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AdeLeg Xpnong

* To mapov eKMOULOEUTIKO UALKO UTIOKELTOL OE AOELEG
xpnong Creative Commons.

e [a eKTIALOEVTLIKO UALKO, OTIWC ELKOVEC, TTOU UTIOKELTOL

o€ aAAov tumou adeloc xpnone, n adela xpnong
avadEpPETAL PNTWC.
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Xpnuatodotnon

e To mopov eKMALSEVUTLKO UALKO €XEL avamtuxOel ota mAalola
Tou ekmatdevtikol £pyou tou dtdaokovta.

* To €pyo «Avoikta Wndraka Madnpata oto Naveniotquo
Avtikng Makedovioc» £xeL xpnUatodoTnOEL HOVO TN
avadlapopPpwaon tou ekmatdeutikol VALKOU.

* To €pyo uhomoleital oto mAaiolo Tov Emxelpnolakou
Mpoypappoatog «Ekmaidbevon kat Ao Biov Mabnon» kot
ocuyxpnuotodoteitol amo tnv Evpwmnaikn Evwon
(Evpwraiko Kowwwviko Tapelo) ko amo €Bvikou ¢ mopouc.

@AMMH k/—“ AIA BIOY MAéHiH — Ez nA
L EE=] < [ npévpopyo yo v ovimuta

YNOYPTEIO AIAEIAL KA IPHEKEYMATAQON

Evpwmaikn ‘Evwon
Evpwnaiké Kowwviké Tapeio

Me tn ouyxpnuatodérnon tng EAAadag kat ¢ Evpwnaikrg Evwong

Kf,“ ™
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2 KOTTOC TOU potOnuatoc

e JUykplon aAAnAouxwwv (DNA, RNA, proteins) kata {(guyn.

* Boolkeg mpatelc petaoxnuatiopou aAAnAouvyiwv (EvBeon
Awaypadn Avtikataotoon).

e Jtoixton aAAnAouxLwV HE KEVA.

e OAWKN KoL TOTILKA oTolyLon.

e Juotnpata Babuovounoncg yio cuykplton DNA kal
MPWTIEIVWV.

* AVTLKOTOOTAOELC OULVOEEWV.

* [livakec avtikataotaonc PAM.

I MavemoTiuio AuTtikig Makedoviag



[MIVAKEC AVTLKATAOTOONC
OTITIKN oUYKpLon aAAnAouxLwv

Zogia MtréAAou, sbellou@uowm.gr

Neo e
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[Meploodtepa atrod 400 yovidiwuara
EXOUV QTTOKPUTITOYPa@NOEi TTARPWC
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2UyKpLon aAAnAovyilwv
(DNA, RNA, proteins)

* Epwtnon: Zxetilovtal Suo aAAnAouyieg;

* Mé£B060¢: 2Uykplon Twv SUo aAAnAouxLwy Ko €aywyn
OUUTTEPACLOTOC EAV ELVAL TTOPOOLEC.

* MNapadewypa 1: MNapya & Mpaya.
* Mapadeypa 2: pear & tear.

 MeyaAn oporotnta HeTaéL TwV Aé€swv, aAla
SLaPOPETIKEG EVVOLEC.

I MavemoTrApio AuTikng Makedoviag



[Tl cuykplon aAAnAouxLlwy;;;

e JUMTEpAOHATA VLo AELTOUpPYLO EVOG YoViISiov (pioc nmpwTteivnc):

— Otav dVo yovidla £xouv HEYAAO TTOOOOTO OUOLOTNTOC, TOTE TBava
KwOLKOTIOLOUV TIPWTELVEC UE TTapopoLa AELTou pyia.

e JUUEPAOCUOTO YLOL ONLOVTLKEC TIEPLOXEC OTNV aAAnAouyia
yoviSiwv/mpwteivwv.

— Otov NPWTEIVEC LE CUYKEKPLUEVO XOPOKTNPLOTLKO polpalovTal KoL)
TEPLOXN, TOTE QUTN N Kol TtepLoxn elval mBava utevBuvn yLo To
OUYKEKPLUEVO XOPOLKTNPLOTLKO.

e JUuMTEPAOMOTA YO TNV EEEAEYKTLKN amootaon METAEL 3 eldwv.

— Otav n aAAnAovuyia plac mpwteivng eivat oxedov n idla petav
2 eldwv (movtikl kot apoupaioc), TOTe Ta 16N auTa elvol
«KOVTO».

\/ ; MavemoTrApio AuTikng Makedoviag



DNA Sequence Comparison:
First Success Story

* H eupeon opoloTATWY LE yovidla yWwWOTNG
AELToupyLaC ElVal EVAC TPOTIOC VAL EEAYOUE
CUUTTEPACHLATA VLo TN AELTOUPYLA EVOC VEOU
QVOYVWPLOUEVOU YOVLOLOU.

* Napadewypa (1): To 1984 o Russell Doolittle
(Boxnuikog, H.M.A.) KoL oL GUVEPYATEC TOU
BpnKkov opoLoTNTEC LETAEL EVOC OYVWOTOU
yovidiov mou gpdaviletal o€ TOAAOUC TUTTOUC
KOPKLVOU Kol Tou «puctoloyilkoU» yovidlou Tou
avéntikou mapayovta PDGF.

RN MavemoTrApio AuTikng Makedoviag



MNapadeypa 2:
Kvotikn tvwon (Cystic Fibrosis)

* H kvotikn ivwon sivat pio mabnon
™NC Aeukng GUARC TTou eTLPEPEL TO BAvaTto
o€ veapn nAtia.

* KUplo xapaKtnploTko TG vOoou ival n:

— mopaywyn wWlaitepa mMUKVAG BAEvvag n
omnola ¢ppaocoel ta Stadopa Opyava Kot
TTOPOUC TOU CWHOTOG, KUPLWE
TOUG TIVEULOVEG KOLL TO TLIAYKPEQLG,

Cystic fibrosis is a
hereditary disorder
characterized by lung
congestion and infection
and malabsorption of
nutrients by the pancreas

— ME AMOTEAECHA TNV BOpLd TTAYKPEATLKNA
QVETIAPKELO ATTO TIOAU ULKPN NALKLOL Kall
NV epdavion cofapwv XpOviwv
OLVAITVEUOTLKWV AOLUWEEWV TIOU
oTadlaKA KATOOTPEDOUV TOUG TIVEULLOVEC
Kol odnyouv Tov acBevn o€
OLVOUITVEUOTLKI OLVETIAPKELA Kol Odvarto.

% MavemoTnuio AuTikig Makedoviag 11



MetaAAaéelc - Mutations

Normal DNA sequence ATC-CCT-AGT-AAA
Mutated DNA sequence ATC-CTT-AGT-AAG
Normal protein sequence Isoleucine — Proline — Serine — Lysine

Mutated protein sequence |soleucine — Leucine — Serine — Lysine

G
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Kuotikn lvwon: KAnpovouikotnta

e 2TIC apXEC TOou 1980 mpotadnke OTL N vVOGOC MPOKAAEiTAL QMO
HETAAAQEN KATTOLOU YOoViISiou, YEYOVOC ovu eMaAnOsUTNKE.

* H Kvotwkn ivwon 8&v gival petadotiki voooc, aAAd
KANPOVOMLKA. ['la VoL VOO OEL KATIOLOC TIPETIEL VaL £XEL Suo yovidla
naBoAoyLka ta ortolal KANPOVOUEL Kol Ao Touc SUO YOVELC TOU ToU
elvall popeic Tnc vooou, xwpic va to EEpouv.

* Xtnv EAAada onuepa ot popeic tou maboAoyikov yovidiou mou
npokaei tnv Kuotikn lvwon unoAoyilovton o€ MEPLOCOTEPOUG
oo 500.000!!!

e Av Kot oL U0 yoveic evoc matdlov eivat popeic TnC vooou, N
niBavotnta va yevvnBOel nawdi pe Kuotikn lvwon eivat 1 otuc 4.
KaBe xpovo otnv EAAada yevviouvtal 50 taoyovta rodia!

I MavemoTrApio AuTikng Makedoviag



Kuotikn tvwon:
Wayvovtog to yovidlo

* Edv éva uPnAo mocootd aoBevwy PLE KUOTLKA (Vwon €XOUV Uil CUYKEKPLUEVN
HETAANOEN o€ €va yovidlo Tnv omoia ta vyl atopa eV TNV £XoUV, TOTE AUTO
ONUOLVEL OTL N CUYKEKPLUEVN LETAAAOEN oxeTlETAL PE TNV ACOEVELA TNG KUOTLKAG

lvwonc.

* To 1989 BpeOnke pia cuykekpLUEVN LETAANAEN 0To 70% TWV ACOEVWY UE KUOTLKN
lvwon, n omola A€oV xpNoLUOTOLETOL WC SLAYVWOTIKOC SEIKTNG TNC AoOEVELaC.

Chromosome 7
r A — Tp223

— p112
— 7qi122

7q31.2

— 7q36.3

CFTR Sequence:
Nucleotide ATC ATIC TT[T GGT GTT
Amino Acid lle

I
506

Deleted in AF508

AF508 CFTR Sequence:

Nucleotide ATC ATT GGT GTT

Amino Acid e lle Gly Val
EJJE

G
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Kuotikn tvwon:
MetaAAaypevn mpwTeivn

CFTRgens (DNA) transcription MRNA message

EXON HTROM
{profein codng region) (Ror-Coding région)

translation

&

extracellular space

chain of 1450 amino acids
CETR protein folding Mutant CFTR Channel
protein [CACULINE +~———— does not move chloride ions,
+transportto o o causing sticky mucus to build
membrane up on the outside of the cell

\D_/ intracellular space
chloride ion @

Mpoteivopevn Abon: NpootrdBeieg yia
yovidlakr) Bgparreia, dnAadn yia
avTIKATACTAON TOU PETAANQYHEVOU

yovidiou atrd TO QUOCIOAOYIKO.

o
. oChlonde lonse o
o o
moves chloride ionsto | © o

Normal CFTR Channel

the outside of the cell =

% MavemoTnuio AuTikig Makedoviag 15



[Tl ouykpLon aAAnAovxLwy;;

e JUMMEpAOMATA YL Asttoupyia evog yovidiou (piac nmpwteivnc).

— Otav dVo yovidla £xouv HEYAAO TTOOOOTO OUOLOTNTOC, TOTE TBava
KwOLKOTIOLOUV TIPWTELVEC UE TTapopoLa AELTou pyia.

e JUUEPAOCUOTO YLOL ONLOVTLKEC TIEPLOXEC OTNV aAAnAouyia
yoviSiwv/mpwteivwv.

— Otov NPWTEIVEC LE CUYKEKPLUEVO XOPOKTNPLOTLKO polpalovTal KoL)
TEPLOXN, TOTE QUTN N Kol TtepLoxn elval mBava utevBuvn yLo To
OUYKEKPLUEVO XOPOLKTNPLOTLKO.

e JUuMTEPAOMOTA YO TNV EEEAEYKTLKN amootaon METAEL 3 eldwv.

— Otav n aAAnAovuyia plac mpwteivng eivat oxedov n idla petav
2 eldwv (movtikl kot apoupaioc), TOTe Ta 16N auTa elvol
«KOVTO».

\/ ; MavemoTrApio AuTikng Makedoviag



fovidlo Tou KWOLKOTIOLOUV
nPwTteivec pe pepPpavikn evrornion (1/2)

Sequence1:
TCGCTGCGAAGGACATTTGGGCTGTGTGTGCGACGCGGGTCGGAGGGGCAGTCGGGGGAACCGCGAAGAAGCCGAGGAGCCCGGAGC
CCCGCGTGACGCTCCTCTCTCAGTCCAAAAGCGGCTTTTGGTTCGGCGCAGAGAGACCCGGGGGTCTTCAGGACAGCGATTGTCATTGCT
GAAGCTTTTCCTCGAAAAGCGCCGCCCTGCCCTTGGCCCCGAGAACAGACAAAGAGCACCGCAGGGCCGATCACGCTGGGGGCGCTGA
GGCCGGCCATGGTCATGGAAGTGGGCACCCTGGACGCTGGAGGCCTGCGGGCGCTGCTGGGGGAGCGAGCGGCGCAATGCCTGCTGC
TGGACTGCCGCTCCTTCTTCGCTTTCAACGCCGGCCACATCGCCGGCTCTGTCAACGTGCGCTTCAGCACCATCGTGCGGCGCCGGGCC
AAGGGCGCCATGGGCCTGGAGCACATCGTGCCCAACGCCGAGCTCCGCGGTCAGGACAGCGATTGTCATTGCTGACCGCCTGCTGGCC
GGCGCCTACCACGCCGTGGTGTTGCTGGACGAGCGCAGCGCCGCCCTGGACGGCGCCAAGCGCGACGGCACCCTGGCCCTGGLGGCC
GGCGCGCTCTGCCGCGAGGCGCGCGCCGCGCAAGTCTTCTTCCTCAAAGGAGGATACGAAGCGTTTTCGGCTTCCTGCCCGGAGCTCAG
GACAGCGATTGTCATTGCTGATGTGCAGCAAACAGTCGACCCCCATGGGGCTCAGCCTTCCCCTGAGTACTAGCGTCCCTGACAGCGCGG
AATCTGGGTGCAGTTCCTGCAGTACCCCACTCTACGATCAGGGTGGCCCGGTGGAAATCCTGCCCTTTCTGTACCTGGGCAGTGCGTATC
ACGCTTCCCGCAAGGACATGCTGGATGCCTTGGGCA

Sequence 2:
TAACTGCCTTGATCAACGTCTCAGCCAATTGTCCCAACCATTTTGAGGGTCACTACCAGTACAAGAGCATCCCTGTGGAGGACAACCACAA
GGCAGACATCAGCTCCTGGTTCAACGAGGCCATTGACTTCATAGACTCCATCAAGAATGCTGGAGGAAGGGTGTTTGTCCACTGCCAGGC
AGGCATTTCCCGGTCAGCCACCATCTGCCTTGCTTACCTTATGAGGACTAATCGAGTCATCAGGACAGCGATTGTCATTGCTGAAGCTGGA
CGAGGCCTTTGAGTTTGTGAAGCAGAGGCGAAGCATCATCTCTCCCAACTTCAGCTTCATGGGCCAGCTGCTGCAGTTTGAGTCCCAGGT
GCTGGCTCCGCACTGTTCGGCAGAGGCTGGGAGCCCCGCCATGGCTGTGCTCGACCGAGGCACCTCCACCACCACCGTGTTCAACTTTC
AGGACAGCGATTGTCATTGCTGACCCCGTCTCCATCCCTGTCCACTCCACGAACAGTGCGCTGAGCTACCTTCAGAGCCCCATTACGACC
TCTCCCAGCTGCTGAAAGGCCACGGGAGGTGAGGCTCTTCACATCCCATTGGGACTCCATGCTCCTTGAGAGGAGAAATGCAATAACTCT
GGGAGGGGCTCAGGACAGCGATTGTCATTGCTGATCGAGAGGGCTGGTCCTTATTTATTTAACTTCACCCGAGTTCCTCTGGGTTTCTAAG
CAGTTATGGTGATGACTTAGCGTCAAGACATTTGCTGAACTCAGCACATTCGGGACCAATATATAGTGGGTACATCAAGTCCATCTGACAAA
ATGGGGCAGAAGAGAAAGGACTCAGTGTGTGATCCGGTTTCTTTTTGCTCGCCCCTGTTTTTTGTAGAATCTCTTCATGCTTGACATACCTA
CCAGTATTATTCCCGACGACACATATACATATGAGAATATACCTTATTTATTTTTGTGTAGGTGTCTGCCTTCACAAATGTCATTGTCTACTCC
TAGAAGAACCAAATACCTCAATTTTTGTTTTTGAGTACTGTACTATCCTGTAAATATATCTTAAGCAGGTTTGTTTTCA

(?. %) ] ’ ’
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[ovidla mou KwdLKoToLouV
npwrteivec pe pepBpavikn evrornon (2/2)

Sequence1:
TCGCTGCGAAGGACATTTGGGCTGTGTGTGCGACGCGGGTCGGAGGGGCAGTCGGGGGAACCGCGAAGAAGCCGAGGAGCCCGGAGCCCCGCGTGAC
GCTCCTCTCTCAGTCCAAAAGCGGCTTTTGGTTCGGCGCAGAGAGACCCGGGGGTCTTCAGGACAGCGATTGTCATTGCTGAAGCTTTTCCTCGAAAAGC
GCCGCCCTGCCCTTGGCCCCGAGAACAGACAAAGAGCACCGCAGGGCCGATCACGCTGGGGGCGCTGAGGCCGGCCATGGTCATGGAAGTGGGCACC
CTGGACGCTGGAGGCCTGCGGGCGCTGCTGGGGGAGCGAGCGGCGCAATGCCTGCTGCTGGACTGCCGCTCCTTCTTCGCTTTCAACGCCGGCCACAT
CGCCGGCTCTGTCAACGTGCGCTTCAGCACCATCGTGCGGCGCCGGGCCAAGGGCGCCATGGGCCTGGAGCACATCGTGCCCAACGCCGAGCTCCGCG
GTCAGGACAGCGATTGTCATTGCTGACCGCCTGCTGGCCGGCGCCTACCACGCCGTGGTGTTGCTGGACGAGCGCAGCGCCGCCCTGGACGGCGCCAA
GCGCGACGGCACCCTGGCCCTGGCGGCCGGCGCGCTCTGCCGCGAGGCGCGCGCCGCGCAAGTCTTCTTCCTCAAAGGAGGATACGAAGCGTTTTCGG
CTTCCTGCCCGGAGCTCAGGACAGCGATTGTCATTGCTGATGTGCAGCAAACAGTCGACCCCCATGGGGCTCAGCCTTCCCCTGAGTACTAGCGTCCCTG
ACAGCGCGGAATCTGGGTGCAGTTCCTGCAGTACCCCACTCTACGATCAGGGTGGCCCGGTGGAAATCCTGCCCTTTCTGTACCTGGGCAGTGCGTATCA
CGCTTCCCGCAAGGACATGCTGGATGCCTTGGGCA

Sequence 2:
TAACTGCCTTGATCAACGTCTCAGCCAATTGTCCCAACCATTTTGAGGGTCACTACCAGTACAAGAGCATCCCTGTGGAGGACAACCACAAGGCAGACATC
AGCTCCTGGTTCAACGAGGCCATTGACTTCATAGACTCCATCAAGAATGCTGGAGGAAGGGTGTTTGTCCACTGCCAGGCAGGCATTTCCCGGTCAGCCA
CCATCTGCCTTGCTTACCTTATGAGGACTAATCGAGTCATCAGGACAGCGATTGTCATTGCTGAAGCTGGACGAGGCCTTTGAGTTTGTGAAGCAGAGGCG
AAGCATCATCTCTCCCAACTTCAGCTTCATGGGCCAGCTGCTGCAGTTTGAGTCCCAGGTGCTGGCTCCGCACTGTTCGGCAGAGGCTGGGAGCCCCGC
CATGGCTGTGCTCGACCGAGGCACCTCCACCACCACCGTGTTCAACTTATCAGGACAGCGATTGTCATTGCTGACCCCGTCTCCATCCCTGTCCACTCCAC
GAACAGTGCGCTGAGCTACCTTCAGAGCCCCATTACGACCTCTCCCAGCTGCTGAAAGGCCACGGGAGGTGAGGCTCTTCACATCCCATTGGGACTCCAT
GCTCCTTGAGAGGAGAAATGCAATAACTCTGGGAGGGGCTCAGGACAGCGATTGTCATTGCTGATCGAGAGGGCTGGTCCTTATTTATTTAACTTCACCCG
AGTTCCTCTGGGTTTCTAAGCAGTTATGGTGATGACTTAGCGTCAAGACATTTGCTGAACTCAGCACATTCGGGACCAATATATAGTGGGTACATCAAGTCC
ATCTGACAAAATGGGGCAGAAGAGAAAGGACTCAGTGTGTGATCCGGTTTCTTTTTGCTCGCCCCTGTTTTTTGTAGAATCTCTTCATGCTTGACATACCTA
CCAGTATTATTCCCGACGACACATATACATATGAGAATATACCTTATTTATTTTTGTGTAGGTGTCTGCCTTCACAAATGTCATTGTCTACTCCTAGAAGAACC
AAATACCTCAATTTTTGTTTTTGAGTACTGTACTATCCTGTAAATATATCTTAAGCAGGTTTGTTTTCA

e Juumépaopa: MBava n opoLla epLloxn va lvalt utevdbuvn
yLOL TNV KUTTOPLKA EVTIOTILON TWV 2 TIPWTEIVWV.

(8 7%)
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2UYKpLon aAAnAouxLwv
kata (evyn (1/2

Scarites
Carenum
Pasimachus
Pheropsophus

Brachinus armiger

Brachinus hirsutus
Aptinus
Pseudomorpha

»'e a
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2UYKpLon aAAnAouylwyv
kata {evyn (2/2)

* H ouUykplon petaL SUO N MEPLOCOTEPWV AAANAOUXLWV YiVETOL
e TNV ToTtoBETNON TNC Mg aAAnAovu)iac KATwW oo tnv AAAn
LLE TETOLO TPOTIO WOTE VAL SWOOUV TO KAAUTEPO ATIOTEAECLAL.

* Opotot  mapopoLoL XopoktipeC TormoBetouvTaL O EVAC KATW
aro tov aAAo.

e AVOMOLOL XOPAKTNPEC LUTTOPEL va Bplokovtal otnv idta otAAN
N va otolxilovtol pe Keva dlaotrpata.

AGAGCCCCATTACGACCTCTCCCAGCTGCTGARAAGGCCACGGGAGGTGAGGCTCTTCACA
AGAGCCCCATTACGACCTCTCCCAGCTGC ————-AGACTCGAGGAGCAAAAGCTCAT————

DUSP1
SEQZ
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Baowkol oplopot - 1

* Baolkeg mpatelc petaoXNUOTLOMOU:
— 'EvOeon — Insertion (l).
— Awaypadn — Deletion (D).
— Avtikataotaon cupBoAwv — Replacement (R).

* Anodotaon petaocxnpatiopov (Edit distance) petatv dvo
oupBoAocelpwv: To eAdytoto MANBOC TwV MpAsewv

LLETOAOYNUOTLOMOU TIOU QTTOLLTOUVTOL VLA VOl

LLETAOXNUATIO0VLE TNV TPpwTN cUBoAooelpa otn deutepn.

\ I MavemoTrApio AuTikng Makedoviag



Baowkol oplopol - 1, Napadetyua

1. S;:vintner.
2. S,:writers.
* Zkomog: Na petaoynuatioovpe tnv S, otnv S,

BaolKEC MPAEELC LETOOXNMATIONOU:

o, .7 o" ”

a. Na avtikataotiooupe to “v” pe to “w” (vintner = wintner).

o_7
I

b. Na eLodyoupe to (wintner - wrintner).

c. Na dtaypaioupe to “n” duo dopec (wrintner = writer).

au_ n
S

d. Na elocayoupe to (writer - writers).

2UVOALKA: 5 BaolkEC Mpatelc petaoxnpuatiopou.
Edit-distance (S, =2 S,) = 5.

\/ ; MavemoTrApio AuTikng Makedoviag



Baolkol oplopotl - 2

* AkoAouBia petacxnuotiopou
(Edit transcript): H akoAouBia
TWV TIPAEEWV UETAUOYXNUOTLOLLOU
TIOU aatouvTal yla va
LLETALOXNMOATIOOUE TNV TPWTN
oupBoAooelpad otn Sevtepn.

* OLBoaolkeES IpaAtelc
LETOOXNUOTIOMOU

avarnaplotavratl we ENC: W|R| I T

— 'EvBeon (insertion), |.
— Awaypadn (deletion), D.

— Avtlkataotoon
(replacement), R.

— Taiplaopa (match), M.

% MavemoTAuio AuTikig Makedoviag
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Baoiwkol oplopot - 2 (ouv.)

 H akoAoubBia petaoxnNUATIOHOU ATtOTEAEL pia
oupBolooelpa pe ta otowxeia 2={D, |, M, R}.

e [ dVo cupPolooelpec Hev umapxeL pia povadikn
akoAouBia petaoynuatiopou.

e 2to)O0C: BEAtiotn akoAouBia (Optimal Edit Transcript),
OnA. auTn OV AVTLOTOLXEL oTOoV eAdyLloto duvato aplOuo
NMPAEEWV PETAOXNMATIOMOU.

IR —— achovbio peraoxmuanoos

Vv Il IN|T|NJ|E|R u=RIMDMDMMI

W/|R | I T E|R|[S

G
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Baowkol oplopot - 3

e KaBe mpa&n pLeTAOXNUATIOUOU EXEL CUYKEKPLUEVO KOOTOC-BApoc.

o Zuylouévn anootoon petacxnuatiopov (Weighted Edit Distance)
HeTagl U0 ocupBolocelpwv: To eAdyLoto MANBoC Twv Mpasewv
LLETAOXNMUOATIOMOU TIOU QTTOLTOUVTOLL VLA VO LETOOXNUOTICOUE TNV
npwtn cupBolocelpa otn devtepn.

 Eotw OTL oL BAOLKEC TTPALELC LETOOYXNUATLOMOU €XOUV Ta aKOAouBa
Bapn:

— EvBeon n dlaypadn: d,

V | IN|{T|NJE|R

— Avtlkataotaon: r WIRI I T EIRI|S

— Tailplaopa: m
Napadewypa: Weighted-edit-distance(S; = S,)=1r+4d+4m.

G
% MavemoTnuio AuTikig Makedoviag



Example - 2

* A =interestingly.
e B = bioinformatics.

A= -1 - - n t e r e s t

B = b I o I n f o r m a t

1 011 0 1 1 0 1 1 O

A
1
0
1
1
1

- 0|0 |>
I I

= | =[O (= |0O
= Ok (= |= |0
Ok | IR (= |= |-

Kf,“ ™
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Baowkol oplopot - 4

e ZUYLOMEVN AMOOTAON LETACXNUATIOHOU BAoEL
aAdpapnitov (weighted edit distance), Baocel aAdpapnitou:
To eAayloto MARBoC TwV NMPAEEWV LETAOYXNMUATIOLOU TTOU
QTALTOUVTOL YLOL VOL LETAOXNMATIO0UE TNV MPWTN
oupBolooelpa otn devtepn. Kabe mpaén petaoxnUOTLOHOU
£XEL OUYKEKPLHEVO KOOTOC-Bapog avaloya HE TO
XOPOAKTHPO TTOU HETOOXNUOTL{OULE.

* Edappoletal Kupiwc ota mpoBARpOTO GTOLXLONG
okoAouBOiwv DNA kat mpwTeivwyv, OTIOU XPNOLLLOoTIoLoUVTOL
OUYKEKPLUEVOL TIIVOLKEC AVTLKOTAOTAONC, OL oTtoiol opilouv
TO KOOTOC UETAOXNUOTLOMOU TOU KABE xapakTnpa.

I MavemoTrApio AuTikng Makedoviag



>tolyton aAAnAouytwv Kata (euyn
— Baowot kawvovec (1/4)

* OLmeplocotepec peBodol otoiyxlong emyelpolv va
TIPOCOLLOLWOOUV TOUC SLadopouc eEEAEYKTLKOUC
LLNXOLVLOOUC.

e OLoTOoLXELWOELC AAAQYEC OE OXECHN LLE TO TIPOYOVLKO
LLOpLlo xapoaktnpilovrol wc:

» ovTlkataotaoelc (replacements),
» npooBnkec (insertions),
» e€aleldelc (deletions),

* auLvoélkwVv Katalolmwyv N Bacswv.

R MavemoTrApio AuTikng Makedoviag



2tolyton aAAnAouxwwyv kata {euyn
— Baolkol kavovec (2/4)

AAT CTC AAA CAT GGC«— DNA1
N L K H G <«— Protein1l
AGT CTA AAA TAT GGC<+«— DNAZ2
S L K 4 G <«— Protein 2

Avtikataotoon

MpooBAkn  AAT CTC AAA CAT GGC «— DNA1
‘EvOeon N L K H G <+ Protein1l
AAT GCT CAA ACA TGG +— DNA2
N A Q T W <«—— Protein 2

ESaAeupn AAT CTC AAA CAT GGC «—— DNA1
Awaypadn N L K H G <+ Protein1
AAT CTA AAC ATG GCC «— DNA?2

N L N M A Protein 2

N: Asparagine, L: Leucine, K: Lysine, H: Histidine, G: Glycine, A: Alanine, Q: Glutamine,
T: Threonine, W: Tryptophan
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2tolyton aAAnAouxwwyv kata {euyn
— Baokol kavovec (3/4)

ancestral
sequence ACGTQATCA
derived TIAIGITIG|IT|C|A
Sequence

Computational Biology: Genomes, Networks, Evolution, MIT course 6.047/6.878

G
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2tolyton aAAnAouxlwv kKata (euyn
— Baokol kavoveg (4/4)

e Kata tn otolywon:

— OLVOMOLOL XOLPOLKTI)PEG TIOU £XOUV oToLxNnOEL,
QVTUTPOOWTIEVOUV OVTLKATAOTACELS (cuvNOwC cupPaivel
LETAEL OULVOEEWV LLE TIOPOMOLEC LOLOTNTEC),

— TMEPLOXEC IOV Sev pumopouv va ototxnBouv sudavidovtal
wC KevA dltaotApato o€ pia amo Tt Suo aAAnAouyxlec
(mpooOnkec otn pia N e€aAeid el otnv aAAn).

* ToL KEVO ELOEPYOVTOAL LE TETOLO TPOTIO WOTE VAL

LLEYLOTOTIOLELTOL TO TOLPLOCO OTOL TIPONYOUUEVA ] ETTOUEVAL

TUApaTA.

3 I MavemoTrApio AuTikng Makedoviag



Elval n eLoaywyn KEVWV amapaltntn;

* Longest Common Substring — MeyaAuUtepn Kowr umo-cupBolooelpa.

ST |Alc|G|TI(C|A|TICIA

s2 [t]alac[T]G[T[c]A]

Computational Biology: Genomes, Networks, Evolution, MIT course 6.047/6.878

G
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>tolyton aAAnAovuxwy pe keva (1/2)

Napadeiypa: DESCRIBING & DESINGING

DESCRIBING DESCRIBING
Gaps

|| — ] |1
DESINGING DESING-ING

% MavemoTnuio AuTikig Makedoviag 33



Ytolxton aAAnAouxlwy pe keva (2/2)

* BloAoykec aAAnAouyiec:
— ALoLPpOPETIKO UNKOC.

— MepLoxec mpooBnknc / Staypadnc.
— Napadeypa:

* Seq 1: CATTTGCTGAACTCAGCACATTCGGGACCAATATATAGTGGGT
* Seq 2: CATTTTGCTCAGCACATTCGGATATATAG
* Alignment with gaps
— Seq 1: CATTTGCTGAACTCAGCACATTCGGGACCAATATATAGTGGGT
— Seq 2: CATTT - - TG- - CTCAGCACATTCGG - - - - - ATATATAG

I MavemoTrApio AuTikng Makedoviag



H eLoaywyn Kevwv
elval TEALKO amapaltntn

* Longest Common Subsequence (and not substring) — MeyaAUtepn kown uno-
aAAnAovuyia (koL Oxt cupBoAocelpa).

* Definition: Given a sequence X = (X, ,.., X,,), we formally define Z = (z,, ..., z;) to be
a subsequence of X if there exists a strictly increasing sequence i, <i, < ...<i, of
indices of X such that for all j, 1<j<k, we have x; = z;.

51
S2

AlC

GIT

CIAIT

C

A

TA

G|T

G

T
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40
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T
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Q| |G @
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— | |4\

i Rlel e,

= | > [

Computational Biology: Genomes, Networks, Evolution, MIT course 6.047/6.878
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OALKN KOl TOTILKN oTolXLon

* Sequence1:CTGTCGCTGCACG
* Sequence2: TGCCGTAG

1. OAwn otoixion (global alignment): ExeL otoxo va neptAafBel 600 10
SuVATOV TTEPLOCOTEPOUC XAPAKTHPEC 0€ OAO TO UNKOC TwV dUO
aAAnAouxLlwy.

CTGTCGCTGCACG
-TG-C-C-G--TG

2. Torukn otoixion (local alignment): Anploupyouvtal «vnoidec» otoixlong
QMO LEMLOVWHEVEC TIEPLOXEC TIoU epdavilouv opolotnta, xwpic va Sivetal
WdLaitepa BAPOC OTNV EMEKTOON TNG OTOLXLONG OE OAO TO UNKOC TWV
aAAnAouxLlwv
CTGTCGCTGCACG
-TGCCG -TG- - - -

\/ ; MavemoTrApio AuTikng Makedoviag



Tortkn vs. oALlkn otolylon

* OLpeBodol TomIKAG otoixlong sival Lolaitepa XProLUES OTaV:

— e&etalovrat SUo aAAnAovyisg dStadopeTIKOL UKOUG,

— e&etalovral aAAnAouyiec mou dev epdavifouv opoldtnta 6e 6A0 TO HHKOG TOUG,
OAAQ TOTUKA OpoLaTNTA (TT.X. OTOV OL IPWTEIVEG EXOUV KOLWVEC AUTOTEAELC SOULKEG N
AELTOUPYLKEC TIEPLOXEC (domains)).

* JTIC TIEPUTTWOELG AUTEG OL LEB0OOL OALKAC oTOLXlONC UITOPEL va Swoouv

QoTEAECOTA TTOU OTEPOUVTOL BLOAOYLKAG ONUOCLOC.

Seql Seq 2

OAIKNA oToixion ToTrIKA oTOoiXION

C“ ™
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2Tolylon aAAnAouxLwv
kotd euyn - DNA & RNA

Mowa otoixion eivat N KAAUTEPN;
1. ATCGGATCT
2. ACGGACT

O— 0O
O — @
O — @
>

O— O
—- —
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Yuotnuato Babuovounonc
- Scoring system

e KataAAnAo cvotnua BaBuovounonc (scoring
system).
* Amnodibetal ovykekpLuevn Babuoloyia otn:
e gtolylon KaBe (elyouc YapaKTAPWYV, Kol
* OTNV ELOAYWYN KEVWV.
e TeAlka@, amelkovi(eTal n oTolylon LUE TN LEYAAUTEPN
BaBuoloyia.
* H emAoyn tou cuotipatoc Badbupovopunong eivat

KOOOPLOTIKAC CNHOCLAC VLA TO AIMOTEAEGLO TNG
otoiyxlong.

RN MavemoTrApio AuTikng Makedoviag



Mepapatika ywwpl{ou e OTL:

e OLevBeoelc kal oL StaypadEc elval TTEPLOCOTEPEC
TLOOVEC ATTO TLG TOTILKEC METAANAEELC.

e Oplopevec HETAANAEELC ElvalL TTEPLOCOTEPO TILOAVEC
QO UEPLKEC AAAEC.
 Anmapaitnto Eva cvotnpa Badupovopunonc. Mouo;;
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Yuotnua faBuovounonc
otolyonc - DNA & RNA (1/2)

Sequence 1: ATCGGATCT
Sequence 2: ACGGACT MPOXOXH: Zuykpivoupe voukAeotidia, povo 4 mbaveg Bacelg

A T C G T

G
| | |
A - C G

A T T

C T A C G G A cC T
| | I N |
G - A C T A C G G A cC T
 MBavo cuotnua Babuovounonc:

— OMOLO KaTtaAouro: +2

— SladpopeTIKO KaTtaAouto: -1

— KEVO: —2
 Alignment1l:5x2-1(1)-4(2)=10-1-8=1

« Alignment2:7x2-0(1)-2(2)=14-0-4=10
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2uotnpa Babpovopnong
otoixtong - DNA & RNA (2/2)

* MBavo cuotnua - A C |G| T
BaBuovopunongc: - 2| -2 (-2 -2
— OMOLO KaTAAoLUTo: +2 A|-2|+2|-1)-1]|-1

L 21 |+42|-1|1
— OLadpOPETLKO KataAouro: -1 C
, G|-2|-1|-1]+2]-1
— KevVO: —2
T|-2|-1|-1|-1]|+2

Kf,“ ™
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>TOXLON TIPWTIEIVWV;;

> — >
n —
0 v X
T v -
< — <
< WV X
T v -
= — =
T — T

* MNwc otoxi{oUNE TIPWTEILVEC.
* AMLVOEEQ ME TTAPOUOLEG LOLOTNTEC.
* Apwvoéea e SLadpopETIKEC LOLOTNTEC.

( ; MavemoTiuio AuTtikig Makedoviag



2uotnua Babuovounonc
otolylong - NPWTELVEG

MNeploootepo MOAUTTAOKOL CUOTAMOTAL
BaBpovounonc.

H avtikatdotaon opwvoEewy
TTOPOUOLWV PUCLKOXNULKWV
LOLOTATWY = GUVTNPNTLKNA
ovtikataotTaon.

H ouvinpntikn avtkotaotaon
MPOTLUATOL OO T Ppuon.
Entippon otn doun mpwieivng:
v Avtikortdotaon uSpodtAtkol amnod
LOPODIALKO.
v Avtikortdotaon uSpodtAtkol amnod
vSpodofLKo.

aliphatic tiny

booow

non-polar

]

aromatic

ositive

charged

polar




>uotnuo BaBuovounonc otolxong

H aAAnAouyia Tou TPOKUTITEL OITO AVILKOTAOTOON
OULVOEEOC UE TIOPOUOLEC PUOLKOXNILKEC LOLOTNTEC
LOLA{EL TIEPLOOCOTEPO TNV apXLlkn aAAnAouxia.

* AuLVOEEQ PE MOPOMOLEC PUCLKOXNILKEG LOLOTNTEC EXOUV
TLEPLOCOTEPEC TILOAVOTNTEC VA OVTLKATOLOTIOOUV TO £Val
10 AAAO KaTa TN SLapKeLa TG €€EALENC.

* H ouykplon U0 apwvosEwyv (Eva armo tn oTtnAn Kot Eva

armo tn ypauun) Badpoloyeitan ano tnv mbavotnta

TIOU €XEL N OVTLKOTAOTOON TOUG va rtapatnpnBet otn

duvon.
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AVTIKOTOOTOOELC QULVOEEWV

Suggested Amino Acid Substltutlons
solvent exposed (SEA2>30 A?) / i r (SEA2<10 A2)

Amino acids connected by a solid line can be substituted with 95% confidence
(D. Bordo and P. Argos, J. Mol. Biol. 217(1991)721-729)

aSEA=solvent exposed area

% MavemoTnuio AuTikig Makedoviag
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Kotaokeu ) cuoTAUATOC
BaBuovounonc - Kputnpla

«BaBpoAoyio» evog {elyoug apVOEEWV:
1. MBavoTNTO EVPEONC TOU CUYKEKPLUEVOU (EVYOUC
QULVOELKWV KATOAOLUTIWY O€ OTOLYIOELC TIPWTEIVWYV TTOU
oxeti(ovtal BloAoyLka.

2. MBavotnta TuXaiou TALPLACOUOTOC TOU OCUYKEKPLUEVOU
(elyouc, cuUPWVA LLE TN CUXVOTNTA EUPAVLONG TWV
apLvoélkwy kataAoimwy (cuxvotnteg urmtofabpou).

3. MBavotnta va ival TTPOTIHOTEPN N ELOAYWYH EVOC KEVOU O€
uia amo tic Svo aAAnAovylec.

TeAlka, To okop Oelyvel tOooo mBavo eival Eva apLvoéL va
otolyiletal pe eva AANO apvoél o ouyyeVIKEC aAAnAouylec.

3 I MavemoTrApio AuTikng Makedoviag



Observed amino acid frequency (1/2)

Amino Acids Codons Observed
Frequency in
Vertebrates
Alanine GCU, GCA, GCC, GCG 74%
Arginine CGU, CGA, CGC,CGG. AGA, AGG 42%
Asparagine AAU, AAC 4.4%
Aspartic Acid GAU. GAC 59%
Cysteine UGU. UGC 33%
Glutamic Acid GAA. GAG 58%
Glutamine CAA. CAG 3.7%
Glycine GGU, GGA, GGC, GGG 74%
Histidine CAU, CAC 29%
Isoleucine AUU AUA AUC 38%
Leucine CUU, CUA. CUC, CUG, UUA, UUG 7.6 %
Lysine AAA AMG 72%
Methionine AUG 1.8% Sehe t/hzro p8
Phenylalanine UuUU. tuc 4.0%
Proline CCU, CCA, CCcC, CCG 5.0%
Serine UCU, UCA, UCC, UCG. AGU, AGC 81% Tyrosine UAU. UAC 330
Threonine ACU ACA ACC. ACG 6.2% Valine GUU. GUA, GUC. GUG 6.2 %
Tryptophan UGG 13% | Stop Cadons | UAA, UAG, UGA
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Expected amino acid frequency

Juxvotnta epdavionc VoukAeotidiwv:
— Abevivn, A: 30,3% = 0,303
— lovawvivn, G: 26.1% = 0.261
— Kutooivn, C: 21.7 =0.217
— Ouuivn, T A OupakiAn, U: 22.0% = 0,220
MNapadetypo: AoTtaptiko ofu.
GAU, GAC.

Avapevopevn ribavotnta epdaviong:

p = 0.261x0.303x0.220 + 0.261x0.303x0.217
p = 0.0174 +0.0172 = 0.03456, p = 3.456%

Qotoéoo otn $Uuon To AcTIAPTLKO O§L
ouvavtatol pe cuxvotnta 5,9%.

Observed Freguency

Ala
Ly= . ey
1) .®

]
Gl YWl

Expected Frequency

12

C“ ™
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Observed amino acid frequency (2/2)

Amino Acids Codons Observed
Frequency in
Vertebrates
Alanine GCU, GCA, GCC, GCG 74%
Arginine CGU, CGA, CGC,CGG. AGA, AGG 42%
Asparagine AAU, AAC 4.4%
Aspartic Acid GAU. GAC 59%
Cysteine UGU. UGC 33%
Glutamic Acid GAA. GAG 58%
Glutamine CAA. CAG 3.7%
Glycine GGU, GGA, GGC, GGG 74%
Histidine CAU, CAC 29%
Isoleucine AUU AUA AUC 38%
Leucine CUU, CUA. CUC, CUG, UUA, UUG 7.6 %
Lysine AAA AMG 72%
Methionine AUG 1.8% Sehe t/hzro p8
Phenylalanine UuUU. tuc 4.0%
Proline CCU, CCA, CCcC, CCG 5.0%
Serine UCU, UCA, UCC, UCG. AGU, AGC 81% Tyrosine UAU. UAC 330
Threonine ACU ACA ACC. ACG 6.2% Valine GUU. GUA, GUC. GUG 6.2 %
Tryptophan UGG 13% | Stop Cadons | UAA, UAG, UGA
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Mivakoc BaBuovounonc: MNapadeypa

w | AN U

K R A N
A A A N
517

11

H apywivn (R) ko n Avoivn (K),
A POAO TTIOU Elvall
SladpOPETLKA AULVOEED, EXOUV
Otk BabOpoloyia.

MNnati;;

Elvail apvoéea Betika
doptiopEVa, OTIOTE pia
QVTLKOTAOTOON TOU EVOC OO
To AAAo dev Ba aAAagouv
pL{LKA TN Aettoupyia TNG
NPWTEIVNC.

C“ ™
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2UVTNPNON KataAolmwv

 To apwvoéea aAAAlouV E TETOLO TPOTIO WOTE va dtatnpnBouv
ol GUOLKOXNULKEC LOLOTNTEC TOU apXLKOU KaTtaAoimou.

* AnAadn:

— MoALKO o€ TIOALKO.
* asparagine = glutamine.

— Mn TOALKO O€ N TIOALKO.
* alanine - valine.

— Opotac oupumnepldopac.
* arginine =2 lysine (positive to positive).
* aspartic acid = glutamic acid (negative to negative).

3 I MavemoTrApio AuTikng Makedoviag



Mivakec BaBuovounonc (scoring
matrices) N MVAKEC AVTIKATAOTOONC

e [La TNV avTlKoTAoTOoN AULVOEEWV:
— PAM.
— BLOSUM.

e [wa tnv avtikataotaon voukAsotidbilwv (DNA):
— To DNA eilvol Alyotepo ouvtnNPNUEVO OO TLC TIPWTELVEC.

— Aev glval oITOTEAECUOTLKO VO OUYKPLVOU LE
KWOLKOTIOLOUOEC TIEPLOXEC, OTTO TLC OTIOLEC TIPOKUTITOUV Ol
npwrteiveg, oe enimedo vouke oTIOLWV.
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Mapadeypa otoiyong
aAAnAouxwwv kata {evyn

* MMpocoxn: Yrapxouv dLadpopETIKEC TPLUTAETEC VOUKAEOTLOLWV
niou Sivouv to 1610 apvoll (yeveTikoc kwokac). OmoTe,
Sdladopa otnv voukAeotidiki aAAnAouyia 6 onuaivel
avtopata Kot Stadpopd otnV NMPWTEIVLK aAAnAouyia.

GCA GAATTAAAA Ala Glu Leu Lys

Ala Glu Leu Lys

GCG GAATTG AAG

% MavemoTnuio AuTikig Makedoviag

54



Mivakec avtikataotaonc PAM (Percent
Accepted Mutation-PAM or Dayhoff Matrices) (1/2)

*  MeAetnOnkav amno tnv Margaret Dayhoff.

e Afloloyouv — BaBpoAoyouv TNV avILKOTAOTAON EVOC AULVOEEDC OO VAL
aAlo.

e AtloloynOnkav:
— 71 MPWTEIVIKA YKPOUTT LIE,
— 1572 oLVOELKEC QVTLKATOLOTAOELC,
— Ot aA\nAouyieg eiyav 85% opoLOTNTO TOUAQXLOTOV.
* H kataokeun toug Paociletal oTLC:
— OTOL(LlOELG TTOAAWY OHOLWV MPWTEIVWV, ULKPNG EEEAEYKTLKNG QITOCTOONG,

— amodEKTEC onNUELOKES peTaAAdgelc — accepted mutations (avtikatdotaon
QULVOEEDC aTtO KAToLo AAAO Ttou Sev eTtnpealeL Tn Aettoupyia NG
NPWTEIVNG).
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Mivakec avtikataotaong PAM (Percent
Accepted Mutation-PAM or Dayhoff Matrices) (2/2)

MetpnOnke o aplBuoc aAAayng kaBe apvoéEoc og OAa Ta uTTOAoLTa
opLVoEEa o€ KABE YKPOUTT.

— T11.X. Serine = Threonine, petpape MOoeC popEC mapatneNOnKe n
aAAayn amno Serine og Theonine o€ OTOL(LOUEVEC ALKOAOUOLEC
OHOAOYWV dAANAOUXLWV.

* AlalpEONKe e TOV TOpAyoVTA «EKBECN 0 LETAANAAEN ».

* Mapayovtac «EkOeon oe petaAAagn»: H cuyvotnta epdaviong tou
OLVOEEOC OTO CUYKEKPLULEVO YKPOUTT KOlL N ERAVION OAWV TwV aAAOYywWV
TWwV uTtoAoimwv apvoéewv os kaBe 100 apvoéea.

* [lpooTtEONKaV OAOL OL TTOPAYOVTEC KAVOVLKOTIOLNONC aro OAd Ta YKPOUT
ylol KaBe apvoév.

e Tetpaywvikol MmivaKec Le e(KOOL OELPEC KoL ElkOOL OTAAEC (apLLVOEEQ)
dnuiovpyndnkav.
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PAM1 matrix

normalized probabilities multiplied by 10000

Ala Arg | Asn | Asp Cysl Gln

A R N D c Q
A 9867 2 ° 10 3 8
R 1 9913 1 0 1 10
N 4 1 |9822 36 0 4
D 6 0 4219859 0 6
Cc 1 1 0 Of 9973| 0
Q 3 9 4 5 0] 9876
E 10 0 7 56 0 35
G 21 1 12 11 1 3
H 1 8 18 3 1 20
I 2 2 3 1 2 1
L 3 1 3 0 0 6
K 2 37 25 6 0 12
M 1 1 0 0 0 2
F 1 1 1 0 0 0
P 13 5 2 1 1 8
S 28 11 34 7 11 4
T 22 2 13 4 1 3
W 0 2 0 0 0 0
Y 1 0 3 0 3 0
v 13 2 1 1 3 2

Glu

17

53

27
9865

N PONMNMNOMNMNWODONRLRDMNMNREJ

1 : most mutable amino acids
L] : least mutable amino acids

Ile

©
©
N J
NMNMNOOWRRFRRFERWWOOH

N B o 0o

11

o

57

Leu

©
©
'Y
HONKEFNONOKRJdOKHRHRWOORKIERELMNLH

[y
[

Lys
K

B
w N

992

R OO O NJNDMNMNOMODMMENMNMAMAOOW

Met

NoORrR R MNOODOMNMOR

O

o]

SN AR
S O U

O OO b P b

[
~

Phe

NMNMNHrOOOOKRKENMNMH

13

Pro Ser Thr
P S T
22 35 32
4 6 1
2 20 9
1 5 3
1 5 1
6 2 2
3 4 2
3 21 3
3 1 1
0 1 7
3 1 3
3 8 11
0 1 2
0 2 1
9926 12 4
17 9840 38
5 32 9871
0 1 0
0 1 1
3 2 10

Trp

997

O NOHO ULOWOODMOHKOOOOOWHR MmO S

Tyr Val
Y v
2 18
0 1
4 1
0 1
3 2
0 1
1 2
0 5
4 1
1 33
2 15
1 1
0 4

28 0

0 2

2 2

2 9

1 0
9945 1
2 9901
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Mivakec avtikataotoonc PAM -
MapadoyxEC

Napadoxec Katd TNV KATAoKEVN Itivaka PAM:

— H kaBe avtikataotaon evoc apvoéEoc amo KAmoLo aAAo
aMLVoEL elval aveEéaptntn oo onoladNmote aAAn
QVTLKOTAOTOON TIOU EVOEXOUEVWC LTIOPEL VL £XEL OUMBEL o€
kovtivn rtepoxn (dtadikacio Marcov — Marcov process).

— OAa ta apwvoéea €xouv tnv oLa mbavotnta vo
netaAlaxBouv

— Baoilovtol og ouykploelc aAAnAouylwv HE HIKPN EEEAEKTIKN
orooTaon yla TNV €€aywyn CUUMTEPOUCUATWY YLa
aAAnAouxiec peyaAng e€EALKTIKAC atooTaoncG.
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Yelpa vakwyv PAM-n (1/2)

* OLTLEG ITOU TIPOKUTITOUV OTOV Ttivaka M; avVTUTpOCWIEVOUV
v mBavotnta petallaénc evog apvoéeoc ota 100
apwvoéea, PAM1 = 1% percent accepted mutation.

e 1.X. PAM60: 60 petaAAatelc ota 100 apwvoéea, PAM250: 250
uetaAlaéelc ota 100 apwvoea.

n
M, : Mivakag avTiKataoTaong MPWIEIVWY IOV £XOUV UTTOOTEL N LETAAAASELG

% 1dentity 100

Calculate PAM matrix: http://www.bioinformatics.nl/tools/pam.html

% MavemoTnuio AuTikig Makedoviag
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Log odds PAMn matrices

* [MBavotnta petdAroéng cludwva Ue
PAM250 Phe = Tyr = 0.15.

* Alalpw pe cuyvotnta epdaviong Phe:
0.15/0.040 = 3.75.

* YrmoAoyilw AoydapBuo pe Baon to 10:
log,,3.75 = 0.57.
*  MNoAAamAaocialw pe 10: 0.57x10 = 5.7.

*  MBavotnta petdAroénc ocvudwva He
PAM250 Tyr -> Phe = 0.20.

* Alalpw e cuyvotnta epdaviong Tyr:
0.20/0.030=6.7.

* YmoAoyilw AoyapBuo pe Baon to 10: - 001
|0g106.7 = 0.83. b 10000 ?:g;
‘.-\pprox[r?‘mlte si'nce scorés are rounde(t:lr?cfef; o e s
*  MoAAamAacialw pe 10: 0.83x10 = 8.3. PNt Ol e o nd ol e o
or illustrative purposes.
* Average:5.7+8.3=17.

Ml 'Ml '....'Ml :>M250:PAM250
250

PAM250
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The log odds form
(the mutation data matrix) of PAM250

OwrFo<ylZoaudIc x|E — 2 >w>=
2 o
> o of>

-
(TN o~ ol
> [T g
< ol aleT o
oc SSUnﬁ_Q_..vn._cA._..A._..n/_Du
T S LA K
° N R AR
w Ol ERRA 8
. Rt R MR Y b T
= S Dt AR |
@ ele T e AP T Y[R R N[
> R R I
. S I L DR R
= 301000044404040444T
ol Prrrrmeenre el e
il LA AL e o AN A1

Olwkrraoa<UlZoW 0T xx=Z—J>w>=2

Tyrosine: Y

Phenylalanine: F

iag

e

Makedov

MavemoTuio AUTIKAG

)

)
\J)

-
(<
~
L
oy



Emteénynon TLnc mivoko

Q (glutamine)—=>E (glutamic acid), Tiun = 2.

Erteldny to okop tou mivaka toAAamAaoiaotnke €mi 10 yia va punv
EXoupEe SekadIKA:

— TO oKop €iva 0.2.

JUVETWC:

0.2 = log,,(oxeTKn avapevopevn TN LetalAaéng).
2XETIKN AVOMEVOUEVN TN peTaAAaénc = 1092 = 1.6.

MNoAAamAooialw pe tn cuxvotnta epdavionc tou Q, 3.7% = 0.037
1.6x0.037 = 0.0592.

Epunveia: H mBavotnta petaAlaénc amo Q (glutamine)—>E
(glutamic acid) eivat 5.92% cupudpwva pe tov tivako PAM250.
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* PAM250:
S1=2+2+3+1+6+6+5=25
$2=2+2-4-1+6+6+5=16

A S
||
M S

< Vv X

Ir v -
< — <

T — T

3 % MavemoTtApio AuTikng Makedoviag




Yelpa Tivakwyv PAM-n (2/2)

Yelpa TvAKwv PAM-n:

— OTOU N: ATTOOEKTEC ONUELOKEC LETAAAAEELC — EEEAEYKTLKI) ATTOOTAON
PAM.

PAM1: 1 anodektn petaAaén ota 100 apvoéea.
PAM250: 250 amnodektec petallaéelc ota 100 apvoea.
MuwkpO n: Mkpn e€eAeyKTIKN ammooTtaon HETAEL TwWV
aAAnAouxlwv (AlyEC QVTIKATOOTAOELC).

MeyaAo n: MeyaAn e€eAeYKTLKN AOOTAON UETAED TWV

aAAnAouxlwVv (TTOAAEC AVTLKOTOOTAOELG).
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Mivakec avtikataotaonc PAM (Percent
Accepted Mutation-PAM or Dayhoff Matrices)

* Mivakec PAM pe pikpo n: MNeppgvoupe ol SUO
eEetalopevec aAAnAouyLleg va EXouv HEyaAo
TLOGOOTO OMOLOTNTOC (MLKPN EEEAEYKTLKN amooTaon).

* Mivakeg PAM pe peyalo n: MNeptpevoupe ol Vo
etetalopevec aAAnAovyiec va pnv €xouv HeyaAo
TTOOOOTO opoloTNTAC (MEYAAN €EEAEYKTIKN
armootaon).
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Metadppaon: To mRNA

ofe

netadpaleTol O TTPWTIELVN

* To RNA pikpaivel katd oAU Kal e€EpYETAL TOU TTUPRAVA.
*  JT0 KUTTOpOTAQoMA peTadpAleTAL OE TIPWTEIVN HE BAON TO YEVETLKO KWOLKAL.

* 4 voukAeotibla (A, U, G, C) opyavwvovtal og TputAetec. MbBavol cuvbuaopol: 43.
* 61 TputAfteCg kwdkomolouv ta 20 apwoééa / 3 pnvopata TEPUATLOHOU.
e Eva apwvofl kwdikomoleital anod SLodopeTIKES TPLUTAETEC / KWOLKOVLAL.

Second base

R

UuL] Phenyl- uc UA -T ine (t UGU] .

uuc] alanine (phe) UCC | carine (sen) uAac/ Tyrosine (tyr) uGc | Cysteine (cys)

UUAL i (leu) uc ‘ UA~  Stop codon UG~ Stop codon

uu =0z UCG) UAG  Stop codon UGS Tryptophan (trp)

o <l A Histidine (his) cs

CUA [ Leucine (leu) cC Proline (pro) = cG | Arginine (arg)
@ cuG) cC ‘ CA ¢ Glutamine (glu) cG ii
2 a
- I AU ACU) AAU : AGU] . . g
= B AUC ! Isoleucine (ile) ACC | 11 cnine (the) AA| Asparagine (@sn)  .C | serine (ser) H

AU AC

AU Methionine (met) ac ﬁ }Lysine (lys) ig ][Arginine (arg)

Start codon

gg . gg 1 . gi - Aspartic acid (asp) gg l

GU - Waline (val) GC Alanine (ala) GAA| GG~ | Glycine (gly)

GuG) GC ‘ GAG) Glutamic acid (glu) gg |
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Amino Acid

Amino Acid Solvent Exposed area (SEA)

Name >30 AZ (exposed) <10 AZ (buried) 10-30 A2
Alanine Ala A 48% 35% 17%
Arginine Arg R 84% 0% 11%
Aspartic Acid Asp D 81% 9% 10%
Asparagine Asn N 62% 10% 6%
Cysteine Cys C 32% 4% 14%
Glutamic Acid Glu E 93% 4% 3%
Glutamine Gin Q 81% 10% 9%
Glycine Gly G 51% 36% 13%
Histidine His H 66% 19% 15%
Isoleucine le | 39% 47% 14%
Leucine Leu L 41% 49% 10%
Lysine Lys K 93% 2% 2%
Methionine Met M 44% 20% 36%
Phenylalanine Phe F 42% 42% 16%
Proline Pro P 78% 13% 9%
Serine Ser § 70% 20% 10%
Threonine Thr T 1% 16% 13%
Tryptophan Tp W 49% 44% 7%
Tyrosine Tyr Y 67% 20% 13%
Valine Val Vv 40% 50% 10%
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MNapadewypa Cystic Fibrosis

Lung airway of unaffected person

epithelislcels
lining lung sirvay
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channel I:j

mucus proteins
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mucus is hydrated by water
miolecules entenng by osmaosis

Lung airway of person with cystic fibrosis

CFTR sbsent ordefactive,
affecting chlonde transport

¢

lack of chlonde
ions affects the
™~ amount of water
and mucus
becomes too

sticky.

sticky mucus traps bactens and cannot be
clearad by tiny hairs of lung lining.
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2NUElwpa Avagpopag

e Copyright Mavemnotuo Avtikng Makebdoviag,
Tunua Mnxovikwyv NMAnpodopLknc Ko
TnAerukowvwviwy, AyyeAidnc MavteAnc.
«BlommAnpodopikn». Ekdoon: 1.0. Kolavn
2015. AwaBeoipo amo tn diktvakn dtevBuvon:
https: //eclass.uowm.gr/courses/ICTE102/
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>NUelwpa Adelodotnonc

To mopov VALKO StatiBetal pe toug 0poug tneg adelag xpnong Creative Commons

Avadopad, OxL Mapaywya Epya Mn Epmopiki Xprion 4.0 [1] | petayeveotepn, AteBvig

‘Exboon. E€atpouvtal Ta autoteAn £pya Tpitwy 1.X. pwtoypadieg, dStaypappata

K.A.Tt., TOL OTIOLOL EUTIEPLEXOVTOL OE QLUTO KoL Ta oTtoia avadEpovtal pall pe Toug

OpPOUC XPong Toug oto «Xnueiwpa Xpnong Epywv Tpitwv».

[1] h t t p ://creativecommons.org/licenses/by-nc-nd/4.0/

Qc Mn Epmoplkn opiletol n xpAon:

* 110U Oev mep\ABAVEL AUECO 1) EUECO OLKOVOULKO OPEAOC atd TNV XPrioN Tou
£pYyou yLa To SlavopEa Tou €pyou Kal adelodoyo

e 10U 6ev mepLAaPAVEL OLKOVOLLLKT) ouvaAAayn w¢ poUnoBeon yla tn xpnon n
npocfBaocn oto £pyo

* 10U 6ev mpooTopilel 0To SLAVOUEN TOU £PYOU Kal adeL0dOX0 ELUECO OLKOVOULKO



http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/
http://creativecommons.org/licenses/by-nc-nd/4.0/

Alatnpnon ZNUELWHATWVY

Onoladnmote avamapoywyn n OLaoKeEU ToU
UALKOU Ba mpemeL val cupmeplAapPavet:
— TO 2nuelwpa Avadopac
— T0 2nuelwpa Adelodotnonc
— tn dNAwon Alatpnong ZNUELWHATWY
— T0 2nuelwpa Xpnonc Epywv Tpitwv (epocov
UTTALPXEL)

nall Le TOUC CUVOOEVOUEVOUC
UTLEPOUVOECHOUC.
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>NUelwpa Xpnonc Epywv Tpltwv

To Epyo auto kavel xpnon tTwv atkoAouBwv
EPYWV:

ElkOvec:

http: //blog.com.mk/send/121903

http: //foter.com/Cmyk/

http: //www.ebi.ac.uk/training/online/course/introduction-protein-

classification-ebi/what-are-protein-signatures/signature-types/what-ar-0

http: //contentinacottage.blogspot.ca/2012 01 29 archive.html

https: //www.cartoonstock.com/
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