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v 'Evlupa eneepyaocioc tou DNA
v AAuoldwth avtidpaon MoAUUEPAONC
v KAwvomnoinon DNA — Xaptnc mepLopLopou

v H ala evoc yovidlwpatikou xaptn

v’ Agsiktec yevetkng yaptoypadnonc-RFLPs,
SSLPs, SNPs

v’ Tevetky Xaptoypadnon: DuokdC Ko
[EVETIKOC XAPTNC



Xaptng meploptopou(l) . (/

B = BamHI
: E = EcoRl
®'Eya  mAaouidlo  €xel  pla  (01) O€on 8 5
’ ’ , amHI
ovayvwplonc ylo tn BamH| katl apa amno tny
nePn UE TN OUYKEKPLUEVN €VOOVOUKAEQON
rnooa Bpavopoata DNA rpokumtouy; FcoR 8 B e B EEE
e L —l | B =S |
0 TAOLLOLO €xel Kal Tevte (05) BEoelg
avayvwplong ywa tnv EcoRl, apa amo tnv e —_—"

ehn UE TN OUYKEKPLUEVN €vOOVOUKAEQON
nooec (wvec DNA mpokUmTtouy; .*

Av bev elyape mAaouiblo, oAAA YPAUMULKO
TuApa  DNA, mooco  Opavopoto Oa Tt
TMPOEKUTITAYV HEOW TNC «OLTANC ePnc» Tou; E E




Xaptnc meploplopov (2)

49 kb
—
" EcoRI} IBamHl EcoRI + BamHi
: 0,2 0,5
3,4 _OL J’_ 1,2 a 2.0 i 1,0
) ] )
g 1,2 2,0
BT :
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Xaptnc meploplopov (2)

g Eg B B EB B
07 2 20 - 07 2,0 12
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Mepwkny men pe BamHl

e Av 0 xaptnc | elval ocwotoc ToTe ta mpoilovta Ba meplhapavouy
Ko Tunua peyebouc 1,2+0,7=1,9kb

e Av 0 xaptnc Il elvat ocwotoc tote ta nmpoiovrta Ba meplhapavouv
Kol TN peyebouc 2,0+07=2,7kb

49 kb
e

BamHI
un BEATIOTEG CUVENKEG

1,0 1,7 3,7

— I | ————
0,7 2,7 ———— 49
#
2,0 3,2
I R ZYMHEPAZMA

O Xapmg Il
— gival owoTog
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Xaptnc meploplopov (2)
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2xedLA0TE TOUC KATAAANAOUC EKKLVNTEC
yla. PCR yia tnv akoAouBn aAAnAovxia




>MSN4 Chr 11 from323228 to325120

\\

ATGCTAGTCTTCGGACCTAATAGTAGTTTCGTTCGTCACGCAAACAAGAAACAAGAAGATTCGTCTATAATGAACGAGCC
AAACGGATTGATGGACCCGGTATTGAGCACAACCAACGTTTCTGCTACTTCTTCTAATGACAATTCTGCGAACAATAGCA
TATCTTCGCCGGAATATACCTTTGGTCAATTCTCAATGGATTCTCCGCATAGAACGGACGCCACTAATACTCCAATTTTA
ACAGCGACAACTAATACGACTGCTAATAATAGTTTAATGAATTTAAAGGATACCGCCAGTTTAGCTACCAACTGGAAGTG
GAAAAATTCCAATAACGCACAGTTCGTGAATGACGGTGAGAAACAAAGCAGTAATGCTAATGGTAAGAAAAATGGTGGTG
ATAAGATATATAGTTCAGTAGCCACCCCTCAAGCTTTAAATGACGAATTGAAAAACTTGGAGCAACTAGAAAAGGTATTT
TCTCCAATGAATCCTATCAATGACAGTCATTTTAATGAAAATATAGAATTATCGCCACACCAACATGCAACTTCTCCCAA
GACAAACCTTCTTGAGGCAGAACCTTCAATATATTCCAATTTGTTTCTAGATGCTAGGTTACCAAACAACGCCAACAGTA
CAACAGGATTGAACGACAATGATTATAATCTAGACGATACCAATAATGATAATACTAATAGCATGCAATCAATCTTAGAG
GATTTTGTATCTTCAGAAGAAGCATTGAAGTTCATGCCGGACGCTGGTCGCGACGCAAGAAGATACAGCGAGGTGGTTAC
CTCTTCCTTTCCTTCTATGACGGATTCTAGAAATTCGATCTCTCATTCGATAGAGTTTTGGAATCTCAATCACAAAAATA
GTAGCAACAGTAAACCCACTCAACAAATTATCCCTGAAGGTACTGCCACTACTGAGAGGCGTGGATCAACCATTTCACCT
ACTACCACTATAAACAACTCTAATCCAAACTTCAAATTATTAGATCATGACGTTTCTCAAGCTCTGAGCGGTTATAGTAT
GGATTTTTCTAAGGACTCTGGTATAACAAAGCCAAAAAGCATTTCCTCTTCTTTAAATCGCATCTCCCATAGCAGTAGCA
CCACAAGGCAACAGCGTGCCTCTTTGCCCTTAATTCATGATATTGAATCTTTTGCAAATGATTCGGTGATGGCAAATCCT
CTGTCTGATTCCGCATCATTTCTTTCAGAAGAAAATGAAGACGATGCTTTTGGTGCGCTAAATTACAATAGCTTAGATGC
AACCACAATGTCGGCATTCGACAATAACGTAGACCCCTTCAACATTCTCAAGTCATCTCCGGCTCAGGATCAACAGTTTA
TCAAACCCTCTATGATGTTGTCGGATAATGCCTCTGCTGCCGCTAAATTGGCGACTTCTGGTGTTGATAATATCACACCT
ACACCAGCTTTCCAAAGAAGAAGCTATGATATCTCGATGAACTCTTCGTTCAAAATACTTCCTACTAGTCAAGCTCACCA
TGCAGCTCAACATCATCAACAACAACCTACTAAACAGGCAACGGTAAGCCCAAACACAAGAAGAAGAAAGTCGTCAAGTG
TTACTTTAAGTCCAACTATTTCTCATAACAACAACAATGGTAAGGTTCCTGTCCAACCTCGGAAAAGGAAATCTATTACT
ACCATTGACCCCAACAACTACGATAAAAATAAACCTTTCAAGTGTAAAGACTGTGAGAAGGCATTCAGACGCAGTGAGCA
CTTGAAAAGGCATATAAGATCCGTTCATTCAACGGAACGCCCTTTTGCTTGTATGTTCTGTGAGAAAAAATTCAGTAGAA
GTGACAATTTATCACAACATCTAAAAACTCACAAAAAGCACGGTGATTTTTGAGA. . .. ... 37



‘H peBodog tng tuxatiag npoonelaong-Shotgun Method

|

DNA
H pnebodoc tnc Tuyalog
NMPOOTIEAQONC XPNOLUOTIOLE (TALL 500 bp
yLloL TN CUVAPLLOAOYNON l
aAANAOUXLWV:
Opalvouara

v" To DNA omdeL O€ PLKpQ

Bpavopata I
v" To DNA AMNnAouxeitat

v\ H oAAnAouxia
OUVOPHOAOYELTAL LEOW TWV | ANAnAouxies

, CAATGCATTA IS
ETUKOAU PEWY TWV S G CAGACAATGO

,§Luépouq Bpavopatwy

\ AMNAemKAAuUYn
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Xpnon yovidLwHOTIKOU xaptn yLa

tnv urofonBnon
ouvappoAoynonc aAAnAouxioc
O€ TIEPUTTWOELC Yoopatwy (1)

©pavouata DNA

ANnAoUxnon tuxaiag
npooméAaong

E F G

* *

B C

ey

Mn ouvdedepéva Turiuarta
yoviISlwpatikiig aAAnAouxiag

Tautomnoinon B€oewv
OTO YOVISIWUATIKG XAPTN

B E F G
C
A B C D E F G

©£0elg XapToypaPnuévwV
XAPAKTNPLOTIKWY TNG aAAnAouxiag
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Xprion yoviOLWHATIKOU XApTn
yla tnv untofonbnon
ouvapoAOynong aAAnAouxiag
OE TIEPUTTWOELG
erltavahauBavéuevou DNA (2)

A Zpd\pa katd n ouvappoAdynon g aAAnAouxiag, To oroio PokArOnke Adyw Tng napouoiag enavahapBavéuevou DNA
Avo avtiypaga uag enavahaupavouevng aAAnAouxiag DNA

DNA
Opavouara
[ [— A [ _ | | [ |
i |
’ GCATAGCT
ZuvapuoAoynpévn ] | GCATAGCT
aMnAouxia —
EopaApévn
aAAnAemk@Auyn
B O yovidiwuaTtikdg XApTng KabloTd EQIKTY TNV avayvwpLloT TOU OQAALATOG
A B C D E F G H | J
ke b . eem om
Xapmg
A B C D H | J
Xd&ptg peTd and v eoPaiuévn

ouvappoAdynon

A - - F~~~7 =~ /A~ "~ - 1 -9 F - =11 ~——=37 \—  —rc—ogyy — o—s—ee e



Xprion Bloxnpkwv SEKTWYV yLa Tov
Saccharomyces cerevisiae

daivéTumog

M£Bod0og pEow TNG ommoiag TauTomoloUvTal Ta KUTTApa
TTOU PEPOUV TOV JEIKTN

Artattel Tnv Unapén adevivng

AvarttuooeTal povo otav undpxet adevivn oto BperTIKO HECO

AVOEKTIKOG OTnV Kavapavivn

Avarttuooetal mapouocia kavapBavivng

AVOEKTIKOG OTOV XAAKO

AvarttuooeTal mapouoia XaAkou

AVOEKTIKOG OTNV KUKAOEEIUION

AvartUooeTal aPouoia KUKAOEELUIONG

Artattel Tnv Unapén Asukivng

AvarttuooeTal Hovo dtav urntdpxel AeUukivn oto BPeTTIKO HECO

Ikavd va eruteAel (Upwon
0akxapodng

AvarttuooeTal eAv n oakxapodn eivat o poévog udatdvbpakag oto
BPEMTIKO HETO

Artattel Tnv Unap&n oupakiAng

Avarttyooetal HOvo OTav UNtApXeL OUPAKIAN OTO BPEMTIKO NECO

TA Brown loviSlwuta, 2Uyxpoveg EpeuvnTikeég Mpooeyyloelg, (31 €kd.), Broken Hill



Restriction fragment
length

polymorphisms: uia
Beon  avayvwplong

L ano V(U0
TMEPLOPLOUOU UTTAPXEL
| OTO Eva

aAAnAopopdo KO
ATMOUOLAEL QmOo  TO
AAAQ.

MoAvpopdiopol tumou pnkog Bpavouoatoc — RFLPs wc DNA markers

MoAupop@Ikr BEoM TiepLOPLOUOU

) (" (S— p— | e l—

DNA DNA
(AMNASHop®O 1) (AMNAOLOP PO 2)

MpooOrkn TG evOOVOUKAEAONG MEPLOPLOUOU

el oeesl been e Ee—— —

4 Bpavouata 3 Bpavopata
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MoAvpopdlopol tumov pnkoc Bpavopatoc — RFLPs wc DNA markers

v 3e ukpol pnkouc popta DNA 1 méPn HE UL TIEPLOPLOTLKN
evbovoukAeaon pmopel va Slokpivel ta Suo OLAPOPETLKA
aAnAopopdo evoc RFLP (meyn —-> nAektpodopnon o€
MNKTwpa ayapolnc).

v e peyaAou pnkouc yovidlwpata n méyn pe éva éviupo Tou
avayvwpilel 6 Baoelc x EcoRl , Ba avapevetal va KoReL kabe
46=4.096 kal apa Ba mpogkumtav 750.000 tunuota DNA, ta
omola o€ mMNKTwpa ayapolnc dev Ba Ntav dLakpLta mapa Lovo
ue Southern blot.

TA Brown loviSlwuta, 2Uyxpoveg EpeuvnTikeég Mpooeyyloelg, (31 €kd.), Broken Hill
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Awapopetikol pebodol
yovoturninonc RFLP:

a) Southern blot
B) PCR = MNeyn -
nAektpodpopnon -

napotienon

A YBpdioudg katd Southern

Meuppdvn vaulov

B PCR

Méyn petd
v PCR w

MoAupop@IKr) B€0m
R1 R2 Rs
Wil Xépng Béocwv , ,
——— NEPLOPIOOU Zwveg uBpdlopou
Avixveutrig DNA 1 > 3
\— ’ e
Autopadloypagia
MoAupop@ikr) B€on
I:‘1 R2 R3
Wil Xapmg 6éoswv
= 1= TEPIOPIOHOU
Exxivnrég PCR
z g ; 1 2 3
HAektpo@opNnon o€ MK ayapoing e
> — /
i ==
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SSLPs: Zuotouwiec enmavalapfavopsvwyv alAnAouxlwy, ot
ornole¢ mapouvotalouvv OSLadopeTko Babuo enavainPewv
o€ OLapopeTikd aAAnAopopda.

v Mwibopudopol  pnAkoug  <25bp:  (minisatellites)
uetaPAntol apBpol dtadoxikwv emavainPewv VNTR-
variable number of tandem repeats.

v Mikpobopudodpol pnkouc <13bp (microsatellites) o
aAAlwC Ppaxelec dladoyxikec emavaAnpelc STRs short
tandem repeats .

TA Brown loviSlwuta, 2Uyxpoveg EpeuvnTikeég Mpooeyyloelg, (31 €kd.), Broken Hill



AMNAG-
HOPPO 1

AMNAS-
HOPPO 2

\\

[ovotumnon moAupopPPLOUWY
TUTOoU SSLPs

A Auo napalayég evog SSLP

q TCTGAGAGAGGC _

# TCTGAGAGAGAGAGGC h

B Anotunwon uag STR péow PCR

I
I
I
I
Tpixoeldng HAektpopdpnon

NAEKTPOPOPENON o€ TNkt ayapddng

_i [r ,': f .

I I I
120 150 180 210

Zelyn Bdoswv
Hill



MovovoukAgotidikot moAupopdlopol SNPs —
Single nucleotide polymorphisms

ANNASUOP®O 1

Y (T T A

... AGTCAGAAATC ..

... AGTCACAAATC ..

ANNASUOPYO 2
Sy

ExTipatol otL urtapyouv 3-4*108 SNPs otov avBpwrivo mANBUGHO OUVOALKA.

TA Brown lNovidlwuta, 20yxpoveg EpeuvnTikeg MNpooeyyloelg, (31 €kd.), Broken Hill



A YBp3Lopdg pe €va oAlyovOUKAEOTISI0 TTou
dnuoupyel ataiplaoto (euyog BAcEwV OTO TEAOG

MARpwg (euyapwUEVo
uppidlo OAIyOVOUKAEOTIBI0

5 3
TCGGTCGCTGGTCGTCAGTC

| il m s b pn B G b i b K RN B B B R

m AGCCAGCGACCAGCAGTCAG =
DNA-oT1é)x0¢

YBPIdl0 e un
Ceuyapwpévn oupd OAiyovoukAeoTidio

5 3
TCGGTCGCTGGTCGTCAGT C

| R ) o e B O G o b Gl NI IS LI O I

mmm AGCCAGCGACCAGCAGTCAC e
DNA-oT1éx0¢

MeBobolL yovotumnaong twv SNPs:

a) YBpLdlopoc oAtyovoukAeotidlou pe ataiplaoto (eVyoc Paocewyv oto TEAOC B) AokLpaoia
oAtyovoukAeotidlwv- OLA oligonucleotide ligation assay, y) ARMS PCR —Single nucleotide

polymorphisms

B Aokiuaoia ouvdeong oAtyovoukAeoTidiou

Arnouoia ataipiacTtou {elyouq

[
AR RN
S n

SNP
l Avtidpaon ouvdeong

DNA

Ataiplaoto Ceuyoqg

l

Aev nipayparonoleital avridpaon olvdeong

DNA

I Teot ARMS

Arouoia araipliaotou {elyouq

i llllllllllll"l'l

l

2UvBeon npoidvtog PCR

Ataiplaoto {elyoq
|

5 “'l

Aev ouvtiBetal mpoidv PCR



[eveTikn Xoptoypapnon:

Duotkoc & MNEVETIKOC xapTNC




duoIKOg XapTNGg FeveTik6g XapTng

[EVETIKOC KAl GUCLKOC XAPTNC TOU
xpwpoowportoc || tov Saccharomyces e
cerevisiae

pgk1 -g-~
_________ -peti18
pet18 - --=~""""
______ -cry1
e - - MAT
MAT - --~"
third el = ~thr4
SUP61 |~
">~ N-supe1
ABPT —f~=---_.____
““““ - ABP1

(3" €kd.), Broken Hill



A Neveal 6 dEVd - . :
£VEAAOYIKS SEVOPO "_ jZ YTIOMNHMA

‘Atopio BnAukoU yévoug rou
Sev MAoKEL

—L

Napadelypa avaluong i é i i é 3
VEVETLKO l’) 6 évcp 0 U O_c OV B NiSavée eppnvelea Tou yeveakoywos SEvpou

‘Atopo BnAukou yévoug Tou
TIAoxEL

Atopo apoevikoU YEvoug Tou
dev AoxeL

‘Atopo apoevikoU YEVOUG Tou
ndoxet

ATop0 TToU €xel MEBAVEL

O
O
]
0
/

MHTPIKA XPQMOZQMATA
avOpwrmo . yroseen2
p Disease M, Healthy M,
I |
I _
Healthy M, Disease M,
MNadi 1 Disease M, Foveikd Avaouvduaopévo
I
Madi 2 Healthy M, [oveikd Avaouvduaouévo
I
Madi 3 Disease M4 [oveikd Avaouvduaopévo
I
Nadi 4 Disease M, oveiké Avaouvduaouévo
I
MNawdi 5 Healthy M loveikd Avaouvduaouévo
I
Madi 6 Disease M Avaouvduaopévo oveiké
I
Zuyvétnta
avaouvduaouou 1/6 = 16,7% 5/6 = 83,3%

I Enavep@avion g ylayldg and tv mieupd g Untépag

—

To aMnAdpopgo tng véoou (Disease)
npénel va eivat ouvdedepévo e 1o My.
H YNOGEZH 1 EINAI ZQ3TH.

=

MM,
IA DIVUWIT 1T OVIOLWHMLW, 20Uy XPLUVEL CPEUVI|LLKEG | ITpLLEyYyLLEL, (O EKU. ), DIUKEII I'I|||



