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AUO £pyaocTNPIOKEC AOKNOEIC KAl QVTIOTOIXEC
AVOPOPEC



2 NUEPQ...
 T1 gival IN'eveTikn?
* [ EVETIKN KOl KANPOVOUIKOTNTA
* [[EVETIKEC OOMEC: XpwHUoowMaTa Kal DNA
* MeTaAAacn
* [TOAUPOPQPIONOGC — €CENIEN
* l[oTOpia TNC [ EVETIKNC

 The Human Genome Project



T1 eival [ eveTIKN;

H YEVETIKN €ival N HEAETN DUO PAIVOUEVIKA AVTIKPOUOUEVWY
TTAPATNPNOEWV:

T TTAIOIA POIGCOUV PE TOUG YOVEIG TOUG OEV Eival OPWG
OMOIa JE TOUG YOVEIC TOUG ] METACU TOUG

KANPOVOUIKOTATA: N OMOIOTNTA TWV YOVIWV JE TA TTaIdIA
TOUG

[ToikiIAopop@ia: n dla@opa avAuECa OTOUC YOVEIC Kal Ta
TTaIdId TOUG aAAG Kal avaueoa oTa TTaidla

["eveTIK: MeAETN TNC KANPOVOMIKOTATAG KAl TNG
TTOIKIAOMOPQIAC



[ EVETIKN

KAnpovouIkoTnTa: JETARifaon XapakTpwy aTtro YEVIQ O€
YEVIQ

MeAETN TNC £CEAIENC TWV OPYAVIO WV
EvTOomOopOC Kal XapToypagpnaon yovidiwv

AvaAuon yovidiwv o€ HopPIaKO €TTITTEDO — AvaAAUCN TNG
PUBMIONG TNG YOVIDIOKNG EKPPACNG



*H VEVETIKN €ival Y1 EUTTEIPIKN ETTIOCTAMN

*H TTAnpo@opia TTnyadel atro TTAPATNPENOCEIC TOU QUOIKOU
KOOUOU

*H etmioTnuovik NEBODOOC gival Eva pyaAEio yia TV
KOTAVONON AQUTWV TWV TTAPATNPNOEWV



EmoTtnuoviko epwtnua
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AUO0 gupnuaTta TNG YEVETIKNG €ixav TTOAU
ONUAVTIKA ETTIOPACN YEVIKOTEPA OTNV ETTIOTAMN

NG BioAoyiag

1. OAecg o1 DIaQOPETIKEC HopPEC (WS OTN YN
Exouv TTPoEANBEl aTTd TNV £CEAIEN £VOC KOIVOU
TTPOYOVOoU

2. OAec o1 dlagopeTikEC pop@Ec Cwnc BaailovTal
0€ €va KOIVO oUOTNHA YIa TNV atToBnKeuon, To
OITTAACIACO Kal TN METAPPACN TNG YEVETIKNG

TTANPOPOPIag



*To «KkA€Idi» TNS CWNG BpioKeTAl TN XNMIKI CUUTTEPIPOPA
BioAoyIKwv dopwV TToU ovoualovTal yovidla

*Ta yovidia gival o1 BaoIKEC HOVADEC EAEYXOU TNG
KANPOVOUIKOTNTAG

*H ["'eveTIKn €ival 0 KAADOG TNG ETTICTAUNG TTOU QOXOAEITAI E
TN MEAETN TWV YOVIOIWV

*Ta yovidia mTai(ouv KeEVTPIKO pOAO 0Tn dlatipnon TNG CwNGS
— n lNeveTikn uttooTnPilel Kal ouvoEel TTOAAOUG DIAPOPETIKOUG
XWPEOUGC TNG PBioAoyiag



['1aTi pag evolaPepel N I'eveTik?

- EpyaAeio yia Tnv katavonon
- TNG €CEANICNC TWV OPYAVIO MWV
- TWV QUOIOAOYIKWYV BIOAOYIKWV dIEPYATIWY
- TwV dIEPYOATIWYV TTOU 0dNyouvV o€ upavion
aoBeveiwv



KANPOVOUIKOTNTO

To pumdEN utTopEi va
EXEI AEUKA 1) TTOpPUPA
avoen

AlaoTaupwaon Aeukou

UE TTOPPUPO — OAa %%%%%%%
Gregor Mendel mopgupa - - | |

A \ NN
(1860s) AlaoTaupwaon :
aTTOYOVWY - % - 7
TTOPPUPA

H KANPOVOUIKOTNTA PEPETAI ATTO OIAKPITA XAPOAKTNPIOTIKA



MevoeAiavn KAnpovouikoTNTA

« AUO avTiypaga kKaBe yovidiou o€ KABe KUTTAPO Kal Eva yovidIo
EAEYXEI EVA XAPAKTNPIOTIKO

* Ta yovidla £xouv O(A)\r])\opopcpo( TTOU Eival ETTIKPATN N

UTTOAEITTOEVA
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yovotuttog— A A x
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sTrleqTag ., A g9« Y'ITO)\8I1TO|J£VO ETTIKPATAC XOPOKTAPAC
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Mn pevoeAiavn KANPOvouIKOTNTA

Katrolol xapaktripeg kabopilovral atro dUo N Kal

TTEPIOOOTEPA YOVidIA, TTOU TO KOBEVA UTTOPEI VA EXEI

TTOAAATTAG aAANAOuOpPPa

OI TTOOOTIKOI XOPAKTAPES

KaBopilovTal aTro YEYAAO
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["eVETIKN Kal TTEPIBAAAOV

O1 opyaviouoi dgv dlauopPwvovTal JOvo atrd Ta yovidia ] povo atrd 10
TTEPIBAAAOV TOUC AAAG aTTd TNV AAANAETTIOpaON YoVIOIWV Kal TTEPIBAAAOVTIKWYV
TTAPAYOVTWV.

Iype A — — :'_“;::::- Qrganism A |
Genes .
SR e 1 |l Type B . :‘—_,;:::* = Organism B |
[ Type | ‘ == Qrganism A
Environment
Type I == Organism B

[Mapadeiypa: 2akxapwdng diaBnTng TuTTou 2

* Ta yovidia TpodidBeonc KAnpovopouvTal

Adult Onset
Diabetes

* [1epIBaAAOVTIKOI TTAPAYOVTEC £TTNPEACOUV TNV
gEM@AVION TNG VOOOU (TT.X. OIOTPOYPN) Genetic Component [

Environmental Component




[ EVETIKEC OOUEC

KUTTapa yovidia
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Chromosomal organization of haploid and diploid organisms

Haploid (N)

One copy of genetic
material subdivided
into chromosomes

] 0

Three nonhomologous
chromosomes

Peter J. Russell, iGenetics: Copyright © Pearson Education, Inc., publishing as Benjamin Cummings.

)

Diploid (2N)

Two copies of genetic
material subdivided
into chromosomes

r‘!

N

0

Three pairs of homo-
logous chromosomes



AvOpwTTIVa XpWHOOWHATA
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T1 €ival yovidlo”?

Ta yovidia gival Tunuata DNA 1Tou £€xouv AsITOUPYIKO POAO OTO
KUTTAPO KalI €ival uttelluva yia TNV KANPOVOUIKOTNTA TWV
XOPAKTNPWV



T1 gival yovidio?

- To DNA T1TepIEXEI TV TTANPOPOPIA YIa TNV TTAPAYWYN TWV
YOVIOIAKWY TTPOIOVTWYV (TTPWTEIVEG)

DNA --> RNA --> TTpwTEivn

Protein coding region
Regulatory region .

DNA |

o J
Y

GENE




The Central Dogma




To DNA €ival TTOKETAPIOUEVO JE
TTPWTEIVEC OTA XPWHOCWUATA

eTa xpwUoowWMATA EPPAvVICOVTAl OTOV TTUPNVA TOU
KUTTAPOU

oTa dITAo€IdN (wa (2n) £xouv dUO ouOAoya avTiypaga
KABE XPWHUOOWMPATOC

e H yiTwon KAl N HEiWoN ETITPETTOUV TN CUCTNMATIKN
LUETAPOPA TWV XPWHUOCWHUATWY ATTO TTATPIKA (MNTPIKA) O€
BuyaTtpikd KUTTAPO



To (euyQpwua TwWV BACEWY TOU
DNA emTpETTEl TNV
uBpi1doTtroinon €IdIKA
OXEOIAOMEVWV
OAlYOVOUKAEOTIOIWV

( probes) Ye TIC AVTIOTOIXEC
aAAnAouxiec yevwuikou DNA.

Av 10 probe gival onuaouévo, n
uBp1d0oTTOINON UTTOPEI Va
OTITIKOTTOINOEI.

(@)




Stains and DNA intercalating agents can be used to visualize DNA

Human (Giemsa stain) C. elegans (DAPI stain)



DNA:DNA hybridization in cells can identify the chromosomal
Location of a particular gene
(Fluorescent in situ hybridization - FISH)




Stains and DNA intercalating agents can be used to visualize DNA
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Gel electrophoresis



Stains and DNA intercalating agents can be used to visualize DNA
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A Southern blot uses nucleic acid hybridization to identify DNAs.

- Separate DNA on gel
- Transfer to membrane
- Hybridize with probe
- Detect probe

" L GlBEA



DUAETIKA XpWUOCWUATA KAl
KAnpovouikoTnTad
* [1oAAG yovidia uTTadpXouVv JOvo OTOo X ) HOVO OTO Y XPWHOOWHO

* YTTOAEITTOpEVA YoVidla aTo X gugpavifovTal oav ETTIKPATA O€
APOEVIKA AToua (OEV UTTAPXEI UYIEC QAANAOUOPYO)
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AvevepyoTroinon Tou X

* To xpwHoowpa X £xel TTOAAG TTEPICOOTEPA YoVvidla aTro 10 Y
* Ta ONAUKAG atopa oTov AvBpwTTo £XOUV dUOo X

»Eva atro 1a duo X TTPETTEI VO QVEVEPYOTTOINBEI yia va
QVTIOTABUIOTEI N dOON TWV YOVIOiwV

Ta avevepyd X OUOTTEIPWVOVTAI O€ H avevepyotroinon Tou
cwuartia Barr evog X gival Tuxaia

SwuaTia Barr og BnAukd Ta 8nAuka atopa eivan
KUTTapQ Hwoaika



MeTaAAagn

* H yet@AAagn cival pia aAAayn otnv aAAnAouyxia tou DNA

« MeTaGAAOgN pTTOPEI VO CUMPET E€aITiaC:

* BAGBNG Tou DNA atré repIBaAAOVTIKOUG ) XNMIKOUG
TTapayovTeg (1r.x. UV)

* [EVETIKWV QAIVOUEVWV (TT.X. AvOOUVOUACHUOG)



MeTaAAacn uiac Baong
MetaAAayEg TTou aAAalouy pia pyovo Baon:

* H aktivooAia UV utropei va TrpokaAéoel diyepr) Bupivng, Ta
OTTOIO JTTOPEI VA TTPOKAAEOOUV EAAEIYEIC piag BAaong KaTa

Tnv GVTIYpa(pr’] Helix containing thymine dimer
* O1 HEBUAIWMEVEG Py M
KUTOOIVEC NTTOPOUV va L

G-ITG IJ |VU.)eO [’JV 08 e U IJ I’Vgg £-methyleviosine thymine

* O1 eTTavaoAauBavoueveg

aAAnAouxiec ytropei va _ maHca ol oelr s
TTPOKOAECOUV EAAEIYEIS 1 — GTGH ate er
@T/

evleoelc (deletions —
insertions)



MeTAAAaCN o€ yovIOIaKO ETTITTEDO

AAN\ayeEC TToU eTTNPEAlouV £va OAOKANPO YoVvidIo:

» AITTAACIACUOG YOVIOIWV PTTOPEI va TTPOKUYEI ATTO AVICO
eMXIQONO (avion avraAAayry DNA avaueoca ota
XPWHOOWHATA)

Hy A Ha
.
X
18 —
R. A H




MeTaAAagN o€ ETTITTEOO XPWUOTWHATWYV
AANQYEC TTOU €TTNPEACOUV £va TUAMA 1N Eva OAOKANPO XpWHOCWA:

+Deletion
J

26 26
25 25
p 24
(a) ;
12
S
1B
11.
D I t. )
| 1z
2z
£2
v
22
23
24
25
261
26.2 S
26.3
27
28
» @
7 15 Normal Inverted 3
p 1 14 1
p 1 14 - .
s ; nversion
12 12
1 1.1
1.1 n
1n.2 12
12 1 1 .
13
g L 14
14 29
15 2
2 o N
q 2 23 al
q 22 ”e 51
2 2 o3 25 Translocation 11
Neormal 11
—3 —31 C
: opy number
3 3 ¥

Translocation

changes

Normal 5 Translocation 5



PaivoTuTToC Kal YOVOTUTTOC

o QaIvoTuTroC = N euPAvion evoc opyaviouou (Ta
XOPAKTNPIOTIKA TTOU EK@palovTal)

e ['ovoTuTroC = H YEVETIK) oUOTAON EVOGC OPYAVIOHOU N
OTTOIO CUMMETEXEI TN dNMIoUPYia EVOC PAIVOTUTIOU. ..



[TaBoyoveg HETAAAACEIC

O1 HETAAANACEIC UTTOPEI VA TTPOKAAECOUV VOO UATA:

H aAAayr) evog apivoZéog
oTNV AIJOC@AIPIVN
TTPOKOAEI

OPETTAVOKUTTAPIKNA avaipia To ouvSpouo Down (p
TTPOKOAEITaI ATTO £Eva
ETTITTAEOV QvTiypagpo @ - 080
TOU XpWHUOOWwMaToG 21
O kapkivog gugavideTal oTav
AOYW PETAANACEWY TA KUTTAPA
dlaIpOUVTaAl AVECEAYKTA



Q@EANIPNEC METAAANALEIC

O1 aAAayéc Tou DNA utropei va gival WQEAIUEC:

* ANayec otnv aAAnAouyia Ttou DNA ota popia trou
avayvwpifouv BaKTpIa UTTOPEI va TTPOCTATEUOUV ATTO

ACOEVEIEG

« 'Eva dirAaoiaopévo yovidio utropei va ecehixBei o€ Eva veo
yovidlo



MeTaAAQCN Kal ecEAIEN

H petrdAAagn dev gival ravTta Kakn!

« XWPIic METAAAOCN

— £vac TTANBUoPOC dev utTopEl va aAAAGEEl kKal va
TTPOOOPUOCTEI O€ KAIVOUPIEC OUVONKEC

* Tuxaiec aAhayec Tou DNA
—— TTAEOVEKTIKEC AAAQYEC OTOV PAIVOTUTTO
— (UOIKN ETTIAOYN

— €CENICN evOC TTANBuouOU



[TOAUPOPPIOUOC = TTOIKIAOTNTA

* H mTapouacdia pualoAoyikwyv TTapaAlaywyv Tou DNA
(variation) o€ Evav TTANBUCUOG opyavIOUWY




["eveTiKN TTANBUC WYV

[1o10 ETTITTEDO TTOIKIAOTNTAG TTAPATNPEITAI OTOUC
TTANBuououc?

[Tw¢ e€eAicoovTal 01 opyavioPoi Kal oI TTANBUCHOI?

[Tw¢ peTaBAAAOVTAl OI CUXVOTNTEC TWV AGAANAOUOPPWYV
LUE TO XPOVO?

[Tw¢ ptTopei va €€nynOei N METAPBOAN OTIC CUXVOTNTEC TWV
aAANAOUOPPWV?



O1 duvapeic TG €€EAIENG

MeTaAAaZN: KANPOVOUOUMPEVEG OAAQYEC OTO YEVETIKO
UAIKO

AvaouvOuaouOG: avTaAAayn YEVETIKOU UAIKOU

ETrIAoyn: uTTEPIOXUON TTAEOVEKTIKWY CUVOUAC WV
YOVIOiWV

Tuxaia yeyovoral!



Comparative sequence analysis

1,000 M yr

VALV-VVLVWV

VVVVVVVLVV VVLY--VLVI

VVVVVVVWWWVY VAVV-VVLVK

Sequence similarity =~ Functional similarity
Phil Hieter



Biology

Emidpaon Tng MNeveTikng o€ TTOAAATTAOUG XWPOUG TNG
avBpwTTivng 0paoTnPIOTNTAG



loTopia TNG MNEVETIKAG

H e@appoyr 1nNG ['EVETIKAG CUMTTITITEI OXEOOV UE TNV EUPAVION
TOU avOpwTrou

EmAoyr) utwyv yia KAAUTEPN TTapaywyn TTPOIOVTWY

*Ktnvotpogia

EcnuEpwon Cwwv — (TT.X. PATOEC OKUAIWV)



Api1oTOTEANG, 4°S aiwvag Tr.X.

*O TTPWTOC TTOU TTEPIEYPAYE TN dNUIOUPYIa €VOG VEOU ATOUOU ATTO TN
guveupeon avopa Kal Yuvaikag

(TO EMPBPUO oxnuaTiCeTal OTav TO AiPa TOU AvOpa BEPUAiVEl TO AiPa TNG
EMMNVOPUONG TNG YUVAIKAG)

[1pdT1eIve TNV TIBAVOTNTA TNG ETTIVEVECNC EVAVTI TOU TTPOCXNMATICHOU



Emiyéveon MpooxnuaTiopdg

O opyaviouog dev eival MpoUTrdpxel éva PIKPO
OXNHATIGHEVOG ApXIKaA OTO TTAPEC OV TO OTTOIO ATTAG
YOVIUOTIOINUEVO AUYO OAAG QUEGVETAI OF pEyEBOC.

oxnMarieTal uETQ ATTo
TTOAUTTAOKEG AAAQYEG, HECQ ATTO
TIG OIadIKACOIEG TNG AVATITUENG KA

NG EPBpPUOyEvVEDNG,

homunculus ]
Havtenslar 1RG04



AAANa N [eVETIKN EYIVE QPXIKA YVWAOTH
ue Tov AapRivo (1809-1882)

-ANUOCIEVOE TNV «TTPOEAEUCN TWV
eldwv» (Origin of species, 1859) uia
ATTO TIG TTI0O ONMUAVTIKEG EPYQATIEC TTOU
ONUOCIEUTNKAV TTOTE

-Aev gixe BERala 10€a, TTWC
KAnpovououvTav ol aAAayYEC aTTO
TOUG YOVEIC OTOUG ATTOYOVOUG TOUG




Mendel (1822-1884)

*MeAETNOE TNV KANPOVOUIKOTNTA OTA UTTICEAIQ
— oXedIA0E TA TTPWTA TTEIPANATA YEVETIKNG

* TTPOTEIVE OTI Ol YEVETIKOI TTAPAYOVTEG
KAnpovopouvTal JE oTATIOTIKA TTPORBAEWINO
TPOTTO

*H douAeid Tou dev avayvwpioTNKeE PEXPI TA
1900, otav «gava-avakaAuponkav» ol VOUOI
Tou Mendel

Apxég Tou 20°V aiwva
*AvakaAUTITOVTAI TO XPWHOCWHATA

*O T.H. Morgan traipvel Nobel yia n
XPWHOOCWHMIKI Bewpia TNG KANPOVOMUIKOTNTAC
(1933)

‘FevviETal N oUyxpovn £MOTAKN TNG MEVETIKAG




Detailed Timeline of the History of Genetics

1858 Charles Darwin/Alfred Russel Wallace Jomnt announcement
of the theory of natural selection-that members of a population who
are better adapted to the environment survive and pass on their traits.

1839 Charles Darwin Published The Ongin of Species.

1866 Gregor Mendel Published the results of his investigations of
the inhentance of "factors” in pea plants.

1900 Carl Correns Hugo de Vries Erich von Tschermak Mendel's
/' principles were mdependently discovered and venified, marking the

beginning of modern genetics.



1909 Wilhelm Johannsen comed the terms 'gene’ to describe the
/' carrier of heredity; 'genotype’ to describe the genetic constitution

of an organism; and 'phenotype’ to describe the actual organism,

1910 Thomas Hunt Morgan Proposed a theory of sex-linked
/ inheritance for the first mutation discovered in the frt fly.
Drosophila, = white eve. This was followed by the gene theory,

including the principle of linkage.

1927 Hermann J. Muller Used X-rays to cause artificial gene
mutations in Drosophila.

/' 1928 Fred Griffith Proposed that some unknown "principle” had
transformed the harmless R strain of Diplococcus to the virulent 5
straif.

1931 Harriet B. Creighton, Barbara McClintock Demonstrated

the cytological proof for crossing-over in maize.



\
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1944 Oswald Avery, Colin MacLeod, Maclyn McCarty
Reported that thev had purified the transforming principle in
Griffith's experiment and that 1t was DNA.

late 1940z Barbara McClintock Developed the hypothesis of
transposable elements to explain colour variations in corn.

1950 Erwin Chargaff Discovered a one-to-one ratio of adenine to
thymine and guanine to cytosine i DNA samples from a variety of
Organisms.

1951 Rosalind Franklin Obtained sharp X-rav diffraction
photographs of DNA.

1952 Martha Chase, Alfred Hershey Used phages 1n which the
protem was labeled with 335 and the DNA with 3P for the final
proof that DNA 1s the molecule of heredity.

1953 Francis Crick, James Watson Solved the three-dimensional
structure of the DNA molecule.



1958 Matthew Meselson, Frank Stahl Used isotopes of mtrogen to
prove the semi-conservative replication of DNA.

1966 Marshall Nirenberg, H. Gobind Khorana Lad teams that
cracked the genetic code- that triplet mENA codons specify each of
the twenty amino acids.

1970 Hamilton Smith, Kent Wilcox Isolated the first restriction
enzyme. HindIl. that could cut DNA molecules within specific
recognition sites. [heginnings of molecular hiology}

1972 Paul Berg, Herb Boyer Produced the first recombinant DNA
molecules.

1973 Joseph Sambrook Led the team at Cold Spring Harbor
Laboratory that refined DINA electrophoresis by using agarose gel
and stamning with ethidium bromide.

1973 Annie Chang, Stanley Cohen Showed that a recombinant
DNA molecule can be maintained and replicated in E. colw.



1975 International meeting at Asilomar, California urged the adoption
of gmdelines regulating recombimnant DNA expenimentation. (first time
peaple started to worry about the potential dangers of this
technology)

1977 Fred Sau%er Developed the chain termination (dideoxy) method
for sequencing DNA.

1977 The first genetic engineening company ((Genentech) 1s founded.
using recombinant DINA methods to make medically important drugs.

1978 Somatostatin became the first human hormone produced using
recombinant DNA technology.

1981 Three independent research teams announced the discovery of
human oncogenes (cancer genes).

1985 Kary B. Mullis Published a paper describing the polyvmerase
chain reaction (PCE)), the most sensitive assav for DNA vet devised.



\\\

1988 The Human Genome Project began with the goal of deternuning
the entire sequence of DNA composing human chromosomes.

1989 Alec Jeffreys Comed the term DNA fingerprinting and was the
first to use DNA polymorphisms in paternity. immigration. and murder
cases.

1990 First gene replacement therapy-T cells of a four-year old girl
were exposed outside of her body to retroviruses contaimng an ENA
copy of a normal ADA gene. This allowed her immune system to begin
functioning.

1993  FlavrSavr tomatoes, genetically engineered for longer shelf life,
were marketed.

1997 Dollv cloned

2003 Human genome sequencing completed (2 vears ahead of schedule)



Human Genome Project
2 KOTTOC:

[TpoodI0pICUOC TG aAANAoUXIAC TOU
avOPWTTIVOU YOVIOIWMNATOG.

[TpOBANuQ:

To avBpwTTIVO YOVIOIWHO
gival TTOAU ueyaAo!

3 OIOEKATOUMUPIO BACEIC



Genome Sequencing

Genome: 3 Gb
<
Cut genome into large pieces
Clone into BACs: 100 kb
l Order based on sequence features (markers) = mapping
l Cut again Assemble entire sequence

!
Assemble \

each BAC

- § Sequence

TAAAACATTTTAAAAGCTAGTACCCAGTACCTTCTAGT
150 160 170 1




1ﬂm'CompIetion of the

genome

“Working Draft” —1 T

80

Completion expected
April 2003

Human

% Completion

1990

1991
1992
1993
1994
1995
1996
1997
1998
1999

“Complete”

40 Sequence

2000
2001
2002
2003
2004
2005



T1 onuaivel n aAAnAouyia”?

TCACAATTTAGACATCTAGTCTTCCACTTAAGCATATTTAGATTGTTTCCAGTTTTCAGCTTTTATGACTAAATCTTCTAAAATTGTTTTTCCCTAAATGTATATTTTAATTTGTCTCAGGAGTAGAATTTCTGAGTCATAAAGCGGT
CATATGTATAAATTTTAGGTGCCTCATAGCTCTTCAAATAGTCATCCCATTTTATACATCCAGGCAATATATGAGAGTTCTTGGTGCTCCACATCTTAGCTAGGATTTGATGTCAACCAGTCTCTTTAATTTAGATATTCTAGTACAT
ACAAAATAATACCTCAGTGTAACCTCTGTTTGTATTTCCCTTGATTAACTGATGCTGAGCACATCTTCATGTGCTTATTGACCATTAATTAGTCTTATTTGTTAAATGTCTCAAATATTTTATACAGTTTTACATTGTGTTATTCATT
TTTTAAAAAATTCATTTTAGGTTATATGTATGTGTGTGTCAAAGTGTGTGTACATCTATTTGATATATGTATGTCTATATATTCTGGATACCATCTCTGTTTCATGCATTGCATATATATTTGCCTATTTAGTGGTTTATCTTTTCAT
TTTCTTTTGGTATCTTTTCATTAGAAATGTTATTTATTTTGAGTAAGTAACATTTAATATATTCTGTAACATTTAATGAATCATTTTATGTTATGTTTAGTATTAAATTTCTGAAAACATTCTATGTATTCTACTAGAATTGTCATAA
TTTTATCTTTTATATACATTGATATTTTTATGTCAAATATGTAGGTATGTGATATTATGCACATGGTTTTAATTCAGTTAATTGTTCTTCCAGATGTTTGTACCATTCCAACATCATTTAAATCATTAAATGAAAAGCCTTTCCTTAC
TAGCTAGCCAGCTTTGAAAATCCATTCATAGGGTTTGTGTTAATATATTTTTGTTCTTTTTTTTCCTTTCTACTGATCTCTTTATATTAATACCTACTGTGGCTTTATATGAAGTCATGGAATAATACGTAGTAAGCCCTCTAACACT
GTTCTGTTACTGTTGTTATTGTTTTCTCAGGGTACTTTGAAATATTCGAGATTTTATTATTTTTTAGTAGCCTAGATTTCAAGATTGTTTTGACGATCAATTTTTGAATCAATTGTCAATATTTTTAGTAATAAAATGATGATTTTTG
ATTGGAAATACATTAAATCTATAAGCCAAATTGGAGATTATTGATATATTAACAAAAATGAGTTTTCCAGTCCATGAATGTATGCACATTATAAAATTCATTCTTAAGTATGTCATTTTTTAAGTTTTAGTTTCAGCAGTATATGTTT
GTTACATAGGTAAACTCCTGTCATGGGGGTTAGTTGTACAGGTTATTTTATCATCCAGGCATAAAGCCCAGTACCCAGTAGTTATCTTTTCTGCTCCTCTCCCTCCTGTCACCCTCCACTCTCAAGTAGACCCCAGTTTCTGTTGTTC
TCTTCTTTGCATTAATGACTTCTCATCATTTAGATTGCACTTGTAAGTGAGAACAGGACGTATGTGGTTTTCTACTCCTGTGTTAGTTTGCTAAGGATAACCACCTCCATCTCCATCCATGTTCCCACAAAAGACATGATCTCCTTTT
TTATGGCTGCATATTATTCCATGGTATATATGTACCACATTTTCTTTATCCAATCTGTCATTGATGGACATTTAGGTTGTTTCCACATCATTGCCGTTGTAAATACTGCTGCAGTGAATATTCGTGTGTATGTCTTTATGGTAGAATG
ATTTATATTCCTCTGGGTATATTTCCAAGTAATGGGATGGTTGGGTCAAATGGTAATTCTGCTTTTAGCTTTTTGAGGAATTGCCATATTGCCTTTCACAACGGTTGAACTAATTTATACTCCCAAGAGTGTATAAGTTGTTCCTTTT
TCTCTGCAACCTCGACATCACCTGTTATTTATGACTTTTATATAATAGCCATTCTGCTGGTCTGAGATGGTATCTCATTATGATTTTGATTTGCATTTCTCTAATGCTCAGTGATATTGAGCTTGGCTGCATATATGTCTTCTTTTAA
AAATATCTGTTCATGTCCTTTGCCTAATTTATAACGGGGTTGTTTGTTTTTCTCTTGTAAATTTGTTTAAGTTCCTTATAGATTCTAGGTATTAAACCTTTTTTCAGAGGCGTGGCTTGCAAATATTTTCTCCCATTCTATAGGTTGT
CTGTTTATTCTGTTGATAGTTTCCCTTGCTGTGCAGAAGCTCTTAACTTTAATTAGATCCGACTTGTCAATTTTTGCTTTGGTCGCAATTGCTTTTGATGTTATTGTCGTGAAATCTTTGCTAGTTCTTAGGTCCAGGATGATATTGC
CCAAGTTGTCTTCCAGGGCTTTTATAATTTTGGATTTTACATTTAAGTCTTAATATATTTATTAAATTTGTTAGGGTTTCAGGATACAAGGACAATATAGCAGCAAACAATGTAAAAGTAAAATCTGAAAAATAATAGAAAACAGTTT
AATTGAACACTTTACCATTATGTAATGCCCTTCTTTGTCTTTCCTGATCTTTGTTGGTTTGAAGTTCAAAAAAGACAAACTTAATGGTACAATAGGTATTGTAGATTTCAGGACTTTCTGTATAAAATATTTTGTATATATGAATAGA
TCATTTTTTATTTCCAGTCTTTAAACATTTTCTTAACATTTTCTTCTATTGCTTCACTTCACTCGCTAGGACCATCAGGACAGTGTTGAACAGAAATTGTCAGACTGATCATCACAACTTTTTCTAGATTTTAGAAGGAAATTTTTCT
TTATTTCAACATAAAGCAGCATGTTAATGCCAAGTTTTAATATGTGTTATCAGATTGAAATTTTTTTGTATATTTCTACATTACCAAGAATTTTTAGCAAGAGTTTTTGTTGAGTTTTAATTTAAAAATCATTTGTTAATTTCATCTG
ATTTTTTTATTTCTCTTTTTACCTTAAGAGATTAAACTGACTACAGATTGAATATAAACAAACAAACAAACAAACAAAAACTCTAAAATGCTGTGGATCAACACCACTTAGTAATTTGTATACTTGGATTCAATTTGCTGAAATTTTG
TTAGACATTTTTGCGTCGATATTTATGAGGGATGTTGATCTGTAAAAGTATTAAAATGCCTTTGACAGATTTTGATAGCAGTGTTATTCTGGCCTAATAAATCAAACTGAGGTATGATCCTTCCTTTTCTATTTCTTAATAGCATTTT
TAAAATTGGTGGTTTTTTCCTTCCTTAGTGAAATTTACCAGCAAAGTAACAGGCCTTATATTTCTCTTGTGGAAATATTTTAATTTCAAATTAATGGTATTTTGTTCTTGTAGGGTGGTAATTTTCTCTGTGTTTGGTCTTAATGGAC
TCTTAGCTGATCACCCAGTTACTCAGCGAGGTCTCTTCACTCTGGAAGAGCTGGAACTCCAGTGTGTTTTAGTGCAGCATGACCACGGGTATTACCGTTCAACATTTAGGCTTTATCAGTGATAACTATTTGTCCTCATGGAGTTTTT
GCCGCTGGGCCTACACAGTTTAGGCTTCAGCTTAGAACACATAATGAATTCTTATGCAGATTTCTGCCCACCTTTGACCTTTCATGATTTCCTCTTCTTGGGTAAGCTGCCTTATTAATCTGATACACTTCAGCAGTCCAGAACTACA
CTCTTTCCCTTCTCTGCTCTTGGAGATGACTCTTTTGTCTGAGATTCACTTTGCTGTGCTGAAAAAGAAAAGTGCTTCAAGGAAGATACCAAGGAAAATCACAGGGCTCATTTATGTATTTCTCTTCTTTCAAGGACTACAGCTTTGT
GTTGCCTATGTTCAATTTCTGAAAATAATTAGAGCATATATACTCTGTGTGAGAAGGCAAATCCAGACAGTTAGTTTGTATGACTAGAAGCAGAAGTCTACATGGAGAATTTTACTTAACTGTGTTATAGTTTCTTTAATTATTTCAA
GAGTATGTTTAATGTTCCACAGATCTCATTCTATAAATCTTTATCATCTTAGAGCTCTGATACTATTTAGAATTACTATTCCTTCAAATAAGAGATTAGAAACAGGGTTATATTTGGGGTAGGTTGACTTACTTTTCTGGGAACCAAA
GCATATTAAATTGACCAGTTTTAACACACTTCTATGTATGCACAAAGATATATATTTACATTCTGCAAAATCATTCTTTCCTTTTTGAATTTGAAAAGGATCTTTGGTATACAGATATTCAATAGCCAGCCTGAAGATTCATTTGAAT
TCATTTAATGTTTAGATTCACTACATGAAATGATCCAGAAGAGAGTACTCAAATATAAGTATCTATAACGATGGAAATATACATCTCCACTGCCCAAGATGGTAGTCATGAGTCAATATTGATCATGTGAGACGTGGCAAGTGTTACT
CAGGGTCTCAATATTTAAATGTATTAAGCTTTAATTAATGTAAATTTGAATTTAGCAAAACATGTATAGCTTGTGGTTACTGTTTTATTCAGTGCCAATATAGAACATTTCCATGATTACAGAAAGTTATCTTAGAATACTCAGTTCT
GGACTATTTTATCTGGCTAAATTAAATGTTAAAATATTACAAATTCATCTTCAGGCTGGCTGTTGAATATTTTTATAGCAAAAGTCATTTATAAATTTAAAACTCAAATAATTATCTTTTTCAATATGTAAAATATGTCTTTACATAT
TCTACTCCCTTCTTACATACATATTCTGATGTAACATAGGTATTCTCTTATTCATGCACACTGAAATGACAACATAAATAATTTTACTAAGTGTCACCATATAAAAAACTTTGAACAAAATCAGATTATATCACTGTGGATATTTCTA
TTTTGAACTAACTTAGATGATAATTTTAATCTATATCCTAGATGAACTTTAAATCAATAAAATCTCTCAATGGTGTTATAAATCTCAAGCCATTAGCCACTGATTATCCCATTTTTATTCTTTTCATATTAATTTTATTGCCATGTAT
GAATGCTGTAGCATCCATGTTTAAATACTAGTTAACAAAATGCACTGGCATCAGATACAATAAGGATGAAATGAGATATAATTAGGACTCTGGTAACACACATAAAATTGGAAAGATACCCTGAAATTCAAGCCAAGAAGATATTTAT
CCAGCTTATTTTATTTTGAGACAGAGTCTTGCTCTCTCACTCAGGCTGGAGTGCAGTGGACCATTCTAGGCTCGCTCCAACCTCTGTCTCCCAAATTGAAGTAATTCTCGTGCCTCAATCTCCCGAGTAGCTGGGATTACAGGCATGT
GTCACCAAGCCTGGCTGATTTTTGTAGTTTTAGTAGAGACGGGGTTTCACCATGATGGCCAGGCTGGTCTTGAACTCCTGGCCTCAAGTGACTGGAACACCTCGGCCTCCTAAAGTGCTGGGATTACAGACGAGAGCCACTGAACAGC
TTTGATCCAACTTATTTGGATGAATGAGTTACATATTTTACATTAAATCTGTTATTGTGATAATTCTTCATGTTATTTTCCATGTATAGATTTATATATAATGTAATTTTAATTTTTTTTCACCGGAGAGTATAAACAACAATTATTT
TATAAACAGGATAATAAAAATAAGACAAAAATTGTTGAAATGTCTTCATTTGACTACTAACTTTTTACATGTTTGTTACTTTGAAGCTGTTATCAATACTTGTGATGTATTACAATTAAGTAAAGATTTAAAGATGCCATTTTTAACT
TATTATGACACAAAGTCTATAAATTCTTATATTTTGAGATTTGTATTTAAATAACTTGTGAAATTTAATTTTAAAATAAAATTTCTTCTATGGATTGGTCTTCAATCGAGGCATAAAAAGGAATATAACAGTGTGGCACTATAACTTC
TATATTGAATTTCTATATTATTTAACACAATTATAATTTTGCTAATGAATTGTAATGTTTTTAAAAAGCTAGGTGAATTTTATTAAATTCATTACATGGCGATAACACAGAGAAAACATTTTGGGGATTCTTTTAAAATGGTATGTAC
AAAAGCTTAAAAGTTGTTATGTAGTGGCAGAGATAAAAAAGTAAAACAAAAAAAAGCTTAAAAGTTTGCTTTACTATTTATAGGCTCATAAGTGTAAGTGTGCCAGAAAATGAAAAAGAAAGGAGAGAAATTATAAATAACTGTGTGG
AAAACACAGATAAAGCATAAAGATAGAATATAAAGATAGAAGCATTTTAATATGAGGCAGTGATGGCTTTTTGAAGAATCCCAACTAAGGACCTACTTTTAGTTAATAAATAATATGTTTCTAATCCCTATATTGTCCACAGCAACCT
TTTTAGGACATGGAGCAGTGACTATGAGTGCCAGAAGGCAAGAGTAGAAGCAATTGTAAAATCATGAACACTAGTTTGTAAAATCCTCACTGAGATATAATATCTGTTTGCCTCTACCTTAGAATTATTAATGTCTTGAGGGCTGGGA
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[[OVIOIWMPATIKA KOl avOPWTTIVO YOVIOIiWHO

[EVETIKI: MEAETN OTO ETTITTEOO PUENOVWUEVWY YOVIOIWV
* T1 AeiIToupyia €xel €va yovidio?
o [161€ ekppAleTan?
* Mg 11 aAANAETIOPAG?
* Etc.

[[oVIOIWMPATIKN: ['EVETIKA OTO ETTITTIEO0 TOU YOVIOIWUATOC
* [Toid €ival n doun Tou yovidIwPaToG?
« 2€ TTO0A aVTiypaPa epPavifeTal To KABE yovidio?
o [161€ ekppAleTal Ta diA@opa yovidia?
« T1 Aeitoupyia €xouv Kal TTWS AAANAETTIOPOUV PETAEU TOUG?
* TI OMOIOTNTEG €XOUV TA YOVidIa EVOC OpYaVIOHOU HE Evav AAAO?
* Etc.
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Model organisms

Sequenced / in progress:

Mouse
3,000,000,000
base pairs

Human
3,000,000,000

base pairs Round Worm
100,000,000
base pairs
_ Fruit Fly Yeast
LS 160,000,000 12,500,000
' " base pairs base pairs
=
E. coli
5,000,000

base pairs

Phil Hieter
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oTnNV @POovTida

— [EVETIKN TTOIKINOTNTA

* ONAAOTIKA

— [lovrTiki
— Apoupaiog

* Mn BnAaoTIKA YoVTEAQ

— Saccharomyces cerevisiae (baking yeast)

— Drosophila melanogaster (fruit fly)

— Caenorhabditis elegans (a nematode worm)
— Danio rerio (zebrafish)

— Arabidopsis thaliana (weed in mustard family)



Image source: Y. Shibata & S. Takagi BodyFIG1B
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Nacre mutation

nac



vestigial



Homeotic mutations, such
as Antennapedia, cause a misplacement of structures. These two

scanning electron micrographs show fly heads. On the left is a
wildtype fly. On the right is a fly with the dominant Antennapedia
mutation - and legs where the antennae should be!

Photographs by F. R. Turner, Indiana University
from ZYGOTE
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GENETIC DATABASES:
-www.ncbi.nlm.nih.gov

-ENTREZ - gene, nucleotide and protein
sequences

-BLAST - sequence comparisons

-PUBMED - literature search

-OMIM (Online Mendelian Inheritance in Man) —
human genes and disorders
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