal amo tnv emnloyn
Kol AAAOUC €EEALKTIKOUC
TIOLPAYOVTEC;

H katovonon tou TpOmou E TOV OTtolo TTOLKIA-
AOUV T XOPAKTNPLOTLKA KOl TOL YOVIOLOL KOLL TTWG
KAnpovopeital autn n mowkthopopdia gival
BepeAlwdng yla tnv Katavonon tng e€EALENC.

H yeveTIKn oG TIapEXEL ETILONG LA TEPAOTLA
nAnpodopia ya tnv wotopia tn¢ wng otn 'n Kot
yLOL TOUC €EEALKTLKOUC TTOPAYOVTEC TToU SpOUV o€
(wvtava ion.




O UNXavLopOG TNG KANPOVOUNGNG

To YeVveTLkO UALKO oxedOV OAwV Twv opyaviopwy otn ' sival to DNA. (Oplopévol ot xpnotpomotouv RNA avti

DNA). OA6kAnpo to avBpwrivo yovidiwpa amoteAeital amnod 3,2 dioskatoppupla bp.

To YEVETLKO UALKO €VOC opyaviopoU petade-
PETOL ATIO £VA ] TIEPLOOOTEPA XPWHOOCWLOL-
Ta.

Toa yovidia (genes) sival TpApaTa Xpwpo-
CWHATWYV TIOU eKTEAOUV pLa Asttoupyia. (To
avBpwrvo yovibiwpa €xeL mepirov 20.000
yovidla mou kwdikomolouv npwreivec).

Ma va dnuoupynoet pia mpwteivn, o
KUTTAPLKOC HNXaviopoc Stafalel to DNA
€VOC yovidiou og opadec TpLwv Bacswy,
mtou ovopalovtal kwdkovia ( codons). O
YEVETIKOG KWOLKAG (genetic code) eival éva
oUVOAO KOVOVWV TTIOU CUOYXETLLEL TA KWOLKO-
VIOl LE TOL ALULVOEEDL TIOU QVTLITPOCWTTEVOUV.

M

Mpwro ypappa

>

Aeutepo ypappa

T C A G

TTT @aivuh- T TAT 1uo00i TGT -
) poaivn Kuoteivn
TTC ahavivn TCC Tepivn TAC TGC
TTA  Acucivn TCA WY AH=H (. NH=H
TTG Tee TAG FUEY TGG Tpumogpévn
CTT ccT E:g loudivn cGT
CTC . CCC : CGC )
A

CTA Agukivn CCA MpoAivn CAA | CCA pyIvivn
CTG CCG CAC 'houtapivn | GG
ATT AAT . AGT '
ATC  looheukivn :Ez AAC Aonapayivn AGC Yepivn
ATA Opeovivn

MeBsiovivn; e G Aucivn . Apyivivn
INCl o ppy | ACC AAG AGG  PY
GTT GCT gi;':' Aonaptiké e

ofu

Qe BaAivn e Ahavivn : GGC myivn
al GCA GAA Noutapikd GGA
GTG CCG GAG ofy GGG

H OLKOPLEVLKOTNTO TOU YEVETLKOU KWK armoTeAeL Loxupr €voeleén otL 0An n {wn eéeAixbnke amnod €vav povadlkd Koo mpoyovo.




MetaAlayeg o€ Eva KwOLKOVLO TIoU
dev petaBaillouv Eva apvolu, yla
napadelypo ano GAG oe GAA,
ovopalovtal CUVWVUHEG (synony-
mous) 4 ‘ocwnnA&g’ (‘silent’).

AvtiBeta, oL petaAlayEC o€ Eva
KwSLKOVLO TIou petaBaAlouv éva
apLvoél, onwc to GAG otnv GTG,
ovopalovtal pn CUVWVUHEC (non-
synonymous) | ‘avtikataotoon’
(‘replacement’)].

Kwdikovio: 5 6 ¥
DNA aMndouxia: 1 CCT | | GAG | | GAG |

B-Aipoopaipivn: @:( Glu ):( Glu ):

el CCT [l GAA Ll GAG L . CCT B GTG B CAG
( Pro )= Glu J==( Glu ) ( Pro )m==(_ Val J==( Glu )=
Quoioloyiko Apenavokuttapiko
epubpo epuBpo aipoopaipio
aipoopaipio

OL un cUVWVUHEC HeTAANOYEC 0ONYoUV o€ evOLODEPOUTEC EEEALKTLKEC

OUVETIELEC.



Ta yovibla amote AoV HOVO €val LLKPO UEPOC TOU YOVLISLWHOTOG OTOL EUKAPUWTLKA KUTTAPA. 2TOUG avOpwroug, yla
napadeyua, to 98% tou DNA dev KwOLKOTIOLEL KavEVA yovIdLaKO Tipoiov. Eva pikpo KAAGpo autol Tou pn Kwdikomot-
ntwkou (noncoding) DNA sninpedlel to nwce ekppalovrtal ta yovidla kwdikomoinonc.

Ynokivntns  E€wvio Eowvio E€wvio Eocwvio E€wvio
DNA 5’ Ol A ] | B C 3’
Omnwg KoL 0 YEVETLKOG Metaypaon

KWOLKOC, O KUTTOPLKOG
LNXOVIOUOG Yo TN Pre-mRNA A | B | C
netaypadn tou DNA ko

N petddpacn tou EvaAAaktikd patiopa

MRNA eivat oxedov
KBOALKOG € OAOKANPN

™ {wn otn n.

mRNA 1 A B A C mRNA 2

Metagppaon

MNpwteivn 1




Ta pEAN evoc mAnBuopou dtadepouv eupewc otnv aAAnAovyio tovu DNA Kol Twv ITPWIEIVWV

» MexpL ta péoa tng dekaetiog tou 1960, To TOGO TNG YEVETLIKAG TIOLKIAOpopPLlag Sev ATAV YVWOTO OKOMN KOL YLOL TOUG
TILO KOAQ HEAETNHEVOUC OpyavLIopoUC (.., AvBpwTto Ko Drosophila).

» OL péBodoL TNG KAAOLKNC YEVETLKNG Kol TNE Bloxnueiag pmopovuoayv va eviomnicouv motlkiAopopdia povo tuxaia, o
OUYKEKPLUEVA XOPAKTNPLOTIKA CUYKEKPLUEVWVY OPYAVIOUWV (TT.X., OpAdeC alpatog i opatol toAvpopdLlopolc).
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Ta mpOTUTIAL OOTPAKWY OTO
oaAwykapt Cepaea nemoralis
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Mn peAavIKO MeAaviko

O peAQVIOUOC OTNV IaoxaAitoa,
Adolia bipunctata



Yuxvotnto aAAnAopopPpwv

» Oplopeva aAAnAopopda eivatl oAU omavia. MNa mopadeypa, Eva ano ta cAANAOpopdo TTou MPOoKAAEL aAPpLopo
oupPaivel pe ouyvotnta nepirmouv 0,0002 otouc Eupwrmaiouc.

» AN aAAnAopopda spdavidovral og oAU vPNAOTEPEC oUXVOTNTEC. 2TIC HVWHEVEC MoAteleg, N cuyxvoTnTa TOU
aAAnAopopdou tumou A aipatog eival epimou 0,4 (6nAadn nepimov 40% Twv AtOpwY Tou TANBuopoL pEpouv
aUTO T0 aAANAOHOPDO).

AA,
OL ocuxvotnteg aAAnAopopdwV KoLl OL YOVOTUTILKEG OUXVOTNTEG.
Y€ QUTOV ToV MANBUGCUO, N YOVOTUTILKI) OUXVOTNTA TOU opolu- AA
ywtn A:A:givat 1/2, n yovoTuTiLkl CUXVOTNTO TOU £TEPOLUYWTN Ui
A:A:glval 1/4 Kall N yOVOTUTILKH CUXVOTNTO TOU OpOluyou A-A:
glval 1/4.
AA, A4A;

Agka amo ta 16 avtiypada tou yovidiou ivat to aAAnAopop-
do A;, eEMOPEVWCE N ouxvotnta aAAnAopodpdou tou eival p =
10/16 = 0,625.
AA, A4A;




NoukAeotidiky mowkitAopopdia (nucleotide diversity)

» Amotelel pla €vvola TNG LOPLOKAC YEVETIKAC TTOU XPNOLLOTIOLELTAL YO TN METPNON Tou Babuov
TIOAULOPPLOHOU EVTOC EVOC TANBuoOU.

» To UETPO aUTO opileTol WG 0 HECOC 0POC TWV SladopwVv VOuKAeoTIOlwY ava BEon petaéy SUo aAANAoUXLWV
DNA o€ 0Aa ta duvatd {evyn delypdtwy o€ evav MANBUoUO Kat cupBoAileTal pe .

» Ymnoloyiletal ano tn oxéon:

m = E $iiﬂjﬂ'1‘j
1]

omou, Xt Kot Xj oL ouxvotnteg epdavionc Twv aAAnAouxLlwy L Kal j ctov mTAnBucuo,
Ty 0 aplOuoC Twv dLadopeTkwV VOUKAEOTIOLWY ava B€on petaéL Twv aAANAOUXLWVY L KL j .



Napadslypa

Qavtaocteite évav mAnBuoUO oTov oToio untdpxouv técoepa aAAnAdpopda vog UIkpoU yovidiou. Xpnolpomowwvtag tTnv akéAoudn otoixion twv
TECOAPWV OAANAOUXLWV KaL TIG CUXVOTNTES ERdaviong Twv aAAnAopopdwv mou umodelkvuovTal,

seq # alignment freq
1 ATCGTTCAGG--TCTTGGACATTAAGACAAAAAACATGCATAGCAT 0.40
2 ATG-ACAGGGGGTCATGGACAATAAGTCAA----CATCCACAGAAT 0.08
3 ATA-ACAGGCGGTCATGCACAATAAGTCTA----CATCGACAGAAT 0.02
4 ATG-ACAGGGGCTCTTGGGCAATTAGTCAG----GATCCACAGAAT 0.50

uTtoAoyloTe Tn VOUKA£OTIO KN TIoLlkAopopdia otov mAnBuaouo.

H voukAeotidkr motkilopopdia ivat To ABpoLopa Tou X; X; T; 0 OAEG TLG CUYKPLOELG avad Geuyn, omou X givat n ouxvotnta kabe aAlnAopopdou kat
1; €lvat N VOUKAEOTLS LKA TIOLKIAGTNTA yLa omolodrmote {euyog aAAnAouxiwv.

To m yla kaBe Levyog aAAnAoUOPPwWVY LOOUTAL LIE:

seq 1 pe 2: 11/39 = 0.28
seq 1 upe 3: 14/39 = 0.36
seq 1 upe 4: 14/39 = 0.36
seq 2 ue 3: 4/41 = 0.10
seq 2 ue 4: 6/41 = 0.15
seq 3 ue 4: 11/41 = 0.27

Kall N VOUKAEOTLOWKN TolKAopopdia oTtov MANBUGHO LlooUTOL HE TO ABPOLOUA TWV TTOPAKATW:

(0.40) (0.08) (0.28) + (0.40) (0.02) (0.36) + (0.40) (0.50) (0.36) + (0.08) (0.02) (0.10) +
(0.08) (0.50) (0.15) + (0.02) (0.50) (0.27) = 0.09



Prochlorococcus
Tetrahymena thermophila
Salmonella enterica
Legionella pneumophila
Hegﬁccvbactgf;ﬂorqxu
Neisseria meningitidis
Escherichia coli

Vibrio cholerae
Enterococcus faecium
Cryptococeus neoformans
Campylobacter jejuni
Cryptosporidium parvum
Saccharomyces cerevisiae
Chlamydomonas reinhardtii
Dictyostelium discoideun
Neurospora crassa
Streplococcus pyogenes
Pseudomonas aeruginosa
Giardia lamblia
Toxoplasma gondii
Trypanosoma cruzi
Leishmania donovani
Drosophila spp.
Encephalitozoon cuniculi
Artemnia franciscana

Zea mays

Caenorhabditis spp.
Arabidopsis thaliana
Ciona intestinalis

Silene spp.

Crassostrea virginica

Anopheles spp.

Strongylocentrotus franciscanis

Pinus sylvestris

Fugu rubripes

Hordeum vulgare
Plasmodium falciparum
Oryza sativa

Ficedula spp.
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Pan troglodytes

Mus musculus
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NoukAeotidikn motkihopopdia ()
0€ €va eUPU GACUO OPYOVIOULWY

H voukAeoTiOIkn mowkiAopopdla eival
uPNASGTEPN OTOUC IPOKAPUWTEG, XAUNAOTEPN
OTOUG LOVOKUTTOPOUGC EUKAPUWTEC KOl OLKON
XOLUNAOGTEPN OTOUC TTOAUKUTTAPOUC EUKOPUWTEG

Ytov avBpwro, n mBavotnta pia tuyaia endeyeioa
VoUKAgoTIO LK B€on va eival etepoluyn eival it~ 0,0008,
Evw otn D. melanogaster, autr n HETPNON €lval pa taén

[poayedpuTa

FmrovbulmTd

pneyéBouc unAotepn, m~ 0,01.



OL opyaviopoL pe ta peyaAUTEPA YOVLIOLWHOTA TTOU 0UVNBWC £XOUV MEPLOCOTEP YovioLa
TELVOUV va €XouV XapnAOTePnN VOUKAEOTLIOLKN MOoLKIAopopdLa.
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MéyeBog yovibimpaTtog (Mb) 1 10 100 1000

MéyeBog yovibiwpaTog (Mb)

Ta dedopéva armod ta Baktripla Kol Ta apxoio mapouoldlovtol e UITAE.

H mowkhopopdla eival peyadutepn o emninedo eldouc mapd OToV LETPATE PLECA OTOUC
TOTiLKOUC TAnBuopouc.



H yevetikn molkilopopdia eival peyalltepn ota mLo moAvaplOua i6n

H av&énon tn¢ notkhopopdiag amo ta BnAaoctika, peExpl tn Drosophila kat ev cuvexeia tnv E. Coli eival cuppatn pe
uia enidpaon tng avénong tou peyebouc tou mMAnBuaouoL.

Ou e€atpetika pikpol mAnBuopot prmopel va dtabgtouv pkpr n kaBoAou mowkilopopdia.

Nop’ 6N avutd, pikpotl mMAnBuopol pmopel va eival e€atpetikd svpeTdfAntoL.

Mo mapadeypa ol Baddooilot
eAédavteg, TTou Kuvnynodnkav
oxedov pexpL e€adavicewc ota
TEAN Tou 190u awwva, dev
gudoavifouv Kapia molKIAOop-
dila o€ 24 TOMOUC IOV
KwdLKomoLouV mpwreivec.

Mo mopAd ey, Evog
MANBuUoUOG Alywv
gKATOVTAS WV TtpofATWV
Soay 0TO QIOUOVWHEVO
vnol Hebridean tou Hirta
TEPLEXEL TTOLKIAOpOp L
oto aAAoEVIV A KOL OTOUC
Hikpodopudopouc ou dev
glvoll TTOAU HLKpOTEPN OO
EKELVN TWV AypLwV
nMANBuouwv TPoATWVY TNG
NTELPWTLKN G EVOOXWPOLC.




2YTKPIZEIZ THZ NOYKAEOTIAIKHZ MOIKIAOMOPO®IAZ
2E AIAOOPETIKA MEPH TOY TONIAIQMATOZ

MNpwTtapxlkn mapatrpnon: Ot aAAayEC TTou €XOUV TNV EAAXLOTN
enibpoon otov opyaviopo ivat o mlavo va epdavilovtol we
oAV pHopLopol.

AUTOG 0 KaVOVaC LOXUEL yLa OAa oxeSOV Ta MPOTUTIA TTOU PAEMOUUE
O€ OUYKPLOELG HeTOEL YoVISLWUATWV.

Mo T KwdLKES aAAnAouyiec Tou avBpwrou, n HESN VOUKAEOTLOLKN
TiolkIAopopdia yia ekeiveg TIG aAAayYEC TTOU PETABAAAOUV TNV MPWTEIVLKN
aAAnAovuyia (LN cUVWVUPEC) elval LLKPOTEPN OO TO £va TPLTO O€ OXEoN
LE TLC CUVWVUUEC BECELG EVTOG TNG KWOLKAC aAAnAouyiac.

H mowilopopdia otic pn KwdLKEC TEPLOXEC IOV Bpilokovtal SimAa ota
yovidla elval onpaVTIKA XaAUNAOTEPN OE OXEON LE TIC CUVWVULEG BEDELG,
oAAQ UPNAOTEPN OE OXEON LE TIC N CUVWVULEG, uTtodnAwvovTag OTL
OUTEG €XOUV KATola AsLtoupyia otn yovidlakn pubuion.
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Ol MEPIOXEZ MOY BPIZKONTAI KATQ AMNMO YWHAOY2 AEITOYPTIKOYZ NMEPIOPIZMOQOY2
EMOANIZOYN XAMHAQOTEPH MNOIKINAOMOPOIA.

» Tovidla mou umapyouv w¢ povadika avilypada telvouv va eival Alyotepo petafarAopeva am’ OtL ta
LEAN TWV YOVLOLOKWY OLKOYEVELWV.

» Ta yovidia “kuttaplkic owovoptiac (house-keeping genes)”, mou umtApxouVv o€ OAOUC TOUC LOTOUC,

Telvouv va elvatl Alyotepo petafaAAopeva armo ta yovidla mou £XouV pLal TILo TIEPLOPLOUEVN
Aeltoupyla.

» Ta Pevdoyovidia (pseuodogenes) epdavitouv vpnAad enimeda moAvpopdplopou (akopn vPnAotepa
Ao €KELVO TWV CUVWVU LWV aAAaywv).

5" Aevpikr) cAAnAovyia, 1kb

, , , -E&ovia
> O’L KwSLK?nomuKeq aMn?\ouxLeq te%vouv val 0} —Kaobikés cMovyies
glval Alyotepo petaBarNOpEVEC Ao Ta _Ivrpévia

LVTPOVLOL KOl AAAEC N KWOLKOTIOLNTLKEC
aAAnAouyiec omwe n 5°'UTR.
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o

L
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Dk

1 10 200
ZEIpG KATATOENS

NoukAeoTIOIKN
ToIKINGTTO (X107~ 4




H NOYKAEOTIAIKH MOIKIAOMOPO®IA AIAOEPEI KATA MHKOZ TOY TONIAIQMATO:.

0,002 |

0 | | | |

| | | |
0 20 40 60 80 100 120 140 160 180 200

Meyaf&oeig

To ypadnpua deixvel TIHES TOU Tt yLla KABe T o 200 kb katd prkog Tou avOpwrivou XpwHOCWHATOC 6.
H meploxn vPnAng mowktdopopdiac kovtda otic 34 Mb avtiotolxel otnv e€aLPETIKA TTIOLKIAN TTEPLOXN YUPW OTTO TO
peilov oUUMAEYHA LOTOCUUBATOTNTOC, TTIOU TTIAPOUGCLALEL AVTLYOVA OTO AVOCOTIOLNTLKO cUoTNA.



H voukAeoTtdikn notkthopopdla, 1, Stadpepel HETAED TWV XPWHUOCWHUATWY TOU avBpwTtou.

0,0008

To X epdavilel o 61% tng mokihopopdiag
0,0004

TWV QUTOCWHATWY
Kal To Y T0 20% auTtr¢ Tn¢ motkiAopopdiog

123456738 910M1213141516171819202122X Y
XPWHOOWHO

AuTol oL uTtoAoyLopoL T(poEpYOVTOL OO EVal
Seiypa 24 €Bvoloyikd SLadpOPETIKWY ATOUWV.



Ta entineda oAupopdLopoU MoLkKIAAOUY EMLONC CUCTNMATLKA KOTA LAKOC TWV
XPWHOCWHUATWV.

Chromosome 2
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£ 0.000 0 3
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0 =
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< 0.012 4 2
o
0.008 3
2
0.004 1
0.000 0

Telomere Centromere Telomere

OL mteplox£g pe uPnAd mooootd avacuvduacopol Teivouv va eivol TIEPLOCOTEPO TIOAUUOPPLKEC, EVW TIEPLOXEC
XOUNAOU avoouviu ooV (TTANCLOV TWV KEVTPOUEPWV Kol TwV TEAOUEPWV) epudavilouv XapunAd moocootd
VOUKAgoTIOKNC TtolKIAopopdiag ().



MpocdloplopOC TNG YEVETLKNC TTOLKIAOMOP LG

» H paydaia avamtuén plag oslpdc Bloxnuikwy TeXVIKwy KaBwc Kot pebodwv tng Moplaknc BlioAoyiog (rt.x.
nAektpodoOpnon MPWIEIVWY, TOAUOPPLOMOL UAKOUC THNUATWY Tieploplopol (Restriction Fragment Length
Polymorphisms, RFLPs), oL ptkpoouotolxieg, n aAAnAovxnon DNA) poG ETUTPETEL TN HETPNON TNG YEVETLKAG
nowtAopopdiac petall Twv atopwyv evoc mTAnBuopuou.

» Kat’ apynv, Ba pmopovoape va dte€aydyou e pia akpBi KatapeTpnon tnG YEVETIKAG OLKIAOpopdLag cuyKkpivovTag
arnevBeiac mAnpelc aAAnAouyiec DNA.

" .. N TPWTN POXELPN Hopdr TN YoVISLWHATIKAC aAAnAouxiag tou avBpwrou to 2001, cuvodeutnke amo pia
KatapEtpnon 1,4 ekatoppupiwv povovoukAeotidikwy ntoAvpopdlopwv (SNPs, single-nucleotide polymorphisms)
UETOEL TWV YOVISLWHATWY 24 avBpwniwv He SLadopeTLKA KaTaywyh).

= [a va teplypadet n yevetikn motkihopopdia tou avBpwrivou gidouc Ba xpeltalotav n deypatoAnia moAv
TIEPLOOOTEPWV avBpwTwV. Auto Ba ATV amayopeuTIKA damavnpo yla peyala dsiypata kat, o€ kaBe mepinmtwon,
ouvnBwc dev eival avaykaio.

» INuepa SlaBEtoupe pia eupeia TTOLKIALO YEVETIKWV SEKTWV TTOU amelkoviouv TNV motkihopopdia tng aAAnAouvyiog
Tou DNA kot ot omtoiotl prmopouv va eTAEYoUV woTe va tatplalouv o dtadopa eidn mpoBAnuATwy (1T.X. CUCXETLON UE
ao0B€veleg, MPoodLOPLOPOC YEVETIKNG TTOLKIAopopdLag)



l'evetikoc deiktng (genetic marker)

Markers
» Elval éva KAnpovopoUEVO TTOPAAAQY LA TTOU — " Biochemical 1«
Uropel eUKoAa va avixveuBel, molkiAAEL evtog v __
Kol LETAEL TwV TANOUOUWV Kal €XEL LCAMAVTN Morphological
enibpaon oto dpoavoturo.
—> Isozyme : r
> ‘Exouv pia peydAn motkiAion xprioswy, Omwe: | RFLP |
, , : _ Minisatallite
" TNV avevupeon yovidiwv umevBuvwy yla TNV Protein Banding e
, . " Microsatallite |
TIOLKIAOTNTA TWV TTOCOTLKWY L5 Pattern e
XOPOKTNPLOTLKWY

Based on PCR '

= TNV avelpeon yovidiwyv umeLBOuvwy yLa

a0BEveLeg ! v l v v v v v v

}Ap-éc | [SCot| [RAPD | "EST | | 1ssr || STS | [ SSR | [AFLP| [SCAR]

= tn dldyvwon TNG maTpoOTNTOG

" TN Yewypadlkn tpoEAEUON

AmtatoUv €vav TPOTIo KABoPLoUOU ELOLKWY YEVETLKWY TOTIWV
KoL Evav TPOTIo SLakpLong tng molkihopopdiag og autolg Toug
TOTIOUC.

= Tnv enonpavon tTwv endpAcewV TG
ETUAOYNC



HAektpodopnon aAAosviUpwv

Ta aAhogvlupa ival aAAnAopopdLKa TtapaAAAyOTO KATIOLOU
gV(ULOU TIOU KWOLKOTIOLOUVTOL ATtO £V TOTTO.

AKATEPYOOTO TIPWTEIVIKO EKYUALOUA TOTIOBETETAL OE TIHKTWHA
(apAou A moAvakpuAaptdiou, ) 0&LkAC KutTAPivNG) Kat
eKtiBetal og NAeKTpLKO Ttedio.

2 TN OUVEXELA L0 CUYKEKPLUEVN TIPWTELVN-EVIVO evToTtileTal
LLE [ia Xpwon TToU aviXVEUEL TN OUYKEKPLUEVN EVIULKN
EVEPYOTNTAL.

OL mpwTteC ePAPUOYEC QUTNG TNE TEXVIKAG €EEMANEQY TOUG
EPEVVNTEC aTTOKAAUTITOVTOG TTOAU TIEPLOCOTEPN YEVETIKNA
nolopopdia an’ avth mou gixav pavtaoTeL.

Tooo otov avBpwro 600 Kal TIC MUYEC, TtEPLToU To €va Tpito
TwV evOUWV Tou e€etaotnkay PpEONKav moAuvpopdLKA.

Power source

Sample wells in gel
Gel slab \ Cloth wick

Electrolyte
solution

\ \

1234567890123456

Ot opoluywteg epdavitouv pia {wvn evw ol etepoluywTtec dvo.



MoAvpopdlopoi HAKoUC THNHATWVY teploplopol (Restriction fragment length

polymorphisms, RFLPs)

To DNA tepayiletal pe €va €v{upo TEPLOPLOUOU KoL
ektiOeTOL 08 NAEKTPLKO Tted (0 MAVW OE Eval TAKTWHAL.

Avixveutec povokAwvou DNA, onpaocpévol padlevepyd f Ue
uia pOopilovoa xpwotikn, epapuolovtol 0Tn CUVEXELD
TIAVW OTO TINKTWHO KoL CUVOEOUEVOL PLE TLC
CUMTTIANPWHATIKEG AAANAOUYXLEC, ETILTPEMOUV TOV EVTOTILOUO
aKPLBWG EKEVWV TWV BPAUVCUATWY TIOU EXOUV KOLVEG
opoAoyiec pe TNV aAAnAouyia Twv aviYVEUTWV.

H mowktAotnTta peyebwv pmopei va odeiletal eite oe
UTTOKOTOLOTAOELG TWV HEMOVWHEVWY BAogwv (Ttou mpokaAoLv
TNV AMWAELA 1] TNV ATOKTNON B€0ewv TEPLOPLOUOV) 1) O€
evBEoelc N eAelppato HeTafl Twv BEcewv meploplopo.

8,4 kb
6,2 kb
,2 kb
2,2 kb
AvIXVeLTNS
> " ¥
: >

‘EvBeon 1-kb

«—6,2 <22

OL B€0oelc TwV {wVWV OTO TINKTWHO AVTIKATOTTPL{ouV Ta
HUNKN Twv Bpauopdtwy.



MetaBaAlopevoc aplOpog dtadoyikwv emavainPewv (Variable Number Tandem Repeats)

» [MoAhol deiktec mepLexouv emavalappfavopevec aAAnAovyieg mou StadEpouv otov aplBud avilypadwv.

» Katatdooovtal cUpupwva PE TO MAKOC TwV eavoAPewy Ttou mepLAapPavovTal Kol ToV oplOpo Twv avilypadwy.

Aopudopikd DNA [satellite DNA]: Zuviotatol anod eEopeTIka
pHeyaAouc aplbpouc emavalnPpewv. Molovott TolkiAAEL, ival
Suokolo va petpnBel kat £Tol Sev amoteAel KATAAANAO YEVETLKO
deiktn.

Muwibopudadpol [minisatellites]: MNpokettal yla cuotolyieg pe
ToAAQ avtiypada BpaxEwv enavainPewy, Tou UMopeL va
aroteAouvTtal ano evvea (eVyn BAacewv HEXPL Alyeg ekaTOVTASEC
(euywv Baoswv. AUTEC oL cuoToLyleC elval SLOOKOPTILOUEVES OTO
yoviSiwpa KoL TUTILKA N KABe pa amoteAeitat and 10-100
emavoAneLg.

Muwpodopudopot [microsatellites]: Eival cuotouyieg pe
Bpaxeiec Stadoxikec emavaAnPelc omou n kabe povada
anoteAeital amno Alyeg povo Baoelg.lNa mapadelypa, umapyxouV
300.000 tpl- Kol TETPA-VOUKAEOTLOKEG eTtavaANPELS oTO
avBpwrivo yovidiwpa — pia kabe 10 kb — kot mepinou
50.000emavaAndelc twv dvo Baocswy, ...CACACA... . (Exouv

VP NAO HETAAANAKTLKO pUBUO Kot epdavilouv avtiotolxa vPnAn
TIOLKIAOTNTA EVTOG TWV MANBUCUWV).

Satellite DNA

Polymorphic minisatellite

% ATGCCTATTGG'._ qdem repeat

Fcc
Tetranuclectide :
micrasatetlite repeat

%qw&(}\@@o Dinucleotide

microsatellite repeal



Ot pwvidopudoplkol TOmoL Hmopouv va Xpnotponotndoulv yia tnv akppn avayvwplon
OXECEWV.

» Mepovwpévol tomol pnopei va amokaAudpBouv eridéyovtac SU0 eOIKEC AAANAOUXLEG AVLXVEUTWV TTOU
xpnotpornotovvtal o€ aviidpaon PCR, Ta mpoidvta tn¢ onolag avaAUovTtal o€ TIRKTWHO ayapolnc.

» KaBe {wvn avtiotolyel o€ éva amno ta SUo aAAnAopopda evog pwvidopudoplkol TOTOU Kal N B€on Tou oto
TINKTWHO AVTLOTOLXEL OTOV aplOUO TwV eMavaAPEwWY G LUTOV TOV TOTTO.

MNapadeypa: Mia untepa (1), pia kopn (2) ka dvo
lff_.?-_ ?__-;__ 1 uTtoTIOEPEVOL TATEPES (3, 4).

Q

H kopn eivat etepoluyn yia SUo aAAnAopopda, pe 37
Kol 47 emtovaAnPelc. To atopo 4 dev pépeL 1o
aAANAOpopdo twv 47 enavaAiPewv KL we EK TOUTOU
dev pmopel va elval o matepag, evw To atopo 3 ival
etepoluyo yU auto to aAAnAopopdo kat €tol Oa
HrtopoUoE va ival o TATEPOC.




Napadseiypata nowkihopopodiac pkpodopudpopwv

17-1 |18
HAektpodopntikd ixvn yla tpla dtopo oto kOkkivo eAadt (Cervus o
elaphus). Ot kopupecg deixvouv to peyeboc Tou pikpodopudopilkol 17~ -
aAANAOHOpdOU, TTOU TTOLKIAAEL e TOV aplOuO Twv emavainPpewv AC. 94

Autad ta tpla dtopa eival etepoluya yia 17 kot 20 emavaAqPelg
(kOKKLvO), opoluya yia 17 emavaAnelg (pmAe) kot etepoluya yia 18
Kal 24 emovaAnPelg (mpaotvo).

= M Ap1Bpor eTrTavaAfpewy

=
L
T

Mowklopopdia otov aplBuod enavainPpewv oe dvo
HIKpodopudopLKOUC TOTIOUG TOU avOpwToU.

ZuyvoTnTo!
=
&=

=
—

HHH H HH Kal ot SUo amoteAoUv S1-VOUKAEOTIOKEG eTtavaARPELC.
= = =

0,0 85 o 270

ApIBuGS eTavoANPewy



OL pkpoouaotolyiec (microarrays) pumopet va oxedltacBouv yla va avixveUouV aOTEAEGOATIKA TIOAU
peyaiouc aptBpouc SNP.

Bpaxeiec aAAnAouyxieg, pikouc 10-20 bp, mou nepikAeiovv
KAOe SNP pooKOAAWVTOL O€ €va TOUT, TETOLO WOTE HOVO
o DNA 1tou dpépel eva armo ta aAAnAopopda SNP va
uropet va uBpldomoinOet pe to tourt.

SNPs : Human Genome dand Personadlized Medicine

GTAC ==—==GTGC

SNPs : Single Nucleotide Polymorphism

>1% Abundance

Y]

A
b

Human Genome: 3 million SNPs ] :
éé% EER N E S S "’.iig
SNP!‘: can be used in personalized ;a7 i i s - ==I....
medicine
AAGTCAT|ICIGTC ATG TA40units
>To predict side effects of drugs SNP ,*‘r , , , , ,
>To predict possible effects of Drug: Ektipatal otL o avBpwriivog mANBUoHOC TTEPLEXEL
>To predict doses required AAGTCA TG TCATG Ts0units niepimou 10 ekatoppupla SNPs 1tou €xouv wg EAAXLOTN
O e A ORI ovyxvotnta aAAnAopodpdou touddxtotov to 1%.

200 base-sequences* of 100 persons experiencing no side effects from Drug A




H kAnpovounon tncg nowkhopopdlog

» [evetikn mowkidopopdio ota GUAETLKA 16N TapAyeTaL Otav Ta yovidia Twv SU0 YOVEWV QVALLYVUOVTOL KOTA
TN 0€€0VOALKA avarapaywyr LE SLaXWPLOUO KOl aVO.GUVOUOOHG.

» Xta adpUAETIKA €(6N (opyaviopol xwpig peiwon, onwe ta Baktnpidla kat ot oi), Ta yovidia avapyviovtal

LOVO UE TOV aVO.oUVOU QOO KOl OTIAVLOTEPA ATTO O,TL 0€ 0oV aALKA €L0N.
9 !

Mn avacuvduacpévor  AvacuvduaopEvol

O dlaxwplopoc (segregation) sival n tuyoia e @
eTAoyn Tou evoc armo ta dUo avtiypada ULog Q @
VEVETIKNC BE€0NC OTAV EVOC YOLUETNG

dnulovpyeital katd tn dLapkeLa TS LeElwong.

, ) ) Mapétes
O avaeuvdUAGHOG TUXALOTIOLEL TOV CUVOUAOUO o @
TwV aAANAopopdwv og VO YEVETIKOUC TOTIOUC
TIou Umopei va Bpilokovtal oto idlo 1 o€ Q @
S '

SLaPOPETLKA XPWHOCWHATAL.




Avapen yovidiwy e dtaxwpLopo

(A) 2Zkedteite Evav mAnBuopo otov omolo to 30% Twv evn-
Aikwv gival opoluywteg A:A: koL 1o 70% eivol opoluywTeg
AZAZ.

H ouxvotnta tou aAAnAopopdou A:sival p = 0,7 kal n
ocuyvotnta tou aAAnAopopdou A:eivar 1 -p =0,3.

(B) Adou ta omeppatolwapla KoL Ta WAPLO TTAPAYOVTaL LE
HElwON, oL cUXVOTNTEC TWV AAANAOUOPPWV OTO OTIEPUA KOLL
oTo wapLa ival ol (BLEC PE AUTEG TWV EVNALKWV.

() OLaplBpol péoca otov Tivaka ival oL CUXVOTNTEC TWV
YOVOTUTIWV OTOUG QITOYOVOUC TTou oxnuatifovtal amno
Tuxaia yovipornoilnon HETaEY OTIEPUATOC KOl WaPLWV.

(A) OL ocuxVOTNTEC TWV YOVOTUTIWV GTOUC OITOYOVOUC
urtoAoyilovtal aBpoilovtag toucg aplBpolc Tou mivaka
elvaL: n ocuyvotnta tTwv opoluywteg A:A: = 0,09,
etepoluywTtecg A:A:= 0,42 kat opoluywteg A-A:= 0,49.

OL oUXVOTNTEC YOVOTUTIWV £lval SLadOopETIKEG ATIO AUTEC TWV
YOVEWV (ouykpivete A kat A), Xwpi¢ WOTOOO Ol CUXVOTNTEC TWV

aAAnAopopdwy, A: Kal A va €xouv aAAAEEL.

(A) EvAAikol (B) Fapétes
0,75 0,7 0,75 0,7
g 0,50 g 0,50
S =
g 0,3 .g
>
3 0,25 | 3 0,25
0 0
A1A1 A1A2 AEAZ
(A) Anéyovol (r) Ineppatolwdpia
0,75 -
0,3 0,7
0,49
g 050 042 m
E ! 0,3 0,09 021
5 L
3025 :
0,09 0,7 0,21 0,49

A1A‘I A1A2 AZAE

Otav o andyovoi culeuyvuvTal yLa va tapayayouV pia Tpitn YEVEQ, oL CUXVOTNTEG Twv Yyovotunwy A A, A A, kat A,A, Ba eival kat
naAL 0,09%, 0,42% kot 0,49%. Etol, o mMAnBuoudg Bpioketal os loopponia Hardy-Weinberg ( Hardy-Weinberg equilibrium): poAig o
nAnBuopog $pBaoceL og autrv TNV kataotoon, 6ev Ba cupPel AAAN aAAayr OTLC CUXVOTNTEC TWV YOVOTUTIWV.



looppomnia Hardy-Weinberg

Mo AEEL TLC OXETLKEC OLVAAOYLEC TWV YOVOTUTIWV O€ €valv TANBUOUO OTav 0 SLaXwWPLOUOC (VoL O LOVOC
riapayovtoc mou oAAALEL TLC YOVOTUTILKEC CUXVOTNTEC.

Av cupBoAicoupe tn cuxvotnta tou aAAnAopopdou A, oe eva TAnBuoUO pe to cupPolo p (elval ormoloodnmote
aplOpog petafy 0 kat 1), n cuxvotnta tou aAAnAlopopdou A, eival (1 - p). 2 kataotaon wopporniag Hardy-Weinberg,
Ba €xoupe:

Kavevag npaypatikoc mTAnBuopocg v mAnpol OAeC

[ovoTuTog: AA, AA, AA, , N , ,
; QUTEC TIG PO UTI00E0ELG. ETTOUEVWG, KOVEVAC

LUXVOTNHTA: (1-p)* 2p(1-p) p TPAYULOTIKOC TTANBUOUAC SeV avapéveTal va eivalt
akplPwc otnv Loopporia Hardy-Weinberg (av kot n

OL BOGLKEC GUVORKEC yLa TNV Loopportio Hardy- Sladpopa propel va givat oAU Ukpn).

Weinberg eiva: Napoha autd n wopporia Hardy-Weinberg mailet

e £va Armelpo peyeboc mAnbuopou, poAo KAeLWSL otnv e€eAiktikn BroAoyia. Elval n Baon yla

e amoucia GUGLKAC eAOYAC, To paOnuatika povteha eEEALENG yia TV avaiuon
dedopEvwv.

* Kolpior petaAAayn,
Edav €vac mAnBuopog dev Bploketal otnv Loopporia
Hardy-Weinberg, tote €xeL mapaplaotel pia amno Tig
TapATTAVW CUVONKEC.

* KOOl pETAKIvnon METAEY TwV TMANBUCHWY,

e TUYOLa (VYO pWHOTAL.



Napadeypa:

O YEVETLKOC TOTOC TNE B-atpoodatpivne otoug avBpwrouc £xel SUo aAAnAopopda mou ovopalovtal A Kot S, tou
SladpEpouv og pia povo Baon oto £KTO KWOLKOVLO (SpemavokuTTOpLKY avatpio). MeTpwvTag TIC CUXVOTNTEC TWV
YOVOTUTIWV 0€ auth th B€on petaly twv 654 evnAikwv amo to Musoma tng Taykavikag kat urtoAoyilovtag TLg
OVOLLEVOULEVEC CUXVOTNTEG €AV 0 TTANBUOUOC Atav os LooppoTtia Hardy-Weinberg Bpgbnkav:

['ovoTuTOL: AA AS SS

AplBpog evnAlkwv: 400 249 5 H mapatnpoUpevn cuxvoTnTa Twv £TEPOlU-
YWTWV €lval uPnAOTEPN KOl OL CUXVOTNTEC KoLl
Twv SU0 opoluywTWV gival YaAUNAOTEPEC Ao
, , ' AETeL n Loopporia Hardy-
Avauevopevn cuyvotnTa QUTEG TTOL TPOR

H HEVT] GUX d Weinberg.

[lapatnpovuevn cuyvotnta: 0,612 0,381 0,008

kata Hardy-Weinberg: 0,643 0,317 0,039

Ot Ladopeg eival PLKPES AAAA OTATLOTIKA ONUAVTLKEG. MNpokuTttouv amo dtadopec otnv entBiwon: ot yovotumot AA
Kol SS Sev emIPBLwvouy e€loou KAAA OTIwWC Kol 0 yovoTuTtog AS.

MpokeLtal yia €va amno ta o dtaonua mapadeiypata puolkng ETAOYAC TO omoio eEnyel mwe xpnoLuomoLeital n
Loopportia Hardy-Weinberg yiwa vat StepeuvnBel n emthoyn Kol AAAEC eEEAIKTIKEC SLadIKAOLEG.
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