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KE®AAAIO 1. Kinpovopwkotnta: Metrapifacn yopoxtipov
070 yeEVId o€ YEVI.
«  Melétn e e€EMENC TOV OPYUVIGUDV.
* Evtomouog kot yoptoypdenon yovidimv.
* Avdivon tov yovidiov o€ HOplokO emimedo -Avaivon g
POOLOTC TNG YOVIOLOKTG EKPPACTC.
H T'evetikn elvon o eumelpikn emotun. H winpogopia mnydlet
and TOPATNPNOCELS TOV ELGIKOV KOouov. H emotnuoviky| pébodog
etvat €va, epYAAELD Y10l TNV KOTOVONOT] OUTAOV TOV TOPATI|PTICEDV.
Emotnpoviko epoatnpo
[Tapatpnon — Yro0eon — [poPreyn - [TpoPreyn Ieipapa - Néa
YndOeon
Avo evpnuata g I'evetikne eiyav moAd onuoviikny emidpoon
YEVIKOTEPO GTNV EMGTHUN TNG Proloyiag.
1. O)eg o1 dapopetikég Lopeég Cong otn yn €xovv TPoEADeL
amd v eEEMEN €VOC KOVOL TTPOYOVOU.



2. Oleg o1 orapopetikég popeés Lomng Pacilovror og £va KOO
cUCTNUO, Yo TNV omobnKevon, T0 OMANGIOCUO KoL TN
LETAPPOOT] TNG YEVETIKNC TANPOPOPILaC.

To «lewil» g Conc Ppiloketor ot YNUIKN CLUTEPLPOPE.
Brodoyikmv doumv mov ovoualoval yoviold.

Ta yovidolw elvou ot Paowkéc povadeg  eA&yyov NG
KANPOVOLUKOTNTOG.

H Tevetuc eivar o kKAEOOC TG EMOTAUNG TOL OGYOAEITAL UE TN
LUEAETN T®V YOVIOimV.

Ta yoviola mailovv kevtpikd poAo ot daTrpnomn ™G Cong Kat 1
["evetikn vrootnpilel Kol GVVOEEL TOALOVS SLOPOPETIKOVS YMDPOVE
¢ Proroyiac.

[Mati poc evoweéper n Tevetikn); Eivow to Epyaleio yu v
KOTOVON oM

-Tnc e€EMENC TV opyavVICUOV

-Tov pucroAoyIKdV BLoAOYIKOV O1EPYACIDY

-Taov diepyaci®v mTov 0dNyodV GE ELPAvVIoT achevelmv

Th gtvan yovioro;

Ta yovidwa etvar tuquata DNA mov €yovv Aettovpyikd polo 610
KOTTOPO Ko €ivor vmevBuva yu TNV KANPOVOUIKOTNTO TV
YOPAKTPOV.

To DNA givon TOKETAPIGUEVO PHE TPAOTEIVES GTAU YPOUOCONATO

* Ta ypopocopato epeaviCovial GTov TPV TOL KVTTAPOU.

* Ta durhoeldn (ma (2n) £yovv 000 opdroya avtiypapa KOO
YPOUOGOATOG.

 H pitwon xor mn peioon emrp€émovv T GLGTNUATIKY
LETAPOPA TOV YPOUOCOUATOV om0 TATPIKA (UNTpiKd) o€
Buyatpikd koTTOpO.



MevdeAiavy KANPOVOUIKOTNTA

* AUo avTiypaga KdOe yovidiou 0t KABE KUTTAPO Kal Eva yovidlo
EAEYXEI Eva XAPAKTNPIOTIKO

* Ta yovidia £éxouv GAAnAopopcpd TTOU gival ETIKPATHA )

UTTOAEITTOUEVA amm,
[

H TroAudakTuAia gival
ETTIKpATEG __, A 3 YTIOAEITOHEVO  emiKpaTAC XAPAKTHPAC
aAAnAdpopgo aAAnAépopgo

Ta ahinAdpopea
SiaywpidovTal % ;{ % %
aveEapTNTA OTOUG

amoyovoug AA Aa Aaaa

DUAETIKA Y POROCAONATO KOL KA|POVOUIKOTNTO
e [IoAAd yovidww vmdpyovv povo oto X 1 uovo oto Y
YPOUOCO L.
* Ymoleuwropeva yovidia 6to X eppavifovtal cov eTKpATY| OE
apCEVIKA ATOpa (0EV VITAPYEL VYIES AAANAOLOPPO).
Haopaosrypa: H aypopatoyio eivor puAOGOVOET.

Amevepyomoinon Tov X
* Toypouocoua X el TOAAQ teplocOTEPA YOVIOoLd amd 10 Y.
* Ta OnAvkd dropa otov avBpwmo £xovv dvo X.
e 'BEva and ta 6vo X mpémer vo amevepyomomBel yo va
avTIoToOUIoTEL 11 00N TV YOVIdimV.
H amevepyomoinon tov evog X eivar toyoio. Ta Onivkd dtopa
elvan pooaikd. Ta avevepyd X cuomelpmvovtol 6e copdtio Barr.
Merarhain
H MetdAhaén sivar pio odlayr otnv aAiniovyia tov DNA.
MetdAiraén uropel va cvuPet eontiog:
« BAinc 100 DNA and mepiParlioviikovge 1 ynuUkovg
napdyovteg (n.y. UV axtivofoiia).



e [evetik®Vv @ovouEVOV (TT.). 0VAGUVOLAGUOC).

Metarhaln plog Paong: Metarhayéc mov aiidlovv pion povo

Béon.

« H AxtwvoPoiio UV umopel va mpokarécsetl dyuepn Oopivng, ta
omoiol UTOPOVV Vo, TPOKAAEGOVY EAAEIYELS UdG Pdong KoTd TV
aVTLYPOaQ).

* Ot peBohmpéveg Kutooiveg umopet va amapuvodovv o Bopives.

« Ot gmavorrapPavopevec aAlnlovyiec pumopel vo TPOKOAEGOLV
eMelyelc M evBéoelg (deletions-insertion).

MeTarhaln o€ yovioroko eminedo: AAAayéc mov ennpedlovy éva,

oAOKANpo yovidwo. Ily. Awmlociacpoc yovidiowv pmopel va

TPOKLYEL and Avico emyacud (dvion aviailioay DNA avaueca

OTO YPOUOGOUOTA).

Metarhaln o€ emimedo YPOUOCOUATOV:  AlAOYEC OV

enmnpedlovv éva tunua 1 Eva oAOKANpo ypoudcoua. (EAlelyerg,

AVOGTPOPES, LETUOECEL).

®avotomoc-I'ovoTvmog;

@ awvotvmog = H gupdvion evdg opyavicod (Ta YopoKTnploTIKA

oL ek@pdlovtor).

T'ovotvomog = H yevetikn ovotoon €vOg OpyovicGloy 1 oOmoio

CUUUETEYEL OT ONOLPYia EVOC GOUVOTLTTOV.

MoBoyoveg petarraéers: Or  petoArdéelg mov umopel  va

wpokaAécovy voonuoata. (my. H oaAdayn evdg apwvoléog oty

alpoceopivn mpokaiel dpenavokvttopikn avopio. To covopouo

Down mpokoAeiton oamd éva  emumAéov  aviiypo@o  TOL

ypopooopatog 21. O  «xapxivog eppaviCetor  otav  Ady®

UETAAAAEEMV T KOTTOPO SLOPOVVTOL AVEEEAEYKTAL).

Qoéhpeg petorrdéeag: Ov adrayég oo DNA  umopel va givor

oQeEMpES. (Y. AMayég oty aldniovyia tov DNA ota popia

mov avayvopilovv Paxmmplo pmopel vo wpootaTedovv  Amd
acOéveles. "Eva duthaciacuévo yovidlo umopet va eEeydel og Eva

VEO YOVid10).

Metadiroln kor EEEMEN: H petdAialn oev elvon mavto Kokm.

Xopilc petdAraén évag mAnbocuog dev pumopel va oAlacel Kat va

TPOCapPUOcTEL 68 véeg ocvvOnkec. Ot tuyaieg arriayéc tov DNA



UTOPOVV VO OMGOVV TAEOVEKTIKEC OAAAYEC OTOV QUIVOTUTO —
Ddvown emioyn - EEEMEN evoc mAnBucpoV.
IHolvpop@ropoc=nowkinotta: H mopovsia moparioyd®dv TOL
DNA (Variation) cg évav tAn0vcud opyavicumy.

Tevetukn) IIAnOvop@v: 1o eninedo moucitldtTOg TopatnpeiTon
otovg mAnBvouovg; Iloc eEehiocoovior o1 opyaviGuol kot ot
minbvopol; ITlog petafdriiovion ot cvyvoTNTEG TOV
aAAnAopopemv pe tov xpovo; Img puropel va eEnynbel  petafoin
OTIC CLYVOTNTEG TOV OAANAOUOPP®V;

Ov Avvaperg ™c E&émEne: H MetdAhaén mov eivar ot
KANPOVOLOVUEVES AAAAYEC GTO YEVETIKO DAMKO. O AvaGuVOlaoOG
mov gtvarl N avtoArayn yevetukov viAkov. H Emdoyn mov givou
VIEPIOYLOTN TAEOVEKTIKOV GLVOGUAOV Yovidimv kot Aidpopa,
Toyaio yeyovota.

H Iotopia ™™g I'evetukng: H epppoyn e I'evetikng ovumintet
oYeOOV UE TNV EUPAVIOT TOL AVOPOTOV. ZTNV ETAOYN QLTOV Y10
KOAOTEPT,  Topay®YN mpowoviwv. Xtnv  Kmmvotpogia. Xtnv
eEnuépmon Coowv (m.y. Pdtoeg okuoiimv).

Aprototéing 4% awovaeg n.X. Eival o tpotoc mov mepiEypaye
onuovpyioe €vog vEOL OTOUOL OmO T GCLVELPEST GAVOPA Kol
yovaikoc.(To Euppvo oynuortiCetar otov 10 aiwo TOL AVOpa
Oepuaiver To aipo g epuunvopovong g yvvaikag.) Ipoteve v
TOAVOTNTO TNG EMLYEVEGNG EVOVTL TOV TPOGYT LOTIGLOVD.

« Emyéveon: O opyaviocndg dev elvorl GynMUATIGUEVOS apytkd
OTO YOVILOTOWMUEVO avYO oAAo oynuotiletor petd omd
TOAMOTAOKES AAAOYEC LEGO OO TIG OLAOIKOGIES TNG AVATTUENC
Kol NG eUPpuoyéveong.

« Hpooynpotiopnog: Ilpovrmdpyet €va pikpd mAnpec OV TO
onoio amAd avédveton oe peyeboc.

AapBivog (1809-1882): H I'evetikn £ywve apyikd yvootn HE TOV
AapPivo. O AapBivog dnpocievce «tnv TPOEAELOT TOV ELOMVY
(Origin of species 1859) pio and T1¢ MO oNUAVTIKES EpYAGieg TOL
ONUOCIELTNKAY TOTE, YOPIC va Yvopilel T KANpovopovviol ot
aAAOYEC A TOVG YOVEIC GTOVC OITOYOVOUE TOVG.
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Mendel (1822-1884): Melétmoe v KANPOVOLUKOTNTA OTO,
umiéra. Xyediaoe ta Tpaota wepdpota YeVeETIKNG. [Ipdtetve Ot o1
YEVETIKOL TAPAYOVTEC KATNPOVOUOVVTAL LE GTATICTIKA TPOPAEYILO
tpomo. [Tapdia avtd n dovieio Tov dev avayvopiotnKe UEYPL TO
1900 otav «Eava-avakaideOnkav» ot vopor tov Mendel. Xtig
apyéc tov 20 aiovo avakaAvTTovTol To Ypouosopata , o T.H.
Morgan maipver to Nobel yiu v ypopocouikn Oewpio g
KAnpovoukottag (1933) kot yevviétor 11 cOyypovn ETGTAUN TG
["eveTiknc.

Foviowopoatiky kot Avlpomvo Tovoiopa: Evo n ['evetkn
HeAETd oTO emimedo TV pepovopévov yovwiov: Ti Asttovpyia
Exel €va yoviowo; Ilote exppaletor ; Me 11 adAnloemopd; H
[Novidiopotikn eivar 1 I'evetiki] 610 €mMinedo TOL YOVIOIOUATOC,.
[Towd etvor m oOoun 1oL YoviIdlOUOTOG, 2& TOCOH AVILYpAQO
eueaviCeton to kdbe yoviowo; Ilote exppdlovion T Stdpopa
yovidwa; Tt Aettovpyia £xovv Kot TAOG AAANAETLIOPOVV UETAED TOVC;
T1 opo10TNTEC £Y0VV T YOVIOLX EVOG OPYAVIGLOD UE £val AALO;

H Aopn tov yoviowopatog: Eivar 3GB oe péyebog, €xer 50%
emavorapPavopeveg aAiniovyieg kot povo 10 3% kwokomolel
TPOTEIVEG.

I'evetikég Baoeilg Agdopévov: www.ncbi.nlm.nih.gov

ENTREZ: yovid10-voukAe0TIOW0 Kot TPOTEWVIKY aAANLovyiaL.
BLAST: Xvykpicelg aAAnAovyiav.

PUBMED: Avalntmon BiAoypagioc.

OMIM: ApuBpaomva yovidlo Kot YEVETIKES AVOUOATES.

KE®AAAIO 2. H AOMH TOY I'ONIAICMATOX

Xpopocomuky Ocwpia: Ov efeMlelc otV otk Ko TNV
UIKPOGKOTiO, ETITPETOVY TNV OANEIKOVICT] TOV YPOUOCOUATOV
(“colored bodies™).

Avayvopiletol 0Tt To YPOUOCOUUTO KANPOVOLOVVTAL MG OL0KPLITES
LOVAOEC.

Ta ypopocopata amotelovviar oand DNA kol mwpoteives Ko
(QEPOLV TNV YEVETIKT TANPOPOPIdL.


http://www.ncbi.nlm.nih.gov/

Mmraivel to epdTuo Tov PBpickovion ta yovidla; Xto DNA 1 otig
TPOTEIVEG;

To epdtua avtd 1o andvinoe o Frederick Griffiths peletdvrag
10 Bokmpro mov mpokaiel mvevpovia Streptococcus Pneumoniae.
MeAétnoe o000 oteléyn : R= rough, adpd un maboyodvo xor to
S=smooth, Agio mwaboydévo. Ta Aeia (S) Paxtipla €govv Eva
EMTPO (KAAvpo oo TOAVCOKYOPITES) TOV TO TPOCTATEVEL OO TO
VO OVOYVOPLGTOVY atd TO GVOGOTONTIKO GUGTNUM, EVM TO AOPd,
(R) dev &rovv avtr) TV TpocTaGiaL.

Ta mewpapoto petaoynuaticpov tov Griffiths: Exave éveon og
Covtavd movtikio, pe to dvo &on Poktnpiov, eite pwova ko ce
cuvdlacuo, eite Lovtavd ko eEovdetepopéva and v Bepudta.
Ieipopa 1%
Eveon oe moviikoug (wvtavav R Paktpiov =2 To movtikio
Covtavd
Eveon oe moviikobg Coviavov S PBokmpiov =2 Ta movrikio
nEBavav
Ieipapa 2%
Evéon og movtikog and nebapéva and Oeppokpacio S Baxtnpiov
= Ta movrtikio {ovtovda.
Evéon oe movtikovg and nebBapéva and Bepuoxpacio S Paxtnpiov
+ Lovtavav R Baktnpiov 2 Ta movtikio tébavay.
[Totég etvan o1 mBavég e€nynoeic:

« Ta Baxtpra R petardocoviar o€ S;

« XuvéBove povo otav avapryvooviav (ovtova Poaktpuoe R

Ko eEovoetepmuéva S.

«  Eva cvotatiko tov vekpav PBaxtnpiov S dhlale ta kuTTOpO
R.

Ta mewpapato tov Avery, MacLeod kar McCarthy
« Evéon oe movtikoOg amd mebapévo amd Oepupoxpocia S
Baxmmpiov + Covtaovav R PBoaktnpiov (Me a@aipegon Ttov
KOAAOROTOS TOV TOAVGuKy0piTn)—~> Ta movtikio mébavay

0. Mnén 7



Evéon oe moviwkoug amd meBapéva amd Oepupokpacia S
Baxktnpiov + Coviavov R PBoktmpiov (Me a@aipeon g
apoteivng)—2> Ta movtikia tédavay

Evéon oe moviwkoug amd meBapéva amd Oepupokpocia S
Baxtnpiov + Coviavov R PBokmmpiov (Me a@aipgon tov
RNA)—> Ta wovtikia mébovoy

Evéon oe moviwkoug amd meBapéva amd Oepupokpacio S
Baxtnpiov + (oviavov R Boaktmpiov (Me a@aipeon Tov
DNA)-> Ta movrtikia é{ncoav

Xvunépacpa tov Avery, MacLeod kow McCarthy

To DNA egival 0 mopayovtog LETOGYNLATIGLLOD

To DNA umopovoe vo petoatpéyel 1o Paxmpie R og
naboyova S (Xnuepa yvopilovpe Ot o foKTpla HTtopovv
va, dgyBovv Tunuato eEmyevouc DNA pe uid dadikoacio mov
ovoudletor petacynuaticpuoc= Transformation).

Ta nepdpota tov Hershey kor Chase: Melémoav
Baxtnpropdyovg (Iovg mov mposfariovy Paktnpia)

0. Mnén



Hershey & Chase (1952)

MeAeToUoav BakTnpiogdyoug (10Ug TTOU
TTpooRAaAlouy BakTrpia)

(a} Aratomy of a basterial vins

BakTnplopdyog - Kaiuppa (TTpwTeivn)

- MoviIBiwpa (DNA) *{ %%

ke g
Taail sl |

AvdToMia Tou BakTnplogdyou

Ewsfoi] Tov faktnpro@dymv

* O Baxkmpropdyog mpocPdirel Eva PBaktplo Kot €16AYEL TO
YEVETIKO TOVL VAKO UEGO 6TO POKTPLO , EVD TO TPOTEWVIKO
TOL VMKO pével E€m amd to Paktnpro.

* To yevetrikd vAKO 10V BaKINPLOPAYOV «KATOAAUPAVEY TO
Baxtnplo kal ypnowomolel ta. Evivpa tov Paktnpiov yia vo
QTIAEEL TIC OIKEC TOVL TPMTEIVES Kl VOL TOAAATANGIACTEL.

* Avon tov Baktnpiov Kol ££000¢ VEMV BakTnploQiymv.

Hershey ka1 Chase

«  Melemoav tov Paktnploedyo -T2
—16¢ mov mpooPairer v E. coli

« Xyedlocav d00 TEPAUATO

—ZAunovay To DNA tov pdyov pe P

—TAuavay TV TPOTEIVN ToV EAYyoL pe S

e Y& o0 and ta SO TEWPAUATO 1| padlevEPYELD Ba aviyvevTel
otV E. coli?



To padievepyo P, emionuaivet 1o DNA o010 £0MTEPIKO TOV
Baxtnproedyov, (O e6mTEPIKOC KUKAOG GTNV JLOPAVELDL).

To padievepyd *°S, emonuaivel Tic TpwTeivec oto eEMTEPIKO TOL
Baxtnplropayov.

2P onuaocpévo DNA

358 onuAocpiévn TTPWTEIVN

Hershey kau Chase

o Avauén edyov kot faktnpiov

* IIpocBoin towv Boaktnpiodv

* Amoudkpovon Tov ototyeimv mov £yovv peivel EEm amd T
Baxtmpla

e Quyokévipion

* Avalnmon padevépyetag oto inua (Baxtnpia)

®. Mnén 10



2P emonuoivel 1o DNA o610 gomtepikd tov Boaktnpiogdyov (tov
E0MTEPIKO KLKAO otnVv olapdvela). To DNA kot n padievépyeta

l infection blender

N
centrifuge
Supernatant w/ protein coats
E. coli w/ hot DNA

3§ emonuaivel TIC TPOTEIVES 6T0 £EOTEPIKO TOL PAKTNPIOPEYOV.

Ot TpoTeivec Ko N poOlEVEPYELN PPICKETOL GTO VITEPKEILEVO.

l infection blender

centrifuge

Supernatant w/ hot protein
coats

E. colfi w/ DNA

0. Mnén 11



Aopn tTov DNA

0. Mnén

Linus Pauling: povtého g mpwteivikng oounc. Epydotnke
Kot 6t doun tov DNA.

Maurice Wilkins kar Rosalind Franklin: to DNA sivat
élka (x-ray diffraction pictures)

Erwin Chargaff: [A]=[T] , [G]=[C]

James Watson xouv Francis Crick: Avayopicav 10
Cevyapouo tov Pdoewv tov DNA. Koataockevaocov €va
novtédo tov DNA mov toydet axoun.

OAa 1a voukAeoTidla £€xouv Kolvij
oopn

Ribose 2-Deoxyrihase

OH OH
Phosphate Ribose

Adenosine
5'-monophasphate
{AMP}

12



[Mé€vTe KUPIWC BACEIC CUPHETEXOUY OTN
QOMIN TWV VOUKAEIKWY OZEWV

FPURINES PYRIMIDINES
MH, rT?
T HRE T 50H
Hé\: —& T 2 5 BCH
e «.lq r_f‘° i

H

5
Adenine (A) Uracil (U) A, G T, C—DNA
A, G, U

0 0 , G, U, C — RNA
C. A

o HME 350 —CHy

ECH PR
& S ICH
! o TN

H =

Guanine (G) Thymine {T)

e

o
N3 eH

i g

Hal

C2 4 BCH
0__,-.»'\:“'_;:_,

"
Cytosine (C)

Aopn Tov DNA:
« AVO oAvcidec otnpryuévec o€ €va OKEAETO OmO OUAOES
COKYAPOV KOl POCPOPIKES OUAIEC.
* Agopoi vopoyovou avapecsa otig Ploeic:
A-T: Abo decpot vopoydvov
G-C: Tpeic decpoi vOpoydVOL
e Ot vmopovddeg TOV  VOLKAEOTWOI®V  GLVOEOVTOL €
POGPOOIEGTEPIKOVS OEGUOVC

Yroyyeia Yo tnv Tpopfieyn g ooung tov DNA

« H oaxtwvoypagion ¢ Franklin €5ei&e 6t to DNA eivan
EMKOELDEC.

*  Alvoideg and cliyapo Kol POGPOPIKES OUAOES
Avo n Tpeig;
Ecwtepikéc 1 eEmtepikéc;

 Chargaff: %A=%T ka1 %G=%C

« Whatson : Zevydpoua tov fdcemv
Movtélio tov DNA

®. Mnén 13



H utréBeon Twv Watson kai
Crick ATav 611 To DNA eival pia
OITTAN EAIKa ATTO
CUUTTANPWUATIKEG
AVTITTApAAANAEC AAUCIBEG TTOU
OuyKpaTouvTadl ATTo:

Agcpoug udpoyovou
avapeocd oTIg
CUUTTANPWUATIKEG BACEIG
(A-T n G-C)

YBpowopoug deopoug

O1 dvvaperg mov owaTPovy TNV ooun tov DNA
* Agopoi vopoyovoL
* YOopopoPeg duvapelg
Mmopodv  vo  KOTACPOPOLY  amd  QOPUOUId0  LYMAY
ovykévipoon NaOH, vymAn Bepuoxpacio.
« Ot olvoideg tov DNA umopel va amodwatoyBovv e
OVTIOTPENTO TPOTO

Yvovtayn Yo tnv ovvleon DNA
Yhka
1. Evlopa: DNA molvpepaoeg
2. Kaiovm DNA
3. 3 OH sxxawvnmic (primer DNA 1 RNA)
4. Tprpwopopika Agovvovkireotiown: dATP , dGTP, dCTP,
dTTP
5. H ovvOeon yiveton 5° wpog 3’

®. Mnén 14



KéBeTtal 0 puopodIecTEPIKOC DECUOC
— VOUKAgdOonN

—€TUAIyeTal N €AIKA

— EAIKAON

— (ToTTOIC0OEPACN)

* 2T1dve ol DECcHOI UdpoyYOVOU AVAUETT OTIC
aAuagideg

— AtTo8iaTagn Twv 2 aAucidwv
— Mpwreiveg TTpoadévovTal oTn Hia aAugida

DNA helicase
fal DMNA hellcase catalyzes the unwinding of the parental double helix.

« RNA primer (ekkivnti|g)
Xpewaletarl elevBepo 3’ axpo
RNA primase
AmopakpiveTal apyoTepa.
- DNA molvpepdaon I1I
Katdilvon g omuovpyioag @mCEOJECTEPIKOV OEGUDV
AVALEGO GTO VOUKAEOTIOW
“"Eleyyog yio AdOn
- DNA molvugpaon I
Amopakpouvel Kat avtikafiotd tovg ekkivntég RNA
- DNA Avydaon
Evovel ta tpumquata Okazaki
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-Mp6RANua
Av 1o DNA cuvTiBeTal povo &’ 1rpog 3’, Kal ol duo
aAucideg avTiypd@ovTal OUYyXPOvVWwG, TTWG KTTOPEI va

5!

3
/: A%'z\
L] IXaAQ

OUpBei auTto?

5

3\ avTiypaeng
’

5

ATTAvTNON: aOUVEXNC avTiypagr] ToOu &\IA

YovOeon g KaBvotepnuévng aivoioag (Lagging strand) Tov
DNA

Synthesis of the lagging strand

3 5" Old strand

1 RNA oligonucleotides (primer)
| copied from DNA

3 5 g 3

5 — 3 DNA polymerase lll elongates
RNA primer | RNA primers with new DNA

m

5N - = -
New DNA Okazaki fragment

3 | DNA polymerase | removes 5° RNA at
. end of neighboring fragment and fills gap

:ff'/)?l%l— e

DNA ligase joins adjacent fragments

YovEYNS AVTLYPO@T] TS TPOTOPEVONEVIS UAVGIOUS KL
Aovvec avrrypapn ¢ kKaBvotepnuévng alvoioag (Lagging
strand) DNA pe ta koppatio Okazaki
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lagging strand
5° \ discontinuous replication

Okazaki fragments ™~

leading strand
continuous replication

ANTITPA®H: "Eva popro DNA oiver d0o Opota popio.
Eva ypoudcwuo 600 Ouoteg ypmuotioss.

To kevTpiko 00YNA

DNA =2 RNA =2 mpoTtsivi) =2 AITOUupyia

avTiypaen

HETAQpPOOTN

; ATTOTEAECHA
HeTaypapn

H {on eivon éva gpyooTtdoro
« DNA: Odnyleg yio v mopoymyn Kot OlTpnoTn TOL
TPOLOVTOG
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= [Ipénel va eivon acparéc kot akpiPéc.
= [Ipénel va givarl opyavouévo.
= RNA: Kwntd avtiypogo pEPOLS TV TANPOPOPIOV (COv
(PMOTOTLTIN)
= AyyehMogopo 1 “messenger” RNA (mRNA)
= Onidyveton  poévo  Otov  ypeldletor Kot UETA
KOTOGTPEPETOL
= IIporteives: Epyoleio Kol cvuoTtatikd Yoo vo. QTIOTOOV TO
TPOLOVTQ
= “Evlopa” Ilpoteiveg mov Aettovpyodv  cav
pnyoviuoTo yo v @tiogel kATl To KOTTOPO
= “ AokéC TpmTEIvES” TPOTEIVEC OITOPOLiTNTES Yid
TNV dOUN TOL KLTTAPOL

ATTO TIG
odnyieg oTo
TTPOIOV
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2XNUATIKR JOMK €vOg yovidiou

Ymroxkivnmrig KwdikoTrolovoa TTEPIOYT)

+1 >

HeTaypaen

Boxtnproxn Aopn tov IN'ovidiowv

= Boaktnplokd (TpokapumTikd) yovidlo

= 'Eva mRNA pmopel va mepiéyel mepiocdTeEPEC
TEPLOYEG OV  Kwolkomowovvtal (open reading
frames-ORFs).

= To mRNA nepiéyel mepiosotepa yovida.

= "Evag vucivn g (promoter) EAEyyEL TEPIOGOTEPQL
yovidia.

= Kd&Be mepoyn mov kwdwkomoleiton €xel o1
LETAPPOACT TN O1KN TNG APYN Kot TELOC.
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MpokapuwTIKA
KUTTapA

(a) Prokaryotes

E. coligenome
trp operon

ZuyxpoVIoHEVN =,11\E L

EKQpachn yoviSiwv: Start site
VEITOVIKG yovidia Bioliobs
(operon) eA&yxovTdl ATTO

EvVav UTTOKIVNTI] Kal

HETOAYPA®@OVTAl OE Eva

MRNA evw

KWwOIKOTTOI0UV TTOAAATTAG

yoVIBIaKAd TTpoiovTa

I'oviowaxn Aour g Puta Ko Zoa

= 3T0 EVKOPLAOTIKA YOVIOLd,
= 'Eva  mRNA mepiéyer pévo pio kmotkomolovoo

nepLoym (€va yovidro)
= KdOe yoviolo €xel Tov O1KO TOL LITOKIVI TN

®. Mnén 20



EukapuwTikd KUTTApA

f-Globin -

genomic _1',— ;
AlaKEKOPMEVA yovidia DNA Start site for Poly[A)
(e€oviahvTpovia- RNA synthesis | site
exons/introns) Primary 5's — a

RMA . 3’ cleavage and
transcript addition of

== poly( A} tail

Exon (Al

=
Irtron Poly(A)

MeTOo-UETAYPAPIKES e i tail
TPOTTOTTOINTEIS: UTR n ‘ l
] - (A}
5’ CAP m7Gopp

= Intran excision,
polyA tail exon ligation

1 1 12 0 106 147

KdBe mRNA — éva yovidio

n

splicing

B

§-Globin
mRMNA

- (A,

14

= Mobvo 1 pia aAvcida tov DNA ypnoiuevel cav KoAovmt Yo
TNV TAPAY®YN YOVISi®mV

" Alpopetikd yovidla ofalovtor omd TIG CLUTANPOUATIKEG
aAVGIOEG

oV kor wote; Ta yovidlo K®OIKOTOI0UV TPMTEIVES LE OLAUPOPES
Aettovpyieg 6to KOTTOPO

= [lopaywyn evépyelog

" AouéG TOV KLTTAPOL (aVATTLEN-EMO10POWGOT)

= Kivnon

» JIpootacio Tov KuTTApPOL OO emiBeom

AMG ...

[1d¢ To KiTTOpO «avaPewy, «ofnvery Kal puOuilel v «évtacn»

GT0 YOVIOLd TOV;

I'evetikol owokonteg: O vmokivntéc (Promoters) givar 1o pépog
TOVL YOVIOi0ov Tov puOpiler TNV YoViOLoKT] EK@pooT

= O Yrnokwntng (Promoter) kaBopilet:
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1. ITote Ba apyicer n mapaywyn mRNA

2. I16te Oa otopatnoet n mwopaymyn mRNA (woéco Oo
QTLOYTEL;)

3. To onueio évap&nc e petaypaens (Ilov va apyicel n
uetaypoaen tov mRNA)

4. ITowd aAvcioa tov DNA Ba gival 1o kahovmt

= H RNA molvuepdon mpénet va Ppel tov vokvnty Kot vo
KOAMNOCEL TAVEOD TOL Yo Vo opyicer m  UETAYPAQN
(transcription).

= "AMeg mpwteiveg mpémel va TpocoefovV GTOV LITOKIVNTH Y10,
vao, 0covV evToAEG oty RNA moAvuepdon oyetikd HeE TO
TOTE KOl TOGO B OOVLAEYEL.

Eocovia: Ta svkapumtikd yoviolo cuyvd mepiéyovv “Extra” DNA.

= XT0 TEPIOCOTEPO EVKOPLMOTIKA YOVIOl 1) TEPLOYN TOV
KOOIKOTOlEL TV mpWTEiv]  OakOmTeTow  amd  un
KMOTKOTO1006EC TePLoyEC (non-coding regions) wov mPEMEL Vo,
amopakpvvOoHv TpoTov QTIoyTEL | TPWTEIVY.

= O1 kootkomolovoeg meployéc ovopalovrar EEovia (Exons).

= Ot U KOOWKomoMUEVES TEPLOYEC, TO “emmAéov” OMANON
DNA ovoudletoan Ecwvia (Introns).

= To mpowo popio mRNA mepiéyel ko v mAnpogopio yio
TNV 0Py Kot TO TEAOC TV eEmVvimv (vrdpyel emmAéov DNA
TOL TPEMEL VO, ATOULAKPVVOETD).
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Eukaryotic Gene Structure

Branch site
20-50 bp
-—
Tra.uscril)tion start  exon Donor site

[ Promoter sequence ... 5° UTR_ATGCCC.. . MAGGITRAGT.  _ CTRAY. Y-nch NCAGG. . N

A
Initiation codon: ATG ‘\ Acceptor site ) \

intron

[CACCA CAAAGACGG. 3°-UTR AAT II

. . Poly-A site Stop
To TTpwTo £€6VIO: codon

— Hepioxn 5°'UTR, Eekivdel ge To onueio évaping Tng HETAYPAPNS
— H kwdikoTrolovoa TrepIoXr]: EEKIVAEI HE TO KWAIKOVIO Evapéng
Splice-sites (intron-exon junctions)
- apxn wrpoviou — GT (801Ng)
- TEhog — AG (BEKTNG)
To TeAguTaio e€OvIO

— H kwdlkoTtrololoa TTEPIOKN TEAEIWVEI HE Eva KWBIKOVIO AR , e.g., TAA,
TAC TGA ploxn H néng g

— H mepioyn 3'UTR, TeAEIWVEl HE TO OAKA YIa TNV TTROCBRKN poly-A

2VVOTTTIKA

« 'Evapén petdppaong: kowdwovio AUG (Methionine).

« Téhoc petdppaonc: kmdkovio ANéng (UAA, UGA, UAG).

«  Xnueio moAvadevodMmong: 3' dkpo tov mRNA.

« 5" untranslated region: évapén petaypoenc (omd ™ Pdon 1
uéxpt o AUG).

« 3' untranslated region: amd tT0 K®OKOVIO ANENG UEYPL TO
onueio moAvadEVLAI®OTC.

« 5' flanking region : amd N Pdon -1 Kot TPOC TA TAV®D TPOC
Vv Katevbovvon 5'.

- 3' flanking region: and to onueio moAvadevvAiimong kot 3'
TPOG T KATO.

«  PuvOuiotikn meployn: evioyvg kot vrokivnti¢ (enhancer ko
promoter).

Evioyvtic-Enhancer

« "Eva gldoc puBotikng aliniovyiog oto eukapvotikd DNA
(omévia 6t0 TPOKAPLMTIKO), TOV pUmopel va. Ppioketor o€
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TOAD UEYAAN OmOCTOCT TPV N UETE OO TOV LITOKIVNTY] TTOL
ennpealet.

« H mpodcoeon €dkav npmteiviov otov enhancer. Aleyeipel 1
KataotéALEL (silencer) To pvOUO peTAYPAPNC TOV YOVIdiov.

Yroxivntic-Promoter

« Ymoxwvntc (Promoter): Eivor mn oaAiniovyic DNA mov
koBopiler to onueio €Evapéne g upetaypaenc. Ot
TEPIOCOTEPOL VITOKIVNTEC OITOTEAOVVTIOL OO GUYKEKPIUEV,
potifa yo wapdoderypo 1o CCAAT box kot to TATA box.

e CCAAT box (-80 to -70) — mpocdEvel [ OIKOYEVELQ
LETAYPOUPIKOV TOPAyOvVIOV mov £yovv cuvtnpndel xotd
JlapKeLn TG EEEMENC.

 TATA box (-30 to -20) — to kovti TATA eivor pépog mToA DV
VTOKIVNTOV ~ ToL  ypnopomoovviar  and v RNA
molvpuepdon II. To mpwto Prua elvor 1 wpdGdEoN WO
vopovadag tov  mapdyovra petaypaeng TFIID  mov
ovoudleton TBP (TATA-binding protein) kot mpocdévetan
oto TATA box. Metd v npocoeon tov TFIID npootiBevon
Kot AALO1 yevikol mapdyovteg petaypoapns noli pe tv RNA
molvuepdon IL.

Ipopinpa:

To yovidiopa ¢ Escherichia coli (4.6 Mb) av petpn0el ypoppukd
etvan 1,000 popég pokpitepo amod 1o 1610 10 KvTTOPO!

To avBpomivo yovidioua (3.4 Gb) Oa lye unkog 2,3 m.

Avoelc:

1. Yreperilers: n ourhn élko tov DNA mepiotpépeton yopm amnd
Tov aEovd G, HE ML OldKOGio. oL EAEYYETAL OO TIG
TOTOICOUEPAGEG.

2. Onigg: Anpovpyio INMav and v dutAn ko tov DNA.
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Makerdpiopa Tou DNA oTa XpwpoowHATd:

1. emimedo 1 mepioTpogn Tou DNA yipw amod TIC ICTOVEC BNUIOUPYWVTAC TIC
BOUEC TWV VOUKAEOCTWHATWY

2. emimedo 2 TO VOUKAEQOOWHATA oAV XAVTPEC
Koptrohoyiol ouvBéovTal HE OCUVGBETIKG
DNA

3. emimebo 3 TAKETARICOUU TWV VOUKAEOCTWHATWY
ot wibia ¥pwpartivng 30-nm.
Beads-on-
a-string

4. emwimedo 4 onMég. form of
chromatin

30-nm chromatin

Aol TOV  EVKOPLVOTIKAOV  YPOUOCOUATOV:  Xpouotivn
ocoumieypo DNA Kol TpoTteivev ~ SUTAAGLo TOGOTNTO TPOTEIVAOV
amo 01t DNA. A¥o k0plot TOmol mpoteivav:
1. Iotoves: Baowkég mpoteiveg e BeTikd poptio Tov mpocdEvovton
oto DNA 5 tomou: H1, H2A, H2B, H3, H4~ion pdla pe to DNA
eEEMKTIKA GUVTNPTUEVEG
2. Mn-wotovec: "Oleg o1 GAleg mpwteiveg mov oyetiCovtol Ue 10
DNA n mocotntd tovg oapepel omd >> 100% pdalog DNA €mg<<
50% palac DNA
Iotoveg
» Miwkpéc mpoteiveg, Paocwkéc (lys, arg) mpokeipévov va
OVOETEPOTOLOVV TO TOAD PopTIGUEVO DNA.
+ IIévte TOmOL 1GTOVOV

H1 — otepemvel 1o DNA 610 vOuKAEOCOLLO,

H2A

H2B

H3

H4

dtiyvouv €va  oktouepés (000  aviiypaea omd Kb

npwteivn). To DNA tuAiyeton YOp® amd avtdv Tov mupnvol.
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* H4: mold cvvinpnuévn (98% i1 avapeca o ayelddeg Kot
umieaa! 1% oairayn o 600 ekatoppdpla ypovia.
* H3: eniong moAL cuvinpnuévn (dpota katd 1o 97%).

Tpomomomoels TOV 16TOVOV Y0 TN pOOIOY:

1. Tng xp®UOC®UIKNG SOUNG

2. Tng dpacTIKOTNTOS TOV YOVIOUDV
» docpopvrinon: Tav Zepivav g TpmTEivC TOV 1IGTOVOV.
* Mebvrioon: Tov Avcivov e TpoTeivng TV 10TOVOV.
* AxetvAioon: Tov Avcivaov e TpmTeivng TV 16TOVAV.

Awa@opeTtikoi Toror DNA

« KENTPOMEPIKO- Centromeric DNA (CEN)
Ewducég adAniovyieg mov 0AANAETIOPOVV LE TO GKEAETO TOV
KUTTAPOV.

» TEAOMEPIKO-Telomeric DNA
210 AKPO TOV YPOUOCOUATOV—ELOKES ETOVOAAUPOVOUEVES
aAnAovyieg mov moilovv pOAO GTNV  OvVTIYpO®N KOl
otafepotnTa TovDNA.

« MONAAIKO-Unique-sequence DNA <Zvuvifw¢ kmdikomotel
yovidia.

« EITANAAAMBANOMENO-Repetitive—sequenceDNA
Al0GKOPTIGUEVO 1) GE GUYKEKPULEVEG TEPLOYEC.
SINEs: Short Interspersed Repeated Sequences (100-500 bp)
LINEs: Long Interspersed Repeated Sequences (>5,000 bp)
Mukpodopv@opor: Short tandem repeats (e.g.,
AGAGAGAGAGA ), ko dAAa €101 ETavoOAYE®V.
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0. Mnén

KE®AAAIO 3. Mitwon — Meimwon

Ta mmepIioodTEPA KUTTAPA
TOU avBpWTITTOU TTEPIEXOUV
46 XpWHOCWMATA:

=2 QUAETIKA XPpWHOCWMHATA
(X,Y)

=XY oTOoUg Avdpeg

= XX OTIG YUVAIKEG

=22 ZeUyn QUTOCWHIKWY
XPWHOCWHATWV

AITTAo€10AC Kal ATTAOEIONC apPIOOg
XPWHOCWHATWY

‘OpoAoya XpwHOooWHATA: ZTOUG BITTA0EIDEIC opyaVIOPOUG
KAOe cWHATIKO KUTTAPO TTEPIEXEI DUO aAvVTiypagpa TOU KABE
XPWHOOWHATOG (Eva atTd KABE yoveéQ).

ToO YEVETIKO TIEPIEXOMUEVO EVOG TETOIOU OpyaVIOHMOU
ava@EpeTal WS 2n (SITTA0LIBAG APIBHOCG) VL) TO UICO TOU
gival o atrAogIBNG apIBuocg (n)

M.x. ZTov avBpwiro n=23 ({eUyn XPWHOTWHUATWY) Kal
2n=46 (XpwHoowuaTd)
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0. Mnén

XpPROIMN opoAoyia:

Fovidio — pia povada KANPOVoUIKOTNTAG
éva TuRUa akohouBiag Tou DNA TTOU .
KWOIKOTTOIEI MIa TTRWTEIVN ’
FoviSiwpa — 6Aa Ta yovidia evog

opyaviouou \

I/tiuornusoms

'
v A

‘ Gene ’
v,

AAANASuOop@a — duo yovidia TTou BpickovTal oTny idia Béon
ot OU0 ogOAoYyA XPWHOCWHATA KAl apopouv To idIio
XAPAKTNPIOTIKO (UTTOPEI va eival TQUTOON KA N DIAQOPETIKA)
FEVETIKOG TOTTOG — WIO CUYKEKPIMEVN QUOIKI BTN gg JIa
aAugida Tou DNA, 61Tou edpeUel éva yovidio

Oudéduyo dTouo — éxel dUo duolIa yovidia

YIa £vad CUYKEKPIMEVO XAPAKTNPIOTIKO (Eéva
aTTO KABE yovéQ)

ETepbluyo AToHOo — £Xel BUO TTapaAAayég
EVOC YOVIOIOU YIa Eva XApAKTNPICTIKO

NovéTutToC — H YEVETIKY cUGTACN £vOC
OpYQVIOHUOU

DaivoTutrog — H uoikni eppavion evog
opyaviououU (YOoVOTUTTOG + TTEPIBAAAOV)
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Meoogaon

GO >

e
S —

——— Mitwon -

Mn SiaipoUpeva / AE—
KUTTapa ‘
G1

TeAdpaon . ‘ Mpogaon

Avdgaon © Merdgaon

O KUTTAPIKOG KUKAOG

L0, EALEYYOV TOV KUTTUPLKOV KUKAOV

A

Znueio eAéyyou
G1/S

Meodgpaon

' | g
. e =
| —— MitTwon —-a—"

Mn SiaipoUpeva - /
KOTTapa '

InHeio eAéyyou
i G2/M

EZnueio eAéyxou M

InMEia EAEYXOU TOU KUTTAPIKOU KUKAOU
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Kvkiiveg: Elvor cuovinpntikég npoteivec oe OA0 TO. EVKAPLOTIKA
Kuttapa. Eivar vredvBuvec yio v pOOuion g petaypaeng, Ko
K00e KLKAIv TOL  eKEPALETOL  EVEPYOTOlEL  UETAYPOPIKOVG
TOPAYOVTEG, Ol OTOI0L LE TNV GEWPA TOLG TOPAYOLV TNV EKPPUCT)
¢ emopevnc kukAivne. Kabe wkvkiiv, to mRNA t¢g ko ot
uetaypaeikol ¢ mapdyovtec e€ivar  mOAD  aoctabeic ko
AVOKVKAMVOVTOL YPTYOPQ, TPO®ODVTIS TOV KVTTOPIKO KUKAO.

Ot kukAiveg puBuilovv v dpdon tov CDKs (Cyclin Dependant
Kinases) on\A. t1g Kivdoec mov eEaptdval amd TIc KukAwves. Ta
ocvumioka KLkAIvii/CDK  pwo@opvAidvovy  GAAeC TpmTEIVESG
o1oyov¢ (Y. Metaypapikotg napdyovieg). H pospopuvAiioon avt
EVEPYOTOILEL 1] KOTAGTELEL TIC TPWTEIVEC 6TOYOVS (Evapsin dopopmv
aKOAOLOLDV  YEYOVOT®V), KOL 1 QOGPOPLAIMON EAEYYETOL LE
POCPATAGEC.

To povomatt RbL/E2F: To 1yovidolo tov peTVOPAACTOUOTOS
KmowKomolel uoe pooeonpmteivn pe 928 auwvoléa, Rb, n omoia
Kotoakpatel T kotTapa otnv @edon G1 (Weinberg 1995). H Rb
TPOTEIV] POGPOPLMMOVETOL KOl OTOPOGPOPVADVETOL KATE TN
OldpKeEll TOL KLTTOPIKOV KOKAov. H vreppmopopvAimpévn
(avevepyn) Lopen Kvplapyel oto KLTTOPA TOV TOAALATAAGIALOVTOL,
EVD 1 LTOPOCEOPLAIOUEVT (EvePYN) HOPON €lvol YEVIKA 10
TAOVG0. GE MNpeRa 1 oto un oaeopomomuéve kuttdpa (Chen et
al.1989).

* H Aettovpyia ¢ Rb mpoteivng e€aptdtat, TovAdyloTov €V LEPEL,
and TIC oAANAemdpdocelg pe tv otkoyévewn E2F mov eivon
uetaypaeikol  mapayoviec-oeouevtikoi pe 1o DNA  (E2F)
(Chellappan et al. 1991; Dyson 1998; Nevins 1998). Ot E2F
eployéc Ppiokoviar otovg vmokvntég (promoters) TOAADV
yovidiowv mov elvor onuovtikol yio v €£EAMEN TOL KLTTAPIKOV
kOKAov, kot 1 Rb wmpoteivn oaivetor va kotooTteIAEl TNV
LETAYPAPT] QVTOV TOV YOVIOI®V, LECH TNG OAANAETIOPOGTS TNG LE
tovg E2F petaypagucotg napdyovtec ( Azizkhan 1989; Thalmeier
et al. 1989; Dalton 1992; Ohtani et al . 1995). Or wpdopateC
avakaAvyel 6to Rb/E2F povomdtt €xovv dtevkpivicel mwg T0
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pnovomdtt avtod pvOuiler ™ petdPfoon anod mv Gl edon omv S
(@AGCT) TOV KLTTAPIKOD KUKAOL GE LOPLOKO EMITEDO.

Mapddeiyua puBuiong atrdé
oUNTTAOKO KUKAivNng/CDK

G1 E2F/Rb AVEVEPYO CUMTTAEYHO

KukAivn A

. KukAivn A/CDK2

O mrapdyovrag E2F,

orav givai
RbP + E2F £AeUBEPOG TTPOAYEI
TN HETAYpA®R TWV

TPWTEIVWYV yIia TO
: . oTadio S
vepyn] Rb — ptropei Qwoeardon

Kal TTah va Seopelosl Rb
Tov E2F kail va S1aKoWpe
OV KUTTOPIKO KUKAQ

O porog tov p53: EAéyyetl oto onueio G1/S yia «héOn» otnv
akoAovBio tov DNA (mispairing).

Edv Bpel t€tota 40N, evepyomoiet tnv p21, n| onoia pe ) cepd
¢ mopeumodilel T dpdon ¢ kvdong tov CDK/xukdivn A,
onote 0 petaypaeikdc mapdyoviag E2F mopapével deopevuévog
ue o pRb (yovidro Tov petivofractopatog ) kot sival avevepyog
OTOTE OLOKOTTETOL O KUTTOUPIKOG KUKAOC.

1. "Otav Aertovpyet puotoroykd pvOuilet tov
TPOYPOUUUATICUEVO KLTTAPIKO Odvoato (amdnmTmon), eite ¢
LUEPOG TNG KAVOVIKNG OVATTUENG EVOS KLTTAPOL EITE MG
AMOTEAEGLLOL LA KLTTAPIKNGS PAAPNG.

Edv 0 €Aeyy0g Tov KLTTOPIKOD KOKAOL 0EV AEITOVPYNOEL ENAPKADG,
TO KOTTOPO UTTOPEL Vo apyicel va dtonpeitot aveCEAEKT KoL VoL
uetatpanel o€ KAPKINIKO KYTTAPO.

OyxkokataotoAitikd yoviorwa: Ta pRb kot p53 yovidw
OLGPUAILOVY TNV GOGTH PUOLOT) TOV KLTTAPIKOD KUKAOL Kot
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eUmodiovv Tov aveEEAEKTO TOAAATANGIOGUO TOV KVTTAPMV.
MetalAdEelg o€ avTA TO YOVIOLH LTOPOVV VO TPOKOAEGOVV
KopKivo.

MITQXH

Mitoon: O 6t6)0g TG Mutwong eival 1 daipect Tov KLTTAPOL
LE TOTOYPOVN 01T PTOT TOV aPlOUOD TOV YPOUOCHOUATOV.
« H pitoon elvan g kuottapikn dwaipeomn mov wapéyel oe KOs
Buyatpikd kuTTOPO Eva TANPES aPONo (oET)
AP OUOCOUATOV.
« IIpwv amd Vv pitwon kabe ypoudcoOU amoTteleiTal omd 000
0OEAPES YPORATIOES EVOUEVEG GTO KEVTPOUEPLOLO.
« Koatd v ddpketa ¢ pitwong kdbe ypopdcopo dwopeital
o€ 000 TOVOLOLOTVTIEC LOVES OEAPEC YPOUOATIOEC.
* Kda0Oe Buyatpucd kotTopo d€xeTon v pia and tig Vo
YPOUATIOEC/ Y POLOGOLOTO.
Ipw am6 v pitoon Ttponyeital oty don S TG HEGOPUOC
0 duimacroopoc Tov DNA.

Mesodpaon

XpwparTivn

Ta Xpwpoowyara dev eival opard
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Ipogaon
. To YpOUOGOUATO CLUTVKVMOVOVTOL

. To KeVIPLOALID LETAVOGTELOVY TPOG TOLG TOAOVG TOV
KUTTAPOV
. Apyiler n dOnuovpyio TG LITOTIKNS ATPAKTOV
Ipopetdpaon

. E&agaviletar o mupnvickog kot n mupnvikn pepfpdvn

. To ypOUOCOUATA TPOGOEVOVTOL GTNV TUPNVIKT ATPOKTO

. Apyiler n petakivnon TV YPOUOGOUAT®V TPOG TOV
onuepwvoé medio.

Metdg@aon

. Méyiotn cuoneipmon TV YPOUOCOUATOV

. AldTacn TV ¥POUOCOUAT®Y GTO IGTUEPIVO TTEDIO
Avagaon

. Tao kevipouepiota S1opovVTaL Kot 0t AOEAPES YPOUATIOES

anoympilovrot.
. Ot tveg TG MTOTIKNG aTpAKTOL TPAPOoUV TIC AOEAPES
DOUOTIOES TPOC TOVC OVTIBETOVE TOAOVG TOV KLTTAPOL

MeTakivnon TV XPWHOCWHATWY TTAVW GTNV
HITWTIK ATPAKTO

Apxh avdeaong Mikpoowpunviokol
i) 7 OUvBESEpEvOl

. HE TOUG KIVITOXWpROUG
MNéAog i

TOU KUTTAPOU

Ol HIKPOCWANVICKOI TOU KIVNTOXWPOU
ATTOTTOAUMERIZOVTAI KAl «TpaBouv»
TN ¥PwHaTida TTpog Tov TTOAD TOU KUTTdpoU

Avdagaon 2 a&( EAeU6epn Toupﬁpuhl’vn
s : oy

\.\.,
Meproxn amoTroAupepioyoU T

0. Mnén 33



Telogaon
. Kvtrapokivinon (dnuovpyia dvo Buyatpikdv Kuttdpmy)
. Anovpyia 600 TLPNVIKOV HEUPPavdV
. E&agpdvion g LITOTIKNG ATpAKTOD
. ATOGVLOTEIP®OT TOV YPOUOCHUATOV
O paoeig ™ Mitmong 6€ TPAyRATIKO ETITEOO
Meoogpaon —IIpogaon —Ilpopnerapaon

= Interphase |

S Disintegrating
Developing nuclear

spindle envelope

) j Centrosame

L 7z ) Lyl ) .-:..'\
A N ‘R3] - &
Chromatids of % e
a chromosome Mitutic

spindle

envelope

Metd@aon-Avagaon-Tero@aocn

~—| Metaphase - r‘I Anaphase -~ - | Telophase 5

o

Metaphase plate Daughter
: Spindla chromosomes

pale

<

MEIQXH
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Mzeimwon: O o16y0¢ ¢ peimwong stvon n peiwon tov apBpod twv
YPOUOCOUATOV 6TO UIGO (SUTA0EION KOTTAPO > ATAOELON|
KOTTOPA)

. H peiwon amoteAeital and 600 O101pECELS: TNV TPOT
dtapovvtal Lehyn OLOAOYDV YPOUOCOUATOV. ZTNV OE0TEPN
OLoPOVVTOL O AOEAPES YPOUATIOEC (OTMC OTNV HTOON).

. [Tpwv v peiwon to kOTTOpOo £XEL dUTAOEON 0POUO
YPOUOCOUATOV Kol KAOE YpoUOCOLO amoTeELEiTOL 0O OO
YPOUATIOEC.

. Metd v peimon kdbe Buyatpikod KOTTOPO £YEL ATAOELON
aplOud YpOUOCOUATOV Kol KAOE YpOUOCOLO oToTEAEITON OO Mo
YPOUATION.

. [1po1ov g petmwong eivar cuvnBwg ot yapEteg

. KaBe Buyatpikdg mopnvag déxeton pia ypouotido amd kébe
Cevyog oLOAOY®V YPOUOCHUATMV.

Hopoyoyn YORETOV: XNV KLTTOPIKN Olaipeon Le oTdYO TV
TPOETOLLOGIOL Y10, PLAETIKT] OVOTOPOY YT TPETEL VO
avTiLeTomIcOel 1o e€Nc mpoPAnua: Eneidn 600 yopuéteg evovovrot
yio TNV omuovpyia gvog LuymTov, eivor amopaitnto vo permOel
TPAOTO 0 APLOUOC TOV YPOUOCOUATOV GTO YOUETIKE KOTTAPO GTO
Heo.

H peiwTiki TTpdpaocn gival
TTAPATETAMEVN

EmTI}IaouOg

Y

Zguvc’grpwpq ZUVOTTTOVNHIKO Xiaopara
¥ e e 7 s -

XPpWHoOOWHATWY OCUHTIAEYHO

AeTTTOTONVIO ZuyoTaivia Mayuraivia ArrThoTanvia Alakivnon
tetrad

X @ W&

Chasmata

AvaZnrnon ZUVATITOVNMIKG MARpng cuvayn Xiaouarta ApXigel o
OMOADY WV CUMTTAEY MG Emiyiacuog aTTOXWPICHOG
TWV OMoOAOY WV
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Emynaopog (Crossing Over): Ta oporoya ypopocopote (UNTpikd
Kol T TPk avtoArldoovy tunuata DNA. O enyiocpnog Aappavet
] ) ) Meimoncl.

Emixiaouocg (crossing over)
-Ta opdhoya XpwHoowHATd (UNTPIKG KAl TTATPIKG)
avTaAAdooouv THRHATO
= AauBdvel ywpd KAatda TNV TRpo@aon TNg HEiwong |

OAoKARpwon TNG Meiwong |

Metaphase

i
g - plate
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‘i TeAogaon Il i— /ﬂ Mpoidvra i—\

H Meimon nopdyel KOTTOPO LE LEIOUEVO aPlOUO YPOUOCOUATOV KAOBMD]
KOl OVOLGLVOLOGLLEVA, YPOILOGOLOLTO.

Yrnapyer avénon g mowihopop@iag yapn otnv peioon. Avtd yiveton
LE Toug TBavOLS GLVOLUCLOVE TMV YPOUATIO®V GE KAOE YOUETT GTOV
avOpmmo. (AveEapTnToc draymPiopdc OHOAGYOV YPOHOCOUATOV) 27 =
8.388.608)

Av gmTpéyovpue Kot Evay avacuVOlaGHO avi (EVYOC OLLOAOY®V
YPOUOCOUATOV, TOTE 01 Thavol avacuvdiaouoi yivovtot 47=
7.000.000.000.000 (7 tpic)

2NV APOYROTIKOTTA O 0plOUdS ovTtdg etval akouo LeyaAdtepoC.
INoati ogv givar opora 600 adEAPLA; AGY® TOV AVEEAPTNTOV

LY WPIGLOV TOV YPOUOCHOUATOV KO TOV EMLYLACULOV.
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| Mitosis |

“Parent cell (Zn)| [Prophase

[

‘ /Metaphgse

| 2z H\\ 5 s
T\ T

= ST

s

Anaphase “Two daughter cells,”)
each 2n

Tl

| Meiosis |

‘Parent cell (Zn)| (Prophase | ‘l

0. Mnén

-

‘Metaphasel

‘ ‘ 2n

Anaphase

Interkinesis

™ /Me(aplnase n

N

Anaphase Il ™ Four daughter

cells, each »
\ﬁ" il {l‘! "J "
& L t} E) )

Ala@QopEC MITWONG - HEIWONG

Mitwon
ZwpaTtikd KUTTapa
Mia kutTapikn didipeon —
dUo BuyaTpikd KUTTapa
Mia @don S yia kdbe diaipeon
ApPIOUOC XPWHOOWHATWY avd
TTUpfva oTaBepoOg
Aev Taparnpeital cuvayn
Ox1 avaocuvduaouog

Ta KevTpouepidia diaipouvTal
oTnVv avdaeaon

ZupBaivel T6oo o dITTAOEIDN
000 Kal ot atmmAoeldn KUTTapa

ZuvTnpenTIKn diadikacia

Msiwon
MNapeTokOTTApO

Auvo KutTapikéc Siaipéoeic —
Téooepa BuyaTpikd KUTTapa
Mia @don S yia dUo Siapéceig
ApPIOYOC XPWHOOWHATWY avd
TTUPAVA HEIWVETAI OTO HICO
Zuvayn kartd Tnv mpogaon |
Avaocuvduaouog

Ta kevTpopepidia diaipolvTal
povo oTh de0TeEpn Slaipeon
Moévo ot ditrAoe1dl KUTTUpa

AUEnoNn TNG YEVETIKNAG
TTOIKIAOTNTAG
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AVWHAAOG XPWHOTWHATIKOS S1aXWPITHOC

Avwpain Kavovikr
SiaZeugn S1ageuEn

i i t

Kavovikn AVQHaAN
diagevin I ﬁlgﬁsugn
L]
i)

DT |

ATTAOEIBAG \/’ < \/ s - \/ rprcut;pmc’: T

YAUEMS 10 i5wpike HOVOCWHIKG PUTIOAOYIKO HOVOGWHIKS

ZuywTo GUYWTo

Tpiowuia 21 - ZUuvdpopuo Down

* CUXVOTEPN aITia SlavonTIKAG avatrnpiag
+ 1/900 veoyvad TTayKooHiwg

+ ZXETICETA HE TTOAAG 1ATRIKA TTRORBANNATO
avwMaAieg aKorg Kal 6pacng
KOp3IaKES AVWHAAIES
augnuévn TTpodidBeon yia AoIHWEEIS
Aguyaipdia
dvwHaAieg Tou Bupoeidoug
Alzheimer

+ AuokoAieg avamTugng

KaBuoTEépnon oTNV avaTtTugn KIvnTIKWY
Kl S1avonTIKWY IKAVOTATWY

(http://www.down-syndrome.info/topics/keyfacts/key-facts-EMN-GB.htm)

0. Mnén
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0. Mnén

Tpiowuia 13 2uvdpopuo Patau

1 ora 12,000 veoyva

*AuTtoparn atrofohn

*KivnTiKA Kai SiavonTikr kaBuaTépnon
*MIKpOKe@ahia

*MikpogBahpia
*Nayoxelho/AukdoToua
*MoAuBakTUAia

*ZUYYEVNG KapdIakn vooog

{http://ghr.nlm.nih.gov/condition=patausyndrome)

MNapamavw atmmod 33% Twv CUANYWEWY KATAANYoOUV Ot
AUTOUATH ATTOBOAR OTO TTPWTO TPidNVo.

ATTO autd 1o TTooooTO TTEPITTOU 30% agopouVv TPICWHIES
eV HEXP! Kal 10% TTpoKaAouvTal ATTO TO OUVOPOUO
Turner (HOVOOWNIA YIA TO PUAETIKO XPWHOCwWHA X).

Ol HOVOOWHIEG YIA AUTOOWHIKA XPpWHOoOOWHATA Bev gival
CUMBATEG ME TN Wi oTOV AvOpwITO.
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Eravainyn

« Ta dapopetikd aviiypapa tov 10100 yovidiov € Eva, (guydpt
OLLOAOYOV YPOUOGOUATOV OVOUALOVTAL GAAAOROPPU.

« ®awvotvmog: H puowm eppdvion evog atopov.

« T'ovotvmoc: H yevetikn) tov cvotaon.

- H pitwon xoatodnyer oe outAdcio apOud Buyatpikov
KUTTAP®V LE TOV 1010 aplOUd ¥POUOCOUAT®V HE TO TOTPIKO
KOTTOPO.

- H pelowon wxotainyer oe wottopo pe 10 pHicd aplOuod
YPOUOGOUATOV 0O TO TATPIKO KOTTAPO.

« Koatd ™ peioon ocvpuPaivel emytaopog.

« Katd ™ pelioon 1o wotpikd 1 UNTPIKA YPOUOCHLOTO,
dtywpilovion aveEdPTNTE GTOVS YOUETES.

Kinpovopikéotnra

O Immoxkpdtng avayvoplle 10  OmEpUa  ®C  QopEa
KANPOVOUIKOTNTOC.

*O AploTt0TéANG TioTELE OTL 1 KANPOVOUKOTNTO TPOEPYOTAV
OMOKAEIGTIKG amd TOV TOTEP KoL OTL 1 YEVVIION €VOC KOPLTGLOV
NTOV TO OTOTEAEG O, TAPEUPOADV Ad TO Ol TNG UNTEPOC.

«2ta 1800 rav yevikd mopadekto Kot W0taitepa amd Tovg HodnTég
mMe eEeMiTikng Bewplog OTL TO YOPOKTINPIOTIKA TOV TOLOIDV
TPOEPYOVTAY OO TNV AVAUEIEN TOV YOPATNPICTIKAOV TNG UNTEPOS
ko Tov atépa (blending inheritance).

O nepopoTikog oyeoracpuos Tov Mendel
(1857-1866)

1. Ko emioyn weipopotikov opyovicpov (model organism)
2. [IpooekTiKn EMAOYN TOPUPETPOV

3. Anuovpyio koBapov ocep@v Yo Tov KoBEva amd TOVvg
YOPOKTNPES TOVL peErETONKOV

4. XTOTIOTIKN avaivon

5. Erai)0gvon ¢ vmoBeong
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1. Ko emloyn TEPARATIKOD OPYUVIGHOV

To pmiéha ocav opyaviopoc-povtELo
-Kohd peretmuéva vppida

-Meyarog ap1Ouog kabopmdv TotKIAM®V
-Mikpd putd, eOKoAn Ko OV KaAMEPYELD,
~-Mikpr| Stdpkela YEVIAS Kot TOALOL ammdyovol

2. Ilpooexktikn emioyn HopapéTpwv

O Mendel pelémoe entd SLOKPLTA YOPOKTNPIOTIKAE: XTPOYYLAO-
pUTIO®UEVO,  Kitpvo-mpdcivo, mopeupd 1N Aevkd  avboc,
OLOYK®UEVO 1| cuCEIYUEVO oynua Aofov, a&ovikn N akpaio OEon
dvOovg, vyYNAO 1M YOUNAO UNKOG OTEAEYOVS, TPAGIVO N KiTPLvo
YPOUO AoB0V.

O Mendel peAéTNOE ETTTA SIAKPITA XOAPAKTNPIOTIKA

@

oTpoyyuAS pUTISWHEVO

KiTpIvo Tpdoivo

BloyKwHEVO 1 cuoc@iypuive afoviki I akpaia BEon dvBoug upnid f Xapniod prikog oTeAEXoug
oyfjua Aopou
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3. Anuovpyio KaBapov celpOv Yo Tov Kabéva amd Tovg
YOPOUKTNPES TOV pEAETNONKOY

MovoURpIdiIcuog

OAol ol amrdyovol £Xouv TTopPuUpO Xpwua dvBoug

O Mendel Xpnoipotroinoe yia TpwTtn popd
OTATIOTIK avAAuoT OTn YEVETIKN

705 mTopopupd : 224 Atukd, Adyog = 3.15:1

0. Mnén
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1° Zopnépaocpa,

. Mendel counépave OTL TO YOPOKTNPIOTIKA EAEYYOVTAL OO
OLOKPLTOVG TAPAYOVTES KA POVOULKOTTOS

. O mopdryovteg ovtol eLeaviCovtal GTovg 0OPYaVIGLOUS OVEL
Cevyn.

2° Yourépaopa

. “Otav og éva dtopo gpeaviCovrol 600 avOpUolol TaPEyOVTEG
KANPOVOLUKOTNTOG Y10l TO 1010 YOpOKINPLOTIKO, TOTE O £VOG glvat
EMKPOTIS OC TPOG TOV GALO TTOL Elvoil VITOAELTONEVOGS.

3° Tounépoopa

. IIpotoc Nopog tov Mendel - NOpog Tov o10(mpLopov
Kda0e putd ogxoTav Eva aviiypa@o yovidiov .y, yio TO YpOUL TOV
dvBovug amd kdbe yovéa. Anradr Aol £xovpe dVO aviiypapa kA0
yovidiov. Ondte KéOe apoevikoc 1 ONAvkoc yapsmg eépel LOVO
&val avtiypago kabe yovidiov.

Koatd tov oynuaticio Tov YoUETOV, Ol YOPaUKTNPES
KAnpovokottog (yoviola) and Eva (evydpt Stoympilovrat
Toyaio, £T61 OCTE KAOE YOUETNC LETAPEPEL TO EVOL 1 TO AALO HEAOC
tov (evyovug ué ion mhavotnTO.

To copmepaopota Tov Mendel pe onuepivovg 0povg

o AAMMAOHop@o P yia to moppupo ypodpa. dvBoug Kot p yio to
Aevko

* Ta etepdluya dtopa @EPOLY dVO SLUPOPETIKA OAANAOLOPPA Y10
£Vl YOpOaKTIPO

» O Mendel katdlafe 0T1 éva dTopo pmopel va, pEpel TANPoPopia
Y10 VO OAANAOLOPPO TTOV deV EKPPALEL (E161YOLYE TOVG OPOVG
EMIKPATES KO VITOAEWTOUEVO)

* OAo ta mopeupd dvOn mpénel va £xovv tovAdyistov Eva P
(opoluymteg PP 1 etepolvymteg Pp)

* Oha ta Aevkd avOn pémet va €xovv 600 p (opoluymTtes pp)
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H Bewpia egnyei Ta dedouéva

i -

PP
1. MiagopeTikEG eKBOXEC evOg yovidiou eEnyouv TNV TTOIKIAOTATA: aAAnAduopea

2. ‘Evag opyaviopog kAnpovopuei 0o yovidia yia éva XapakTipa: évav ammod
KABe yovid

3. Ta aAAnAopopga PTTOpPEi vd gival ETTIKPATH 1] UTTOAEITTOHEVA

4. Tda aAAnAdpopga diaxwpilovTadl TuXaia KATd TNV TTApaywyr] TwWV YOUETWY

KED®AAAIO 4. Avaivon Mevoghmaviig Kinpovopikotnrog
. Terpdyowvo Punnett
. IIBavoTnTeg

MovovBprotopoc: Ot yoveic StopEpovv Ge £va YOpKTNPOL.
[Tapdoderypo: T= aAANAOLOPPO Y10 LYNAO GTEAEYOC

t = AAANAOLLOPPO Y10, PLTO VAVOG
TT=0uo6lvyo vynAd PLTO
tt = Opodluyo eutd vévog
P= Oudluyor yoveig TT (ynio) X tt (vévoq)
F, I'evid etepoloyn Tt (6La to uTA YNAQ)
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Xpnowonoravrtog éva teTpaymvo Punnett
Briuoto:

1. KaBopiote Toug yovoTumOuS TmdV Yyovidv
2. T'phyte ™ dooTadpmON

3. Zyeo1dote Eva TETPAY®VO

['ovOotumol TV YyovVimv:

TT ko tt

OL0OTAVPWOT)

TT xtt

Punnett square

4. Xwpiote 10 aAANAOLOPPO TOVL YOVOTLTTOL Yo KAOE YOVIO Kot
tomofetnote Ta €M oo TO TETPAY®VO.

5. KaBopiote T00¢ GuvdvaGHOUC.

6. KaBopiote yovoTLITOUS KOl QOVOTUTTOVG.

Xpnotpotroivrag éva Terpdywvo Punnett Punnett square

Briuora; 4. Xwpiate Ta aMnAGHOPPa TOU YOVOTUTIOU Vi
1. kaBopioTE TOUG YOVOTUTIOUG TV YOVILV KdBe yovid kal ToroBemoTe Ta £€w oo To
2. ypdyre m dlaoTalpwan TETpAYWVO
3. ayedidoTe éva Terpdywvo 5. KaBopioe Toug ouvbuacyiolg
6. KaBopioTe yovoTuTIoug Kai paivoTuToug

TovaTuTION TWV YOVILV:

TT kai tt IT « 11 T T

yovoruto:

dlaoTaupwan Tt| Tt 100% Tt

TT x tt

gavorutor:
100% ynAd putd

0. Mnén
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MovoiBpi1diouog : F, yevid
» AuTtoyovigoTtroinon otnv F1:
Tt x Tt

(WNAG QUTE)  (WNAG GUTO)

YOVOTUTTOL:

1 TT=WnAo6 @uTo
2 Tt =ynAd @uTtd

1 # =vavog
Aoyoc=1:2:1

QAIVOTUTIOL:

3 wnAd Qutd

1 vavog
Adyoc= 3:1

AIuBPIOICHACE: dUO XapaKTHPES MAdi...

ETTIKPATEG UTTOAEITTOHEVOD

seed shape (@ PaivéTuTro! yIa To XpWHa oTrépou

Round Wrinkled

Seed color )

Avapgvouevn avahoyia FZ2 o W
i ’ 3!4 ) @
KiTpivo: Trpdaoivo 3:1 »

PdIvOTUTTOI YId TO 9/16 316
oYfpa oTTopou

« @ @ @

3/16 1/16

oTpOyYuAd: puTiBwpévo 3:1

O Mendel mapatfipnoe:

> @

e
Founcl selicw Rt g

apiBuog 315 108
avaloyia 9.84 3.38 3.16
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H avaAoyia 3:1 diatnpeital

* 2TPOYYUAO TTPOC
PUTIOWHEVO:

315 round, yellow

9/16 + 3/16 = (3/4) oTpoyyuAd
3/16 +1/16 = (1/4) putidwuéva

108 round, green
101 wrinkled, yellow

32 wrinkled, green

* H avaAoyia 3:1 SIaTnNPEiTal 56 cenns

YId KABE XapakTrpa

Punnett oto diuBpIOICHO

SlacTaupwon:

aTroTEAECHA:

1/16 A/A;B/B + 2/16 A/A;B/b
+ 2/16 A/a;B/B + 4/16 A/a;B/b

Ala;BIb

1/16
Alabib

116
ala Bl

116
ala;b/b

0. Mnén

+

[ 1716 A/AD/b + 2/16 Arabib |

+

[ 1/16 a/a;B/B + 2/16 a/aBib |

+

1/16 ala;b/b

] [l [l [
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Agdtepog Nopog Tov Mendel: Nopog tov ave€aptntov
Y VVOlOGHoV:

Koatd 10 oynUaTiopo YOUETOV, 0 O ®PIGUOC TV CAANAOUOPP®V
eVOG YOV1010L €ival aveEAPTNTOC Ad TOV LY OPIGUO TOV
AAANAOLOPP®V EVOC GAAOL YOVIO1OVL.

EEapéoelc: o yovidla mov Bpickovial 610 1010 YpOUOSOUN GE
KOVTIVI] omootaot (dev yivetor avacuvolacog).

O vopog Tov aveEdptnTov cuvortaspov: H kinpovounon evog
aAANAOLOPPOVL Y1a Eva Yovidilo oev Kabopiletl moio aAANAOLOPPO
Ba KAnpovounbei ce Eva devTEPO YOVIOL0.

AlacTaupwon doKipaciag

Parents: Ww Gg = ww gg

G: KiTpIvo, g: TTpacivo All gametes from |
homozygous recessive
parent are wg.

F
W: oTpoyyulAd, w: puTIiBwHEVO s NG

F =5
iy I\IIVCE ~ =1lia round, yellow

S —— N
Gametes from Ty (wg ) o =1i4 round, green
heterozygous parent ek
show independent Wwr gg
assartmant.

o,
g l‘/ij =g wrinkled, yellow

L
1ig l\ng. m = 14 wrinkled, green

O Mendel mapaTtfipnoe
bb 51 49 D3

112 104 1 1.08
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AlaoTaupwon eAéyxou phocve
UTTOAEITTOUEVOUC

A/a;B/b X a/a;b/b <+ xapaxmipsc

(OTPOYYUAO, KI'TpIVO)l (puTiBwévo, TTRACIVO)

a:b a:b a:b a:b

A:B|a/a;B/a|Asa;B/b|Asa:B/b |Asa:B/b| GTPOYYUAS, KiTPIVO

A:b |Afa:b/b|A/a:b/b |A/a:b/b [ Afa:b/B| CTPOYYUAS, TTpAGIVO

a:B a/a;:B/b|a/a;:B/b|a/a;:B/b|a/a;:B/b| PUTIBWHEVO, KIiTPIVO

a:b [afa:blb|ata:b/b asa:b/b fata:b/b] puTIBWPEVO, TTPAGIVO

. O Mendel 1o 1866 dnpocicvce ta AmTOTEAECUOTA TOV

. [Ipoondbnoe va eravardfet to mewpdpota Tov o€ GAAO PUTO
AL QTTETUYE

. [1€0ave o 1882

. H epyacia tov mapépeve otnv agpavelo peypt to 1900, otav
TPElC aveEAPTNTOL EpELVNTES «EAVO-AVOKAALY OV TOL
OTOTELEGLLOTO TOV

. O AapPivog élafe alla oev daface TOTE TNV EPYOGIO TOV
Mendel

. O Mendel fjtav 0 Tp®TOC BroAdyog TOL YPNGYLOTOL|CE
LoOMUaTKd yio va, eENynoeL To. AmOTEAEGUOTA TOV TOGOTIKA

. [IpoéPreye TV Evola TV Yovidiwv, TNV DIapEn SUTAOEOOV
OPYOVIGU®V KOl TOV GYNUOTIGUO TOV YUUETOV KATA TNV UEI®MO.

EIZATQI'H XTOYX NOMOYX TQN IHIOANOTHTQN

IIBavoTnTa Y0 £va YEYOVOG TOGES POopES Oa cvupPel
H mOovotnra vo gEPovpE KOPAOVO. oV PLEOVLE EVaL VOGO = Y2
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H mbavotnto éva Bpépoc vo yevvnOel aydpt = 72

IIBavoTyTES TIU pEYoivTEPT 0o 0 Kol pkpoTepn amod 1
[TiBavotTa 0 = "Eva yeyovog dev Ba cuuPel moté

[TBavotta 1 = Eva yeyovog cvpufaiverl mavta
HollomlaoraoTikOg Kavoves: H mBavotnta va cuopoidv
TAVTOYPOVO, dVO aveEAPTNTA YEYOVATO, Elval ioM LE TO YIVONEVO
TOV TOOVOTNTOV Y10 TO KaBEva amd Ta eMUEPOVE YEYOVATO.
Hapaostypa: [Toid n mBavotTa Eva (EVYAPL VO OTOKTNGEL OVO
ayopla e 0V aveEAPTNTEC EYKVUOGUVEC;

[TBavot T va yevvnOel aydpt otnv mpdTn €ykvpocvvn =1/2
[TiBavoTa va yevvnBet aydpt oty devtepn eykvpocsovn =1/2
Avo ayopa (ot mpd KAI o1 Sevtepn eykvpocsivn)= 2 X V2

= Ya

ABporoTikog kavovas: H mbBavotnta va couPel Eva amd dvo
CUUTANPOUOTIKA YEYOVOTA £ival iom Ue To dOporopa Tov
TOAVOTNTOV Y10 TO KaOEVa, amd To ETUEPOVS YEYOVOTAQL.
IHoapdoderypa: Ag Bswpricovpe o LovouPprotkr S10GTaDP®GT| Yol
10 Kitpvo/mpdovo ypopa ordpov ota pumiléma (Y/y x Y/y). Ilowd
etvan  mBavoTa 6T1 SVO GTOPOL amd TNV dlacTAVPMST Ba Exovv
70 1010 Ypdpa (ko o1 6V0o KiTpvor 1 Ko ot 000 TPAGIVOL);

P (xitpwvo) =3/4. P (ko o1 dvo amoyovol kitptvor) = 3/4x3/4=9/16
P (mpdovo) =1/4. P (ko o1 600 amoyovol mpdcivor) =1/4x1/4=1/16
P (600 omopot kitpvor "H 600 omodpot mpdcivor) = 9/16+1/16 =
10/16

IHowa givon n mOavoTTO £VvO TOLOL VO ELVOL G YOPL 1] KOPLTOL;
P(ayopr)=1/2

P(kxopitor)=1/2

P(ayopr 1) kopitor)= Yot Vo= 1

To dBpocua twv ThavotTOV Yoo OAa o Thavd evoeyoueva
npénel va gtval ico pe 1

ITo ToAVTAOKO YEYOVOTA...
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Mmropet va. yperdlovtor mepiocdtepa Pripata
[Ipoomabnote va dtoomacete Evo TOADTAOKO EVOEYOUEVO GE OGO
amAd ypeldleTOl...

[Ipokerton va yevvnOohv 600 mondtd pe 000 dodOYIKES
gykopoovves. ITowd eivar | mBavotnta 10 £va va gival aryoptl Kot To
dAAo Kopitot;

1° Evogyopevo: To mp®@To mardi givar ayopl Kot To 0£0TEPO
Kopitol

2° Evogyopevo: To mp®dTo Tondl £ivol KOPITOL KOL TO 0EVTEPO
ayopr

P(10 evogyopevo)= "2x Vo= Y4

P(20 evogyopevo)= Y2x Vo= Ya

P (évo ool ayopr kon £va Kopitot) =

P(10 gvogyopevo 'H 2° gvogyopevo) = Vat+ Vi=1/2

Avo dropa eival etepoluya yia 1o adinAouopeo R (Rr). To
aAAnAopopeo R gtvar pucsloroyikd. To r unopet va mpokarEcet
avoupion.

[Towd etvon 1 mBavot T OTL TO OO TOVE EYEL TOLAAYLIOTOV €val R}
Amo6 To Punnett square

P(RR) ="
P(Rr) ="
P(rr) =Y

P(tovAayiotov éva R) = Vit Vo= ¥ ECaptnuéva yeyovota

Avo yoveic eivar etepoluyot (dev €xovv avorpio Kal dgv YoV
KoM uEVOLC AoPovg avtimv) RrYyx RrYy

[Towd tvon n mBavotnTa 611 B okt covy Eva Toudi pe avorpio
Kol KOAANUEVOLS AoPBovg avtimv; Ta yovidwa Bpickovial og
OLOLPOPETIKA YPOUOGOLOTOL

Am6 to Punnett square

P=Yix V4= 1/16 AveEaptnta yeyovota
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AwBproropog pe mOavoTnTES
-A00 OLOOTAVPAGELS HOVOLPPLOLGHOD
-2y yevia F2
Y4 Kitptvol 6mopot Va Tpacvol Gmopot
Y4 6TPOYYVAOL GTtOpOL Y4 pUTIO®UEVOL

Kitpwvo kan otpoyyvro Yax 4= 9/16
Kitpwvo kan pvtioopévo ¥ax %= 3/16
Ipdowo kot otpoyyvro Yax Y= 3/16
IIpacwvo kon pvtidmpévo Vax = 1/16

Aoxpaoia 12
YouPadifovv Ta mpaypoatikd dcdopéva pe pa modeon; Edv vrdpyet
aplOuNTIKN oTOKALIOT Elval OPKETT) MOTE VA ATOPPIYOVLE TNV
VOOECT TOL £YOVE KAVEL,
Hoapdderypa: To ypopoa evog poknta puropel vo eivot AEvko M
LoOPOo Kol EAEYYETOL 0O dVO AAANAOLOPPa EVOG YoVidiov. Av
OLOLOTAVPOGOVE Evay £TEPOLLYMTN Ue Eva opoluydTh Yo TO
VIOAEWOUEVO aAANAOPPO, oMendel tpoPrémet 01 B Thpw
AELKOVG KOl LOPOLG LUK TEG o€ avaroyia 1:1 .
To neipapa diver 52 aropa povpa Kot 35 Aevkda.
"Eyel kaver Aa0og o Mendel?
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(O-E)
E

O = apiBuog TTou TTapaTnpnenke (observed)
E = api®u6¢ TTou avapevoTav cUp@wva
HME TNV UTT0Be0oN (expected)

Z = ABpolioua

O = ap1Opoc mov wapatnpOnke (observed)

E = ap1Ouoc mov avapevotay cop@mva pe Ty vaodeon
(expected)

Y= A0Opowopo

BaOpuot ghevlepioc

Piyvoupue éva vouopa 10 @opég

‘Epyetor kopava Tperg opég

Tig vmorouteg entd mpémer va MpOe ypdupoto

Onote av yvopilovue t0 TOcEC PopEC Nphe KopaVa, AvVoyKAUCTIKA,
yvopiovue kot to TdceS Popic Mpbe ypdupoto—

H mopdpetpog avtn dev ival elevbepn

['a ™ doxpacio y2 o€ avtd To meipapa | Badpoc eevbepiog

I'evikd

O BaBpoi erevBepiag givar cvvi|0mg 0 aprOpog TV
gvogyouévav peiov éva I'a pio d1oot@upmon LovoLPpLotcLov:
Vo gvdgyopeva (avotumot) — évac Babpoc eevbepiac INa o
OL0oTAVPWOGT] SWPPOIGHOV: TEGGEPA EVOEYOUEVO (POVOTVTTOL) —
tpelg Pabuol erevbepiog
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Ymrohloyiopog y2
» OT1dETE Evay mivaka e po 6EpA oo kobE o amd Tic
uetafAntég mov peAetate (PdAte Ta ovopato TV LETAPANTOV
GTNV TPOTN GTNAN)
* ZNUEIDOOTE TOVS aplOUoVE TOL TopaTnPnONKay 61N 0£0TEPT
GTNAN Kol TPocHEGTE TOVC
X NUEWDGTE TOVG AVOLEVOUEVOVS aplBovg (Bempntikn mbavotnTa
€M1 TO GUVOLO TOV TOPAUTNPNCEDV) Ko TPOGHESTE TOVG
*Ymoloyiote 10 ¥2= (Obs-Exp)2/Exp yia kd0e ypauun kot
pocOEcTe TIG YpapUE

v2- UTTOAOVIGHOC
Opdda Obsernved Expected (Obs-Exp)?/Exp
paupo 52 43.5 1.66
AEUKO 35 43.5 1.66
oUWAO 87 87 3.32

 BaBpuoi eAguBepiag v = aplBHOG aveEdpTnTWV

TTAPAMETPWYV MEiOV 1 =1,
» ATTOo@QaOioTE yal TO ETTITTEDO ONUAVTIKOTNTAG.
— MNa 95% emmiTredo onuavTikoTNTAG ¥4, =3.841 yia v=1
0 x2< 2. eV ATTOPPITITOUME TNV UTTOBEON
— H Bewpia Tou Mendel ioxUEl

Eppunveia g Tipng P mov avrietoryel 6to 2 (11 onuaivel to
neipopd Loc) Av nomobeon eivar cwot, | TOAvVOTNTA VO
EUQOAVIGTEL 1) TAPATNPOVUEVT] ATTOKAMOT] OTTO TIC OE@PMNTIKES TIUES
elvan ton M peyaAvtepn amd avty v mTlavotnrto P

Av 1 mBoavotta ival peyain (P>0.05), t6te 1 dapopd avapeca
OTIC TTOPATNPOVUEVES TIUES Kol TIG OepnTiKES 0peileTal otV TOYN
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To meipapa copPadilel pe v vVEOGOECT TOL KAVALLE KO OEV TPETEL
va aroppiyovpe TV vwoOOeoT| Hag

Av 1 mBavotnta eivon pkpr) (P<0.05), tote N mapatnpovUEV
amOKAIoN avapeca 6To TEipapa Kot T OempnTikéc TIUES elva
wéArov amiBavo (OyL OpmS adVVATO) OTL OPEIAETOL LOVO GTNV TUYT).
Amnoppintooue v vndOeom.

[Ipocoyn: Ta ctatiotikd amotehéouota dgv ivor TavTo aAnOT).

X2 =% (O-E)?/E

Critical values of the X2 distri

885 AT 2 . . 05 25 01 005

Reinle] .0o0 0014 2. 708G 3841 5.024 6.G635 7879
[DRaaRH] 051 .2 A RIS FATE 2210 14597
0.072 Q16 D.5E4 Falz 9.348 11.345 12.838
0.207 04584 J0e4 9488 11143 13.277 14.860
0412 o831 SE1a 235 11 .a7o 12,832 15 D&G 16 750
0.EFG 1237 2.204 12592 14,445 16812 18.548
0. et |.big L6843 14.0b¢ 16013 1E.37% U258
|.444 2.1H0 4.4t 4.5k2 154507 17,534 20,080 21.49%%
1.735 2700 41648 16.919 19.023 21.666 23.589
2136 3.247 4.865 18,307 20.483 23.20% 25.188
2,603 3816 5.578 19675 21.920 24725 26.757
3.074 4,434 6.304 1 Z21.026 23,337 EB.217 28.300
3.565 5.009 PRI ¥ 22,362 24,736 27658 Z9.819
4,075 SR 7.7o0 23685 26119 EEAR] 11.379
4.E01 6252 2.547 2.30 249096 27.488 I0ETR 32.800

>
3
E
o |
2
i=]
=
(=]
=3
un
L=}
=%
=]
a
S]

n-1, n=

df =

¢, prechability; df, degrees of freedom.

H Amékhion amodidetal oTnv TUXN H Atrokhion dev amodidetal
omv T0XN
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v2- UTTOAOVICHOC
Oudda Obsernved Expected (Obs-Exp)*/Exp
MaUpo 52 435 1.66
AgUKO 35 435 1.66
oUWOAO 87 87 3.32

 BaBpoi eAgubBgpiag v = aplBpog avedpTnTWyY

TTOPOAMETWY MEiov 1 = 1.
* ATTOQAOCIOTE YydI TO ETTITTEDO ONUAVTIKOTNTAG.
— MNa 95% emmiredo onuavTiKOTNTAG %4, =3.841 yia v=1
[ x2< x2. OEV ATTOPPITITOUME TNV UTTOBEON

— O XapakTApAS auTdC KANPOVOUEITAI CUM@WVA HE TN
Bewpia Tou Mendel

H mBavotta va yevvn el kopitot etvon 72 kou n mbavotta va
vevwnOet ayopt eivan emiong Y2. Av g otkoyévela €xet d00
Kopitola, ol eival | whavotnTa OTL T0 €TOUEVO Toudi Oar efvon
ayopt;

A.1/2

B. Y

I'.1/8

A. 3/8

E. 3/16

‘Eva Cevydpt pobaivel 6Tt etvar kot o1 600 gopeig yuo tnv o1
uetdAraén kvotikng tvoonc. Iowa eivon n mbavotnta Ot 0

TPOTO TOVE Todl Ba £xet ) vooo; [Towa eivar n mbBavdtnta 611 10

deVTEPO Tadi Tovg Ba vooet;
A. 3/4 xon 3/4
B. 1/4 xon 3/4
I'. 1/4 xou 1/4
A.1/2 ka1 1/2
E. 1/4 xoul/16
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[Towd tvon 1 mBavot T OTL TO TPDOTO TAdi TOL 1810V Cevyaprov Ba
etvar €va ayopt mov dev Ba vooet;

A.1/2

B. 1/4

I'.3/8

A. 1/8

E. 1/16

Megvogiavi] KANpovouikoTnTo 6ToV AvOpmmo

*To mapdderypa TG KLoTIKNG tvaong : Bavatneopa vococ,
waitepa cuyvn otovg Evpomaiovg

* [Ipoxaieitarl amd Eva LETOALAYUEVO DTOAEITOUEVO YOVIOL0—
eopeic =1/20 dropo EVPOTATKNG KOTOYMOYNG

*1/400 (1/20x 1/20) Cevydpio Ba ivar Ko o1 000 Popeic Kol amd To
modLd Tovg Y4 Ba £xel T vocGo

*H xvotikn ivoon eanpedlel v petapopd 16vimv Cl otoug 16t00g
(o1 ekkpioelg /PAEvveG yivovTor adtdALTEC)

KANPpOoVouIKOTNTA TNG KUOTIKAG ivwong

Av Kal o1 OU0 yoveig ival QopEic
(eTepodluyol) Va4 atrd Ta TTAIdIA TOUG Ba
VooEei

C C = @uOIoAOYIKO ATOHO C
C ¢ = (popEAG QOUPTITWHATIKOG
c ¢ = KUQTIKN ivlan
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Nooog Tov Gaucher *Zndvio vocog katofolopold Mmdiov
*H mio ovyvn yevetikn) vocog otovg ERpaiovg Aokevdll pe
Kotory@yn oo v avatoikn Evponn (1 otovg500 yio tovg
EBpaiovg; 1 in 100,000 yio tov vtdAoimo tAnbvcsud)

Standard Xoupoia yia avarvon I'svearoyik@v AEvopmv

Standard Symbols for Pedigree Analysis

] Male O MNumber of childien
of sex irdicalad
) Female

"1 Mating
L0 Hetzrozygotes for
[ ) Parens and : autosomal recesgaive
T caildren:

1 boy: 1 gid = Carrier of s2x-lirked
| | {imwde: o birlhy recassive

B @ Affectedindividuals

Deatn

ff‘l
a .
C Abortior or siil birh

A (sax unspevified)
-/} \..1 Dizygotlc
LI {nenidantical twins)

olls
VA | @ Method of identifying
/ \. ] 1 2 parsons in a padi-

L1 Menozygotic L1 gee ere e pro-
A entival twivs) | 1—] H O positus schid2in

d—C 1x2 3 ganerationll,cril.2
)

O S DApaE = = Egrﬁggummu;

Propasitus

AVTOGOUIKY] VTOAEUTONEVT] KA POVOULKOTITO
*H ac0évela eppaviletor 6 moidtd vyimv Yovidv

*Ta ntpocsPePAnuéva dtopa tpénetl va givar opolvya
>uvNBw¢ omdvieg acHévereg
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“Ion cvyvonTa TPOGPERPANUEVOV OVOPOV KO YOVOIKOV
*MeyalOTepT cLYVOTNTO GE OUOUKTIKOVG YOOV
2uyvd potdlet va, unv tpocPAaAiet o yevid

AVTOCOUIKY] EMKPOATIS KANPOVOUIKOTNTO

*[ToA0 omavieg vocol

*Ta ntpocsPePAnuéva dropa eivar cuvnwg etepoluvya

*KdaBe ac0evng £xel TtovAdyiotov Evav tpocPePAnuévo yovio
“I60 M0G0GTO 0GHEVAOV AVOPDOV KO YOVOUKOV

*EueaviCeton og kabe yevid

[Tapaodeiypota : Bpayvdoaktorio, Marfan's syndrome,
Huntington's disease

Major monogenic dominant disorders

Hypercholesterlaemia |1 in 500 (1 in 122 F. Canadians)

Familia Breast Cancer
BRCAI

m 800 (USA)

BRCA2 in 100 (Ashkenazi Jews)

Huntington’s Disease 2 n 10000

Myotonic dvstrophy in 8500

|
1
Familial Alzheimers 10% risk at age 80
|
|
|

MNeurofibromatosis 1 m 4000

0. Mnén 60



MNapdadeiyua YEVETIKAG CUMBOUAEUTIKNAG

To Zeuydpl TTou PBEe va oag CUHBOUAEUTE £XEI ICTOPIKO PAIVUAKETOVOUPIOG.
Moidg eival o Kiviuvog OTI To EYRpuo eival TTPooBERANHEVD;

] (3
T

MBavotnTa va eival / \ MBavoTnTa va eival

(popéag: popéag:
1/3 PIP, 1/3 Plp, 1/3 p/iP ? 1/3 PIP, 1/3 Pip, 1/3 p/P
=2/3 Pip =2/3 Pip
MeavoTnTa Kai o1 GU0 Yoveic popeic = 2/3 X 2/3 = 4/9

MeavétnTa To TANBi va eivanl p/p, av kal o1 3Uo yoveig eival gopeic = 1/4

ZUVOMKr MeavoeTnTa = 4/9 X 1/4 = 4/36 = 1/9

Hopaderypa yeveTikng cvpufovievTikic

To Cevyapt mov NpOe va cog cvpPovievtel £xel 16TOPIKO
eatvoiketovovpiog. ITowdg etvan o kivovvog 0Tt 10 EUPpvo eivon
TpocPePAnuévo;

[TBavot T va eivar popéag n untépa :1/3 P/P, 1/3 P/p, 1/3 p/P=
2/3 P/p

[TiBavotTO Vo etvarl popéag o matépag :1/3 P/P, 1/3 P/p, 1/3 p/P=
2/3 P/p

[TiBavotn T Ko o1 6V yoveig popeic= 2/3 x 2/3 =4/9
[Ti0avotTO TO TTadL VoL gival p/p, av Kot o1 OVO YOVELG glvart
popeic=1/4

Yvvolkn mOavotnte =4/9 x 1/4 =4/36 =1/9
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KE®AAAIO 5. Enektaoeis tng Mevoemavic I'eveTikng
Ernavainyn: @ouvopevo kvplopyiog

. MovouBpidtopdc: Xoueova pe tov Mendel ta vBpidwa e F1
YEVIOG EUEaVICOVV TOV ETKPATY) PALVOTLTO.

. H napovcia évoc povo avtrypdeov tov yovidiov (etepoluyn
KOTAGTOOT)) ElvOl OPKETN YIOL TNV ELPAVIGT] TOV YOPOKTIPO.

Kupiapxia

@
AA

+F;: eTIKpATAS QAIVOTUTTOG
*F, : eppavifovral kai o1 500 QaivoTuTIOl
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AIUBPIOICHOG: A/a;B/b X A/a;B/b

AB Ab aB ab

Avahoyia
AaBB | AaBb 9:3:3:1

AaBb | Aabb

aaBR | aaBb

Enektdoeig tov vopmwy Tov Mendel
. dvAocHVOETN KANPOVOUIKOTITOL
. 20voeon avduesa oe yoviolo mov Ppickovial 6To 1010
YPOUOGOLLOL
. [ToAlamAd aAAnAOpOopPO
. APwwoipa yoviowa (Bvnorydva)
. [TAclotpomicndc: Eva yoviolo emnpedlel TOALOVS YOPAKTNPES
. ATelG Kuplapyia Kol cuyKvplopyio
. AMnAenidpaon yovdiov (n.y. Exictoon)
. EEomupnvikn kinpovopukdtnto.
. [TepParilovtikéc emOpAGELS
. [ToAvmapayovTikn KANPOVOULIKOTITO,

0. Mnén 63



ATeM|S Kuprapyio

. Agv vtdpyel EMKPATNG YOUPOAKTIPOG

. F1 : evoibpecoc gatvotumog

. Ot avaroyiec oty F2 yevid akolovBolv tovg KavOve Tov
Mendel

. Kda0e yovotumog £xet 010popeTIKO QOVOTLTTO

. H @atvotumikn avaloyio GUUTITTEL LE TNV YOVOTVLTIKT)

ATEANG Kuplapxia

incomplete dominance

-Aev UTTAPXE! ETTIKPATHS XOPOKTHPAS

F; : evdidueoog @aivoTutrog

-O1 avaAoyieg otnv F, akohouBouv
Toug Kavoveg Tou Mendel

Kvotikn Ivoon
. Ot opoluymteg voooHV (LITOAETOUEVT] KA POVOULKOTNTA)

. O etgpoluymteg £xovv m.y. avénuévo eninedo yAwpiov otov
WpoTa (ateAng Kuprapyio oto Proynukd ninedo)
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ATEANC Kuplapxia oTov avBpwTro

OiKoyev¢ utrepXoAnoTepoAaipia:
- avwpadia Twv utrodoyéwyv LDL

aBNPOGKARPWON €avbwuara

FF = puaioAoyikd etritreda XoAnoTepivng
Ff = evBidueoca emimeda
ff = uywnAd emitreda

YoyKupropyio
. Exoppalovtal kat to 000 aAAnAopopea (0xt Ldvo to
EMIKPATES YOUPUKTNPIOTIKO KATO10G EVOLAUEGOG PALVOTLTTOG)
. Kda0e aAAnAOpoppo mopayetl To d1KO TOV PALVOTLTTO

Hopaosrypo Xoykopropyiog: opdoes aipatog MN

. ["AMvkompmTeivn otV EMPAVELN TOV EPLOPOKVTTAP®Y —
avVTLyOVO

. Xpopocopo 4: 560 olnropopeo —LM ko LY

. [TiOavoi yovotowor: LM LM  ITMLN LN LN

. Kda0e yovotumog £xet 010popeTIKO QOVOTLITO
. Ot etepolvymtec EKPPALOVY TO PALVOTLTTO KO TMOV OVO
opolLY®TOV
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Onadeg aiparoc MN

[ 'ovoTUTTOG PaIvOTUTTIOG

LM LM M

LMLN MN

LNLN

AWeTaVPOON GLYKLPLOPYLOG

MIMX LY LN
1/4 1M LM
1/4 LM LY
1/4 LNLN
O1 YOVOTUTIKEG OVAAOYIEG GUUTITTOVY LE TIG POIVOTLTTIKEG

ALPLop0g: YTOAELTONEVOS QUIVOTVTTOG
210 Broynuko eninedo OU®S: GuyKLPLAPYia,

Terpapepéc g arpoc@arpivng
. dvcroloyikd aAiniopopeo: HbA
. Apenavokvttapikr) avouio: HbS
. Kvpuapyio yio to @ovotumo g avotpiog
. ATEAMG KLpLapYia Yo TO PAVOTLTTO TNG OPETAVOKVTTAPMOTG
. [Tapdoderypo cvykvprapyiag : Exepdlovtot kot o1 000 Hopeeg
e TPOTEIVNC A Ko S — suykvplopyio otovg popeic Hb*Hb®
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APETTAVOKUTTAPIKN avaidia

HbA/HbA = éx1 avaipia
Hb>/Hb> = avaipia
HbA/Hb> = o1 avaipia

Kupiapxia yia To @aivoTutro tTng
avaipiog

HbA/HbA = puoioAoyikd RBC

Hb>/Hb> = dpemravokUTTapa

HbA/Hb*> = dpetTavokUTTapa Ce
XAUNAS O,

ATeARC Kuplapxia yia To aivoTutTo
NG OPETTAVOKUTTAPWOTG

IHoALamAd alinropop@a.

. [Teprocotepa amd 00O AAANAOLOPPO. GTOV TANBLGUO

. [Teprocdtepot yovoTumot ko @otvotumot eivar dvvortol

. E&akolovBovv va 1oyvovv ot vopol tov thovotitov

. [ToALaTAG aAANAOLOPPO. GTNV KUGTIKY tveo

. “c” etvat TO LITOAEITOUEVO OAANAOLOPPO TTOV TTPOKAAEL TN

(1P

v6c0. Yrdpyovv opmg 300 dtapopetikd “c” mov mpokalovyv Ao
KUGTIKT tv@G™ UE O1POPETIKT £VTOCT) GCUUTTOUATOV
. [ToALamAd aAANAOLOPPOL EAEYYOVV TO PO GTO KOLVEALQ
Lepapyio ¢ kupropyioac: C > ¢ > c™> ¢
CC, Cc™, C c",Cc = ZkobOpo I'kpi

¢ ¢ = Towrto\d

¢ ¢, ¢ ¢" = Ehappv yrpt
c" ¢, ¢"c = Ipaidiov
cc= Aevko
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Opadoeg aipatog ABO
. Ta otapopetikd aAAnAopop@a Kabopilovv Tov TOTO
aVTIYOVOL GTNV EMLPAVELL TOV EPVOPOKLTTAPWV
. Otav éva avtryovo givol EEvo, 0 OpyavVIoUOC ToPAYEL
OVTIGOLLOTO
. Xnuoocio yio TIG LETOYYIGELS OiLaTOg
. aAANAOpopeo A mapdyel avtiyovo A
. ainAopopeo B mapdyet avtrydvo B
. aAAnAopopeo O dev Tapdyetl avtryovo

Ouadec aipartoc

Type A

Genotypes Phenotypes ’ "

Antigens ABO Bl AB | A
onsurface  blood type Type AB | AB

B IS ‘uf-fB Ft,rs
Type A AB | AB

Type A
Type B Mmoo

!B f't'fB
Type | AB
B

AB Type AB

None Type O

Hapaosrypa: Mia yovaika pe opddo aipotoc A kot Evo mondi e
oudda aipatog O, kKavel unvouon e Evay dvopa e Opdoo. aipaTog
B vy matpotnta. Oa pmopovce o Avopas avtog Vo Eival TaTEPoC
TOV TOLOL0V;

Hoapdaoderypa: Téoosepa Bpéen, 600 and ta onoia eival SlvymTikd
dtovpa (ta 000 Tpwta) yevviOnkav ce Eva vosokoueio Tnv idwa
wpa. Exovv opdodeg aipatog A, B, AB, kot O avrtictorya. Ot yoveic
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etvar AB kot O, A ko B, B kot O. ITowd Bpépog avtiotoryel o

Ouadeg aipartog

PaAIvoTUTTOG

MNovoTuTrog

AVTICWHATA

MeTdyyion

A

HHAF

anti-B

BEXETAl A, O

B

BB\ B

anti-A

BexeTal B,O

AB

M

Kavéva

TTAVOEKTNG

O

i

anti-A kai anti-B

TavdoTng

Ta avriydova Rhesus

['ovOTUTTOC

PAIVOTUTTOC

CDE

CDe

cDE

cDe

Rh+

CdE

Cde

cdE

cde
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Hotépag Rh+ X Mntépa Rh
1" eykopoctvn: EvaicOnronoinon untépag
Mntépa Rh™, "Epuppvo Rh+

2" gyKupooLVT: AOAVTIKY] VOGOG TOV VEOYVOD
Mntépa Rh™,'Epppvo Rh+

H untépa avantoon Aviicouota ovti-Rh mov mpokaiet
OLULOAVTIKT] VOGO GTO VEOYVO.

Apwwoua yoviora
. ‘Evag 1 mepiocotepol yovoTumot givat Bvnorydvor
. YnoAiewmopeva 1 enkpaty] afidoiuo yoviolo
. Odvatoc Tov guPpvov mpv ™ yEvvnon

. Ooavatneopa vOGog o€ TadLd 1 EVAAKES

Ovnoryova yoviowa

©Ovnoiyova yovidid: To KIiTPIVO oTA TTOVTIKIA

A/A = aypiou TUTTOU (OKOUPO)  AY/A = KiTpIVO AYIAY = 2

AYIA X AYIA

KITpIvo KITpIvo

AJA + AYIA
aypiou TUTTOU KiTpIvo

1/4 1/2

L. ~

1 : 2

MeTaTtpoTrn Tng avaloyiag amé 3:1 oe 2:1
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ABIWOIUNA YOVIOIX

ATToucia oupdg oTh YATA
Manx

— M- —n atroucia oupdcg gival
apBiwolIhun o€ opoduywrTia

— MYHM x MEIM
25% M-Y/ML Ovnoiyoévo
50% MLIM  xwpic oupa
25% M/M oupd

AMMAemiopac) YOVIOI®Y
Tpomomoinon ¢ avaroyiog 9:3:3:1

Eniotaon

. H éxppoaon evdg yovidiov kotactéAAel aAAALEL TNV EKQPOOT
eVOC GAAOL YOVIOi0V

. To GAANAOLOPPA TOV EMGTOTIKOD TOTOV TPOTOTOLOVV TV
EKPPOGT] TOV YOVIOLOV TOL VTOGTATIKOV TOTOL

Emotatikog 1omog
Yroototikog toémog >’ Exepaon
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IHoapdaoerypa To yoviorwo H givar emototiko 6to yovioro ABO

If person is H_: Possible If person is hh: Possible
genotypes genotypes

Nopddelyud g, neasooscn

TR & -y 121%hR

To yovidio H = 1iH ; ATRS
givai eo 2 m:g Ansgens

ETTICTATIKO OTO

yovidio ABO

ABD typa AH

@

| [-substance ABO

I*I8/Hh x I"IB/Hh

Opadeg aiparog OQugia H

[Hn] -~ [Hn]

* 14 TOTTOU A

| , 3/4 TTapayouv
= 2/4 TOTTOU AB | OuciaH

- Y TUTTOU B - %a Bev Tapdyouv
OQOugia H

TeAIKn @aivoTumikKn avaloyia: 3/16 A: 6/16 AB: 3/16 B: 4/116 O
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Hopadstypo eioTOGNS: TO YPONC GTO TOVTIKLO
. Avyprog TOmo¢ agouti (emikpatéc A) Hovpo TPiY®U e AEVKEG
Caoveg
. aa YovOTuTOG HaPOg
. ['ovidwo C,c emnpedlel v evandbeon (podUATOS
. [Tovtikia opdlvya cc givarl aAiKd omoTte OV QOUVETAL T
dpdon tov yovidiov A,a
. Ot yovotvmor Cc kar CC emrpémovy v evandbeon
YPWOTIKNG

1. aA@ko(cc)

2. uéopo (aa, Kot Oyt cc)

3. Agouti (aypiov tomov) AA 1 Aa kol Cc CC
Emiotaon

yoviGio yovidlo
A__ = palipn XpwaoTIKA B_ = EVATTOBECT XPUWHATOG
aa =  KAQEe XPWOTIKA b b = aTToucia YpwHATOG

Av Dev uttdpyel To eKpatéc B Bev diakpivetal o paivotuTroc Afa. To b
gival eTTICTATIKG OTO A Kal a.
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YTroAeimropuevn etmioTacn
A/a;B/b X A/a;B/b

A.B Ab aB ab

EM2) 4/A.B/B A/A:B/b A/a:B/B A/a:B/b

A:b EVIRY N A/A b/ VERYY A/a;b/b

MW 4/a.B/B A/a;B/b

a:b PRI Ala:b/b a/a:b/b

Kupiapxn etmriotaon
A/a;B/b X A/a;B/b

A.B Ab aB a:b

A:B A/A:B/B|lA/A:B/b|A/a:B/B|A/a:B/b

A:b |a7a:B/blA/Ab/blA/a:B/B| Ala:b/b

aB A/a:B/B|A/a:B/bla/a:B/B|alfa:B/b

(];b A/a:B/b|A/a:b/b|a/a:B/b | ala:b/b

121 - 3] : 1

0. Mnén
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AITTAN) UTTOAEITTOHEVN ETTIOTACN
A/aq;B/b X A/a;B/b

A.B Ab aB a:b

A.B A/A:B/B|A/A:B/blA/a;B/B|A/a;:B/b

A:b |AZA:B/b|A/A:b/b|A/a:B/B| A/a:b/b

a.B |aza:B/e|Aza:B/b]| a/a:B/8 | ara:B/b

C.l;b Afa:B/b|A/a:b/b|asa;:B/b|al/a:b/b

ol : 7

XpWHA TPIXWHATOG OTA ONAACTIKA
A I KATavoun XpwuaTtog oTnv Tpixad (agouti). 4/~ = agouti, a/a = yaupo
B : xpwua. B/~ = pauvpo, b/b = Kapé
C Ek@paon XpwpaTtog. C/X = eP@avion XpwHaTog, c/c = aipIKo
D : évraon xpwHatog. D/~ = TTARPNGS EKPPATn, d/d = SIGAUMEVO Ypuidd

S : Kartavoun KnAidwy oTo cwpd. S/~ = Xwpic KNAIBEG, s/5 = KNAideg

Black hair

Agouti hair

Griffiths et al. Introduction to Genetic Analysis, 7" ed., W.H. Freeman & Co.. 2000, Fig. 4-18
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Chi Square Test
X2 = sum of (O-E)?/E

Critical values of the X2 distribution

o
-

005

-]
13.597
12838
14,860
145.750
18,518
20,278
21.955
F3.5R9

number of phenotypes

(=R T - BRI Y, [ SR

Z5.188
26757
22,300
23,819
41.319

32.801

n-1, n=

L I R

2
2
3
3.
4
4

df

P, prehahility; df, degrees of freedam.
Difference due to chance Difference not due to chance

-MepiBaihov -

-FEVETIKO UTTORABPO \Eif

-ZTOXOOTIKOI TTAPAYOVTESG T | |
-1B1aITEPOTATA TOU PAIVOTUTTOU Yy | ‘ ][]

AUTOOWUIKG ETMKpATEG yovibBio. To dropo Q
TPETMEI va eival Qopéag

Griffiths et al, Introduction to Genetic Analysis, 8" ed., W.H. Freeman & Co., 2005, Fig. 8-25, 28, 27
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EK@paocTIKOTNTA

H ﬁ'"&

N P
-Mepipdaihov W .w
-leveTIKO UTTORABpo . D .
-ZTOXAOTIKOI TTAPAYOVTEG g ]
-1BiaiTepdTNTA TOU PaIVOTUTTOU

»

"ot T wa

[TAEIOTPOTTIOMOC

* O yovOTUTTOC C€ £vaV YEVETIKO TOTTO
ETTNPEAZEI TAUTOXPOVA DIAPOPETIKA
@PAIVOTUTTIKA XOPAKTNPIOTIKA

* [Mapddeiypa: KuoTiKn ivwon
— AucA&iToupyia TWV TIVEUHOVWYV
— Auénpéva etritteda xAwpiou otov 1IdpwTaA
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AI0QOPETIKOI YOVOTUTTOI OEV AVTIOTOIXOUV TTAVTA
O£ O1aQOPETIKOUC PAIVOTUTTOUG

0. Mnén

KuoTIKH ivwon

‘Evag yovOoTuTTOG —
‘1610G¢ BaBuog
TTAOYKPEATIKAG
AVETTAPKEIOG

"‘Evag yovoTtutrog —
Al0@QOopEeTIKOG BaBuog
TTVEUMOVIKNG
TTPOOBOANG

AANNAeTTIOpACn YOVIOIWV-TTERIBAAAOVTOC

» [daTeg TOU Z1ap

» To xpwpa TTapAyeTadl ATTO
£€va EvCupo TTou dpa oTa
MO «YPUYXpd» JEPN TOU
CWHATOG

» Av a@aipeBei yoUva Kai 1o
Cwo peivel ot Bepuo
TTEPIBAAAOV, TO TRIXWHA
TTOU MEYAAWVEI TTAAI Eival
MO AVOIXTOXPWHO
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MoAudakTulid: AUTOCWHIKOG ETTIKPATAC XUPAKTAPAS

1

2
70

A. Ti Bev gival cuvnNBICUEVO OE AUTO TO YEVEOAOYIKO GEVTPO;

B. T1 YEVETIKO paIVOMEVO ELPAVIZETAI;

(I-1) Pfp - sfs x (1-2) p/p - Sis

Genotype Phenotype Progeny genotype Example

FPip - S/s normal (suppressed) FPip - Sis I1I-13
Plp - s's polydactylous Ffp - s/s [1I-8
v’ - Sis normal pfp - Sis
oy - sls normal plp - sis

0. Mnén



KE®AAAIO 6. XPQRMOXOQMIKEX ANQMAAIEX

Tomow ypopocopaTOv: Metokevtpiko, Y TOUETOKEVTPIKO,
Axpokevipiko, Telokevtpukd

Tomor ypoOpocOUATOV

MeTtokevtpiko
Bpayiovec - Arms—— _, o0
REXLOVES — Metacentric
Kevtpouepidio - Centromere- T
Yropetokevipiko

Submetacentric

Acrocentric

Telokevtpikod
Telocentric

& AKpoKevIpIKO

Xpohon Xpopocopuatmv

Giemsa: Xpowon ce G-(oveg

Quinacrinc Mustard: Xpwon og Q-Coveg (pBopiouoc)
C-bands: Xpwon ¢ Kevipouepikng Etepoypopativng
R-bands: Xpwon ce GC mAovc1eg meployE

0. Mnén
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G Banding

Karyorype “Cheatsheet™

[T it i | TR

B : :;
AL

& T E:] L] a0

ig A4 G 51
i3 14 i35 15
rx k% i "

19 B0 b Y

Tomol Y PpOUOCOUIKOV AVORIIMOV

. AMhoyéc ot oo

. Avoaolatdéelg (rearrangements): OUTAOTON|CELS,
eMelyels, avaotpoéc, pnetatonicoelg(duplications, deletions,
inversions, translocations)

. AMayég oTov aplOuo

. Avevmhoedia (m.y. 2n+1) ko wolvmhogdia (m.y.
3n, 4n)

O YpOROGOMIKES GVORAMES PTOPOVY VO TPOKAAEGOVY
YEVETIKEG 000Evereg

. A6 katd ™ peiwon uropovv va, aAAAEOLVY ToV aplBud 1
JoUN TOV YPOUOGOUATOV
. H padievépyeta, ynuikot aAld Ko GALOL TapdyovTeC,

UTOPOVV VoL 00N YNooLV 6€ PAAPEC TV YPOUOCOUATMV
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TTOPOVV VO, ETNPEACOVY TOV OALVOTLTTO

Alteration of chromosome structure

{a) A deletion removes ABGCBDE FGH . ABGCE FGH
a chremosomal CT T I =TTy —/= el
segmant. ry

A B L O E F G H A 8 & B &0 E F G H

(b} A duplicatian CI T Duplication C T T )
bt —

repeats a seqment.

(©) An i . A BCDE FGH Inversion

c| inversion reverses ; s 3

a segment within a S !
chromosome.

A O C A8 E FGH
o

A B CEDE FGH MNOCDE FGH

{d) A translocation p=4 _
movas a segment - Reciprocal
from cne chromosome t ranslocalion
te anather, non- M ANOFP O R A B PQ R
homologous one. . o

;rl

~

Copprigh & Foareq EdLed o, IR, pLbithing »¢ Bxjam n Gum ninge

EMeiyerc-Deletions

. XvuPaivouv 6tav £va YpOUOCOUO GTTAGEL GE £VOL ONELO
(xéveton 6A0 1O TEMKO TUNUO) 1 o€ dVO onueia (yavetal Eva
EVOLAUEGO TUNLO) — aKpaio 1] EVOLAUEST) EAAELYT).

. ‘Eva dtopo umopet va kAnpovounocet £vo puGIoA0YIKO
YPOUOCOUA ATtd TOV £VOL YOVIO KOl YPOUOCOUO LE EAAEWYT OO
TOV AALO—TOTE OEV £YEL OVO UAANAOLOPPU. Y10 TOV YOPOUKTI|POL TTOV
EAEYYETOL OTTO ALLTH] TN CLYKEKPULEVT TTEPLOYT).

IHoapdaoerypa Errewyng I
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. >10 ovvopopo Williams, ydvetor 1o teAkd dxpo tov q
Bpayiova Tov xpoHocsOUaToS 7

. XapoKTNPLOTIKO TPOCMTELO

. Awapopov Babuod vonrtikn votépnon

. EEmotpepnc tpocomikdTnTo,

. Kapdwayyeiokd TpoAnuoto,

. H emdeppida tov mondimv yepvel Tpompa AOY®m EALELYNC

TOV YOV1O10V NG €AAGTIVIG

Mapadseiypa EAAsIYPNG ...

310 CUVEpOoMO Williams, )(GVETC[I 10 TEAIKO dKpPO TOU g Bpaxiova Tou

oy T} Ve | e o E BT F e T T T PR
XPwWHoowuaTog 7 e ot 1

*XapaKTNPICTIKO TTPOCWTTEIO deleﬁoﬂl
e d

«Alagpopou BaBuou
VOnNTIKF uoTépnon
*ESwoTpegrig
TTPOCWITIKATNTA
Kapdiayyeiakd
TpopARHaTa

*H emdeppida Twv
TTadiwv yepvdel TTpOwpRA
AOyw EAAEIYNG TOU
yovidiou Tng eAaaTivng
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Hapaosrypa Errewyng 11

. 210 ovvopouo cri du chat ydvetor to TEAKO AKpO TOL P
Bpayiova Tov ¥pOUOGOUATOC 5

. Avopoiio otov Adpoyya

. To KAdpo Tov veoyvoy Lotalel Le @mvn YATog

. Mikpoke@aAio—yapaKINPLOTIKO TPOCMOTELD

. Yvyyevelc kapolayyelokés avoparies (10% Bvnopomra
GTNV TOOTKN NAKiQ)
. Bapid vontikn vetépnon

Mapadeiypa EAAsIyng ...

210 oUvdpouo cri du chat
¥aveTal To TEAIKG dKkpo Tou p
Bpayiova Tou XpwHoowWHATOg 5
Avwpalia otov Adpuyya

To khdua Tou veoyvou Holddel
ME Qv yATag

Mikpokegpaldia — XapaKTnPIOTIKO
TTPOCWTTEIO

Zuyyeveic kapdiayyelakég
avwuahieg (10% OvnoiyoTnTa
oTnVv TTaIdIkn nAIkia)

Bapia vonTikA ucTépnan

0. Mnén



Authomomoels — Duplications

. ‘Eva tunua evog ypopocopatog eravalappavetot
(dumhactaleTon) mave 6To 1010 1} 6€ £val U1 OLOAOYO YPDUOCDLLO,
. EmmAéov aAAnAopopea yio €va, yoviolo

. [Tapaymyn avENUEVNS TOCOTNTOG TNG TPWOTEIVIE TOV
KOOIKOToleiTon

Ov owrhomom ol opeilovtar cuvi|0¢ 6€ avORAALES KOTA
TOV EMYLOGUO: AVIGOG EMYLOGIOG

O1 dirTtAoTroINoeIg opeidovTal cuvnOwg oe
AVWHAAEC KATA TOV ETIXIATHO

=] D -
T Kavoviké
3 Da ArtrhoTroinon

= EAAsIpn

c
Duplicatan

o

¥

1]

&1l
»r 2 Kavoviko
8 G o

AVIOOG ETTIXIACHOG

0. Mnén



IHoapdaoerypa durromoinong I

. Eva tunua tov ypopocoupatog 15 duthactdleton kot

AVOGTPEPETAL GTO GUVOPOLO KOVAGTPOPT)-OUTAAGLOGHOG TOV 1 5»

(inv dup 15 syndrome) —oavtictpon oimlonoinon.
. Advvapio pokov Tovov, vonTikn kabvotépnon.

Moapdadsiypa dittAotToinong I...

* Eva Tunua tTou xpwupoowuartog 15 dnrAacidleTal Kal avaoTREPETAI
oTo cUvBpopo «avacTpoPn-OITAaciacuog Tou 15» (inv dup 15
syndrome) — avrioTpogn dntAotroinon

aduvapia HuiKoU TOvou, vonTiki kaBuoTépnon

e e

duplication l

=T

L= e d e f 1 a o ¥ h
a.

Hapaosrypa durhomoinong 11

. Xvvopopo Charcot Marie Tooth

. AmAac1o6 oS Yovidiov 6To ypouocoua 17

. AvEnon g mocdTOC TG TPOTEIVNG Loeriviy PMP22
(KOAVOTTEL TOVG AEOVES TMV VELPDOVOV)

. Expuliouoc tov poav (mpofinuota otn faoion),
TopalcOnciec, amdAEln 01oONCEDV KOl AVTOVOKAOGTIK®V.

. Svyvomta 1/2500 —1/10000

. H cvyvotepn popen vevpomabetog

0. Mnén
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Metatomiogis -Translocations

. AVTOALOYN YPOUOCOUKOV TUNUATOV AVALEGH GE OVO LN
ouoroya ypopocopata: Teyvukn FISH

Iooppornpévn peratomon/ aporfaio peraromon—balanced
translocation

looppoTTnUEVN HETATOTTION / apolBaia
HeTaTOTTION — balanced translocation

Befara translccation Aftar translocation

Derivative
Chromosome 20 Chromosome 2(

=

Derivative
Chromosome 4

-
;
n
3
.

Chromosome 4
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Popmeptoovia petatomon— Robertsonian translocation

. 20VINEN TOV LOKPOV AKP®V 000 UKPOKEVTPIKDV
ypopocopdtov (.. 13, 14, 15, 21)

PoutrepTodvia HeTaToTTIoN — Robertsonian
translocation

+20vTNEN TWV HAKpWV AKPWY SUO0 AKPOKEVTRIKWY
XPWHOOWHATWYV (T1.%. 13, 14, 15, 21)

Break =—__

a
!
points ¥

Robertsonian
translocation

Metacentric l
chromosame

+
Fragment

O HETOTOTIGELS £YOVV YEVETIKEG GUVETELES

. Anuovpyovvial oftdGIUOL YOUETES Amd TOV QopEa

. M petotdmion unopet vo mpoKarEcel

. Tn ovvinén 6V0 yovidiwv pe amoTtéAespLa TN ONUIOVPYIL HI0G
KOTOUGTPOPIKNC TPWOTEIVNG

. Tnv anoiela ¢ Aettovpyiog evog yovidiov
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Iopdoerypo perotdmong

To oOvopopo Alagille mpokaleiton amd pio EAAELYM TOL
YPOUOCOUATOG 20 M L0 LETOTOTOT] TTOV OLOKOTTEL £VOL YOVIO0 GTO
20

To copuntopata propet va givor omd o g cofapo—Ot
acOeveig umopel va un yvopilovv ott £(0vV T0 GOVOPOLO
(Tvevpovikn otévoeoT, vonTikn votépnon, Kabvoetépnon oty
avATTLEN, YOPAKTNPIOTIKO TPOCMTELO)

[Tapdoerypo Robertsonian petatomiong
Owoyevig (KAnpovounoun) popen tov Down—évag yoviog
etvar popéag petatomong 14g-21q

MNapddsiypa HETATOTTIONG
+ To guvdpopuo Alagille TTpOKAAEITAl ATTO HIA EAAEIYN TOU
XPWH. 20 | pia yeTaTdTTIoON TTOU JIOKOTITEl Eéva yovidio
oTo 20
Ta cuuTTTWHATA JTTOPET va eival atTé [TTIA WS coRapa —
Ol doBeVvEIG ITTOPET vad Hn yvwpidouv OTI £XOUV TO
ouvOpOoUo (TIVEUHOVIKI OTEVWOT, VONTIKA UCTEPNON,
KaBuaTtépnon otnv avamuﬁn )(GdeTT]pIO‘I’IKO
TTPOCWTTEIO) [ [ =
1

ransizs aticn 1

i
¢ @
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[Mapdderyuo petatdomionc—Xpovia Mvehoyeviig Agvyoipio,
(CML)

A recipracal translacation
between 9 and 22 canses
CMI..

Xpovia pueAoyeving Asuxaipia

[Mapdderyuo petatomionc—Xpovie Mvehoyevig Agvyopia,

(CML)

. Mopo1 kapkivov mov tpokaAeital omd apoBaio petaTdmion
OVALLECO GTO YPOUOGOUATO 9 Ko 22

. Xpouocopo DrvadérApeio,

. 20vinén ovo yovidiov —Ber ko Abl

. H vBp1okn mpwteivn otepeitan Tov EAEYYOL KATOUGTOANG TNG
EVEPYOTNTAG TNG

. Xvyvotnta 1/50000-1/100000
7-20% OA®V TOV ASVYOULOV
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[Tapaoderypo petatoniong —Aépeopo Burkitt

A reciprocal translocarion
between 8 and 14 causes
Burkill lymphomna.

NEp@wua Burkitt

[Tapdderyuo petatomiong —Aépeopo Burkitt

. Y10 Aéueopa Burkitt o petatodmion HB€tel 1o yovidlo c-myce
KOVTA GTOV EVIGYVTI TOV YOVIOIOV TNE AVOGOGQPULPIVIG

. Enidpacm 0éong

. Y neproapaywyr) Tov c-myc
. Koapkivog tov Aeppoxuttdpnv
. [IpooBdiirer T yvaBo kot T 06Td TOL TPOGMOTOV
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Avaotpo@éc - Inversions

. ‘Eva tunqua evég ypopocopatoc aAldlel gopd emnpedlovag
N Agttovpyia yovidiwv

. [TpoBAnuata Katd Tov ETLYOUCUO

. Anmovpyia INMdc ot peiwon (Bpdyog avasTpopng)

Copyright & The McGraw-Hill Companies, Inc. Pearmission

inverted
p Segment

1

g G

homologous duplication
chromosomes and deletion
in both

Ot etepoluydTEC Yo OVOOTPOPT TOPOLGLALoVV TpofANUOTO GTNV
TOPOYOYN TOV YOUETOV

. Katd m oOvayn onuiovpyovvtol Bpodyot

. Av oopuPet avacvvovacudg oe avtd to onueio Ba mapoyHodv
EMTTOUOTIKOL 1] 0IOCIUOL YOUETEG

. Metopévn yovipdtnro-vymAog Kivouvog amoBoAnc

. Kivouvog yia amoydvoug pe StmAomomcelg 1 EAAEIYELS

. [TiBavotTO £MioMg Y100 ATOYOVOLG EVTEAMDC PUGLOAOYIKOVG M
ue v 1010 LETATOMION UE TOV YOVIO
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Anuovpyio YORETOV 6€ QOPEU TEPLKEVTPLIKIGS AVACSTPOPIS

. dvcloroyikd Xpopdoopuo

. XpOUOGOLO LE OVOSTPOPT

. 20VOT) KOl ETLYLOGUOGC

. Dvo1ohoYIKOG YOUETNG

. [Nopétec pe eAelyelg Kot OUTAOTOMCELS
. [Nop€tnc e TEPIKEVIPIKT] AVOGTPOPT

PUOIOAOYIKO

Anuloupyida YAUETWYV OE QOpPEA
ITEPIKEVTIPIKAC avaoTpo@ig

Xpwy. ye
avaoTpor &

ZO0vawn Kai
EMYINOPOC

sy  PUOIOMOYIKOG YaETNG

MNapérec pe eAAeEiWEeIC Kan

——— — BITTACTIONOEIC

— ) FapéTnC P TTEPIKEVTPIKT] OVASTROQN)

0. Mnén
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Anuovpyio YORETOV 6€ QOPEA TUPOUKEVTPLKNG OVUCTPOPNS

. dvcroroyikd Xpoposmuo

. XpOUOGOUA LE OVOGTPOPN

. 20VOT) KOl ETLYLOGUOGC

. Dvo1ohoy1KOG YOUETNCG

. AKeVTPIKOS YOUETNG-0PLOGIOG

. [Nop€tnc e TapaKeEVTPIKT OVOGTPOPT
. AwevTpikog YoUETNG -aPLdGog

PUOIOAOYIKO _ﬂ
< —

XPWH. HE e g Anpioupyia VaOUETWV O Qopéa
AVACTROP D TTUPAKEVTPIKIC AVATTPOP§

TOvoyn Ka ﬂ e
EMIYIAOUOC a =y L
),
Qi

—

4w = DugIoAOYIKOC YaUETNC
o asc oo AKEVTPIKAG YAPETNG - aBIGOIPOG
S e i  NIKEVTPIKOC YAPETNC - OBIDOIHOC

Gl i  TAPETNC PE TTOPAKEVTPIKY AVACTPOQN

Ov aveoTPOPES PTOPOVY VO EXNPEAGOVY TOV GUIVOTVTO

. Mmnopel va dtatapaytetl Eva yoviolo

. Enidpaon 0éong — umopel va toroBetn el Eva yoviolo oe Eva
véo puOuoTikd mepidiiov

. Huetepdmra
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Aaxtoiogron Xpopooopota - Ring chromosomes

. M popen EAhetyng

. Xavetotr LAKO Kot oo o V0 AKPO EVOS YPOUOGOUOUTOG

. To ypouocoua otabepomnoleital Le GLYKOAANGT T®V 00O
GKPOV—LOPPT| 00X TLALO10V

. Mmopohv va TpokaléGovy GOVOPOUO. aKOUT Kt av Yabel TOAD
Alyo vAKO

Ring chromosomes

+  Ring X usually
associated with mild \‘(
Turner syndrome variant
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Iooypopoocopata- Isochromosomes

. Eravoiappavetar oAOKANpog o £vag Bpayiovog evog
YPOUOCHUATOG EVD YAVETOL OOAALOG

. To aVTOCOUIKA 1G0YPOUOCOUOTO OV £Vl cLVIOMG
Blooiun Katdctoon
. 2T0 PUAETIKA YPOUOCHUATO TPOKAAOVY GUVOPOLLOL

Isochromosomes

Isochromoseme of

the leng arm of the X
Assaciated with Turner
syndrome because of

deletion of short arm
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IHolvtoavika ypopocoOpATO

. [Myovtoda ypopocopoto

. e KOTTOPO TPOVUUPAOV EVIOU®V, E10N TPOTOLO®V KOl PLTMOV

. Agv dtopovvton o1 TupNVES oA, daPOVVTOL TOAAEC POPEC
TO, YPOLOGOULATA TOVG (evoouitwon)

. 2ZOUOTIKT 6OVoyN

. Aaxtoior Balbiani

Avgomhogrdieg

Avoporog aplpoc XpoUOCOUATOV
2v-1 1 2v+1
LLOVOGMUIES 1| TPICMUIES

AVORIAOS YPOUOCOULIKOS Lo OPLGROG

Mmopet va couPet:

o X1 peiwon I- dvo opdAoyo Xp®UOCHUATO KATAAYOUV GTOV
1010 youétn avti va doympiotodv

« X peiwon [1-dev droympilovtor ot adEAPES YPOUATIOES Kot
nnyotvouy Kot ot 900 GToV 1010 YOUET

« H yovipwomoinom og avt Vv mepintwon Ba dmoet EuPpvo pe
aVELTTAOELDI
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AVWHAAOG XPWHOC WHATIKOC SIAX WPITHOC

it

AvOpain
diddfsuin

i

Kavowikn
Giddsuin |

i‘l.

i il
|

AThosiIGfC

YOUETN TRITWIKE pPovoom Ko

QuywTd

Kavovikr H'
ddlzuin
1
i i
AVIHTAN
diadeuin

ASPRANNLLENE.
‘\/ Ipu:r;ulm'r

PUIDAOYIKG HOVODOWPIKG

CuywTd

Mooaikiopog
. AvoUoAog 010y mploog uropet va cuuPet ko ot pitmon
. Av avt6 cvuPel vopig otn Lon, to EuPpvo Ba eivor pocaikd

LE HEYEAO aplOUO KVTTAP®V LE OVEVTAOELOIN,

AVEVTAOEIOLES Y10 PUAETIKA YPOUOCONATO.

. Tprompieg

—XXY: Klinefelter syndrome

—YYX: Jacobs syndrome

—XXX: poly-X syndrome
. Movoocmpieg

—XO: Turner’s syndrome

0. Mnén

98



AVEVTAOELOIES Y10, PUAETIKA KOl QVTOCOUIKA YPONOCOUOTO.

. O avOUOAOG oY ®PIGUOS TOV PUAETIK®V YPOUOCOUAT®V
TPOKAAEL AVELTAOELSIEC TTOV YEVIKA YIVOVTAL OVEKTEC
—ToYmepi€yel moA Alya yovidia
—Ta emumAéov X adpavomolovvtot

. Ol HOVOo®UIES Y1I0L VTOCMUIKA YPOUOCGOUATA Elvart
af1oopeg

. Ao TIC VTOCOUIKEC TPIGOUIES LOVO 1) Tprompio 21 givon
GYETIKO GLYVN

tprowuioa 21: cvvopouo Down

MNonukn kobvetépnon (néco IQ 50)
Kpoavionpocomxes ovapaiies: Adde c EKOT]}Ld) GELG
—  Ppoyvkepoiio vVITOTOVIA

Kopnid ootid Oésia Asvyonpia
Eminedo omictho pépog e kepahng

XopaxKInNpIGTIKN TTLYN GTNV
TAAG T
Alzheimer

Evpb kot eninsdo npdcomo
HopaktnploTikes TTuyES ota Phépupa
Mucpr] pvTn
— Meyahn yhoooo
TreleTikes aveopoiisg
— Bpoyta xovtd daytola
— Kovta y&épra
Kopdiokés ovepohisg

AvomvevoTikés aveopoiisg

Tproopio2l: cvvopopoDown
. ocvuyvotnta: 1:650 pe 1:900 yevvhoeig (eoptdton amd tnv
nAio g uNTépag)
. [Ipocdokiuo emPinong:
—22% meBaivouv péypt ta 10
—50% meBaivouv peypt Ta 50
. Kvpua outia Oavérov:
—A1aToA0Y1KEG KOKoTOELEC
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Tproopia2l: cvvopopoDown

. ELev0epn tproopia (95%)
—Enidpacm g nhkiog g untépag
. Metatomon (4%)
—40% &xovv yoveig Tov gival POPELS oG 16OPPOTNUEVIG
netaAlacne => Kinpovounoipog tomog
. Mooaikiopog (1%)
—AvVOUOAOC OO OPIGUOC KOTA TN UTmon

Owoyevég avopouno Down

Familial Down Syndrome:
Robertsonian Translocation

15-21 Tusion (D/G translocation)
D-group — chromosomes 13-15

Yvvopopo Edwards

. Xvyvotta: 1:8000 yevvnoelg
. [Ipocddxipo emPimonc:

—30% mebaivovv tov TpwTo pUnva

—50% meBaivovv tov devTEPO PNV

—Awyotepo and 10% emProvovv tov Tpoto ¥pdvo
. Kvpua autia Oavatoo

—IToAlamAéc avopaAieg

®. Mnén 10



Yvvopopo Edwards (tproopiall)

Yofap1] vontiki] KeBvotépnon
Kpoaviorpocomkég avopaiieg
—Empunkoopévo kpavio
—XauUnAd TPALOPPOUEVO QTN
—Mikpoyvabia
Y KELETIKEG OVONAMES
— AMNAOETIKAAVTTOUEVO OAYTUAN,
- [Topapopeouéva 1yda
- XTeVT| AeKdv)
- Bpoay0 otépvo
- [1poe&éyovoeg mTépveg
- “Rocker-bottom”feet
Kopdwokéc avopoiiss:
- OvpOTO10YEVETIKEG AVOUAALES
- Neppkéc avopaiies
— Kpvrtoopyidiopuog
AMLeS EKONAOGELS
- Yrotovia

Xvvopopo Patau (tproopial3l)

1. 2uyvotnro:1:20.000 yevvnoelg
2. [1pocddxipo emPimonc:
—45% mebaivovv Tov TpwTO UMVl
—70% meBaivovv u€ypt tov £KT0 pnva
—Aryotepo and 5% emlovv 3 ypovia
3. Kbpra artio Oavdrov
—[ToAlomAég avopaiieg
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Yvvopopo Patau (tproopial3l)

. 2oPapn vontikn kabvotépnon

. Kpoavionpooomikég avouarieg
—Mikpokepaiio
—XaUnAQ TOPOLOPPOUEVO CVTLA
—Mikpo-1 avopOaipio
—Aaydyeo Kol AvKOGTOHO

. YKEAETIKES OVOUOATEG
—IToAvdakTuAio
—XVVOOKTLALD
—Emwoivntopeva odytola
—YmomAacio TG AeKAvNG

. Kapdiakés avouaiiec:

. Ovpomo10YEVETIKESG AVOUOAECAVGLOPPOVEPPA
—IToAvkvoTtikd veppd
—Kpurtoopy1otopog

. AMEC EKONADOELS
—Kpioeig drvorog
—XTOGLOL
—XoPAKTNPLOTIKTY YPOUUT TNV TAAGUN

Evmhog1oieg

. 2€ TOAAQ avTiypaga OAN 1 GEPE TOV YPOUOCOUATOV
N = LOVOTTAOELOEG
2n = OIMAOELOEC
3n = TpuThoc1deC 2n> TOAVTAOELOEG

IHoAvmAogrdieg

. Mepikoi opyavicpot £govv mévem amd 600 avtiypopa Yoo O
0 Ypopocouoato —polyploidy
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. H molvmhocidia eivor amotéAesa TG YOVILOTOINON S €VOG
OTA0E100VG YouETN (dgv £youv daywprotel KaBoAov tol
YPOOCMLLOTOL)

. EvoAraxtikd to Luymto amotuyydvel va dtounpebel cmotd
TNV apyn Katd tn pitwon (yivetar 4v) ko and kel Ko mEpo O
To KOTTOpO Efvar 4v

. Etvau cuyvn ota gutd , otov avBpommo dev eivar Prooiun

Tpurthosoio ko TeTpomrocrdio

. Tpimlogdia unopet va tpokAnbel anod:
—[ToAvomepuia (Yovipomoinomn evog mapiov amd 600
onepUOTOLmAP1N.)
—T"ovipomnoinomn evog avapaAov SITAOEO0VS YOUETT
—A106TOOP®OT] EVOG OUTAOEIO0VS OTOLOV LE Vol
TETPOTAOELOES ATOLO
. Tetpamioedio pmopel va mpokindet amd Aan otn pitwon
0V LUYOTOV

AVTOTOAVTAOELONLU KOl AAOTTOAVTTAOELOLO

. AVTOTOAVTAOELD10—OAN, TO YPOUOCDUOTO, TPOEPYOVTAL AT
70 1010 €1d0¢

. AMOTOATAOEDI0—VRPLOIG OGS AVAUEGH GE JLAPOPETIKA E1OM
. H molvmhocidia Evor moAd Guyvr| 6To GUTA GTLAVIOL GTO,
omovOLAOL MO, Kol dEV TOPATNPEITOL PLGTIOAOYIKA 6T ONACCTIKA

. H avtomoivmioeidia tpokdntel 6tav omlactdleTot o

ap1Oudc Tov YpouocoOUdTOV. AVTo unopel Ty, vo uuPel av
OlALOEl N UTOTIKN ATPAKTOC, OTOTE OAM TOL YPWOUOCHMATA Ool
uetvovv 6to 1010 KOTTOPO

AvTtopotec amofolrég
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. 20-50% tov euPpdov 0dnyodvtol 6 LTOUTT 0TOBoAN

. H mietoynoeia and avtd ta EuPpoa dev ELELTELOVTAL, OTOTE
OgV yivovtol ToTE avVTIANTTA.

. 15% tov eupo@v mov yivovtor KAMvIKQ ovTiAnmtd,
amoPdirovrar.

. AnoO avtd TEPITOL Ta GA £XO0VV KATOL0 YPOUOGOUKT
avOUOAMa.

KE®AAIO 7: ®YAOXYNAETH KAHPONOMIKOTHTA
Thomas Hunt Morgan

Bpafeio Nobel 1933 oty xatnyopio @vcioroyio 1 latpikm.
Tov d00nke Yo Ta mOTEAEGLLOTE TG EPEVVAS TOVL GTO

navemotnuo Columbia, n omola Eexivnoe 101910 pe v
avoKaALYT (oG LetdAraéng ot Drosophila.

. O Morgan ftav 0 TPMOTOG TOV CLGYETIGE £VO, YOVIO0 UE Eva
GUYKEKPIUEVO YPOUOCOLLOL.
. Onwg o Mendel, enéleEe MOAD TPOGEKTIKA TO TEWPAUATOLMO

tov —Drosophila melanogaster.
—Meyaroc aplBuoc amoyovmy Kol Lkprn Stapkelo YeViag (2
Boopddeg).
—Tpia Cevydplo LTOGOKOV YPOUOCHOUAT®V Kol £VOL
Cevyapt QLUAETIKOV ypouocoudtov (XX Onivkd, XY
OPCEVIKQ).

['a éva xpdvo Eyayve Yo TapaAlayEC GTO ATOLO TOV £TPEPE—
AvaxdAvye po LoVadiKn) 0PGEVIKT LOYO e AELKA LATIOL oVT Y1l
T0, KOKKIVOL TOV €lvon cuvnOiouéva,

— Ayp10¢ TOUTOG

- O ovvnOng yopaktpag

— MetoaArayuévor Tomot

- [Mapoirayég
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Tao newpapota Tov ‘Morgan’
1.  AwocTodpmoE TNV APGEVIKT] LOYA LE TO AEVKA LATLOL LLE Lo
OnAvin| pe kKOKKiva patio
- F1> 6o ta dropa iyov KOKKvo pLatio
- To KOKKIVO ETIKPATES GTO AELKO
2. Awotadpoon aviueca og dtoua e F1 £dwoe v
YOPOKTNPLOTIKN avaroyia 3:1 GuvoliKd.
Opmg ta Aevkd patio epeaviCoviay HOvo o€ apoeVIKE ATopa
—O\a ta ONAvKa Kot To UIGA 0pCEVIKA Elyay KOKKIVOL LLATLA.
3. O Morgan cuunépave OTL TO YPOUO LATIOV TNG LOYOG
OpocOPILOG oYETILOTAV LLE TO GUAO.

To cvunépaopa Tov Morgan

. O Morgan counépave 0Tl TO YOVidl0 oV EEPEL TN UETAAAAEN
Y10. TO AEVKO YPOUO LOTLOV IVl GUAOGHVOETO.

. Ta OnAvkd dropa (XX) mov £xovv KOKKIVO YPOLO. LOTIDV
unopet va etvar opoluymteg 1 €1epolLYDTES Y10 TO KOKKIVO
AAANAOLLOPPO.

. Ta apoevikd dtopa (XY) pépovv Hovo Eva aAAAOLOPPO
0710 Hovaolko Toug X (mulvyotec-hemizygotes) kot Oa £xovv
YPOUO, LOTIOV AVAAOYO LE OVTO TO £VOL OAANAOLOPPO.

AvOpomva Xpopoocopoto

. To copatkd kottapa £xovv 23 Ledyn ¥pOUOCOUATOV
—22 Lebyn aVTOCOUIKOV Y POUOCHUATMV
—1 Celyoc QUAETIK®OV ¥POUOCOUAT®V

. XX = 0nivko

. XY = apoegviko
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PvlreTika XpOROGONATO

. Awapépovv oty EUEEVIoN
. ‘Exovuv po puukpn oporoyia (Yevd00wTOCOUIKES TEPLOYEG)
. dvrocHvoeTa yovidia
—Bpiokovtor povo 6to €va oo T V0 PLAETIKA
YPOUOGOLATOL

. Movo 20 yovidwa otoY
—XyeTiloVTal LUE VOPIKA YOPUKTNPLOTIKE,

. 1500 yovidwa oto X
—Xyetilovtol pe TOAAA YopaKINPLoTIKa (Alyo £xovv oyéon
UOVOo UE TO GVAO)

®vioovvoeta yapoktnprotikd (X-linked)

. XapaKINploTikd mov eA&yyoviot and yoviolo Lovo 6to X,
ovoudlovtor @UAOGHVOETA OV KOl OEV £YOVV T TEPIGGOTEPQ GYECT
LLE TOV GOVOTLTTO TOL PVAOV.

. ‘Eva aAAnAopopeo oty meptoyn tov X mov OV £YEL
oporoyio 6toY, Oa ek@pactel 0TO OPGEVIKA ATOMO OKOUT KL OV
elvat vwoAemoueVo.

. >ta Onivka atopo eEakorlovBovv va yperalovtal d0o
AVTIYPAQO Y10 TNV EKPPACT] EVOC VTOAEUTOUEVOV PVAOGVVOETOV

YOPAKTNPO.
DvAioovvoETO AAANAOpOPPO.

. XP= puc1oAoyiKo
X*= petdAiaén

. To OnAvkd dropo pe yovotomo X2 X° ivan popeic ympic

vOG0 aAAd K&Oe Y106 Toug £xet 50% mbavotnta vo VOoel.
. Ta dropa X° X kot X° Y eivor mposPePinuévo.
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®vlrocvvoeta Noopato
(T TEPLOGOTEPA VTTOAEUTOUEVAL)

. 2T0, OIKOYEVELOKA OEVTPO, TOPATPOVLLE:
—Ileprocdtepa mposPePfinuéva apoevikd atopo omd Ot
OnAvkd ylati To voAeutdevo aAANAOLOPPO 61O X,
eKQPALETOL TAVTO GTOVG AVOPES
—Evag eyyovog pumopel va kKAnpovounocet pio ac0évela and
TOV OOV TOV UECH TNG UNTEPOS TOL TOL EIvVOL POPENS

. [Mapadetypota: Axypouotoyio, Muikn dvetpooia,

Aogiiia
Aypopatoyio
. Tpelg TOmol kwvimv 6Tov AUEIPANGTPOELdT) TOV AVIYVELOLV
TO TTPAGIVO, KOKKIVO 1) UTTAE YPDLLOL.
. Ta yovidola Yo 1o pitAe elvol 0VTOGOUIKA-Y10 TO KOKKIVO KOl
TO TPACIVO €ival QLAOGUVIETO.
. Ot dvdpeg £govv TOAD 7o GLYVE ayp®UATOWYiN OO TIC
YOVOIKEG.
. [Tepinov 10 8% TtV Evponainv avopav Exovv aypouotoyia.

2TNV TPOYUATIKOTNTO VITAPYOVV TPELS TUTTOL O} PO UOTOWIOG

. Iportavoria: Ovac0eveig dev PAETOVY TO KOKKIVO KO OEV
OL0KPIVOLY TO TPAGTIVO KOl TO KOKKIVO.

. Agvtepavomio: Agv BAETOLY TO TPAGIVO.
. Tprravomio: Aev BAETOVY TO UTAE Kol OEV dLOKPIVOLY TO

KiTpvo amd 1o UmAE.

I'evetiko Aévopo Ayxpopoatoyiog: Dopeic ta Onivkd,
VOGOV TO. OPCEVIKY,
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A pedigree for color-blindness

Normal male Carrier female

B

N

Carrier Normal Color- Normal

female female blind male
male

Muwkn Avetpooia

. Xapakmpiletor amd TNV amicyvacn Tov Hoov.

. H mo ovuyvn popoen etvar n dvoetpogio Duchenne (1/3,500
avopec otig HITA).

. Ot pwoeg advvatilovv, CUYVES TTOGELC KO LOVVOLLIO VO
onkmBovv, avamnpikd KapoTcdxt and tnv nikia tov 12 etov —
Bavartoc péxpt v nAkio tov 20 €TV (OVOTVELGTIKT Ko
KOPOLOKT] OVETTAPKELQ).

. Opeireton otV anovcio g dOvotpo@ivi (dystrophin).

. YNUOVTIKT Yol T ST p1 o TS KVTTOPIKNG LEPPAvVNG TV
HUTK®OV KLUTTAPOV.

. dvrocHvoeTo voonuo—dtatifetot ££ETAoT Yo TNV OViXVELOT)
POPEWMV
. 5-15% 1oV teputtO®CE®Y 0QEILOVTOL GE LOGUIKIGUO T®V

YOLETOKLTTAP®V TNG UNTEPAS (1) LETAALAEN LITAPYEL LOVO GE
KATO10 APl 0AAG OYL GTO GOUOATIKO KOTTOPO,).
Alpo@iiio,
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. ‘El\ewym evog mapdyovia OpouPwong (arpo@iiio A—EAleyn
napayovia méewg VIII) — apoppayikd enelicoddio ot
npooPePAnuéva dropa.

. Eémtepikn kol ecmtepikn) apoppayio (YOpw amd Tig
apOpnceLg).
. AVTIETOTION—UETAYYIGELS KOl YOPTYNOT TAPAYOVTQ,

Opoupwonc (Proteyvoroyia).

H owkoyévero g Baocimocac Biktoprog

H oikoyéveila Tng Bacihiooag BIKTOplag

Louis i
L|__| Grand Duke of Hosze

=

Duke of Alfred i)HelmaArlhq.rLa-upold Bealrice| Prince
o

)
[N hemophilia

o 3

ne Czar zarina  Earl of PrincessMaurizeLeopoldQueen Alonsa
| Micholae IWAlecandra AthlonsAlics Eugenie Kirg ni

A o e e o g | 1 e -

om
Duke of King Earl of WaldemarPrince Henry Anastasia Alexis Mvi ] e n nzalo
Windsor George V1 | Mountbatten Sigismond T al
- Prussian ussian
— 1 - Roysl a ( ’J—‘
Houpses House " »
Carlos
e ]

Queen Prince Margaret
Elizabeth Il | Philip

Princess Prince  Anne Andrew Edward
Driana Charkes
Eritish Foyal House

William Henry

Yvvopopo tov evBpavortov X (fragile X syndrome)

. dvrocHvoeTo voonua Le 1Wd1oitepo TpOTLTO

KA POVOLUKOTNTOG.

. 1/1500 évopeg kar 1/2500 yovaikec.

. Metairaén wag eravarapovopevng tpitiétag (CGQG) o éva
yovido oo X.

. To ool eival aVTIGTIKA 1] VITEPKIVITIKA LLE OVCKOMEC GTO
Adyo.
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. O evifAkeg Avopeg Exovv LEYAAOVG OPYELS KOl LEYAAD QLTI
. Kovto avaotnuo kot pokpd tpodcsomo He LEYIAO GoyOvL.

. Ooo peyordtepoc o apBuog tov enavarnyenv CGG 1600
70 coPapd TO GUUTTOUATA.

Yovopopo tov evBpavotov X (fragile X syndrome)

Fragile X syndrome

a. Young person Same individual
with fragile X when mature
syndrome

>230 >230 50-230

b. Fragile X c. Inheritance pattern for
chromosome fragile X syndrome

DvA0oVVOETO EMKPUTT] YOPUKTIPLOTIKA

[1pooBePAnuévor 1060 yuvaikec 660 Kot Avopeg

. Ot yvvaikeg &xovv cuviBm¢ Aryotepo cofapd cuuTTOUATO.
. O wpooPePfAnuévor dvopeg oev petafipalovv t petdiraén
GTOLG Y1006 TOVG.

. Oleg 01 KOpec TV TPocPePANUEVOY 0VOPOYV VOGODV.

. Ot k0pec Tov mposPepinuévav avopav Exovv 50% kivouvo
va petafifacovv m petdAioln (o€ y100¢ N KOPES).

DVAOGUVVOETO VTOAEVTONEVU YUPUKTIPLOTIKA
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. Ot avopeg KAnpovopovv 1o X amd tn UnNtépa Toug.

. O matépec kKANpovopovv 1o X HoOvo 6Tig KOPES TOLG.
. Ot yvvaikeg ek@pdlovv To YapaKTnpo LOVo av givat
opoluymTeG (VTOAEITOUEVO AAANAOLOPPO).

. Ot avopeg nuluymteg ekPpALovV TO YOPAKTNPO.

. O eprocotepol acbeveic eival dvopec.

. ‘Evag dvopag mov vooet dev petaPifdlet m petdAioén otovg
Y1006 TOV.

. Oleg o1 kKOpeg evog mpoaPefAnuévou dvdpa tvar gopeic kot

Oy acBeveic.

. Ot y1ot pag yovaikog opéa. Exovv 50% xivovvo va

VOGN GOLV.

. Ot kOpeg oG yovaikac gopéa xovv 50% kivovvo va givar

Qopeis.
OLravopukn kinpovopkotnto (Y-linked)

. To aAAnAopopea 6t0 Y Y poudconua ekepdlovior pdévo
0TOVG AVOpEC Ko TOTE OTIS Yuvaikes XX.

. O motépac KANPOVOLEL ALTA TO YOPOKTIPLOTIKE GTOVG
Y100¢ TOV.

. Agv vTdpyovV ETKPOTN 1] VTOAEITOUEVA AAAT|LOLOPPOL

(Muvyotia).
dvlroennpealopeva yopoxtnprotTika (sex influenced traits)

. AVTOGOUKE AAANAOLOPPO. TOV EIVOIL ETKPOTY] GTO £VOl
QOO KO DVTTOAEUTOUEVA GTO AALO (TAPASELYHA: 1| PUAAKPQ).

. EpeaviCetan ka1 ota 00 UL 0AAG elvol TO ordvia 6TIC
YOVOIKEG.

. AVTOCOUIKOG YOPOKTIPOG ALY ETIKPATNG GTOVG AVOPES
KOl VITOAEIMOIEVOG OTIC YUVAIKEG—O1 AvOPES £TEPOLVYMTEG £XOVV
QaAdKpa aAAA Ol Yuvoikeg eTepoluydTEC OYL.

0. Mnén 11



dvlromepropiouévo. Yo paKTNPLoTIKG (sex-limited traits)

. Exeppalovtal 6to éva @OA0 aALd Oyt 610 AALO
(ovaTopKol Kot QUGTIOAOYIKOL TEPLOPIGLOT).

. [Tapaderyua: n Toapaywyn YEAaKTOC oo 10 Hooto (ot
avTioTOYO1 AOEVES VTLAPYOVY LOVO GTIS YUVOIKEG).

. H npodidfeon yo kapkivo tov mpoctdtn nepropileTon
o6TOVG AVOpES (LOVO Ol AVOPES £YOVV TPOGTATN).

AVOPOAOS YPOUOCOULIKOS oL OPLEPOS: AALayES oTov aplOud
TOV PUAETIKOV YPOUOCOUAT®V

. Tproopieg
—XXY: ovvopopo Klinefelter
—XYY: oOvopopo Jacobs
—XXX: ohvopopo morlamiwv X
. uovocmuio
—XO : oOvopouo Turner

YvvopopoTurner -XO
(ZvvnOBwg AdBoc otV TaTpikn Leiwon)

2uyxvotta: 1:4000 yevviogig Kopitelav

. dvcrohoyikr| vonuoouvvn

. ['evikd yopaKTNPIoTIKA:
—Tvvaukeiog eatvotumog
—Y TOoTUTMOEIS MOONKEC
—Kovt6 avaotnua
—Avyevikn mroyn (Webbing of the neckline)
—Evp0 ot00¢
—Neoyvikd Aepoionua.
—KaBvotepnuévn oeEovaikn ovanTLEN—LTOOVATTUKTO
OEVTEPOYEVT] YOPUKTIPIGTIKA GUAOV.
—XTEPOTNTO —OTOVGI0 ELUVOPVGILAC.
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AVWHAAOC XPWHOCWHIKOG DIaXWPICHOG

Female ‘I;XQ
Nondisjunction

e

(XX ) L O
Qj/l Eggs(\ltf_g/)

< e
ok (x0
Female Female
Xy (Triple X (Turner
syndrome) syndrome)

]
Xxﬂ oy
Male i
(Klinefelter Nonviable

syndrome)

2vvopopo KLINEFELTER (XXY, XXXY)

. Avdpeg pe 000 N meprocotepa X kot Eva Y (XXY, XXXY)
. Xvyvota: 1:1000 yevvnoeig ayopiov
. Opokd pucsloroykrn vonpoosovn (IQ 85)
. ['evikd yopokTnploTIKQ:
—AVOPIKOG PAIVOTLUTOC—VYNAOTEPO OVAGTI LA
—ATpoPio OpYE@V—UEIOUEVT) GUVOEGT] AVOPOYOV®V—
YOUVOIKOUOGTIO-GTEPOTNTA
—AgVuTEPEVOVTA YOPUKTNPIOTIKA YUVOIKEIOL PUAOV
. Avopeg pe morrhamha X— [Topopolog eatvoTumog e o
Klinefelter aALd mo coPapd countopato (48XXYY, 48XXXY,
49XXXXY, 499XXXYY).

Tpwrho X (47, XXX)
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. Xvyvotta: 1:1000 yevvhoeig Kopitoiav
. dvcloloyikn| emg oprlakt vonuoovvn (5% pe IQ 85)
. [evikd yopoknploTika:
. IMovatkeiogpatvoTumog

—X®pic ONUAVTIKEG OVOUOALES

—KaBvotepnuévn epunvopyn

—IIpdwpn eppnvomoavon

—O1 ep166OTEPOL OTOYOVOL PLGIOAOYIKOL.
. O yuvaikec XX XX etvar coviBmc yniéc pe coPapn
dtavontikn kabvotépnon.

Yvvopopo JACOBS (XYY)

. Xvyxvotta: 1:1000 yevvhoeig ayopiodv
. dvololoyikn vonuosiHivn

. ['evikd yopoxTnploTiKd:

—AVOPIKOG PAVOTLTTOC

—Yynio avactnuo,

—AKUY GTOVC EVIAIKEC

—Agv &yel amooderyBel embetikn cuumepipopd

—O1 ep1o60TEPOL AmMOYOVOL TOLG EIvaL PLGIOAOYIKOL

INvvaikeg pe morrhamia X
—47, XXX-Kkvpim¢ pUGIOA0YIKES YUVOIKES
—48, XXXX
49, XXXXX

Yoavantoyuéva 0evtepedovTa YOPUKTNPIOTIKA, GTEPOTNTO Kol
vonTtikn kabvoetépnon.

AvTtiotd0pion 6001¢
210 ONAaoTIKA To apoEVIKA ATOUO YOV Eva X evd ToL OnAvkd

£xovv 0V0.
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. [loc avtiotabuiletan avtn 1 da@opd 6T d0GT YOVIOI®VY GE
apoevikd Kal OnAvkd droua;

. ['a Ta vTOLouTa YpOUOCOHUAT OV Elvol PLOCIUN KOTAGTAON
N Vapén evog LOVO avTLYpAPOv

. [1o¢ eivarl duvatd To X va vdpyel o€ Eva 1 600 avtiypapa
KoL va, 9tvel ue1oAoy1Kovg amoyovog;

[loc avtiotabuiletar avtn 1 dapopd 6N d0GT YOVIdI®V GE
apoEVIKA Kot OnAvkd drtoua;

. Avtiotaduion 66ong—=>To éva amd T 600 X OTIC YUVAIKES
adpaVOTOLELTOL.
Adpavomoinen tov X

. Yn60eon Lyon (1961): Av kot ta OnAvkd OnAactikd
KANPOVOLOUV 000 X YPOUOCHUATO, LOVO TO EVO, TAPOUUEVEL
evepyo.

. Koatd m dtdpketa g avantuéne tov Onivkov atdpov, Eva X
YPOUOCOUA VA KOTTAPO GUUTVKVMOVETOL GE EVH. CONATLO
Barr.

. ‘Etol adpavomolovvtal ta meptocdtepa Yovidrd tov (dev
exppalovran).

. Onote Gvopeg Kot yovaikeg xovv v idwa d0on (Eva
avTiypapo) yovidimv Tov X YpOUOCHUATOC.

. To cuunvkvouévo Barr evepyomotleital mdAl katd tnv

TOPOYOYN YOUETOV OTIC OO KEC.

Empepfaioon g vrobeong Lyon

. Ta adpavomomuéva X oaivoviotl PikpoGKOmTIK( GTOV
mopnva: Barr body
. ApBuoc copatiov Barr = aptOuocX -1
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. YvuPaivel e OAa T ONAAGTIKA e PKPEC TOPOALAYES
. >15% 1@V LAOGUVOET®Y YOVIOI®V SLOPEVLYOLV OO TNV
adpOaVOTOiNnG.

Youato Barr

H adpavomoinomn tov X couPaivel vopic otnv eufpuikn {mn Kot

onNovpyel LOCATKA.

. O1tav 10 £uPpuo €xel mepinov 200 kdTTOPO, KAOE KOTTOPO
adpavomotel Tuyaia Kot aveSdptnta amd to GALe KOTTOPO
&val oo ta, dvo X.

. To avevepyd X mapapével avevepyo og OAN 1N o1 Tov
0OPYOAVIGLOV Y10 TOAAES KUTTOPIKECYEVIEG.

. Metd v adpavoroinomn evoc X, dAa ta Buyatpikd tov
KOTTOPO, (LITOTIKA avTiypapa) £X0VV 0OPOVOTOUUEVO TO 1010
X.

. Amotéleopa: Ta OnAvkd dtopa lvol LOGOIKA KUTTAP®V.
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Moocaikiopog yia to X

‘Eva OnAvko dtopo mov gival etepoluyo yia £va @UAOGHVOETO

YOPOKTNPLOTIKO, O eKPPAlel TO AOAANAOLOPPO GE Eva
TOGOGTO TV KLTTAPWV TS EVAO 6TO VITOAOLTA )L
(LOCATKICUOC—EKPPACT 1] VTTOPEN SLOPOPETIKDV
AAANAOLOPP®V GE OLOPOPETIKA KOTTOPO)

[Tapdodetypo otov dvOpOTO—avIOp®TIKTY EEMIEPUIKT
duoTAAGio > EMKPATEG PLAOGVVOETO AAANAOLOPPO EAEYYEL
TNV TOPOVGIN WOPMTOTOLDV AOEVHOV

—Ta etepoluya OnAvkd eppaviCovv kniidec, GAAES e
WOPMOTOTOIOVG AOEVES KOl AALES YMPIG.

IMo)homld X

Xe KOTTOpO LE TEPLGGOTEPQ ATtO OVO X, LOVO £VOL TOPAUEVEL
EVEPYO KOl TO, VTTOAOUTO ALOPOVOTTOLOVVTOL.

Mua yovaika 47, XXX Ba £yxel 6vo coudtio Barr ota
"KOTTOPA TNG.

Emyevetikn kAnpovopkotnto,

0. Mnén

H aopavoroinom tov X meprrapufavel tnv tpocdiKm
uebviopndowv(-CH3) otic KuToGiveg TOL YpOUOCOUOTOC X
mov Ba yivelr copdrtio Barr.

‘Eva ano ta dvo X &xet éva evepyd yovidro XIST (X-inactive

specific transcript 11 E1d1k0¢ petaypapéac adpovomoinong
oV X).

—To XIST napdyet moAlomhd aviiypaga evog popiov RNA,
TO 07010 KOAVTTTEL TO X GTO OOi0 E0PEVEL.

~Etol Eekvael  adpavoroinom tov X addd 0 akpiPng
UNYOVIGHOG OV €lval YvmoToG.

—Emionc dev gival yvwoto mmg kabopiletor mo1d and ta 600
X Ba adpavomonOei.
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Ta ypopocopata X ko 'Y

. To X @épel ToOAAA Yovidla, OTmE Kol TO CVTOGMOULKA,
YPOUOCHUATO KO TO TEPICCOTEPO OTTO AVLTA OEV EXOVV GYEOT
LE TO QUAO.

. To Y givar mord gty o€ yovidlo—amoteleiton kKupimg and
ETEPOYPOUOTIVY.

. ‘Eva yovidwo oto Y elvan dwaitepa onuavtikd: to SRY (Sex

Reversal on Y gene). To yovidio avtd guBovetal yio tov
KaBopiopd Tov PUAOVL.

. Av vrapyer 1o SRY, napayetor o mapdyoviag TDF (Testes
determining Factor) kot avoantoccovton Opyels 6to EUPpvo
(TEGTOOTEPOVI>APTEVIKO).

. Amovcio tov SRY avoarticcovion wobrieg Kat oyt Opyelg
Kot To EuPpvo drapoponoleital e ONAvko
. Ta ypopocopata X koY potpdlovton pa,

YELOOOVTOCMKT| TEPLOYN KoL EIVOL OLVATOG O
AVOGLVOVOGUOC OVAUEGE TOVG KATE TNV UEi®O.

KaBopropog Tov gurov

. To @OAo kabopiletar omd TV Tapovsio | awovsio tov TDF
KOl OYL TOV Y YEVIKA.

. Etvai duvato va Exovue apoevikd XX av 1o yoviolo SRY €xet
LETATOMIOTEL GE AVTOCOUIKO YPOUOCOUO (0TOTE TOPAYETOL O
TDF)

. Eniong eivai dvvatd va Exovue Onivkd dropa XY, av to
yoviolo SRY Aeinet.

. Kot o115 600 meputtmoelc, to dtopa gival oteipa.
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KE®AAAIO 8. Aypoc@arpivny Kot axpoc@orpivondigieg
Alpooc@aipivny

H avOpomivn aipoceatpivny pmopet va peretn et evkoldtepa amd
OTOLONTOTE AAAN TP TEIV TOL AVOPOTOVL.

[Tapdderyua yio:
. Aopn xai Aettovpyio TpoOTEIVOV,
. Aopn Ka EKepaoct yovidimv,

. Aopn Kot GAANAETIOPAGELS YPOUATIVIG,
. Moprokn eEEMEN,

. 2Y€01 YOVOTOTTOV -(POLVOTOTOV,

. Mnyoavicpoti 0pdong mafoydvav Hoplak®Y oAy OV,
. [ToAvpopeiopot kot amAdTVTO1,

. ["ovidwakn) Bepameia.

Awpocoarprvoradeies: Iotopun) avadopopn)

1910 (Herrick): Aidyvoon pog dpemavolopens Lopens oTo,
gpvOpokvTTOPO EVOC OO0V OO TNV AQPIKT).

1923 (Taliaferro & Huck): H vococ avtn gival kAnpovouik.
1925 (Cooley & Lee): Bapeidg popong avorpio oxetiCetal pe
omAnvoueyaAio Kot 0AAAYEG GTOL OGTAL.

1949 (Pauling): H aitio tn¢ 0penavoKLTTOPIKNG OVALUIOG
evtomiletol 61O LOPLO TNG OUOGPALPIVIG.

1956 (Ingram): H dpemavoxvutTopikn avaipio oQpeileTal otV
aAlayn) evOc, kot Lovo, apvo&Eog otny B-oceatptvikn aAvcido=>
Op1o oG TG LOPLaKNG vOGOov.

Agkagtio 1960: Abdyvmon a-UecoyEIOKNG avalpiog.

1962 (Perutz): Avaxdioyn e TprtoTayovs O0UNG TNG OLLLO-
cQapivng.

1979 (Kan & Dozy): Mopiokn d10yvoGoT| opocOalpIvoTo-
Osuov.

Agkaetio 1980: Amokpuntoypdenom TG VOUKAEOTIONKTC
AAANAOVYIOG TV COUPIVIKAOV YOVISI®V.
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1987 (Grosveld): Avakdivyn g puOUIGTIKNG TEPLOYNS TOV PB-
cQalpvikov yovidiov LCR.

APETOVOKVTTUPIKN Avaiuio
H petadhoyn oto 6° apvold g B-oceaiptviknc arvcidog odnyel

o€ aAAOYN TS LOPPOAOYING TOV EpLOPOKVTTAPOV LE CUVETELD TNV
andPPaEN TOV AyYEI®V.

APETTAVOKUTTAPIKA avaluia

H peTaAAayn oo 6° auivogu Tng B-o@aipivIKAG aAucidag
odnyei og aAAayn Tng Hop@oAoyiag TOUu EpUBPOKUTTAPOU HE
CUVETTEIO TNV aTTo@padn Twv ayysiwv.

Awpoocoarpvordfeies : XapoKTnpLoTiKa

. Ex 10 vouyvotépmv acbevelmv maykoouimg pe 270 ekar.
. Dopeig kar 300-400.000 yevvnoelc mTacyOVI®OV GE ETNGLA
Béon.

. 2UYVEG GE TEPLOYEC NG APpPKNG, ™S Aciag, g Méonc
AvatoAc kair ¢ Meooysloakng Aekdvne, AdYy® TOL
GLYKPITIKOV TAEOVEKTNLATOG TMV POPEMV GTNV EAOVOGIAL.
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. H ocvyvomnrta tov gopéwv kvpaivetor and 1% (Iomavia) £mg
kot 70% (meproyég N.A. Aciog) axoun kot 90% (opiopuéveg
wotkéc uAEC). H popilakr Bdon dtapépet avd mAnbuouo.

. Yuyvomta eopéwv otnv EAAGoa: 8,41% (Tassiopoulos,
2005)

MaykSdopuia
KOTAVOMN
MECOYEIOKNA
avaigiag

L
S
=
w
>
(=]
b
w
=
(=]

B-HECOYEIOKN

Awpoocoarpvorafeiec: Kavikn eikova

B-Meooyelokn avapio: Avapio fapetdc popenc (major), 1
nmotepn (minor, intermedia), avaloya peE TV LETOALAYT 1) TOV
VTTOKEIUEVO QTAOTLTTO —ATONTEL LETOYYIGELS, GTANVEKTOUN,
OTTOG1O1POOT).

a- Meooyewoxn) avorpio: Avouio Baperag popeng (Hydrops
Fetalis) 1 nmotepn (Hb H).

H cvvimap&n a- kot B- petodlaydv BEATIOVEL TNV KAMVIKT
Ewcova eneldn eE160ppomeL €V LEPEL TNV OVIGOPPOTIOD, TOV
COAPIVIKOV dALGidnV (peimon eykieioTOV).
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Moépia aigooc@aipivng KATd TNV OVTOYEVECH

—
“yolk
liver bone marrow

/ e
sac / (o
\ D= cpleel?

N

-
(3

2
£
G 18 birth 6 18 30 42
prenatal age (wks) postnatal age (wks)

-
2
o

4]
o

% of total B-chain synthesis

Tomow peraihayov

B-Meooyelokn Avapio

1. MetaAlayég GTOV DTOKIVNTY.

2. Metadhayég otnv opipavon tov RNA (.. polyA, 3’°UTR)
3. MetoArayég mov 001yodv oe kmdkovia ANENG (p.Q39X)

4. Metolrayéc mov oALACoVV TO TAAIGLO aVAYVOGTC.

5. Avacuvdvacpéva apocsearpivec (Hb Lepore, Hb Kenya)
6. Emucpotnc U0 B-UEGOYEINKNG AVOLUIOG

7. Metalhayég o€ petaypagikovg mapdyovtec (GATA-1)

op Meooyerokn Avapio

Kinpovouwki) llapapovi) Epppuikng Awpocoarpivic (HPFH)
1. EAAeumtikov tomov

2. Mn glhemtikov TOmov

a-Meooyerwoxi] avorpio

1. EAdeittikov tomov (-o/aa, -o/-a, --/oa, -o/-- 1 --/--)
2. Mn gldemtikov TOmov
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3. ®viocvvoetn (ATR-X kot ATDMS)

Hoporiaypéveg ampoo@aipiveg (variants)
1. Hb S xou Hb C
2.Hb E

3. ActaBeicapospapivec(130 mapairayéc) mov 0dnyovv ce

OLULOAVTIKT] OVOLLicL
4. MeBopooparpiveg (Hb M)
5. Ayoocpaipivec pe tpomomomuevn cvyyévela pe to 02

AWayvemon aipoc@upivonadsioyv

Patrinos et al., Hum Mutat, 2005.

Papadakis et al., Hum Genet, 1996.
Moradkhani et al., Ann Hematol, 2009.
Bournazos et al., Am J Hematol, 2007.
Chassanidis et al., Ann Hematol, 2009.
Papachatzopoulou et al., Am J Hematol, 2007.

Alayvwon adigJoo@aipivoTTafeIiwV

+
+— Hba

HbWinnipeg
= HbS

1 2 3 4

Hb F_. + Moradkhani et al., Ann Hematol, 2009
Hb A ¥
HbF —»
HbS —»

Papadakis et al., Hum Genet, 1996
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Mopiakn d1ayvwon aiJoo@aipivoTTadsiwyv

Mormal Mutant
A B C D A B C D

@ o
® ..

1 2
Papachatzopoulou et al., Am 7 Hematol, 2007

=T = [re— . 40%

WE 1 E T ] |
| ooa)

= s \
=t | o] e

R L8 (TG N 1198 (| Az

ey

+ 70%

Chassanidis et al., Annr Hemaitol, 2009

Bournazos et al., Am 7 Hematol, 2007

MpoyevvnTIK O1ayvwon/YEVETIKI] CUNBOUAR

v ZTnV 91-12" gBBouada TNG KUNOoNG Ao XopIlakKEG AAXVEG,

QMVIOKO uypo (TTapepBaATIKN), adija pnTépag (MN-
TTAPEURATIKN O TTEIPAMUATIKO OTADIO).

T —
+  Actual Eupacted)

*
P .
. -+

FELFL LRSI FPIF FFS ST
Year

v "Hmmieg peTalAay£g Kal YEVETIKH CUHBOUAR: O «KaAog»
KOl 0 «KKAKOG» OUVBUAOoUOoG.
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OepameVTIKEG TPOGEYYIOELS

. AMOYEVIG LETOUOGYEVCT] LVEAOD amtd 16T0 cvuPatd, KaTd
10 duvaTdv, 00T
. MeTapoGYELGT PLGTIOAOYIKAOV OLLLOTOU TIKMDV

BAaoctokvtTdpwv: To poviého «Savior baby»:
(o) IIpogpputenTiKn Stdyveoon yia tnv gupeon euppvov HLA-
cLUPaTOV Kol Y®PIg LETAAANYES OTA o-Kot B GOPIVIKA Yovidia
oo TNV OIKOYEVELN TOV TAGYOVTOC TALO10V.
(B) AMyn apomomtikadv BAAGTOKLTTAP®V 0O OUPAAL0 ADPO
KOTA TNV YEVVIGN TOL VYELOVG VEOYVOD.
(v) Metapooyevon PAACTOKLTTAP®V GTO TAGYOV ToLdL Y10, TN
Oepameio g B-pecoyeloKNC avalpiog.

O¢epanevtikég mpooeyyioelc XE IIEIPAMATIKO XTAAIO

. Toviowokn Ogpaneio=> Anokatdotacm ng mTopaymyng B-
o@alpivng e T0cooTd ToVAd 1IGTOV 20%.
MEIONEKTHMA: X0Bapdg kivouvog KapkivoyEveong [m.y.
Asvyoupio. LETA 0o EMTLYN ATOKATAGTOOT) KAT|POVOUIKTG
avocoavendpkelag (Hacein-Bey-Abinaet al., 2003)].

. Kvttapwkn yoviowexi) Ogpaneia:

(o) Aloporvven pe pETPOIOVS 1| 100¢ TOTTOVL lenti avtOLO-
["'ovopomomtik®v PAAGTOKLTTAP®YV,

(B) "EAeyyog Yo TV amovoia (aviyvedoiuwmy)
YPOUOCOUIKDOV OVOUAAOV TTOL Oo propovcay vo,
TPOKAALECOVV KAPKIVOYEVEDT),

(Y) Metapooyevon TV YEVETIKA TPOTOTOUUEVOV
aVTOAOY®V BAOGTOKVLTTAP®Y GTOV 0.oOeVT).

OepameVTIKEG TPOGEYYIOELS

. AvamAnpmon g amovciog N TS EAAEWYNC TOV - 1) B-
CQAPIVIKAOV CAVGIO®MV LLE TNV EVEPYOTOINGT TG TAPAYDYNG
euPpuikng apoceapivng Le:
a. Epv0po-e101kég oppoveg (.. rhEPO)
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B. Opyovika o&€a KovTig aAveov (7T.). PovTVpLKi)
v. Kvtrapotolika ¢dppoka (HU, decitabine),

. Evepyomoinomn g ovvOeonc a- 1 B-cpapvik®v alvcidmv
(.. LeTOUOGYEVOT, YOVIOlOKT) Oepameia).

. Oepameia EMTAOKOV, OTWG ATOCIONPMOCT), CTANVEKTOUN.

YE IIEIPAMATIKO XTAAIO:
. Amolelpny ™G ékppoonc tev uetollayuévov HBB
aAniopopewv pe tpocEyyion RNA napeunddionc (RNAI).

KAPAIAITEIAKH NOXOX (KAN)

. Kvpua artio Bavatov yia dvipeg kot yovaikeg ndvo and S0
Kol 55 €T®V, avIioTolya, 6T OLTIKY KOWV®VIa.

. 50.000 (EALGOa), 2 exatoppvpio (Evpomn) wor 1
exatoupopro (HITA) dropa mebBaivouv kabe ypoévo amd
KOPILOLYYELNKES TOONGELG.

. 1 otovg 3 Bavatovg diebvarg ko 1 otovg 2 Bavdrovg otnv
Evponaikn 'Evoon kot otmv EAAGdo mpoxoAeital oamd
KOPOLOLYYELKE VOO LOLTOL

. Kvpwo aitio g KAN sgivor n aOnpooxkipowon. H
abnpookinpwon mwpoxkaAeital and TNV YPOVIO KOTAGTOOM
(QAEYLOVIG GTO OPTNPLOKA TOLYDUOTO UE OMOTEAECUO TN
OTAOL0KT] CLOCMPEVCT), EVTIOC KOl EKTOS TV KLTTAP®V TOV
aPTNPOKOD  TOUYMUOTOS, YOANGTEPOANG, OCLOTUTIKMV
eEOKLTTAPLOG VANG, GLOTOUTIKOV VEKPOV KLTTAPWOV KO
GAA®V OVGLOV TTOL 0ONYEL GTO CYNUATICUO OONPOUATIK®Y
TAOKOV.

. Ot TAAKEC UmOPOVV VA UEYOADMGCOLY TOGO TOAD (MOGTE VO,
TPOKAAEGOVV GTEVMOGT] TOV OPTNPLOV Kol GUVETMOC Ueimon
NG KUKAOPOPIOG TOVL OULATOC.

. EmmAéov o1 mAdkeg peydhov peyébovg yivovror daitepa
gvoicOnTec Ko pITopovV val dloppoyovV LE OTTOTEAECLOL VOL
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oynuatietovy Bpoufor mov umopovv va EPAEOLV  TIC
apTNpies.

Av ot Bpoupor @pdéovv apopopa ayyeion TS KopOig
TPOKOAEITAL KOPOOKO EMEIGOO10, AV PPAEOLY AUOPOPOL
ayyeio Tov €YKEPAAOV TPOKAAEITOL EYKEPAAKO ETEIGOO.

Hopayovtes Kivdvvov Yo TNV ERPAvion a0nposKApmonS

0. Mnén

YynAad enineda yoAnotepoing (ewoikd LDL > 100 mg/dL)
Kanvicua 1 ékBeon oe kdmvicuo,
Ynéptaon

Awfnng
[Hoyvoapkio

‘EA\ewym @uoikng dpactnplotnTog

Nocog Tov Alzheimer
Mn avactpéyiun, TpoodEVTIKY] VOGOG TOVL £YKEQPAAOV TOV
amotelel TNV kup1OTEPN artia dvorog (50-70% twv
TEPITTMOCEWDV).
[Taoyovv 150.000 dvOpwmor otnv EALGOQ, 6 ekot. TV
Evpann, 5 exat. Xtig HITA kat 26 ekot. 6' OA0 TOV KOGLO.
ASY® TOV AVEAVOUEVOL TTPOGOOKILOV {ONC, AVAUEVETOL OTL O
ap1Oudc Tov atoumv tov Ba eppavicovy voco Alzheimer to
2050 Ba eivarl06 exart.
To cuvaisOnuotikd Kot To otKovopKod k06tog Oa elval
TEPAGTLO.
Kvpra kAvikd countopota: oammAELd LviUng, cLyuon.
Awatapay£c Tov GLVOGONUOTOC, OKLVIITOTTOING.
Xvyvotepn ortio Bavdtov amotedel n Tvevpovia.
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No6ocog Tov Alzheimer

Av Ko 1 mOavoeTnTo EPQEVIoNS TS VOGOoU dLEGVETUL IE TNV NAIKIC, 1) VOGOG
tov Alzheimer éev givol LEPOS TS QUOOAOYIKNG YTPAVOTS, aAAG Efval
AMOTEAEC O SraTapayd®Vv 6To PETAPOMGUO TOV KDTTAPMV TOV EYKEPAAOD
Kopro maBoroyiko yupakinpionikod g vocon Eival 0 GYNUATIGHOS GTOV
EYKEQPUAO TAUKGOV TTOV OITOTEAODVIOL QIO CVCCMUATOUATE CUDAOEDODS
mentidiov f (AR)

DucLoloyikog Noocog tov Alzheimer

*  healthy cells Zﬁ‘fl{plﬂ'l]

Alzheimer's Association (www.alz.org)

Yyéon petalv Adnpookipoong kot vooov tov Alzheimer

. H vbécog tov Alzheimer givon dgvtepoPfaduto yeyovog e
aONPOcKANPOONG TOV OyYEIWV TOV EYKEPAAOV.

. H e£€MEN g abnpockAnpwong kot TS vOGou Tov
Alzheimer givon mopeieg aveEaptnTES AALA LLE KOV
YOPOKTNPLGTIKA (VTAPYOVY KOWVE ETLONUIOAOYIKE Kol
TaBoPLGIOAOYIKA OedouEva Ko £xel TapatnpnOel andkpion
otV oo Oepaneia kot yia 115 300 vOGOLG).

. ["evetikég pelétec tmv terevtainv ypovav £0e1&ay OTL
VILAPYOLV KOWVA YOVIdLOL TOL EUTAEKOVTOL GTIS OVO VOGOLG
(yovidio mov kmwdwomnotel v amoiuronpoteivy E, yovioln
OV KOOTKOTOLOVV TPMOTEIVEG TOV EUTAEKOVTOL GTO
LETABOMOUO TNG YOANCTEPOANC , TNV VIEPTACT), TNV
o&eldmon Mmdimv Kol 6€ PAEYLOVAOOELS TOPELES).

. Kowoli mapdyovteg Kivohvov gival 1 vrepyoAnoTepOAaLLia, M
VIEPTOOT Ko 0 Ot Ing.
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H amommonpoteivy E mailer onpavtiko poio otnyv
a0npoockinpmon kot 1 véco Tov Alzheimer

. H anoAmonpwteivn E (amoE) eivon pio koplo mpwteivn To0
GLOTIUOTOG LETAPOPAC AMdiwv ko Tailel onuavtikd poro
o1 SucMmidopia, TNV aBNPOCKANP®GCN KOl GTNV
naboyéveon g vooov tov Alzheimer.

. H amoE exgpdleton 610 Nmap, Tov €ykEPAAO Kol AAAOVG
1GTOVC.

H amoE £yer tperg kowég woopop@és (amoE2, amoE3, aroE4)
6TO YEVIKO TANOvopo

. H amoE4 civon 0 onuoavtikdtepog 0eIKTNG KIvdOVOL NG
vocov tov Alzheimer

. H amoE4 peiovel v nAkio epedviong tme voGov tov
Alzheimer

Ta emimeda TG YOANGTEPOANG: €ival CIUOVTIKA YLl TNV
nofoyéveon g aBNPOcKAPOGTS Kot TG VOGOV TOL
Alzheimer.

. Emdnuioroyikéc peréteg £deiav 6t o vynAd emineda
YOANGTEPOANG GTO QLD UTTOPEL VOL GUVEICPEPOVV GTN
naboyéveon g vocov tov Alzheimer. Eniong, acOeveic pe
voco tov Alzheimer €yet Bpebel 011 Exovv LYNAL enineda
LDL-yoAnotepding kot yaunid eninedo HDL yoAnctepOoinc.

. [Tepopatdlmoa Tov STPEPOVTAL LLE TPOPT) VYNAT| GE
YOANGTEPOAN elyav avEnuéva emimeda AP (AULAOEOVC
nenTidiov B)

. H xotavoun kot to enineda g YoANoTEPOANG OTO
EYKEPOAKA KOTTOPO ETNPEALEL TO GYNUATIGULO KO TOV
Kotofoloud tov AP.

0. Mnén 12



O oTativeg givan gVEPYETIKES Yo TNV 00N POCKA PG Ko
T1 V060 TovAlzheimer

. Kamolec kAvikég peléteg £6e1&av OTL 01 GTOTIVES, TOV
YOPMNYOLVTOL Y10, TN UEIMON TOV EMTEODV YOANGTEPOANG TOV
ailotog, TPoPLAGCCOLY emionc amd 11 voco tov Alzheimer.

. [Teypopatolmwa oto onoia yopnynOnkov ctotives siyav
uetopéva enineda AP. Or otativeg etvar evepyeTKeg Yo TV
abnpoockinpwon kot T voco tov Alzheimer.

Polog TOV MAWOIOV KOl TPOTEIVOV TOV NETAPOAMGHOV
TOV MTWOIOV o€ TEO0AOYIKES KOTUGTACES OO 1)
afnpookinfpmwon ko 1 vosog Tov Alzheimer

1) Melétn TV unyovicU®Y OLOLOGTUCTC YOANGTEPOANC

2) XopaKTnpiopds TV 010THTOV TOV ATOTPOTEIVOV LYNANG
mokvotnrag (HDL) and oacBeveic pe owtapoyés Ttov
uetaPoicuov tov HDL kot and poviéla (omv Kol GUGYETION
Aetrtovpyikav avopolov towv HDL pe dwatapoyéc oe yovioa,
KOl UE OAAOYEC OTNV TPAOTEIVIKY] KOl AUTIOKY] GUGTOCT TMV
HDL.

Ov opacerg tov HDL eEaptovion mepiocotepo amd v
mowotnta towv HDL mapd amnd v mocotmta g HDL-
YOANOTEPOANG. XvyKkekpiuéves (Ovo)iettovpyieg toov HDL
LUTOPOVV Vo YpNGIoromBodv o¢ dEikTES Yo TNV EKTIUNGN TOV
KOPOLLYYELKOD KIvOUVOL Ko/ TNV mapakoiovOnon Oepaneiog
™ KAN.
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KE®AAAIO 9. An6 1o I'ovidowo 6t 610 yv®m61) TOV
Kinpovouikov Kapkivov

IIpocsdwoprlopeveg Hepumtdoeaig Kapkivov otnv Apgpiki 1o

2002
"Avopec: 637,000 I'vvaikeg: 647,000
[Ipootdtn 30% Mactov  31%
[Tvedbpova 14% [Tvevuova 12%
Koiov 11% Koiov 12%
Ovporomntikd 7% Mntpag 7%

2002 Estimated US Cancer Cases*

Men Women

637,500 647,400 Bragst 31%

Lung & bronchus 12%
Colon & rectum  12%

Prostate 30%
Lung & bronchus 14%
Colon & rectum 11%
Urinary bladder 7%
NHL 4%
Melanoma of gkin 5%
Oral cavity 3%
Kidney 3%

Leukemia 3%

Uterine corpus 6%
NHL 4%
Ovary 4%
Melanoma of =kin 4%
Urinary bladder 2%
Pancreas 2%
Thyroid 2%
All Other Sites 20%

Pancreas 2%
All Other Sites 19%

*Excludes basal and squamous cell skin cancers and In sltu carcinomas excapt urinary bladdar.
Source: American Cancer Society, 2002,

METAAAAEEIX - PBAdPec oto DNA

AMhayn TG YEVETIKNG TANPOPOPIOC:

ATOAEL TOV ‘TTPOYPALUOTIGHLOD’ TOV KLTTAPOL
Amoteleopa : KAPKINOX

0. Mnén 13



YXTOXOI METAAAAEEQN

["ovidwo pe pOLO-KAEWDL 01N dladiKacior OYKOYEVEGTC:

['ovidwa wov pvOuilovv TV KLTTOPIKT AVATTLEN

AMayn NG YEVETIKNG  mANpogopiog: Xbdowo  1tOV
‘TPOYPOUUATIGUOD  TOV KUTTAPOV.

. IIpwrtooykoyovidwa : POOion g kuttapikng avantuéng &

[ToAlamAaclocpo.

. OyKoKOTOOTOATIKG  yovioww: AvAoyeon  KLTTOPIKOD
TOAMOTAQGIOG OV, EEKIVOLV TNV ATOTTOGCT).

. Loviowa gréyyov: Awatnpovv abdikto 10 yovidiopo kot Tnv

YEVETIKT] TANpOQOPia. aviyveLovTac Kot dtopOwvovtac Ado.

METAAAAEEIZ2>BAdfec Zto DNA
[Ma tic petarhaelg vrevBovor eiva:
. TO IIEPIBAAAON

. H KAHPONOMIKOTHTA.

. H TYXH

Kinpovopovpeves praPes oc kpiowua yoviora
Yrévia (5-10% tov kapkivov)

* Yynin mBavotta yio kopkivo

*  OwoyEveleC e TOAA TEPIGTATIKA.

* Exoniwon og veapn nikia

35 kKinpovopikd covopopa KopKivov

Kvpiapyo avtrocopikd

Adevopotdong moAvmodinor, otkoyevig (meptiapfdvetal To cuvopopo Gardner)
2Hvdpopo Gorlin (basal cell nevus syndrome)

Kapkivog paoctov & mobnkmv, owkoyevig: BRCAI
Koapkivoc paotov & wodnkav, otkoyevig: BRCA2
Xvvopopo Carney

XOpompua, 0IKOYEVES

Xvvopopo Kapkivov mayéog evtépov, HNPCC (cOvopopo
Lynch—mepiiapfaveror to chvopopo Muir-Torre)
Xvvopopo Cowden

Koapxivog o1copdyov pe tOAmon

Kapkivog otopdyov, otkoyevig
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Xvvopopo Li Fraumeni
Meldvaopo, 01KoYeVES, e 1 Y®PIg SVCTAACTIKOVG GTIAOVC
[ToAAamAn evooxpiviic veomiacio 1
[MoAhamAn evdokpivig veomiacio 2
OoteoyovopordTmon, ToALATAY (TOALATAY] €£00TMO)
Owoyevég mapayayyAimpo
Xvvopopo Peutz-Jeghers

Koapkivog mpootdtn

Kapkivog veppo, otkoyevinc
PetvoPrdotopa

Olmomg oxAnpuvon

>Hvdpopo Von Hippel-Lindau
Oykog Wilm’s

Yrnotel avtocopikd

Ataxia telangiectasia

>Hvdpopo Bloom

Avapio Fanconi

X9vdpopo Rothmund-Thompson
Xvvopopo Werner

Xerodema pigmentosum
Aneiporog Tpomog KApovopLGG
Kopxivoedéc, otkoyeveg

AcBévera Hodgkin’s, oucoyevig
Koapxkivog maykpéartog, owoyevig
Kapkivopa 0pyewv, otkoyevég

O KAHPONOMIKOXZ KAPKINOX A®OPA ENA MET'AAO
KOMMATI TOY TIAHOYXMOY !

Iog evronmioTnKE TO YOViOL0 TPoOLGOEGTC 6€ KUPKIVO HOGTOV —
wodnkov BRCA1 (1994)

[Tepimov 10% tov nepmtwoewv Kapkivov wodnkmv kot 7% twv
TEPIMTMOCE®Y KAPKIVOL LOGTOV 0TO YeVIKO TANBuGUd givon popeig
HETOALQYLEVOL YOVISioV = KaTd KOPLo AOYO Ta Yovidia ival Ta
BRCA1 kot BRCA2 <Ta dtopo ovtd evromilovion Kupimg 6€
OIKOYEVELEG UE TOAMATAEC TTEPMTAOGELS KaPKivev nactol /
®oONKOV Tov cvvNBWC ekdNAOVOVTOL GE veEaPT) NAMKiaL.

e [IoAAG TEPIOTATIKA KOPKIVOV GTNV OIKOYEVELD,

* EugeaviCovion neplotatikd o€ >1 yevid
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* Neopn nhxia ekONAwoNg

«  Oyxot mov avantvocovtal aveaptnta (m.y.,
AUPOTEPOTAELPOG KAPKIVOS GTO LOGTO)

«  XVGGMPEVLCT] GTNV OIKOYEVELD GUYKEKPILEVOV TOTOV
KapKivov (m.y., LoeTo, WoONKOV, TPOGTATH)

* Acvvnbiot ekdnimon ()., KapKivog LocTov o€ dvopa)

o Yvykekpiuéveg eBvikéc opddeg (m.y., EBpaiot Ashkenazi)

Mepinou 10% TwWV NEPINTOOEWV KAPKIVOU woBnKmv
Kal 7% Twv NEPINTWOEWV KApKivou pacTou
OTO YEVIKO NANBUCHO
eival popeig peTarlaypévou yovidiou.

= KaTd Kuplo Adyo Ta yovidia sival Ta BRCA1 kal BRCA2 «—
Ta aTopa auTd evTonifovTal KUpPIWG O OIKOYEVEIES

Le noAAanAgg NepINTWOEIC KapKivwy HaoTol [/ wobnkav
nou cuvrBweg ekdnAwvovTal o= veapr) nhikia.

™
H'ﬁ T

Sooradic

Inherited

Am J Hum Gener 1998; 62:670-39

Evoeilelg yio kAnpovopikn mpoord0eon

METAAAAZEH
e H petdAhoén aAralel pa yoviorokn Lopen (0AANAOLopeo)
o€ U AN
e Eivotn kopia mnyn g YEVETIKTG TOIKIAOTNTOG
* AMuayn oto DNA, mov kAnpovopueitot
«  Amotélecpa ¢ aAlayng oty aAAniovyio tov Bdoewv Tov
DNA — aAloyn] 6TOV YEVETIKO KOOKO
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« IlohamAéc autiec: petaAldaSryova, AdBn onv avitypaen Tov
DNA, evooudtoon EEvov otoryeiwv (transposons) 6to
YPOUOCO UL

e [ToAMoamhég ouvéneleg: And koapia péxpt Bavato

* Mepikoi Tomot petaAldEewv umopovv vo d10p0wOodv

XIQITHPH METAAAAEH (Silent) — aAAlayn kodkoviov oev
ocvvendyeton aAhayn apwvoééog, m.y. Phe UUU > UUC Phe
ITAPANOHMATIKH METAAAAEH (Missense) — 1 aAloyn
KOOKOVIOL EMPEPEL AAAAYT) OUIVOEEDS SLOLPOPETIKEC GLVETELES:
— CUVTIPNTIKI] OVTIKOTAGTACT) OUVOEENS (GLVAOVLUT HETAALAEN):
aAlay”) o€ YMUKE TapOoto apvoly, uikpotepn mboavotnto
aAAayng TG TPOTEIVIKNG Asttovpyiog, w.y. Lys AAA > AGA Arg,
Ser UCU > ACU Thr

— 11] GUVTIPNTIKI] OVTIKATAGTOGT OUVOEEOS: OANAYT) GE YMUIKA
OLAPOPO apvolL, 1o Thavo vor aAAALEL 1| TPOTEIVIKT AelTovpYioy
MH NOHMATIKH METAAAAZEH (Nonsense) — K®O1KOVIO
aptvo&Eog aAMALEL GE GO TEPULOTIGLOD

METAAAAZEH AAAATHY ITAAIZIOY ANAI'NQXHX
(Frameshift) — tpoc61kn 1 amwaloipn

Bdoewv mov dev gival TOAATAAG10 TOL 3, KOOIKOTOINGN TEAEI®M]
OLLPOPETIKMV OUVOEEWDV

METAAAAZEH OEXHX YXYPPA®HY (Splice-site) — aAraym
ONUATOG GLVPPAPNC EmVinvy,

nopdreyn eEwviov 1 TpocHNKN vIpoviov TNV TpwTEIvN
YYNEIIEIEX METAAAAEEQN XTO MOPIAKO EIIIITEAO
Amo@uyn AaOov, m.y.

— dopBwtikn dpdon e DNA molopepdong, Tov eviOpov mov
avtrypagel to DNA

— VIEPOEELDIKT] OIGUOVTAOCT], ATTOUAKPLVVGT EAEVOEPV pLldV
Emowp0mon e nmuag, m.y.

— OOTOEMOAVEVEPYOTTOINGT], OVOLYEVVTGT] TTUPLULOVAOV TOPOVGT
PMOTOG

— AAxvAoTtpavopepdon,
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Yvotipoto emotopdmong Baciopéva oty oporoyia TOV
Baoceowv tov 2 alvcidmv tov DNA (m.y. mismatch repair,
recombination repair, transcription-coupled repair, base
excision repair)

MHXANIZEMOI EINTIAIOPOQXHYE TON METAAAAZEEQN
AcOévereg mov mpokarovvtal oo PAaPeg o€ yoviora
emo0pOmonc tov DNA

0. Mnén

Xeroderma pigmentosum (XP) = npooidbeon oe
KOPKIVOLG dEPLOTOC ETOYOUEVOVS OTTO VTTEPLON
aKTivoola

Ataxia telangiectasia (AT) = moALamAd KopKIVIKA,
GUVOPOLLA, VEVPOEKPVAGLOC, OLGAELTOLPYIO
aVOGOTONTIKOV, padiogvotcOnoia, yoviorw ATM, ATR
Avapio Fanconi (FA) = mpodidBeon oe o&elo Luerogon
Aevyoupio Kol dAlovg kapkivovg, yoviolwe FancA, FancD,
K.Q.

Xvvopopo Bloom (BS) = npodiaBeon og kopkivo, avdpoin
avamTuEn, eetogvalcincio, SuGAEITOVPYIO OVOGOTOUTIKOV,
yovidowo Blm

Kinpovopuikog pn-roAvmootoKkog KapKivog may£og
gvtépov (HNPCC) = npodidBeon oe kopkivo may£og
EVTEPOL Kot woOnkwv, yoviorw hMSH2, hMLHI, hPMS1,
hPMS?2

Kinpovopukog Kopkivog poostov-modnk@v = tpodiddeon
o€ KOPKivo Haotol ko wodnkaov, yoviolw BRCAI, BRCA?2

13



BRCA1-cuoyeTilopusvol kapkivol:looio pioko

Kapxivog paoTol 56%-87% (ouxva oe veapr) nAikia)

AevTepog npwTonabig kapkivog pacTol 64%

- _ l) Kapxivog woBnkwv 16%-44%

MBavwc aufnuévo pioko kal yia aAAoug KapKivoug
(M.X. NPOOTATN, NAXEOC EVTEPOU)

BRCAI-ovoyetilopevor kapkivor: Ioopro pioko
Kapkivog pacstov 56%-87% (cuyvd og veapn nlkia)
Ag0TEPOS TPMTOTHONS KAPKivOS pacTov 64%
Kapkivog moOnkav 16%-44%

[TiBavodc avénuévo picko yia Kapkivo TPOGTATH, TAXE0S EVIEPOV

BRCA2-cuoyeTilopsvol kapkivol:loofio pioko

Kapkivoc pacTol

\__4 (50%-80%) . ‘ . s
\ avdpikdg Kapkivog

. \ QUPOTEPONAEUPOG pacTou (6%)

%(\—ﬁg \ kapkivog paoTtou (50%)

/™ xapkivog wobnkiv

(16%-21%)

AuEnuévo pioKo Yia KapKivo NpooTdTn
(=10-20%) ka1 naykpeaToc (= 3%)

0. Mnén
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BRCA2-ovoyetilopevor Kapkivor: Ieopro picko

« H yevetikn avaivon yio ta yovioloe BRCAI & BRCAZ2 og
OLKOYEVELEG LE IGTOPIKO KapKivov pootov/modnkmy Eekivnoe
10 1995-1996 o€ epevvnTiKd TAaica.

e Am6 10 2000 TpoopEpeTal mg EETaoT povTivag oXESOV GE
OALeg T1g xwpeg s Evponng, v Auepikn, tov Kovadd, v
Avotpario kot o IopanA.

* O yevetikdg Eleyyog eKTIdTon OTL UTTOPEL VO COGEL YIMAOES
Coéc.

Kinpovoukog Kkapkivog poctov-0odnkaov:

H yevetwkn avaivon tov yovidiov BRCAI xow BRCA?2
Y0, TNV EVPECT] NETUAAAEEMV TOV TPOOLAOETOVY Y10 KOPKIVO
ROOTOV-MOONKOV 0V ival pio EVKOAN vToBgon !

To TOGOGTO TV OIKOYEVEIDV LYNAOD KIVODVOD LE KOPKIVO LOGTOV
N/kot ®ofnk®v mov anodideton oe petarrdéerg tov BRCAI ko 2
JlPEPEL TOAD amtd tov Eva TANOvoUd 6ToV GAAO.

Poocia: 79% 5382insC BRCAI

IopoanA: 47% 5382insC, 185delAG BRCAI

[taAia: 29% Srdomoptec/povadikég HeETAAAAEELS

AyyAio, l'oAlia, ZxavowvaBio, Ovyyapia, Ollavdia, Béryo,
['eppavia, lartwvia ~20-25%

[ohavoio 100% 999del5 BRCA2

Iopani 100% 6174delT BRCA2
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I'EQI'PA®IKH KATANOMH TQN METAAAAEEQN
BRCAI & 2

O1 owyveoTikéS péB0dot oyeotalovrar avaroyo 1LE TOV
i 0vopo

Aropopetikég petaArdEelc evromiloviat 6 S10POPETIKOVG
TAnBvcuong

O country-specific founder
mutations

[0 3452deld

[03875deld

OCys61Gly

H 5382insC

@ 185delAG

@ 4446CtoT

O others

W 4184deld

) BRCA1

Di ics Lab, NCSE. “Dy i . GREECE

YOVORTTIKA 0oTEAEOPOTO TG nEAETNG oTov EAANVIKO
ITAn0Bvono

1. Epgvvntikd opéAn

2. Kowvovikd (ITpaktikd) opéin

- I'etl vo yivel ] YEVETIKT aVAAVGT GE OLKOYEVELES VYIAOV
KLVOUVOV;
1. Epgvovntika o@éin
« KaBopiopoc tov draitepov mpopid petadAAdEemy yio Tov
EMNVIKO TANOLGUO.
«  YVOYETION HEUMVOUEVOV UETAAAAEE®V LE TIG ETMTAOGELS Y10
TOVC POPELS TOVC.
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« Néa dedopéva evoeyopévag vo fondncovy otn yevikotepn
OLGAPNVIOT] TOV UNYOVIGLAOV KOPKIVOYEVECTG.

«  Meglétn TOV EMNTOGEDV LEUMVOUEVOV UETAAAAEEDY OTN
YOVIOLOKT)/TTPOTEIVIKN AEtTOVPYiaL.

2. Kowovika (ITpaxtikd) opéin
«  Dopeic: ZUYKEKPIUEVOTOINGT TOV TAPEYOVTO KIVOUVOL
(FMETAAAAZH)
— Kivntpo yio aAdoyr coumepipopdg
— ANYN TPOANTTIKAOV HETPOV
o Yg owkoyéveln Tov Ppioketal OTL PEPEL LETAALALT, T LUCE,
uEAN s (50%) Bempnrtikd dev Ba TV £yovv KANPOVOUNGEL
YYXOAOI'TKO KOXTOX
AT'’X0OZ
TAKTIKEX IATPIKEY EEETAXEIX
[TPOAHIITIKEXZ EIIEMBAXEIX

Alapopd yeveTIKNG avalvong and GALEC 10TPIKES EEETAGEIS AQOpPa.
OLOKAN P TNV OKOYEVELD | AN 0IKOYEVELIKOV LGTOPLKOD

- IATAITEPH XHMAXIA -

Amapoitntn 1 ANYN  OWKOYEVEINKOD 10TOPIKOD TMV  TPLAV
TELEVTALOV YEVEDV

YOUTANPOOT EPOTNUATOALOYION GYETIKE LE TNV KOTAYDYY], PUGIKES
OpUCTNPLOTNTEG,

TPoPIKES oM BELEC, TO ITPIKS 16TOPIKO TG AoBEVODC

[TANpM KAviko-taBoroyikd dedopéva

ny. ®opelc BRCAI eueaviCoov  apvntikodg  LTOOOYEIC
owotpoydvav, eved Popeic BRCA2 gpeaviCovv Betikong vmodoyeig
016 TPOYOV®V

H maBoydvog petdrioin umopel va kAnpovoundei €€’ ioov amd
TOV TOTEPQ KA1 T1) PN TEPQ,

Ot dppeveg popeig 6to BRCA I cuviBmg 6ev avorthGGoVV T VOGO
Ot yvvaikeg @opeic petoaArldéemv 610 BRCAI avomtucGouy T
vOGO oA vopitepa and Tic popeig 6to BRCA?2
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MEG®OAOAOI'TA

1. Aipa oo Tov ac0evi

2. Amopovoon yovioropoatikov DNA

3. Evioyvon T0Vv KaTtdAAMA®V TEPLoy@v Tov yovidoiov BRCA1/2
ne PCR

4. DNA sequencing

BRCA1 Breast Cancer

P53 Tumor Suppressor protein

ME®OAOAOI'TA

ITowa gival 1o TOOVE OTOTEAECPATA TG YEVETIKNG OVAAVGTG ;
1. Evpeon petdriraéne (OETIKO)

2. Agv aviyvevetal petairaén (APNHTIKO)

3. Evpeon yeveTikng aArayng ayvootng onuociog (?)

Iow givon To TOOVAE 0TOTEAECHATO TS YEVETIKIGS AVAAVGIG ;

Moiwa eivan Ta mBavd amoreAéopara g yeverikiig avdiuong ;

2. Aev aviyvetetal peTailhaén (APNHTIKO)

Evaiobnoia peBodwv 1Tou XpnoigoTrolouvTal anuepa: 90-98%
WTPOVIQ — PUBLICTIKES TTEPIOXES - YOVIDIOKEC QvaKATATALEIC — AMAa yovidia k.4,

4 \Y

AAnBiva apvnTiKo dTToTEAECHA Weudwg apvnTIKO ATTOTEAECH
= O aoBevrig Bev £xel QUENPEV O acBevng £xel augnuevn
meaveTnTa Va TTadel Kapkivo ? meavoTnTa va Tddel Kapkivo

| TO APNHTIKO ANOTEAEZMA AEN EXEI AIATNQZITIKH A=IA

2. Agv aviyvevetal petairaén (APNHTIKO)

EvaicOnoio pedddwv mov ypnopomorovvion onpepa: 90-98%
WTpOVIL — PLOUIGTIKEG TEPLOYES - YOVIOLOKES OVOKOTOUTAEES —
dAAo yoviola K.4.
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AMOwva apvnTIKO OmOTELEG LA

O acBevc dev £xel avénuévn mhavotnTa va Tddetl Kopkivo
Yevdm¢ apynTikd amotéAECL

O acBevng &xel avénuévn mbavotnta va mdbel Kapkivo

TO APNHTIKO AIIOTEAEEMA AEN EXEI AIAITNQXTIKH

AZIA

ITowx gival 1o TOOVE OTOTEAECPATA TG YEVETIKNG 0VAAVGTG ;

Moia given Ta MBavd amroreAéopara Tng yeveTikiig availuong ;

1. EUpeon petdAAagne (OETIKO)

4 N\

AIOENHI OIKOIrENEIA
50%@ %50%
50-85% mMOavOTNTA KAPKIVOU PacTou @ETIKO APNHTIKO

15-40% mBaveTnTa KapKivou wolnKwy l
ZUOTHATIKA EMTAPNON — Bidyvtwon J | AIATNQETIKH AZIA |
| ] e apyIkd oTadia — -
Mérpa TpoAnwnc (aAhayn TpdTTOU

Cwnc, XnueioTrpopUAagN, ETTEUPATEIC) O agBevrc BEV EYEl AUENUEVN
TTIBavoTnTa Va TTaBEl KapKivo

1. Evpeon petdrroéng (BETIKO)

AYXOENHX

50—-85% mBavotnTa Kopkivov HocTto

15-40% mBavotnta kapkivov modnkav

2VOTNUOTIKT ETLTNPNOT — OLLYVOOT] GE OPYIKE oTAOLN

Métpa mpoOAnyYNe (oArayn tpoémov LoNG, YNUETPOPVALN,
eneuPaocelc)

OIKOI'ENEIA

50%OETIKO

50%APNHTIKO
ATAT'NQXTIKH AZIA !
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O acBevng dgv £xer avénuévn mbavotnra va tdoel Kopkivo .

Iow givon To TOAVA 0TOTEAECHATO TS YEVETIKIG AVAAVGIG ;
3. Evpeon yevetikng aArayng ayvootng onuociog (?)
YvpPaiverl 6to 15% TV TEpTOGED®V
VA0V TEPLGCOTEPMV OEDOUEVOV:

* Melétec GLOYKETIONG TG AAAOYNG LE TO APP®OTA 1) TO VYN

LEAN TNG OIKOYEVELNG

* 'Epgvva — 0opKég & AEITOVPYIKES LEAETEG
O acBevig mapapével 6Ty KaTnyopio. LYNAOL KvdOVOL HEYPL Vo
VILAPEOLY VEOTEPX OEDOUEVAL.

Hopayovreg mov emnpealovy T  OLELGOVTIKOTNTO  MLOC
NETAAAOENS

Mapdayovreg Tou etnpedalouv
TN SIEICOUTIKOTNTA PIAG PETAAAAENG

_

Modifier genes __, «———Carcinogens
Response to DNA/ \ Hormonal/
—_— damage reproductive

factors

Azy avarTUogouy kapkivo OAs] ol WoPEIC LETAAMAEEWY

Tporomomtng Tovdiowv, Kapkivoyova (Torydpo), Oppovikoi/
Avoamopaymykol mapdyovtes, AvTamoKpion GTNV KOTOUGTPOPY] TOV
DNA

AgvV avomTO660VV KOPKiIvo 0401 0L popeis pETUAAAEE®V
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IHowog Ba amevBuVVOEL 6 £PYaTTPLO Y10 YEVETIKO £AEYYO
BRCA1-2 ;
* ATOUO UHE TPOCOTIKO 1GTOPIKO KOPKIVOL LOGTOV 1f/Kot
®wonkwv
« ATOUO LE OIKOYEVELOKO 1GTOPIKO KOPKIVOL HLacGTOD 1)/K0t
wonkwv (cuvnBmc otevol Guyyevelc £XOVV VOOT|GEL)
* Atopo mov £xel o Ppebel petdAraén ce GALO HEAOG TNG
OIKOYEVELNG

OIxoyeveIaKO ICTOPIKO

KAnNpovouIKSg KapKivog ZTTopadIKog KapKivog

T L

SN

-
NS

Br, 71

= AUO 1) TEPICCTOTEPES YUVTIKEG HE = Kapia mepitrTwon KapKivou paoTol TpIv Ta 60
L LD e S0 - Kapia TepimTwon KapKivou wodnKwy
KOPKiVO wolnKwv H P N kap n
« Agv @aiveTal KaBapd edv eVBUVETaI N TTAEUPA

Tou Tarépa i) TNG PNTépac

Kinpovouikoc kapkivog
«  ADO M TEPLGCOTEPES YUVAUKES e KOPKivo pacstoL mtpy Ta S0
1N KapKivo wobnkav.
Y ToPUOIKOS KUPKIVOG
* Koapuia mepintmon kapkivov poctov wptv to 60
- Kopia tepintoon kapkivov modnkov.
« Agv @aivetor kaBopd edv evOVLVETAL 1] TAELPA TOV TATEPA M)
™G UNTEPaC.
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Owoyevelako wotopiko- Ecoaipéveg avriaqyerg

« ‘O xopKivog HooTov amd TNV TAELPA TOL TOTEPO OEV
HeTPAEL.

« O eég yovaikeg mov eépovy Tafoyovo pHetdAlacn v
£YOLV KATNPOVOUNGEL OO TOV TTOTEPQL TOVG.

« ‘O KopkKivog mobNnKOV otV 01koyEVELD OEV GMUOLVEL
avénuévo Kivouvo yla kapkivo Hoetov’.

« O xopkivoc woOnkmv eivar onuovtikn Evoeién yio,
npodldfeon o€ KapKivo Loctov.

« ‘To o oNUAVTIKO GTO OIKOYEVEINKO 1GTOPIKO €lvat O
aplOUdG TOV YOVoUK®OV e KapKivo pactol’.

«  H nlwia ekdAmong tov kapkivov pactob ivorl wold mo
onuavtikn £voelsn and tov aplpd TV TEPLGTUATIKOV OGOV
aQOPA TNV TPOOIAOEST] TNC OIKOYEVELNG,.

ZTPATNYIKI|} YEVETIKIC avdAuang

= H mAfjpng avdAuon mpETrel va yivel oTo dTopdo TTou gival 1o meavo
va pEpel METAAAagN !
+ 18N EYPAVICE KAPKivo HaoTou rj/kal wobnKuwv
* EJPAVIOE TOV KAPKIVO HACTOU r/Kdl woBnKwy oTn HIKPOTEPN NAIKIA
* AUPOTEPOTTAEUPN EKBAAWGN

Briainy
Rirla 32y

- To o katdAAnAo dropo &ev egival Tavra SiaBéoipo !

YTPOTNYIKY] YEVETIKNG OVAAVGTG
H minpng avaivon tpénet va yivel 6to dtopo mov givor mo
TOavo va Epel petdAion !!!
* NON ELPAVICE KOPKIVO LOGTOV 1)/Kol @0ONKDV
* gUPAVICE TOV KOPKIVO LOGTOV 1)/Kal @oONKOV oTn uKpoTEPN
nAio
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*  OQUPOTEPOTAELPT EKONAMON
* To mo koatdAAnio drouo dev sivar mévta drabéoiuo !

To apyntikd amotédeopa 0ev £xel dayvootikn aia.
To apyntkd amotédeopa £xel O10yvmOoTIKY aia.
MONO o6tav €yl mponyovuévmg Ppebel petdArain oty
OIKOYEVELQL.
YrpoaTnywk) YEVETIKNG avaivong Tt yiveton av dev Ppebel
uetdAroén; (APNHTIKO AITOTEAEXMA)
H amotiunon tov anoteAéoparoc 0EAeL 1d10itePT TPOGOYN
* Edv dev Bpédnke petdhrlaln oty oKoyEvela:
« H petdAhaén vrapyet, addd Bpioketon oe meproyn o and
T0, SLLYVAOGTIKA OPlol TOV TECT.
e EvBvvetatl dAAo yovidlo yio Tov KapKivo 0T GLYKEKPILEVN
O1KOYEVELO.
* O kapkivog 6TV okoyEVELD £XEL U] KANPOVOLUKA oiTLaL.
* EA&yOnke Aabog drtopo.

YTPOTNYIKI YEVETIKIG AVAAVGIG
- Tuyivetan av dev Bpebet petdiraén; (APNHTIKO
AIIOTEAEXMA)
* ['vopilovue 110 0TL otV owkoyéveln £xel Ppedet
GUYKEKPUULEVT] LETAALAEN:
« Ymdpyel BeParotnTa OTL TO GUYKEKPIULEVO ATOLO OEV EYEL
KANPOVOUNGEL TN HETAAAAE.
» [IPOXOXH: Agv amoxAeietal vo VOGNGEL TO ATOUO 0WTO — £YEL
TIC 101e¢ TBavVOTNTES e TOV YeVIKO TANOLGUO — GuvioTdTOoL T
EMNTNPTON TTOL 1GYVEL Y10, OAOVG!
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