


DY2IKH ANOPQIMOAOTI'IA

1) EZEAIKTIKH ANOPQITOAOTIA
2) 2KEAETIKH ANOPQIOAOQOT'IA - NMAAAIOTNAGOAQOT IA

3) MAHOYZMIAKH ANOGPQITOAOTIIA
» Eivai o kKAado¢ Tnc Puoikric AvBpwTtroloyiag TTou PEAETA TNV BIOAOYIKN

dla@opoTroinon Twv {wvtavwy avepwTTivwy TTANGUCUWY

=  AvBpwTTIvn TTOIKIAOTNTA

Human Variation




FeveTIKN €TEPOYEVEIQ

Bdaon TnG avOpwWITIVNG TTOIKIAOMOP @i

chromosome chromosome

allele1 A T = a alele?2

A

Homozygous AA Heterozygous Aa Homozygous aa

A




0 DNA: 3.000.000.0C

How much do we differ?

(number of aligned DNA base differences)

* |dentical twins 0

 Unrelated humans | 1/1,000

 Human vs. chimp 1/100




KAnpovouikétnTa — MNepifaAAov
2UVTEAECTHG KANPOVOMIKOTNTAG
h2 = [r(MZ) - r(AZ)] / [(1 — r(AZ)]

r = OUVTEAEOTHG CUOXETIONG (TINES a1TO 0 Wg 1)
h? = guvteAeoTAG KANPOVOMIKOTNTAG (TIMEG aTTO 0 WG 1)

= MovoluywTtikd didupa: TTpoépxovTal atrd TO idI0 YOVIUOTIOINKEVO WAPIO, £XOUV

TTAVOMOIOTUTTIO YEVETIKO UAIKO

= AIluywTtika Oidupa: TTpoépxovral atmmd  OuUo  OIaPOPETIKA wdpia  TTou
yovigoTtroidnkav armrd dUo dIapopeTIKA oTreppaTtolwapla, €xouv Katd 50% idio
YEVETIKO UAIKO, OTTwG OUO KoIiva adéA@la, aAAa emmitrAéov poipalovial O€
onNMavTikO BaBuod TiIg i01eg TTEPIBAAAOVTIKEG OUVBRKES TOOO €vOOUNTPIWG OCO

KAl JETA TN YEvvnon



2TNV TTEPITTTWON EVOG PAIVOTUTTIKOU (PUOIOAOYIKOU XOPOAKTHPIOTIKOU I} EVOG

VOOTMOTOG ME KATECOXNV YEVETIKO KOBOPIOHO, Ba 10XUEI
r(Mz) =1, r(AZ) = 0,5, apa h?2 =1

2TNV TTEPITTTWON EVOG (PUOIOAOYIKOU XOPOKTNPIOTIKOU 1} VOOHMOTOG OTO
OTroio N KANPOVOMIKOTNTA Traifel EAAXIOTO POAO (TTPAKTIKA KaB6Aou) Ba
Ioxvel r(MZ) = r(AZ) = 0,5, apa h2=0

Oco peyaAutepn n TIMAQ Tou ouvreAeoTnl kKAnpovouikétntag h?, 1600

MEYOAAUTEPN N YEVETIKA CUVICTWOO TOU XOPOKTNPIOTIKOU

O ouvTeAeoTAG KANPOVOMIKOTNTAG Eival OTATIOTIKA £vVOold KOl 0TV oudid
EKQPAEI TO TTOOCOOTO TNG PAIVOTUTTIKIG TTOIKIAOTNTAG (dlaKUpAvVONG) oTOV
TMANBUONS TTOU O@eiAeTal OTN YEVETIKN TTOIKIAOTNTA (METABANTOTNTA) TOU

TTAnBucpoU



ANAZTHMA (Human height)

TI TTOOOOTO TOU AVACTAMATOG £VOG avOpWTTOU OPEIAETAI OTA YOVIdIA TOU KOl TI
TTOCO0O0TO OTIG TTEPIBAAAOVTIKEG emIOpACEIS (Tr.X. dlaTpo@r, YUMVAOTIKN, life-

style)?

‘H 10080vapa, 11 ToocooTd TG OIAKUMAVONG TOU OVOCTHMOTOG METOEU TWV
ATOHWYV €VOG TTANOBUCHOU OQ@EIAETAI OTIG YEVETIKEG OIAPOPES METASU TOUG Kal

TTOI0 TTOOO0O0TO OTIG TTEPIBAAAOVTIKEG ETTIOPACEIG?

O1 peAéTeg OIOUPWYV £xouv Ogigel 611 ~60% wg 80% TOU AVACTAMATOS OQEIAETAI

OTIG YeveTikéEG emidpdoeig (h? = 0,60 wg 0,80) ki ~20% w¢g 40% o¢

TTEPIBAAAOVTIKOUG TTAPAYOVTEG

ETreidn d10popPETIKOI TTANOUOHOI £XOUV OIAQPOPETIKO YEVETIKO UTTOCTPWHO Kl
{ouv ot OIAQPOPETIKA TTEPIBAAAOVTA, O OCUVTEAECTAG KANPOVOUIKOTNTAG EVOG

XOPOAKTNPIOTIKOU MTTOPEi va SIaPEPEL, OTTWGS KAl HETAEU avOpwWV Kal YUVAIKWV



= [1a 1O avaoTnua, @aiveral OTI 0 OUVTEAEOTAS KANPOVOMIKOTNTOG E£ival
UYPNAOTEPOG OTOUG AVOpEG Kal OTOUuG TANBuopolg TTou Jouv O€ TIIO

OVETTTUYMEVEG XWPEG
* [apadsiypa:

> 2& éva TAnBuopd, 10 pEOO avaoTnMOa TwV avopwyv givalr 175 cm kal o

ouvTeEAEOTAG KAnpovouikdTnTag givai 0,70

» AuTté onpaivel 611 otov TTANBUONS auTd o1 avdpeg peE UYog 185 cm o@eilouv Ta
+7 cm TOU UYOUG TOUG OTA Yyovidlid TOoug Kal Ta +3 cm TOU UYOuUg TOUG O€

TEPIBAAAOVTIKEG ETTIOPACEIG



cystic fibrosis

adult onset diabetes

environmental
component

|
genetic
component




AvBpwTrivo yovidiwpua:
~20.000 yovidia TTou KwOIKOTTOIOUV TTPWTEIVEG
~20.000 - 25.000 yovidia TTou KwodIKotToI0UV HOVOo RNA

Kara péco 6po duo avOpwitrol diapépouv Katd 3-4 eKaTOMMUpPIa BACEIS

(opoiéTnTa ~99,9%)
>99,9% cival SNPs

Ta utréAoitra gival OOMIKEG METABOAEG

(deletions, insertions, inversions, copy-number variants)



Nopog Hardy-Weinberg

Hardy-Weinberg Law

Weinberg

» Wilhelm Weinberg » Godfrey H. Hardy
* (1862-1937) « (1877-1947 )
* German Physician » English mathematician =
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Nouog Hardy-Weinberg

ATTIOTEAEI TO KEVTPIKO Bewpnua TNG TTANBUCUIAKAG YEVETIKNG
EmitpEtrel TNV avAAuon TnNG YEVETIKAG OOUNG VOGS TTANBUOOU

Npocdiopilel TNV OXEOTN TWV YOVISIOKWY KAl TWV YOVOTUTTIKWY CUXVOTATWYV O€ £vayv
TTANBuo o6

Av dU0 aAAnAdpop@a yovidla A kal B og éva TTANBUONO €xouv yovidIoK ouxvoTnTa p Kal g

avTioTolxa, TOTE 0l ouXVOTNTEC TwV YovoTuTiwy AA cival p?, BB cival g2 kal AB cival 2pq
loxvei: p+q=1
(p+q)2=p?+q?+2pq=1

Av Ta aAAnAdpop@a &vog yovidiou gival TreplocdTtepa amrd 2, TOTE OTN YEVIKH TOU
olatuTTwOon:

(@+b+c+..n)2=a2+b2+c?2+...+n?+2ab+2ac+2bc+.. =1



Noupog Hardy-Weinberg:
[NpoutroBtccig (locoppotria Hardy-Weinberg)

MeyaAog TTANBUO UGS (aTToudia YEVETIKNG TTAPEKKAIONG - genetic drift)

Agv UTTAPXEI METAVACTEUC ATTO Kal TTPOG TOV TTANBUOUO (EAAEIYN YoVIOIAKNS PONG
— gene flow)

Aev uttdpyxouv METOAAGCEIC (Oev TTPOOTIBevTal VEQ AAANAOUOP@A OTn YEVETIKN
oe€apevr) Tou TTANBucuoU)

Tuxaiog avatrapaywylkoG YEVETIKOC OUVOUAOUOG METAEU TwV OATOMWV TOU
TTANBUCOPOU (EAAEIWPN 0ECOUAAIKAG TTIAOYNAG — sexual selection)

‘EAMeIpn dpdong TG QUOIKAG €TMAOYNAG (EANEIWYN ECEAIKTIKOU TTAEOVEKTHUATOG
KATToIoU aT1Td Ta aAAnASpop@a, dnAadr) odnyouv oTo idlo fitness, TT.X. v UTTAPXEI

OIAPOPIKN YOVINOTNTA 1 DIAPOPIKNA ETTIRIWON TWV ATTOYOVWY TIPIV TNV €vABwan)



Nouog Hardy-Weinberg:
NpoutroBéocig (looppoTtria Hardy-Weinberg)

No genetic drift

No gene flow

No mutations

No sexual selection

No natural selection



Nopog Hardy-Weinberg

Me tnv eciowon Hardy-Weinberg civar duvatd va eAeyxBei av Evag TTANBUONOG
BPIOKETAI O€ YEVETIKA ICOPPOTTIO
2TOTIOTIKA OokKiyagia —  Aokiyagia X2 TPocapuoyiS A KAAAG €QAPUOYAS

(goodness of fit)

O1 TTapaATNPOUMEVEG YOVOTUTTIKEC OUXVOTNTEC O€ €va TTANOUOMNO dlapEPOuUV OE€
OTATIOTIKA ONUAVTIKO BaBud atrd TIC TTPOPRAETTONEVEG ME BAON TNV 100PPOTTIC

Hardy-Weinberg (HWE, Hardy-Weinberg Equilibrium)?

AvTioTpo@a, av £vag TTANBUCUOC ival ag YEVETIKA I00PPOTTIA, UE TNV BoNBEIa TNG
eCiowonc Hardy-Weinberg ecivar duvard va UTTOAOYIOTOUV Ol YOVOTUTTIKEG

OUXVOTNTES AV YVWPICOUUE TIG YOVIDIOKEG OUXVOTNTEG



E@appupoyég e€Ciowong Hardy-Weinberg

= 2¢ &va TTANBuopod €va yovidlo ep@avifel 2 aAAnAopop@a a kal b uE
yovidlakeg ouxvornteg p = 0,80 kai g = 0,20.

» Na uttoAoyIoTOUV 01 YOVOTUTTIKEC OUXVOTNTEG aa, ab kal bb

aa =p2=0,802=0,64n64%
ab = 2pq=2-0,80-0,20=0,32 4 32%
bb =9g2=0,202=0,04 4%



E@appupoyég e€Ciowong Hardy-Weinberg

= 2¢ éva TTANBuo o £va yovidlo gpgavifel 2 aAAnAduop@a a kai b.

= H guxvornta Twv opodluywy bb givar 1%.

» Na utroAoyioTouv: o1 YovIOIOKEGC OUXVOTNTEG a Kal b (p Kal ) Kal Ol YOVOTUTTIKEG
OUXVOTNTEG aa Kai ab.

» [looec popéc ouxvaTepol gival ol eTepOluyol ab o€ ouykpion PE Toug opoluyoug bb?

bb =qg?=0,01 dpa q=0,10
p+tq=1,apap=1-qgqdpap=1-0,1710=0,90
aa =p2=0,902=0,81
ab=2pq=2-0,10-0,90=10,18

ab/bb = 0,18 / 0,01 = 18 @opég



E@appoyég e€iowong Hardy-Weinberg

m 2 UXVOTNTA ETEPOCUYWYV ATOMWY (q N OUXVOTNTA TOU OTTAVIOTEPOU AAANAGUOPPOU)

2pq =2 (1-q)q = 29 — 292
> H mpwtn mapdywyog tng ouvaptnong f(q) = 2q — 292 civai n f'(q) = 2 — 49 Kai
MNoeviletal yia g = 0,5

» H deutepn mapaywyocg f7(q) = -4 €ivalr apvnTikn

» Apa n ouvapTtnon TNG ouxvoTnTag Twv £TEPOlUYWV €ival yvnoiwg augouoa yia

0<g<0,5 ka1 TTapoucialel yéyioto yia g = 0,5

> H péyiotn ouyxvérnta erepoluywTtwyv (2pq = 0,50) €ivalr otov MANOUOUO ME

ouxvoTtnta aAAnAéupopewyv p=q =0,5
O Ztov TAnGuopuo6 auTo:

p2=09g2= 0,251 25% ka1 2pqg = 0,50 1 50%



Ao Tnv €gicowon Hardy-Weinberg mrpokuUTrTEl OTI €V OTTAVIO VOONHO O€E
Eva TTANOUouO pTTOpPEl va €xel éva TTOAU MpEYAAO apIiOuO @OopEwv TOU

TTa@oAoyikoUu aAAnASpop@ou

Na éva yovidio pe 00 aAAnAopop@a A (@uoioAoyikd) kail a (Tra@oAoyiko),

TO TTNAIKO TWV QPOPEWV TTPOG TOUS ONOlUyoug aoBeveig gival :
2pq/q*=2p/q=2(1-q)/q=(2/q)-2
Na pikpa q, (2/q) - 2
~2/q

AnAadni auiavel 600 HEIWVETAI TO (



> [l.x. H @aivuAkeTovoupia cival Eéva oTTavio Jovoyovidlakd vOonUa TToU O@EIAETAlI OE
VEVETIK] BAGBN TOoU €vl{Upou udpocuAdon TNG @alvuAaAlavivng, ME QTTOTEAECHA O

a0BevNC va PNV PTTopEi va JETABOAICE TNV QaivuAaAaviv TwV TPOPWV.
» H ouxvornrta tng vooou civai trepitrou 1 a1ig 4.900 yevvoeig.
v g% =1/4.900, dpa n cuxvoTnTa Tou TTa80A0oyIKOoU aAAnAduop@ou givai
q=1/70
v' H ouxvornta Twv @opéwyv gival 2pg=2 (1-q)q=138/4.900 = 2,8%
v Ta KA Taidi TTou YeVVIETAI ME QAIVUAKETOVOUpPIO

yevviouvTtal 138 @popeig Tou TTaB8oAoyikoU aAAnAduop@ou

v' AvTtioToIXa, yia &va OTmavio VeUPOAoyikd voonua pe ocuyxvornta 1/90.000
YEVVOEIG, KAOE Xpovo otnv EAAAda avapéveral va yevvnOei HOAIg 1 Taocyov

aidi, aAAd ~600 @opeig Tng véoou!



Nopog Hardy-Weinberg o€ ouAoouvdeta yovidia
@uloouvodeta yovidia: edpdalovTal o0To X XpWHOCWHA

AVOpPEG: Ol YOVOTUTTIKEG OUXVOTNTEG TAUTICOVTOI ME TIG YOVIOIOKEG OUXVOTNTEG

(agpoU utrapyel pia pévo 8€on aAAnAdpop@ou)

[UVAIKEG: OI YOVOTUTTIKEG OUXVOTNTEG OXETICOVTOI ME TIG YOVIOIOKEG OTTWG Kl

OTO QUTOOWHMATIKA yoVvidla (2 B0£ceigc aAANASGpOPPWYV)

Na éva @uAoouvdeto yovidlo pe 2 aAAnAdpoppa a kai b pe yovidloKEG
OUXVOTNTEG P KOl ¢, AVTIOTOIXO, Ol YOVOTUTTIKEG OUXVOTNTES YIa AVOPES Kal

YUVQIKEG gival:

AvOpPEC XY p
XbY q
Xaxa p2

["'uvaikeg xaxb 2pQ
XbXb q2




> [lapadsiypa @UAOCUVOETOU yoVvidlou: axpwuaTowia OoTo KOKKIVO Xpwua (red-green
color blindness) pe @uoioAoyikd aAAnAdpop@o R kal TaBoAoyIkd r Kal YOVIOIOKES

ouxvorntes p = 0,90 kai g = 0,10, avrioToIXO.

> O1 YyOoVvOTUTTIKEG OUXVOTNTEG KATA @UAO ot évav TTAnBuopud oe 1coppotria Hardy-

Weinberg diveral otov livaka.

> H ouxvotnTta Twv TTaoXOvTwyv oToug avopeg cival 10 @opég NEYOAUTEPN, OE OUYKPION

ME TIG Yuvaikeg (0,10 vs. 0,01)

> [a kdlg yuvaika rdoxouoa avrtioTolXouv 18 yuvaikeg @opeig

XbY q 0,10
Xaxa P2 0,81
['uvaikeg xaxb 2pQ 0.18
XbXb g2 0,01




> Amo 1tnv €giowon Hardy-Weinberg yiveral avriAnTrtd yiati amé yevid o€ yevid dev auddvel n ouxvoeTnTa £VOG

aAANAGpOP@OU, KON KaI AV EiVal ETTIKPATEG

> Emiong, epooov ol yovIOIaKEG OUXVOTNTEG TTOPAUEVOUV OTAOEPEG KAl O YOVOTUTTIKEG CUXVOTNTEG TTAPAMNEVOUV

oTa0EPEG ATTO YEVIA O€ YEVIA

Noveig Atréyovol
Martépag Mnrépa Zuxvornta aa ab bb
aa aa p? - p? = p* p4
aa ab p? - 2pq = 2pq (1/2)(2p*q) (1/2)(2p*q)
aa bb p? - g2 = p2qg? p2q2
ab aa 2pq - p? = 2p’q (1/2)(2p*q) (1/2)(2p*q)
ab ab 2pq - 2pq = 4p?q? (1/4)(4p3q?) (1/2)(4p3q?) (1/4)(4p%q?)
ab bb 2pq - 92 = 2pq? (1/2)(2pg?) (1/2)(2pq?)
bb aa q2 - p2 = p2q? p2q2
bb ab q? - 2pq = 2pqg? (1/2)(2pq?) (1/2)(2pg?)
bb bb q2- g2 =qg* q*

aa=4+3+3+22=4+23+22=2(2+2 .|.2)=2(.|.)2=2
p*+ p3q + p°q + p2q2 = p* + 2p’q + p2q2 = p? (p?+ 2pq +q?) = p2 (p + q)2 = p

bb = p3q + p?q? + p3q + 2p?g? + pq? + p2q? + pq® = 2p3q + 4p?q? + 2pq? = 2pq (p? + 2pq + g?) = 2pq (p + q)> = 2pq

bb = p?2g? + pg® + pq?® + q* = q* + 2pq? + p?q? = g2 (9% + 2pq +p?) = g (p *+ q)? = §?




MAPATONTEZ TENETIKHZ AIAQOPOINOIHZHZ

H onuepivil avBpwitroAoyikrp OSlauépewon Twv avlpwtivwyv TANOGucuwWV

OQEIAETAI O OUO BACIKEG OHADEG TTAPAYOVTWYV YEVETIKNG O10QPOPOTTOIiNoNG

1) MNMapdayovreg QUOIKAG ETTIAOYNG KAl TTPOCUAPMOYNSG OTIGC PUOIKEG OUVONKEG
TEPIBAAAOVTOG (AVACTNHA, XPWHO OEPHUATOS 1 iPIOAS KATT)

2) AvBpwTtroyeveig TTapAayovTeg T.X. N BEATIWON Twv cuvlnkwyv dilafiwong Kai
N TEXVOAOYIKN TTP6000¢ Kal N mTpododog otn Anuooia Yyeia Kal Tnv laTpiki
(TTPOOOEUTIKI) EKAETTTUVON TOU OKEAETOU, AVATITUEN VOONMATWY @Bopag

OTOUG OUYXPOVOUG TTANBUCOUG)



MeTaAAdageig

= O1 YETOAAGEEIC TTOU OUNBaiVOUV OTOUG YOMETEG METARBIBAlOVTAI OTIC ETTOMEVEG YEVIES

Kal ATTOTEAOUV ONUAVTIKO TTAPAYOVTA YEVETIKNG dlapOopOTIoinong

= Ta véa aAAnAGpop®Pa TTOU TTPOKUTITOUV ATTO TIC METAAAACEIC odnyouv O€ OIEUPUVON
TNG YEVETIKAG OECAMEVNC €VOG TTANBUCHOU Kal EQOCOV 0dNYEi OE EUVOIKO PAIVOTUTIO
(augnon fitness) ptropei va diatnpenBei otov TANBuUopd 1 kol va augnbei n

ouxvoTnTa ToU

=  AAANAGHOP@a TTOU Ot opoluywTtia odnyouv og Bavarn@oépa voornuara givai
ouvatov va gp@avifovral o€ UPNAEG ouxvotTnTeG oTOoV TTANBUCHO epoOoOV
odnyouv o€ augnuévo fithess otTnv eTepoluywrTia (TTAEOVEKTNHO ETEPOJUYWTH -

heterozygote advantage)



MeTaAAdgeig
KAaooi1kO Trapddeiyya n METAGAAagn Tou yovidiou TnG B aAucidag Tng

aipooc@aipivng (Aigooaipivn S) n omroia oe opoluywTia TTPOKOAEI
OPETTAVOKUTTOPIKI avaidia aAAd oe etepoluywTia odnyei o€ NITIOTEPN
vooo atro To Plasmodium falciparum

H avTikardaotaon tng A amdé T oto yovidio NG B aAucidag (HbB gene)
OTO XpwHpoocwHa 11 odnyei og avrikardoTaon Tou apivogEog Glutamic

acid atré Valine otn 0éon 6 Tng TTeTTIOIKAG aAUCidag

r Start of coding sequence

DNA CAC GTG GAGC TGA GGA CTC CTC
sequence asTE CAC CTG ACT GCOCT GAG GAG

L
k4
Glutamic |_|
acid acid
MNaormal

Aming achd

sequence | Vaiine = Histidine ~ Leucine — Threonine ~ Proine —

DNA CAC OGTG GAGC TGA GGea clc cTcC
sequence G TA CACG CT@ ACT GCCT Gl GAG

—
; v
Amine acid -
22 - o [ 227
Mutant Sickled red blood cells



G: N TTPWTHN UAN TNG YEVETIKAG ETEPOYEVEIQG, N TTPWTN UA

aAAdagewyv oTov avlpwtro: 1 ava 100.000.000 Baoceig ava
paletal o€ repitTrou 30 véeg BAoelg o KABE YOUETN

1 Eva QAIVONEVO OUVEXEG OTO XWPO Kal To Xpovo!

S _.GGATTTCTAGGTAACTCAGTCGA ...
L.CCTAAAGATCCATTGAGTCAGCT ...

Double Helix

Reference
Sequence LGGATTTCTAGGTAACTCAGTCGA...

Individual 1 . GGATTTCTAGGTAACTCAGTCGA ...
Individual 2 _.GGATTTCEAGGTAACTCAGTCGA ...
Individual 3 _.GGATTTCEMAGGTAACTCAGTCGA ...
Individual 4 .GGATTTCTAGGTAACTCAGTHRGA ...
Individual 5 . GGATHHECTAGGTAACTCAGTCGA ...




[[EVETIKOG aVAOUVOUAONOG

H ap@iyovikny (SIQUAETIKA) avatmmapaywyr OoTov Avepwirto OTTwg Kol OE€
OAOUG TOUG AVWTEPOUSG OPYAVIOHMOUG ATTOTEAEI BEHEAIWON TTNYR YEVETIKNG

TTOIKIAOTNTOG

EmiAoyn culuywv:
XOPOAKTNPIOTIKA TTOU MTTOPEI va aufdavouv Tnv miBavotnta ouleuing, ME

AKPOia TTEPITITWOT TOUG OUYYEVIKOUG YAaoug (non-random mating)

O1 yaupol pETAEU OUYYEVWYV £VIOXUEI TOV KivOUuvo aunong Tng ouxvornTtag

TTOBOAOYIKWYV UTTOAEITTONEVWY OAANAGHOPpPWYV o€ éva oTeEVO TTANBUC MO



[EVETIKOG aVOOUVOUAO OGS
Mapadeiyua:
H ocuyxvétnta tng véoou Tay-Sachs otoug EBpaioug Ashkenazi tng Bopeiou
Apepikng (1/3.600) givar ~100 popég ocuxvoTepn atrd Toug GAAoug TTAnBucpOoUG
(1/360.000)
H cuxvoérnTa Tou aAAnAdpop@ou TTou TTPpoKaAei Tn voéoo gival g = 1/60
Apa n ocuxvotnta Twv @opéwv Ashkenazi givau 2pq = 1/30 évavri 1/300 oToug

GAAoug TTAnBuopoUg

a@ou g2 = 1/3.600 ka1 2pqg = 118/3.600
MOAIG 2 oTa 120 TTaB80A0YIKG aAANASHOP @A BPiCKOVTAI OE VOOOUVTEG EVW
Ta 118 ota 120 (98,3%) BpiokovTal O QAIVOTUTTIKA UYI) ATOHO HE QPUOIOAOYIKO

fithess



"eveTikn atrokAion (Genetic drift)

IK] atmrOKAIon ovopdaleral To QAaIVOUNEVO TG METABOARS TNG YO
oTnTag ot £€va TTANBUoHO yia Adyoug TuXaioug Kal aVveEAPTNTOUG
ia Tou aAAnAduopou (dnAadn Tou av KATToloG €XEl i} 61 To AAANAG
0wg cupBaivel og pIKPOUG TTANOUOCHOUG

00I0KA YeyovoTa o€ TETOIOUG TTANOUOHOUG (KATOOTPOYES K

va 00NYROOUV O€ YEVETIKI) ATTOKAION

GENETIC DRIFT

3 ¥ e



To @aivopevo tou 16puTh (Founder effect)

€ITAI VIO €E10IKN TTEPITITWOT YEVETIKAG ATTOKAIONG

Xaio YEVETIKAG ATTOKAION n otroia o@eiAeTal oTnv idpuc
UCHMOU a1TO HIKPO aplOuo atouwyV vog HEYaAUTEpOU TTANOUC
VIOIOKEG OUXVOTNTEG OTNV MIKPAR auTthl opdada egival O

OUV CNMAVTIKA a1TO AQUTEG TOU OUVOAIKOU apXIKoU TTAn0

Founder Effect

B

Mother population New population




To @aIvOpEVO TNG YEVETIKAG OTEVWTTOU (genetic bottleneck)

> [pokeiTal eTiong yia €10IKA TTEPITITWON YEVETIKNG ATTOKAIONG

»> Eival To @aivopevo TnG ONMAVTIKAG HEIWONG TNG YEVETIKNG TTOIKIAOTNTAG EVOG
TTANOUOGHOU ASYyw aTTOTONNG HEYAANG HEiWONG TOU PeYEBoUg Tou TTANBUGOU TT.X.
OTTO PUOIKES KATACTPOPEG, HEYAAES ETTIONMIEG KATT

» MeTtd amé Tnv paydaia peiwon, 0 VEOG HIKPOTEPOG TTANBUOHOG £XEI VEQ YOVIDIOKNA

ouvleon

!

Bottleneck
severely
reduces
Former population size New
population and population

genetic diversity



CeveTIKA atTopOvVWON

O1 TmAnOGuopoi TTOU  ATTOMOVWVOVTOI  YEWYPOW@IKA  TEivouv  vda
O10(QPOPOTTOIOUVTAI YEVETIKA AOYW OINPOPETIKWY TTEPIBAAAOVTIKWYV TTIECEWYV
KOl TTPOCOPHOCTIKWY OIEPYATIWV

2TEVI) OoX€on ME TNV evdoyapia (inbreeding)

MetavaoTeuon - MeveTikn pon (genetic flow)

H emikoivwvia 800 TTANBUOHWY HECW TNG METAVAOTEUONG OONYEI OE YEVETIKI
pon, OnNAadn €ico0do VEwV aAAnAopopPwy ot éva TTANBUCHO i} OpGdwy TTOU
EXOUV TTOAU OIAPOPETIKEG YOVIDIOKEG CUXVOTNTEG

NMoAU onuavTiK 1I0TOPIKA ATAV N YEVETIKR ponl MeTalu Neanderthal kai

Sapiens 1Tou @aivetal 0TI EAafe xwpa mrpiv ~50.000-100.000 xpoévia



NEANDERTHAL ANCESTRY
in MODERN-DAY HUMANS

with Svante Pddbo

Neandertal admixture with anatomically modern humans:
On average, non-Africans have 1-4% Neandertal DNA

~500,000 years ago

~50,000 years ago

Neandertal

Svante Paabo

Eurasian African i o . “for his discoveries concerning the genomes
5 of extinct hominins and human evolution”

THE NOBEL ASSEMBLY AT KAROLINSKA INSTITUTET



Extinction probability of a new
variant = (1/2)2= 1/4

Extinction probability of a new
variant = (1/2)'0= 1/1024




H e§iowon Hardy-Weinberg kai n ®uoikn EmiAoyn

2€ €va UTTOBOETIKO TIANOUOUG UuTTApXouv OUO aAAnAopoppa A Kal a ME YOVIOIOKEG
OUXVOTNTEG P Kal g Kal yovoTuTroug AA, Aa Kai aa.

Av o1 TpeIG yovoTtutrol odnyouv oc OlagopeTika fitness (Ikavotnta emiBiwong Kai
AVATTAPAYWYNS YOVIHWY aTTOYOVWYV), TOTE Ol OXETIKOI ouvTeAeoTEG ival WAA, WAa, Waa
Ag uttoBéooupe 6Tl TO aAAANAOUOPPO a cUCXETICeTal UE PEIWMEVO fitness

WAA =1, WAa =0,9, Waa =0,8

O1 apxIkEC ouxvoTNTEG TV 2 aAAnASpoppwy gival p = g = 0,50

Apxikda: AA: p?= 0,25, Aa: 2pq = 0,50, aa: g2 = 0,25

2TNV ETTOMEVN YEVIA UE TNV OPAON TNG PUOIKNAG ETTIAOYNC:

AA: WAA - p?=1-0,25=0,25/0,90 = 0,278

Aa: Waa - 2pq = 0,9 - 0,5 =0,45/0,90 = 0,50

aa: Waa - g2=0,8 - 0,25 =0,20/0,90 = 0,222

p=(0,278 + 0,5 - 0,50) = 0,528 (+2,8%)

qg=1-p=0,472 (-2,8%)
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