MevoeAiavn
KANPOVOUIKOTNTO

J.

333333

uéoéJbi*bbubi

lépn Naoyou, PhD



ETravaAnun

Ta Ol0QOPETIKA avTiypaga ToU i0I0U YOVIDIOU O€ £va Ceuyapl
OHMOAOYWV XPWHOOWHATWY ovoualovTal aAAnAopop@a

PaiveTutrog: n QUOIKA EUPAvVIoN vOC aTOUOU,
FOVOTUTTOG: N YEVETIK TOU OUCTAON

H pitwon kataAryel o€ dITTAGGI0 apIBP6 BUYATPIKWY KUTTAPWY WE
TOV 810 APIOUSO XPWHOCWUATWY UE TO TTATPIKO KUTTAPO

H peiwon kataAfyel o€ KUTTAPA PE TO MICO APIOUO XPWHOOWHATWY
a1TO TO TTATPIKO KUTTAPO

Katd tn yeiwon cupPaivel ETIXIOOUOG

Katd Tn pgeiwon 1a TTaTtpika n unTpIika Xpwpoowuara diaxwpidovral
AVESAPTNTA OTOUG YOUETEG



2NMEPQ...

-Ta TreipapaTta Tou Mendel kail n Bewpia Tou
-MovouBpI1dIou6g
-AluBpIdIoUOC

-AvaAuaon TnG MevdeAiav¢ KANPOVOUIKOTNTAG
-Tetpaywvo Punnett
-MBavotnTteg

-Eqapuoyn otn yeVETIKN TOu avBpwTTou



KANPOVOUIKOTNTO

* O ImrmokpdTnNg avayvwpife TO CTTEPHA WG POopPEa
KANPOVOMIKOTNTOG

* O ApIoTOTEANG TTiOTEUE OTI N KANPOVOUIKOTNTA
TTPOEPXOTAV ATTOKAEIOTIKA ATTO TOV TTATEPA KAl OTI N
YEVvNOon £€VOG KOPITGIOU NTAV TO ATTOTEAEOHA
TTAapEMBOAWY aT1rd TO Aia TNS MNTEPOG

* 210 1800 NTaV YEVIKA TTAPABEKTO Kal 1010iTEPA ATTO
TOUG MaBNTEG TNG £CEAIKTIKNG Bewpiag OTI Ta
XOPOKTNPIOTIKA TWV TTaIdIWV TTPOEPXOVTAV ATTO TNV
AVAUEISN TWV XAPOAKTNPICTIKWY TNG UNTEPAG KAl TOU
mmatépa (blending inheritance)



Gregor Mendel (1822-1884)

2WHATIOIOKA Bewpia TNG
KANPOVOMUIKOTNTAG

v

O1 onuepPIvoi «vOpoI TNG
KANPOVOUIKOTNTOGY

Griffiths et al, Introduction to Genetic Analysis, 8t ed., W.H. Freeman & Co., 2005, Fig. 1-1



O TreIpauaTIKOG oXEdIaoNOG TOUu Mendel
(1857-1866)

KaAR eTTIAOY TTEIPANATIKOU OPYAVIOUOU
(model organism)

PO EKTIKN ETTIAOYN TTAPAMETPWV

Anuioupyia KaBapwv cEIPWYV Yia TOV KOBEVA aTTO TOUG
XOPOAKTAPESG TTOU MEAETHONKOV

2TATIOTIKN AVAAUCH

EtraAnGsuon tng utrédeong



Ta pmiEAI0 cav OpYaAVIOHOG-UOVTEAO

- KaAda peAeTtnuéva uBpidia

- MeydAog apiOuog Kabapwyv TTOIKIAIWYV

- Mikpd @uUTA, EUKOAN Kal @OnvA KaAAlEpyeia

- Mikpn di1apkeia yevidg Kal TToAAoi atrdéyovol

- EUKOAN auTtoyovipgotroinon aAAd Kai diacTaupwon



To ymdeh (Pisum sativum)

Stigma

Anther,
bearing
pollen

Griffiths et al, Introduction to Genetic Analysis, 8t ed., W.H. Freeman & Co., 2005, Fig. 2-2



['ovipoTtTOiNnON

Griffiths et al, Introduction to Genetic Analysis, 8t ed., W.H. Freeman & Co., 2005, Fig. 2-3



O TreIpauaTIKOG oXEdIaoNOG TOUu Mendel
(1857-1866)

KaAn emiIAoyn TTEIpaaTIKOU opyaviopou (model
organism)

MPOOCEKTIKN ETTIAOYN TTOPAMETPWV

Anuioupyia KaBapwv cEIPWYV Yia TOV KOBEVA aTTO TOUG
XOPOAKTAPES TTOU HEAETAONKAV

2TATIOTIKA avaAuon

ETaAn0guon tng utrdéBeong



O Mendel peAéTnoe eTTTA OIAKPITA XAPOAKTNPICTIKA

OTPOYYUAO PUTIOWHMEVO
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O TreIpauaTIKOG oXEdIaoNOG TOUu Mendel
(1857-1866)

KaAR €TIAOYA TTEIPAMATIKOU opyaviouou (model organism)

MPOCEKTIKN ETTIAOYN TTOPAMETPWV

Anuioupyia KaBapwv ceIpWYV yia TOV KaBEva
OTTO TOUG XOPAKTNPEG TTOU MEAETAONKAV

2TATIOTIKA avAaAuon

ETraAROguon Tng utréBeong



Anuioupyia KaBapwyv oEIpwv




MovouBpI0IouOC

["oveig

F1

OAol o1 atrdéyovol €xouv TTopPupod Xpwua dvBoug



Auolf3aia dlaoTaupwaon

FLELFLF FUFLRLE

Griffiths et al, Introduction to Genetic Analysis, 8t ed., W.H. Freeman & Co., 2005, Fig. 2-5, 2-6



O Mendel xpnoipotroinoe yia TpwTtn @opd
OTATIOTIKI) AVAAUOT OTHN YEVETIKN

F1

705 mrop@upd : 224 Aeukd, A6yog = 3.15:1



ETTavaAnyn Tou TEIPpANATOS VIO GAAOUG XOPOAKTAPES

[oveig F1 F2 F2 AGyoc¢
OTPOYYUAO X GUPPIKVWHEVO OTPOYYUAO 5474:1850 2.96:1
(oxApa o1rdépou)

KITPIVO X TTPACIVO (Xpwua oTrépou) KITPIVO 6022:2001 3.01:1
TTOPPUPO X AEUKO (xpwpa dveoug) TToppupd  705:224 3.15:1
OIOYKWMEVO X CUCPIYUEVO OloykwuEvo 882:299 2.95:1
(oxnua Aofou)

TTPACIVO X KiTPIVO (xpwua Aopou) TTPACIVO 428:152 2.82:1
QACOVIKO X AKPQIO (Béon aveoug) QACOVIKO 651:207 3.14:1
UWPNAO X VAVOC (urikog aTeAéxoug) upnAo 187277 2.84:1

O Aoyocg otnv F2 yevia Atav TavTa tTepitrou 3:1



10 CUUTTEQPOT O

* O Mendel ouptrépave OTI TO XOPAKTNPIOTIKA
eAEYXOVTAl ATTO OIOKPITOUG TTAPAYOVTES
KANPOVOUIKOTNTOG

* O1 TTapayovTEC AUTOI EUPaviICoOVTal OTOUC
opyaviououcg ava Ceuyn



20 OUUTTEPO OO

* O1av og €Eva atopo gugavifovral OUo avouolol
TTAPAYOVTEC KANPOVOMIKOTNTAC YIa TO idI0
XOPAKTNPIOTIKO, TOTE O EVAC Eival ETTIKPATAG WG
TTPOG TOV GAAO TTOU £ival UTTOAEITTOMEVOG



Ta cuptrepdopara Tou Mendel pe

ONUEPIVOUC OPOUC
AAANAOGHOP@O P yia TO TTOPPUPO XpWHA AvOoug
Kal p YO TO AEUKO
Ta eTepofuya aTopa @Epouv dUO dIAPOPETIKA
adAANASHOP @A VIO EVa XOPOAKTAPO
O Mendel katdAae OTI Eva ATOUO MTTOPEI VA PEPEI
TTANPo@opia yia Eva aAANAOGHOP PO TTOU OEV
EKQPPACLEl (EIO0NYOAYE TOUG OPOUG ETTIKPATEG KAl
UTTOAEITTOMEVO)

OAa Ta TToppuUpPA aven TTPETTel va €Xouv
TOUuAaxioTov éva P

(opoluywTeg PP i eTepoluywTteg Pp)
OAa Ta Aguka aven rpéTrel va £ouv duo p
(opoluywTeg pp)




30 CUUTTEPAOUA
MNpwTtog Nopog Tou Mendel —

Nopog Tou diaxwpiouou

« KdabBe @uto dexoTav Eva avtiypa@o yovidiou Tr.X. yid
TO XpWHA AvOoug atrd Kade yovea. AnAadn 6Aol
EXOUME OUO avTiypa@a Kads yovidiou

e OmoTE KAOE ApOEVIKOGS | ONAUKOG YAUETNG PEPEI
MOVO £va avTiypa@o Kade yovidiou

Katd 10 oXNMATIOHO TWV YOHUETWYV, Ol XOPOAKTAPES
KANPOVOMIKOTNTAG (YoVvidia) atrd éva suydpl
OlaxwpifovTal TUXaia, ETO1 WOTE KABE YOUETNG

METOAWPEPEI TO VA I} TO AAAO PHEAOG TOU {EUYOUG UE
ion mlavoTnTa




O vouog Tou diaxwpliouou

Gamatos

Hnrn-:rln:-gmn @
chromosomes
Parent 1@ Mamalu @
H'Fimlﬁ'ﬂ" & ?«egregnten nlhlta@



H Bewpia ecnyei Ta d0edouEva

- e L A A
[ 2 s % ™ &

F1

F1

1. Alo@opeTIKEC EKBOXEC €VOC yovidiou £¢nyoulv TNV TTOIKINOTATA: aAANAOUOPPa

2. 'Evag opyavioudc kKAnpovopei dUo yovidia yia éva XapakThpa: Evav atro
KABe yovio

3. Ta aAAnNASpopPa PTTOPEI va gival ETTIKPATH 1l UTTOAEITTOMEVO

4. Ta aAAnAduop@a diaxwpilovTal Tuxaia KAatd TNV TTapaywyr] TwWV YAUETWY



EmBefaiwon: avadpoun dlactaupwaon

AlacTaupwon &vog
ETEPOCUYWTN ME ATOMO
opoéluyo yia ToV
UTTOAEITTOMEVO XOPAKTAPO

Avapevopevo atroTéAeopac

loog apIBuOG Asukwyv Kal TTOPPUP WV
PUTWV

Aoyog = 1.05:1



AvaAuon yevoeAiavng
KANPOVOUIKOTNTAC

* TeTpaywvo Punnett

* [IBavoTNTEC



MovouBpIOIouOg

* Q1 yoveic dIa@pEPOUV O€ Eva XOpaKThpa
* [Mapdadeiypa
T = aAAnAOpop@Po yia YNAO oTEAEXOC

t = aAAnAouop@o yia QuUTO vavog [y,
%

TT = ouéZuyo WnAd QuUTO
t t = opdluyo QuUTO VAvOG

TT x tt



MovouUBpIdIocHOG VIO TO HAKOG OTEAEXOUG

P = ouoluyol yoveic: TT x tt

(YNAS) <vdvog)‘|p

F, yeviq, etepoduyn: Tt
(6Aa Ta QuTa
WNAQ)



Reginald Punnett
(1875-1967)

Eionyaye 1a "teTpdywva Punnett”



XpNOIHOTTOIWVTAG £Va TETPAYWVO Punnett

BAuara:
1. KOBOPIOoTE TOUC YOVOTUTTOUG TWYV YOVIWV
2. ypawTte TN dlactTaupwaon

3. OXeDIAOTE £Va TETPAYWVO

[[OVOTUTTOI TWV YOVIWV:

TT kal tt

dlacTaupwaon

TT x tt




Punnett square

4. XwpioTe Ta AAANAOHOPPA TOU YOVOTUTTOU YIO
KAOE yovIO KAl TOTTOOETAOTE TA £EW ATTO TO
TETPAYWVO

5. KaBopioTe TOUG CUVOUAOHOUG
6. KaBopioTe yovOTUTTOUG KAl (PAIVOTUTTOUG

T T
TT x tt
YOVOTUTTOL:
¢ Tt Tt 100% Tt
t PAIVOTUTTOI:
Tt Tt 100% wnAda guTta




MovouBpi1diouog : F, yevia

« AuToyoviyoTtroinon otnv F1:
Tt x Tt

(YnAS @uTo)  (WNAS @UTO)

YOVOTUTTOI:
T t 1 TT=wnAO QuTO
2 Tt =ynAd puTa
1 tt =vavog
Aoyoc=1:2:1

(QAIVOTUTTOI:

3 WwnAa euta

1 vavog
AOyog= 3:1




BpioKeTe Eva KIiTPIVO UTTICEAL...

‘Exe1 yovotutro YY N Yy;

AV Y: dAANAOGHOP PO YIO TO KITPIVO XPWHO KOl
y: AAANAGUOP®PO YIA TO TTPACIVO XPWHMOA KOl
Y>y



Avadpopun diaocTaupwon...

Yy <« @ ®

1n mBavn TrepiTTTWON:

‘OAol o1 atTréyovol KiTpIvol @ @

a0
a0




Avadpopun diaocTaupwon...

Yy

Yy

2n moavn TTEPITTTWON:

Micoi atréyovol KiTpivol — @ @

Miooi Trpacivol

(avaAoyia 1:1)

a0
.2

Yy

Yy

yy

yy




OlaoTAUPWON EAEYXOU:
QUTOYOVIMOTTOINON




‘Eva @uTto pe 10 YyovoTuTtro Dd ptropei va OwWoel YOUETES
ME TTO10 GAANASHOPPU;

A.
B.

J O Q



Mia diaoTaupwon EAEYXOU OXEDIACETOI WOTE VO
OIEUKPIVIOTEI O YOVOTUTTOG EVOG (PUTOU HE TOV ETTIKPATN
aivotutro. O1 atréyovol gival 2 ynAoi Kai 2 vavol.
[Mo10g gival 0 yOvOTUTTOG TOU YOVIOU HE TO WNAO
OTEAEXOG;

8.0

B. DD
I". dd



‘Eva @uTO gival eTEpOCUYO Yia TTOPPUPAG AvOn Kai
OIOOTAUPWVETAI ME EVa PUTO ME AEUKG AavOn. MNMolo
TTOCOO0TO TWV ATTOYOVWYV Ba £xouv Aguka avon; (To
TTOPPUPO XPWHMA gival ETTIKPATEG)

A. undév
= %
A. 75%

E. 100%



AIUBPIOICUOC: OUO XapaKTAPEC padi...

ETTIKPATEG  UTTOAEITTOUEVO

Seed shape O PaIvOTUTTOI VIa TO XPWHA OTTOPOU
Round Wrinkled

Seed color f e ‘O 3/4 o 1/4 o
Yellow Green
Avapevouevn avaloyia F2 O ) O
3/4
KiTpivo: TTpdoivo 3:1

daivoTuTIOl VIO TO 9/16 3/16
oXAMO OTTOPOU -

b I_/"P
«@ @ @

O Mendel Tapartripnoe: 3/16 1/16

D> O & &
o e 36 %

6
Round, yellow Round, green

apiOuoég 315 108 101 32
avaAloyia 9.84 3.38 3.16 1

OTPOYYUAO: puTidwpévo 3:1

Wrinkled, yellow Wrinkled, green



H avaAoyia 3:1 diatnpeital

* 2TPOYYUAO TTPOC
pUTléwUSVO 315 round, yellow
9/16 + 3/16 = (3/4) oTpoyyu)\a

108 round, green

3/16 +1/16 = (1/4) putiSwpéva e

101 wrinkled, yellow

32 wrinkled, green L.

+ H avaloyia 3:1 dIaTNPEITAl  cep cpnde
via KABE xapakTnpa

16



AB

Ab

aB

ab

Punnett oto d1uBpIdIouO

dlacTaupwon:

d

¥

A/a;B/b x A/a;B/b

AB

Ab

aB

ab

QATTOTEAEC A

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

1/16
A/A;B/B

1/16
A/A;B/b

1/16
A/a;B/B

1/16
A/a;B/b

+

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

1/16
A/A;b/B

1/16
A/A;b/b

1/16
Ala;b/B

1/16
Al/a:b/b

+

1/16
a/A;B/B

1/16
a/A;B/b

1/16
al/a;B/B

1/16
a/a;B/b

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

1/16
a/A;b/B

1/16
a/A:b/b

1/16
a/a;b/B

1/16
al/a;b/b

+

1/16 a/a;b/b




AgUTEPOC VOuOC TOUu Mendel

NOpOC TOU avecApTNTOU CUVOUAOUOU

Katd To oXNMATIONO YOMETWYV, O
O1aXWPICHOG TWV AAANAOHOPPWYV £VOGS

yovidiou gival avecapTnNToS Ao TO
O1aXWPICHO TWV AAANAONOPPWYV EVOG GAAOU
yovidiou

E€aipéocic: yovidia TTou BpiokovTal oTo idIo
Xpwpoéowua ae KovTivr attéotaon (o€ yiveral
avaouvOuaouog)






AlaoTaupwaon OoKIyaaiag

G: kiTpIvo, g: TTpACIVO

W: oTpOYYUAO, W: pUTIOWHEVO

O Mendel TTapaTtripnoe

53
1.12

51
1.04

49
1

Parents:

Gametes from
heterozygous parent
show independent
assortment.

53
1.08

Ww Gg X ww gg

|

Gametes

i (W)
D
114 @
1/4

Gametes

=
)

Ww Gg

Ww gg

ww Gg

ww gg

All gametes from
homozygous recessive
parent are wg.

=1/4 round, yellow

=1/4 round, green

= 1/4 wrinkled, yellow

= 1/4 wrinkled, green
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’
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4
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.
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.
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.
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Moocol SIaPOPETIKOI YANETEG MTTOPOUV VA TTAPpAXOouv
a1rd aropa pe 1o yovotutro AaBbcec ;

A. 1: AaBbcc
B. 2: ABc, Abc

I.3: ABc, Abc, aBc
@\ Bc, Abc, aBc. abc

. 3. Aa, Bb, cc



 To 1866 dnuocicuce Ta arroteAéopata Tou (Versuche lber
Pflanzen-Hybriden)

» [lpooTtrdBnoe va eravaAapel Ta TeipAuaTa o€ AAAO PUTO
OAAG ATTETUXE -

* [1€Bave 10 1882

 H gpyaoia TOU TTAPEUEIVE OTNV
agpavela pExpl to 1900, otav TpEIg
QAVECAPTNTOI EPEUVNTEC
«Cava-avakaAuyav» Ta

QTTOTEAEOMATA TOU

* O Aapivog EAae alAa dev diaaoe
ToTE TNV £pyacia Tou Mendel




* O Mendel Atav o TTpwToC¢ BIOAOYOC TTOU
XPNOIUOTTOINCE NaBnUaTIKA yia va eCnyNOEl TA
QTTOTEAECUATA TOU TTOCOTIKA.

* [lpoEPRAewe TNV Evvola TwV yovIdiwv, TNV UTTapcn
OITTAOEIOWYV OPYAVIOHWYV KAl TOV OXNUATIOMO TWV
YOUETWY KATA TN MEIWON

S0
n







MOavoTnTa yia Eva yeyovog:
OO EC POPEC Ba cupuPei

1.11IBavoTNTa VO PEPOUPE KOPWVA AV PICOUME Eva
VOuioua = 1/2

2.[lIBavoTtnTa £va BpEpoc va yevvnBei ayopl = 1/2



[1IBavoTNTEC
TIUN heyaAutepn atrd 0 Kal piIkpoTepn aTro 1

[TIBavotnTa 0 = €Eva yeyovog 0ev Ba ocuuel TToTE

[TIBavoTtnTa 1 = £va yeyovog oupPaivel Travra



[TOAAQTTAQOIOO0TIKOC KAVOVAC

H mlavornta va ouuBouv rautoxpova ouo aveéaprnra
VEYOVOTQ, gival ion UE TO YIVOUEVO TWV TTIBAVOTATWY Yid TO
KaBEva arro 1a EMUELOUC YEYOVOTA

MNapadeiypa: lMola n mlavoeTnTa Eva (euydpl va ATTOKTROElI OUO
ayopla pe OUO AVECAPTNTEG EYKUMOOUVEG;

[MiBavoTnTa va yevvnBei ayopl oTnv TTpwTn eyKupoouvn = 1/2
[MBavoTnTa va yevvnBei ayopl otn deUTEPN EyKupoouvn = 1/2

Ao ayopia (otnv pwtn KAI otn dedtepn eykupoolvn) = 1/2 x 1/2 = 1/4



ABPOIOTIKOC KOVOVOC

H mlavornta va ouufei to éva arro 6Uo
OUUTTANPpWUATIKA yeyovoTra gival ion Uue 1o aBpoioua
TWV TlavorNTwy yia 10 KaBéva arro 1a EMIUELOUC
yEyovora

NMapadeiypa: Ag Bewprooupe pia povouBpIdikE diacTaupwon yid

TO KiTpIvO/TTpACIvo Xpwua otropou ota ptriCEAIa (Yy x Yy).

Moid gival n mlavoTnTa 611 dUo oTTdépPOoI Ao TN diIacTaUpwWON Ba

EXOUV TO i010 Xpwpa (kal o1 dUO KiTpIvol 1 Kal o1 SUOo TTPACIVOl);
P(kiTpivo) = 3/4. P(kai o1 dUo atréyovol Kitpivol) = 3/4 x 3/4 =9/16

P(rpaoivo) = 1/4. P(kai o1 dUo armrdéyovol mrpdaocivol) = 1/4 x 1/4 =1/16

P(50Uo atrépol kitpivol H dUo omwépoi Tpdoivol) =9/16 + 1/16 = 10/16



Moia eival n mBavoTnTa £éva Traidi va gival ayoépl fj KopiTtol;

P(ayopi)=1/2
P(kopitol)= 1/2

P(ayép1 i kKopitol)="%.+" =1

To aBpoicua Twv TIBavoTATWYV Yia 6Aa Ta TIBava
evOoeXOMeEVa TTPETTEI VA gival ico ue 1



Mo TToAUTTAOKO YEYOVOTA...
MTropei va xpeialovtal TTEPICOOTEPA BAMATA

NMpootradnoTte va d10CTTACETE EVa TTOAUTTAOKO
EVOEXOMEVO O€ 60a ATTAA XPEIACETAL...



[TpokeiTal va yevvnOouv duo TTaidid e OUO DIAdOXIKES
EYKUpoouveg. INoid gival n mlavoTtnTta 10 £va va gival
ayop! Kal TO AAAO KopiTOl;

10 evOEXOUEVO: TO TTPWTO TTAIOI Eival ayop! KAl TO OEUTEPO KOPITO!
'H

20 eVOEYXOUEVO: TO TIPWTO TTAIdI €ival KOPITOI KAl TO OEUTEPO aYOPI



10 evOeOMEVO: TO TTPWTO TTaIdi €ival aydpl Kol TO OEUTEPO KOPITOI
20 evOEYOMEVO: TO TTPWTO TraIdi €ival KOPITOI KAl TO OEUTEPO aAyOpPI

P(10 evdexOpevo)="ox o=V,
P(20 evdexOpevo)="ox Vo=V,

P(éva tTaudi ayopl Kal Eva Kopitol) =

P(10 evdexopevo H 20 evdoexOopevo) = Vo + Y2 =1/2



AvUo aropa cgival etepoluya yia To aAAnAopop@o R (Rr). To
aAANAOGHOP®O R gival @UOIOAOYIKO. TO r HTTOPEI VO TTPOKOAECEI
avaiyia.

Moia eival n mBavoeTnTa o611 TO TraIdi TOUG £XEI TOUAAXIOTOV €va R;

A. s
B. 1/2 =) f

Z' ? 7| RA Ar

P(RR) = % 174
P(Rr) ="
P(rr) ="

P(TouAhaxiotov éva R) =Ya + 2 =%, gapTnuéva yeyovoTa



Avo yoveig gival eTepoluyol (dev €xouv avaipia kal dev €xouv KoOAAnuEvoug Aoouc
auTiwv) RrYy x RrYy

[Moi& gival n mBavoTnTa 0TI Ba ATTOKTACOUV £va TTAIdI JE availpia Kal KOAANUEVOUG
AoBoucg autiwyv; Ta yovidia BpiokovTtal o€ dIAPOPETIKA XPWHOTWHATA

A. 1/16
B.1/8 R r
. 1/4
A 1/2 d B
f Ar i
1/4
P=".x VY= 1/16 aveCapTnTa yeyovorta Y ¥

WY
1/4




AIuBpIdIOHOG HE TTIBAVOTNTEG...
-AUo dlaoTaupwoelig povoulpIdiIoHoU
-2TnV yevia F2
% KiTpIVOl OTT6pOI Y4 TTPACIVOI CTTOPOI

%2 OTPOYYUAOiI OTTOpOI V4 PUTIOWMEVOI

Kitpivo Kal oTpoyyuAd Y% X %1 =9/16
Kitpivo kail putidwpévo % x Ve = 3/16
MNMpdoivo kal oTpoyyuAd Y2 x 3. = 3/16

Mpdoivo kai puTiIdOwpévo Yax Va=1/16



Aokipaoia x?

2UuppBadifouv Ta TTPAYHATIKA OEOOMEVA ME MIO UTTOOEDN;
Edv utrdpyel aplOunTIK atrOKAION Eival APKETA WOTE va
QTTOPPIYOUHE TNV UTTOOECT TTOU EXOUME KAVEI;

Mapadeiypa: To XpWHA EVOG HUKNTA MTTOPEI VA Eival AEUKO | HaUpO
Kal EAEyXeTal atrd dUo aAAnASpop@a evog yovidiou. Av
SlaoTaAUPWOOUNE Evayv eTEpOlUYWTN ME Eva opoluywTn Yid TO
UTTOAEITTOMEVO aAANASPp @O, 0 Mendel TrpoBAétrel 611 Ba TTApW
A€UKOUG Kal HJaUpoug MUKNTES o€ avaAoyia 1:1 .

To tmreipapa divel 52 aroua paupa Kal 35 Agukd.

‘Exe1 kavel Aabog o Mendel?



O = apiOuog TTou TTapatnpnonke (observed)
E = ap1Opog mou avahevoTav ocUuppwva
ME TNV utroBeon (expected)

2 = AOBpoiocpua



BaOuoi eAsubepiag
Pixvouue €va vopiopa 10 gopeEg
‘EpxeTal KOPWVA TPEIG POPES
TIC UTTOAOITTEC ETITA TTPETTEI VA PO ypAPUATA
O1oTE av yvwpilouue TO TTOOEC POPEC NPOE Kopwva,
AVAYKAOTIKA YVWEICOUUE Kal TO TTOOEC POPEC NPOE ypauuaTa —

H TTapaueTpog autn dev gival eEAeUBepn

['la Tn doKIpaagia X2 o€ auTto To Treipapa 1 BaBuocg eAcubepiag



leviKd...

O1 BaBpuoi eAeuBepiag eival cuvROwg o aplOPog Twy
EVOEXOMEVWYV HEIOV EVa

['1a yia diaoTdupwaon yovouRBpIdiouou:

QU0 evOeXOMEVA (PaIVOTUTTON) — £vac BaBuog eAsubepiag

[a pia diaoctaupwaon diuBpIdIouoU:

TEOOEPA eVOEXOUEVA (PAIVOTUTTOI) — TPEIC BaBuoi
eAeuBepiac



YTTOAOYIOHOC 2

PTIAETE £EVav TTiVAKO PJE MIO OEIPA YIO KOBEUIA
a1ro TIG METABANTEG TTOU HEAETATE (BAATE TO
OVOMOTA TWV HETABANTWY OTNV TTPWTN OTHAN)
2NMEIWOTE TOUG APIOOUC TTOU TTapATNPRONKAV
oTn 0eUTEPN OTAAN KAl TTPOCBECTE TOUG
2NMUEIWOTE TOUG OVAHMEVOMEVOUG OpPIBOUG
(BewpnTIKA TIBAVOTNTA £TTIi TO CUVOAO TWV
TTAPATNPNOEWYV) KOl TTPOCBECTE TOUG

Y1mroAoyioTe 10 xz = (Obs - Exp)?/Exp yia KAB¢
YPOMMN KOl TTPOCBOECTE TIG YPOAMMES



¥2- UTTOAOYIOUOC
Oudda  Obsened Expected (Obs-Exp)?/Exp

Jaupo 52 43.5 1.66
AEUKO 35 43.5 1.66
OUWAO 87 87 3.32

 BaOpuoi eAguBepiag v = aplOPog avecapTnTWV
TTAPOAMETPWYV MEiOV 1 =1,

 ATTOQACIOTE YOI TO ETTITTEOO ONUAVTIKOTNTAG.
— [a 95% eitredo onuavTikeTNTag %2, =3.841 yIa v=1

(] %2< %2, O&V ATTOPPITITOUE TNV UTTOBEON
— H Bewpia Tou Mendel 1o0xUel



Epunveia Tng Tiung P 1Tou avTioToixei 010 X2

(TI oNUAivel TO TTEIPAUA HOG)

Av n uttéBeon eival cwaoTn, N TOAVOTNTA VA EUPAVIOTEI N
TTAPATNEOUMEVN ATTOKAION ATTO TIC BEWPNTIKEC TIUEC €ival ion N
ueEyaAUTePN a1t auth TNV mMoavoTtnta P



Av n mBavoTtnrta cival yeyaAn (P>0.05) 10t n diagopa
QVAUECQ OTIC TTAPATNPOUNEVEC TIMEC KAl TIC BEWPNTIKEC
O@EIAETAI TNV TUXN

To tmeipapa oupBadilel pe TNV UTTOBECN TTOU KAVAUE KAl OEV
TTPETTEI VA ATTOPRIWOUUE TNV UTTOBECT UaC

Av n mBavoTtnta cival pikpn (P<0.05), 101€ n TTapaTtnpouuevn
QTTOKAION QVAUECO OTO TTEIPAMA KAl TIC BEWPNTIKEC TIMEG €ival
MAaAAov atriBavo (0x1 OuwWE aduvaTo) OTI OPEIAETAI JOVO OTNV
TUXN. ATTOPPITITOUUE TNV UTTOBEDN,.

[Tpoooyn: Ta oTATIOTIKA ATTOTEAECUATA OEV €ival TTAVTA
aAnorn.



r

Vd

O¢ PAIVOTUTTIWY

= ap1Bu

df =n-1, n

X =% (0O-E)*/E

Critical values of the X2 distribution

P
df .995 975 9 ) .1 .05 .025 01 .005
1 .000 .000 0.016 0.455 2.706 3.841 5.024 6.635 7.879
2 0.010 0.051 0.211 1.386 4.605 5.991 7.378 9.210 10.597
3 0.072 0.216 0.584 2.366 6.251 7.815 9.348 11.345 12.838
4 0.207 0.484 1.064 3.357 7.779 9.488 11.143 13.277 14.860
5 0.412 0.831 1.610 4.351 9.236 11.070 12.832 15.086 16.750
6 0.676 1.237 2.204 5.348 10.645 12.592 14.449 16.812 18.548
7 0.989 1.690 2.833 6.346 12.017 14.067 16.013 18.475 20.278
8 1.344 2.180 3.490 7.344 13.362 15.507 17.535 20.090 21.955
9 1.735 2.700 4.168 8.343 14.684 16.919 19.023 21.666 23.589
10 2.156 3.247 4.865 9.342 15.987 18.307 20.483 23.209 25.188
11 2.603 3.816 5.578 10.341 17.275 19.675 21.920 24.725 26.757
12 3.074 4.404 6.304 11.340 18.549 21.026 23.337 26.217 28.300
13 3.565 5.009 7.042 12.340 19.812 22.362 24.736 27.688 29.819
14 4.075 5.629 7.790 13.339 21.064 23.685 26.119 29.141 31.319
15 4.601 6.262 8.547 14.339 22.307 24.996 27.488 30.578 32.801

P, probability; df, degrees of freedom.

H AtrokAion atrodideTal otnv TUXN

H AtmrokAion dev atrodideral
oTnVv TUXN



¥2- UTTOAOYIOUOC
Oudda  Obsened Expected (Obs-Exp)?/Exp

Jaupo 52 43.5 1.66
AEUKO 35 43.5 1.66
OUWAO 87 87 3.32

 BaOpuoi eAguBepiag v = aplOPog avecapTnTWV
TTAPOAMETWY Heiov 1 =1.

 ATTOQACIOTE YOI TO ETTITTEOO ONUAVTIKOTNTAG.
— [a 95% eitredo onuavTikeTNTag %2, =3.841 yIa v=1

(] %2< %2, O&V ATTOPPITITOUE TNV UTTOBEON

— O XapakTAPaAG auTtoC KAnpovouEital cUP@WVa JE TN
Oewpia Tou Mendel



H miBavoTnTa va yevvnBei Kkopitol gival 2 Kai n
moOavoTnTa va yevvnoei ayopi gival eriong 2. Av dia
OIKOYEVEIQ £XEI OUO KOPITOIA, Trold Eival N TTIBavoTnTa OTI

TO £TTOMEVO TTaIdI O gival ayopl;



‘Eva Csuydpi paBaivel 611 €ival Kal o1 U0 POPEIS yia TV
010 HETAAAOEN KUOTIKAG ivwong. lMNMola givai n
mOavoTNTA OTI TO TTPWTO TOUG TTadi Ba £xel Tn vOoO;
Moia gival n mlavoeTnTa 6TI To deUTEPO TraIdi TOUG B

VOOEi;

A. 3/4 ka1 3/4

1/4 xkau 3/4
Kal 1/4
- 1/2 ka1 1/2

E.1/4 ka1 1/16



Moid gival n mlavoeTnTa OTI TO TTPWTO Traidi Tou idIou
Ceuyapiov Oa gival éva ayopl Trou dev Ba vooei;

A.1/2

»
» 4

T 38

A.1/8
E.1/16



MevoeAiav) KANPOVOMIKOTNTA OTOV
avlpwTro

e To TTapAadEIyua TNG KUOTIKNG ivwong: Bavarngopa
vOOOG, 101aiTEPA guX Vv oTou¢ EupwTtraioug

o [1pokKaAgiTal ATTO £va HETAAAAYUEVO UTTOAEITTOUEVO

yovidio — popeic =1/20 dtopa eupwWTTAIKAG ; %
KOTOYWYNAC é}" ¥

* 1/400 (1/20 x 1/20) Ceuydapia Oa gival kai o1 dUOo
(POpEIC Kal atro Ta TTaIdIa TOuC Va Ba £xel TN vOOO

* H KUOTIKN Ivwon eTnpeadel Tnv i

uETapopa 1I0vTwv Cl oToug 1I0TOUC

(01 eKKpIioeIG/PAEVVEC YivovTal adIAAUTEQ)




KANPOVOUIKOTNTA TNS KUOTIKNG ivwoNng

Av Kal 01 QU0 YOVEIC Eival POPEIC
(eTepoluyol) Y& atro Ta TTAIdIA TOUC Ba
VOOEi

C C = puaoloAoyikd ATouo C CC | Cc
C C = @OPEAC ACUUTITWHATIKOG
C C = KUQTIKN Iivlon




Noooc Tou Gaucher
e 2TTAVIO VOOOC KATABOAIOMOU AITTIdiwV

* H 1m0 ouy)VN YEVETIKN vVOOOC OoTOoUC EBpaiouc
AoKevadl UE KATAYWYN ATTO TNV AVATOAIKN
EupwTtrn (1 otoug 500 yia Tou¢ ERpaiouc; 1 In
100,000 yia Tov uttoAoITTo TTANBUCUO)

1 1 Corrier Goucher - 1 Corrier

3y

Goucher Corrier  Gaucher Corrier  Gaucher




Standard Symbols for Pedigree Analysis

Male Mumber of children

of sex indicated

]

[ ]
() Female
) Mating

—( ) Parents and
1 children:

| | 1 boy; 1 girl
| I {in order of birth)

Heterozygotes for
autosomal recessive

©)
@ Aftected individuals
O

Carrer of sex-linked

N 9 =

recessive
D/}) Death
Abortion or stillbirth
/\\ (sex unspecified)
. Dizygotic
L] [ {nonidentical twins) :
= Fropositus
o .
&
/\ | C——@ Method of identifying
; 1 persons in a pedi-
E B Monozygotic | gree: here the pro-
ot ! ] M ) positus is child 2 in

dentical tw
i (identical twins) 14 2 generation Il, or 1.2

4 -, Ceonsanguineous
Sex unspecified [ ===l ) marrage



AUTOCWMIKN UTTOAEITTOMEV KANPOVOUIKOTNTA

Unaffected Unaffected
male female

g e o
== 0T O 0 @ 0 B
omNe SO OO

*H aocBéveia gpavidetal o€ TAIdIA UYIWV YOVIWV

Ta TrpooBeBAnUéEVa AdTtopa TTPETTEI va gival opoluya
2UVROWCG OTTAavIEG a0BEVEIES

lon ocuxvoTnTa TTPOoREBANHEVWYV avOPWYV KAl YUVAIKWV
‘MeyaAUTEPN OUXVOTNTA COE QIMOMIKTIKOUS YAMOUG
JUXVA HoIAlel va pnv TTPOooBAAAEl pia yevid




AUTOOWMIKA UTTOAEITTOHMEVN KANPOVOMIKOTNTA

Each row
represents a —
generation

Unaffected Unaffected

male female

O

A

A/a A/a
@ -
A/- a/a A/- a/a

OO OC

A/a A/a A/a A/a A/a






« 5% of newboms suffer from a sigmificant medical disorder
«  [sorders caused by

—  Bingle Gene — Simple mendelian inheriance

— Multifactoral — Mix of genctic & envirommental

—  Clrormoscmal imbalance

Major monogenic recessive disorders

Cystic fibrosis | in 2000 (N, Europeans)

ol -antitrypsin | mn 5= 10000 (M. Europeans)

Phenylketonuna in 2-5000 (N, Enropeans )

Tay-Sachs i 3000 { Ashkenaz Jows)

Sickle-Cell Anemna 2 DO {Africa where malaria endemic)

Haemochromatosis in 3

Albimsm | i TOOOO (N, Ireland)

Thalassaemias | -2 1 1O (Mediterrancan & Asia where malana
endemac




AUTOOWMIKN ETTIKPATAS KANPOVOMUIKOTNTA

r O

1 2

« O LKFO

1 2 3 4

¢
OO0

1 2 3 4

O

0

7 | 8
7 8 9
[10AU oTTAVIEG VOOOI
*Ta mpooBeBAnueEva atopa cival ouvnBwg etepoluya
*KdaBe aoBevnc £xel TouAdxioTov Evav TTpooReBANUEVO yovIO
*loo TTOO00O0TO A0BEVWY AvOPWYV KAl YUVAIKWYV
*Ep@avileTal o KGBe yevia



“ BpaxudakTuAia

333333

éobibiéébébi




Examples of Autosomal Dominant Disorders

Marfan's syndrome Huntington's disease

Fibrillin gene

Huntingtin gene (CAG)



Major monogenic dominant disorders

Hypercholesterlaemia

| i 500 {1 in 122 F. Canadians}

Familia Breast Cancer

| 1 800 (USA)

| m 100 { Ashkenazi Jews)

Familial Alzheimers

| 0% nisk at age 80

Huntington’s Disease

| =2 1 10000

Myotonie dystrophy

| 1 8500

Neurohbromatosis 1

| 1 4000




[Tapadeiypa YEVETIKAC OUPPBOUAEUTIKAC

To Ceuydapl TTou NPOE va oag CUUPOUAEUTEI £XEI IOTOPIKO PAIVUAKETOVOUPIAG.
[Mo16¢ gival o KivOouvocg OTI TO EuBpuo cival TTPpooBERANUEVO;

B O

| ‘ |
MOavéTnTa va civai /

\ MOavéTnTa va gival

Popeag: POpEAC:
1/3 PP, 1/3 Plp, 1/3 p/P ? 1/3 PIP, 1/3 Plp, 1/3 p/P
= 2/3 Plp = 2/3 Plp

MOavéTnTa Kal o1 dUo yoveic gopeic = 2/3 x 2/3 = 4/9

MBavoTnTa To TTaudi va gival p/p, av Kai ol U0 YoVeig gival popeic = 1/4

2 UVOAIKR TTIBavoTnTa = 4/9 x 1/4 = 4/36 = 1/9



