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KED®AAAIO 1

EAEI'XOX I'ONIKOTHTAX - IETOPIKH ANAAPOMH

H obyypovn emomun apyifovtog amd v Awodocio (Opddes aiportog) Kot
etavovtag otn poprokn Proroyion (DNA), éxel mpooeépel TOAAG otnv emilvon
npofAnudtev appioPntoduevng motpotntag (paternity test) 1 apeiopfnrodpevng
untpotntag (maternity testing), to omoio amo@aivovTal yio T YEVETIKN O)ECT €VOC
avdpa 1N pog yovaikog pe vo GALo dtopo avtiotoya. Ta yevetikd cuotipoata Kot ot
EPYOOTNPLOKEG TEXVIKES TTOV YPNGLLOTTOLOVVTOL Elvar ot 1d1eg 08 OAEG TIC TEPIMTAOGELG.
210 mopehOOV, ot e@apUolOUEVES TEYVIKEG APOPOVGOV KUPIMG OVOGONLLATOAOYIKEG
TEXVIKES KOOOPIGUOD OVTIYOVIKOV GUOTNUATOV TOCO TMV EUUOPOOV GTOEI®V TOV
aipatoc, epuBpav apocpopiov (opddes oaipotog kot Aourd epvOpokvtTopiKd
avtiyova), 660 Kol Tov Tpoteivdv tov opov [1,2,3,4]. Ouwc, okopo Kot e TO
GLUVOLAGHO OAMV OVTAOV TOV YEVETIKOV GUCTNUAT®OV O OTOKAECUOG €vOG TOAVOL
yovéa dev Eemepvoioe 10 40-50%, evd eml pun amokAeicpov 1 TOaVOTNTA YOVIKOTNTAG
pe Baon  cvyvotnta TV Topordve avitydvev oty Kavkdow guin avépyovtay ce
70-75%.

Apybtepa n avakaivyn tov HLA aviiydovov oty empdveln. oV AEVKOV
apoc@atpiov cuveEBoAEe ONUOVTIKG OGTOV EAEYXO OUEGPNTOVUEVIC YOVIKOTNTOG.
KAnpovopotvtor coupwve pe toug vopovg tov Mendel. H amovoia 610 mondi .y, evog
amtd TOLG VO ATAOTVUTOVG TOV «LTO EAEYYO YOVEM», 1| 1| TOPOVGIO GTO OOl KATOL0V
avTIyOvou ToL OEV VLWAPYEL OTOV «VTO EAEYYO YOVED» VTOONAMVEL OTOKAEIGUO
yovikotntog. Me ta HLA avtiydvo 10 10606TH OmOKAEIGHOD TOL PEPOUEVOD MG YOVEQ
avnABe oto 80%, aAld kot 1 TOavoAdyNoN YovikoTnTag (€ PN amokAEIGHOV) Qyyle
70 99,99% o0& KAMO1EG EK TOV TEPUTTOCEWMV.

Téhog, M avOKAALYN KOU €QPOPUOYN TOV HOPIKAOV TEYVIKOV 1 TEYVIKOV
avacvvovacpévov DNA dvoige véovg opilovteg otov €Aeyyo YOVIKOTNTOG KOl GTNV
latpodikaoTtikn yevikotepa. ['ia mpdtn popd e1cdyeton o 6pog DNA amotdmmpa (DNA
fingerprinting) | DNA yevetikdc tomog (DNA profiling) 1 DNA testing [5]. Ziuepa,
Yy ™V avaivon tov mpodid tov yevourkod DNA (g-DNA) ypnopomorodvrot

moAbpoppot  yevetwkoli témot. Ot TOALHOPEIGUOL, Ol Omoiol TPOCPEPOVV  TIg
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mePLooOTEPEC TTANPOPOpiec Kol glvol 10laitEPA YPNOIUOL OTNV  LOTPOSIKOCTIKY),
evtomiCovtal 6tovg vIep-peTafAntong yevetikovg tomovg (hyper variable loci).

To npdto DNA anotinmpa teprypdonke omd tov Alec Jeffreys et al., to 1985
oto [Tovemotuio tov Leicester otnv AyyAia. Iapatipnoav 0Tt opiopéveg meployég
TOV aVOPOTIVOL YOVISUOUATOC TEPLEXOVV SLOOOYIKA OLUTETOYLEVES ETTOVOACLLLPOVOLEVEG
DNA aiAniovyieg mov ovopalovion VNTRS (Variable Number of Tandem Repeats) 1
minisatellites [6]. Apywd ou Jeffreys et al., otnv avédivon tov VNTRS yevetikov
T0nov e@dpuocav T yvoot pébodo RFLPs (Restriction Fragment Length
Polymorphisms), kévovtag yprion meplopiotikdv evidumv (restriction enzymes). To
GLUVOMKO UNKOG TOLG KUUOIVETOL OO LEPTIKEG EKATOVTADES £WG HEPIKES yAades (edyn
Baocewv (base pairs-bp), evd o aptOuog twv aANAoUOpP®Y EVOG YEVETIKOD TOTOV GTOV
avOpomivo mAnbuouod mowiddel (cuvnbwg and 15 £wg 70). H avédivon tov avBponivov
g-DNA wg mpog ta aArnropopoa tov yevetikdv tonov VNTRS ovopdotnke pe tov
Opo «peveTiko amotvmmpuo». H pé00d0g auty), av Ko EmTUyNG, amaitovoe pio oYeTkd
peydin mrosotra DNA kot to amoteAéopata 1oV TEPIocOTEPO AEIOTIOTO, EQOCOV TO,
ouyKpwvopeva detypata £tpexav mapdAinio oto o0 miktopa ayopding. Erouévamg,
dgv NTav duvatdv va epappootel og detypato DNA amd tpiyeg 1| knAideg aipatog, Aoym
AVETAPKOVS TOCOTNTOG YEVETIKOD LAKOV. Xpnotpomomonke yio TpdTN Gopd Yo TNV
TOVTOTOINOT €VOG VTOTTOV Y10, EYKANUATIKY evépyewn t0 1986 oty AyyMa, aArd
TANPOVGE TAVTOYPOVA Kol OAES TIC TPOVTOOEGELS TpoKeLEVOL va, yxpnoyonombel oe
TEPMTOGELS EAEYXOV OUPIEPNTOVUEVNS TATPOTNTOC/ UNTPOTNTAS.

H avakdloyn mg odlvcdotig avtidopacng moivpepdong (Polymerase Chain
Reaction, PCR) ka1 n gupeia epappoyn g oto Epyaotipio Mopraknic Biodoyiog Alya
YPOVIOL apyoTEPd, TPOcEPepPe pior evaAlokTiky pEBodo yoo v peAétn tov DNA
QTOTVTTMUOTOG, KOO Kot OTov 1) dtaféoiun tocotnta DNA ftav eAdylotn 1 Hepikdg
amodounuévn. H  obyyxpovn mpocéyyion tov DNA  amotvmdpatog yiveton
ypnowonowwvtag emavarappavouevee DNA  aiinlovyieg peyébovg 2-6 bp mov
ovoudlovtar STRs (Short Tandem Repeats) 1| microsatellites kot meprypaenkov yio
TPOTN QOPA 0TI apyég TG dekaetiag Tov 1990. Adym Tov HikpoTEPOL pEYEDOVG TOVG,
M yovotHmnon tovg etvar gpikt pe gpapupoyn g PCR teyvikhg ko Bewpovvron
KaAvTepoL yevetikol deikteg amd to VNTRS . Eivan avtoi mov ypnoiporotodvrol kupimg
onuepa otov €Aeyyo ouelofnrovpevng matpdétnTac/untpomrtas [7]. H avdivon
ompiletoar ot Proroywkn povodikoétnto Tov atopmv (e€aipeon amotelodv ot

opoluymtikol didvpol) Kol GTNV TOAVUOPEIKOTNTO TOV VIO €EETOCT) YEVETIKOV
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neploy®v. H  moAvpopeikdtnTd TOLg OQEIlETOL  GTOV  SPOPETIKO  aplOud
EMOVOAAUPAVOLEV®OY VOUKAEOTIOI®MV TOL TOPOLGLALOVV 01 GLYKEKPIUEVES akoAOLOTEG
STRS ota diapopa dtopa. Agdopévov 0Tt 0 ToAvHopPIoHdS TV STRS givar oyetikd
pikpos, mn o«oyve» g STR avdivong mpokvmtel amd TV TOLTOXPOVY] UEAETN

moALamAOV STRS yeveTIKOV TOT®V.

Tnv televtaio dekaetio Exel apyioel va epappoletol 6 epeuvNTIKO EMIMESO 1M
xpron Tov yevetikmv dewkt@v SNPs (Single Nucleotide Polymorphisms) ctov éheyyo
appofnrovpevng yovikdtrag [8]. Ot SNPs molvpopeiopol givor ot cuvnBéotepec
TAPOAAAYEC TTOV GLVAVIMOVTOL GTO AVOPAOTIVO YOVISI®UA KOl TPOKTIKG OTOTEAOVV
aveEAvTAnTn Tyn YEVETIK®OV deKTOV. H duvatdmrta €paployg TOVG GE TEPIMTMOCELS
amodopnuévov DNA, aAld kot o pikpd mocootd peToAAdEemv mov eppaviletal og
aVToVG TOLG YEVETIKOVG OgikTeS, o€ oyéom e Toug STRs, tovg kabiotd éva moAdTIo

epyoireio otov éleyyo yovikoOtntog [9].

[Mopdiinia, molvapiBueg elvar or peréreg otg omoieg efetdleton To
prroyovoprokd DNA (mtDNA) og yevetikd VAMKO GTOV EAEYY0 OUOIGPNTOVUEVTG
unTpoOTTOaG, dedouévon OtL otov AvBpmmo 1o mtDNA kAnpovopeiton povo amd ™
untépa ota modwd [10]. To pitoxovoplakd ypoUOCOUN GUUTEPIPEPETOL OGS pia
opdada GHVIESTG, ONAAOT OAOL Ol YEVETIKOL TOV TOTOL KA|POVOLOVVTOL (OG L0 LOVEAOOL.
O mpoocdopiopdg tov yivetar HE OVAADON TG VOVKAEOTIOWKNG  OAANAOLYiOG
(sequencing) piog N meplocotépmv vrepuetafAntov nepoyov tov (HVR1 1 HVR2),
péBodog ypovoPopa Kot aitepa TOATAOKT. Q¢ Yvmotd, o mtDNA umopet va
emPrdost mMOMD TEPIGGOTEPO GE GUYKPIOT LE TO OVTOCOUKO YU oVTO Kol
ypnoonoleitor gupémg o€ peréteg apyoikov DNA oe  eeidikevuévo mavta

EPYOOTNPLOL.



KE®AAAIO 2
SHORT TANDEM REPEATS (STRs)

2.1 EIZATQI'H

H amotdmmon daxtuAikadv arotvnopdtov DNA 1 1) tvmonoinon tov yeveTikon
npopik DNA gvog atdpov meptypdonke yio mpodt opd and tovg Jeffreys et al. [11],
ot omoiot damicTtwoay 0Tt oplopéveg Teployec Tov DNA mepielyav eravorlappavopeveg
aAiniovyiec DNA. Avtéc ot emavarapPavopeves aAAnAovyieg omavidvIol 6E OAOVG
TOVG TUTOVG PEYEDDV KOl GTO GUVOAD TOVG AVOPEPOVTAL MG EVOG LETOPANTOS aptBlog
dwdoykd  dotetaypévov  emovaiappovopevov  DNA  aAiniovyiov  (VNTRS).
Zuvnbwmg, yapaxtmpiloviol amd To UNKOG TNG EMAVAAAUPAVOLEVNS OAANAOVYIOG TOVG
Kot Tov aplfud Tov cuveydueveoy exavoinyemy g [12].

Ta televtaio ypovia n avdykn yo peyordtepn mOavoAdYNoT YOVIKOTNTOG
odNynoe otV UEAETN TV VIEPUETAPANTOV YeveTikdV Tomwv Short Tandem Repeats
(STRs), yvwotoi kot ¢ microsatellites 1 Simple Sequence Repeats (SSRs). Eivat
dldomapTol € 6X0 10 yovidimpa [13,14] kot to pukpd péyedog v aAANAOUOpP®Y TOVG
og ovykplomn pe Tovg VNTRS mov ypnoporombnkav amd tovg Jeffreys et al. [15], tovg
Kaotd KoAOTEPOVS G €AEYYOVS EYKANUOTOAOYIKOV LToBécewV Kot €AEYYXOVL
yovikotntag [16]. Evtomiomkav yio TpdTn @Opd 0T0 EVKOPLOTIKA YOVISIOUOTO
oxedov tpravta ypovia mpv. Ilpdxetrtan yuoo dadoywkd emavoarapPoavopevo potifo
OAANAOLYLOV HETOPANTOD UHKOVG TOV KOTAVELOVTOL GE OAO TO TUPMNVIKO EVKAPLMOTIKO
yovdiopa [17] kot €xovv Topapeivel OYETIKA avémapes oe OAN TNV SLAPKELN TNG
eEEMENG Tov avBporivov eidovg. H apywn dmoyrn 0Tt 0moTeAovV OmOUEWVAPL  TNG
eEEMENC Ko dev €xel kapio Plodoyikn xpnooTnTa, 0ALL CLUPAAEL 6TV daTpnon
™G OOUNG KOl TNG oTAEPOTNTOG TOV YPOUOCOUATOV OPEVOS KOL APETEPOV ATOTEAOVV
éva mBavo e&glktiko back up pe oxond v emPioon tov gidovg, LaAlov dev paiveTal
mAéov va evotabel. Néeg pedéteg delyvouv 0Tt mailetl évo onuovtikd poro 6tov EAeYYO,

oTNV avATTLEN OAAG KO GTT S10POPOTOINCT) TV SUPOPOV OTOLMV.



2.2 STRs TENETIKOI TOIIOI

2.2.1 T'evika

Ot STRs yevetikol tomot, givor pikpég emavarapfovopeves aAiniovyieg mov
amotedovvtal and emavoroapfovopeva (edyn 1-6 Baocewv (bp) ko cuvBEtovy Tepinov
10 3% 10V avbpdTIVOL Yovididpoatog [18], Sopopeadvovtag ypapukd Opadouata
uikovg péxpt 300 vovkAeotidw (nt) (Ewodva 2.1). 'Exyovv gupémg Ppebei 1060 ota
TPOKOPLMTIKA, OGO KoL TO, EDKOPLMTIKE YOVISIMUOTO, EVA 1) KOTOVOUT TOVS LEGO GTOL
ypopocouato dgv etvar e€icov Kataveunuévn Kot epgaviCovrar Arydtepo cuyvd oTig
VROTEAOUEPEIC TEPLOYEC.

Ta neprocdtepa Ppickoviar LG G€ T KOIKOTO0VGES Teptoyég (noncoding
regions), evad povo 1o 8% avtdv mepimov gvromiletar oe Kmdkomolovseg (coding
regions) [19]. H mokvomtd 100G TOIKIAEL EAOPPOG HETAED TOV YPOUOCOUATOV KoL
G6TOVG avOpOTOVS TO Ypwudcomua 19 dabétel v vynAoTEPN TuKVOTNTA 68 STRS, e
T avipomva ypopocsopate 21 kot 22 vo givor mAOVGlO GE  HOVO- KO
TETPAVOVKAEOTIOIKES eTavonyels. Ta meptocotepa kovd STRS otov dvBpwmo sivat ot
oe A mhovoieg emavarapPavopeves povadec: A, AC, AAAN, AAN, AG. Katd péco
6po éva STR ovpPaiver avé 2000 bp oto avbpomvo yovidiopa [20].

Locus X

_L CAICACAICA s AllEIE 2

Eixova 2.1: Mixpécs emavalopfavoueves aliniovyics twv STRS pevetik@v tomwy / klpovouiky uerafifoocn.

Me Bdon to dtopopetikd emavarapfovopevo potifo ot STRS yevetikol tomoL
pmopodv  va  Kotnyopromombodv oe  povo-, Ot-, TPl-, TETPO-, TEVIO- KOL
€E0-VOUKAEOTIOIKOVG YEVETIKOVG TOTTOVG. H Ta&ivounon tovg yivetan pe Bdon 160 tov

aplBud Tov Pdoewv, 660 Kol TOV TOTO TG EMOVOAAUPAVOUEVIC aAANAOLYIOG OE: o)



TENEIEG, OTaV PEPEL LOVO OAOKANP®UEVES ETOVOANYELS T.Y., (AT)20 B) atene, otav n
emavorapPoavopevn aAiniovyio StokoOTTETOL OO OUPOPETIKA VOLKAEOTIOW 7).,
(AT)12 GC (AT)s ko y) ovvbetec, dtav vApovLV dVO 1 TEPLGGOTEPO. OLUPOPETIKA
potifa oe ovvdvoopuod, my., (AT)7 (GC)s pe T1c ahAnlovyies t@v dt-, TpL- Kot
TETPAVOVKAEOTIOIKMY ETOVOANYEDV VO EIVOL Ol T GLYVE YPNCUYLOTOLOVUEVEG OTIG
vevetikée perétec. Ilépa amd ta kowvd oAnMa tov STRS yevetikov 1énwV GTOV
avOpodTvo TANBLGUS, TOAAEG opEc mapatnpeitatl pio TotKiAopopeio oto pHotifa Twv
EMOVOANYEWV, Ta OTT0l deV PEPOLY TANPELS emovarnyels. H motkidopoppio avth givot
anotéleco Tpostnkng/ anaroipng (yeyovotov Indels) 1 aviikatdotoong Pdoemv Kot
To OAAMALDL TOL OTTOi0 TPOKVTTOLV avOQEPOVTAL (OC microvariants | aAMAlo €KTog
KAMpokog (“off-ladder” alleles), enedn dev topralovv oto péyebog TV avtiotoyymv
aAANAoV oV TEpEyovTon otig TpdTuTEeG KAipokes peyéboug (Allelic Ladder, AL). Eva
off-ladder aAAfAi0 givar to aAAfAl0 T0 omoio evtomiletat £Em amd TV avapeEVOUEVN
nepoyn (£0,5 nt) omorovdnmote yvwotov aAiniiov. Evtoniloviol otovg mepiocdtepo
TOAVHLOPPIKOVG YEVETIKOVS TOTTOVG, Ot™wg Toug FGA, D21S11, D18S51.

Ocov apopd v ovopotoroyia -yio mopaderypo otov STR yevetikd t6mo
D3S1266- 1o mpdbepa D avagépetar oto DNA, 10 voduepo 3 oty (pOUOCOUIKN
evtomon, 10 mpoBepa S oty AéEN STR xor 10 vovpepo 1266 évag povadikog
avayvopioog apBuogs. Edav evtonilovrotl g vtpovia yovidimv maipvouy To OVOpo TV

YOVIO10V GTO 0TO10 EUTEPIEYOVTAL.

2.2.2 EEEMEN ko povtéra petdrhalng

To 1950, ot petaArdéelg oto avBpamivo yovidiopa motevdtay 6Tl Nrav €va
eEapetikd omavio yeyovos. Mepkég dekaetieg apydtepa, avakaivednke 6t 1o RNA
umopovce va petatponel o DNA péoo g avtictpopng petaypagnc. Avti m
TANpoPopia GAAAEE TOV TPOTO E TOV 0010 GKEPTOVTAY £MG TOTE Ol EMIGTNUOVEG: TO
YOVIOIWUG HoG 0EV gival otabepd olro. ovvauuro. T eMOUEVEG OEKOETIEG, OPKETOL
EMGTILLOVEG TOVTOTOIMMGAV TO Yovidlopo pHe apketés aotabeieg [21]. H avaxdivym
TOWKIA®V HETOALAEE®MV (TPOTOTOMGELG GTNV OAAN AoV Kot TV 000 TV PAcemv ToVL
DNA pe ovyvomta <1% oto yevikd mAnBvGHd) | TOAVHOPPIGUADV (KOWVES YEVETIKEG
ToPoALaYEC Le cvyvotnta >1% 610 Yeviko mAnbuoud), dmwg Evag HetafPAnNToc aplOpnoc
Swdoykd datetaypévov  emavarappavopevov  DNA  aAiniovyiov  (VNTRS),
enovoropPavopeveg DNA  adiniovyieg (STRS), vovkAeotidikol molvpopeiouoi,
npocOnkec / daypaeég (INDELS) kot mapaidayég Tov aptfpod emoavolapfovouevov
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arliniovyiov (CNVS) éxovv cuupdiriel oty avayvopilon TEPLOYDV (1 CYETIKOV UE
OVTEG TIG TEPLOYES YOVIST®V) 1| YOVIdiwV mov oyetilovtan e didpopec achéveteg

BéBaia, ot STR aAinAovyieg AOY® NG QUOIKNG EMAVOANYILOTNTAG TOVG
o0Mnyouv o€ yeyovota OAlcONoNG KOTA Tn OWIPKEW NG AVIIYPOPNG N KATH TNV
emod1OpObwon Prafav tov DNA. TIpdxetton yia £va idog petdAraéng mov odnyet gite
o€ enéktaon, €ite oe pueiwon Tov aplBuod TOV ETAVIANYEDV KATA TN OLUPKELD TNG
avtypagng Tov DNA [22]. [Tapovoidlovv vynAdtepo puOud petdiiaéng omd GALoLS
TOmovg yevetk®v tpomonomcewv [23]. To mocootd petdAraéng oto avOpdmivo
yovidiopo kopaiverar amd 10 émg 1072 nt avé yeved [24]. ZopfdAiovy pe avtd OV
TpOmO o€ HeYGAo Pabud oty avEnon Tov SLVOUIKOL €DPOVS TMOV YEVETIKAOV
TOPOALAYDV GTOV AvOp®TO.

O Apepwdavikog Xovdeopoc Tpomelmv Aipatog (American Association of
Blood Banks, AABB), éyet dnpoctehoetl ototygio To 0moio Tpogpyovtat amd dtapopa
€PYOOTNPLO EAEYXOV QUPIGPNTOVUEVIC YOVIKOTNTOG GYETIKA LLE TO TOCOGTH ELPAVIONG

HETOAAGEE®Y 6TOVG d1apopovg YeveTikovg Tomovg STRS [25] (Ewdva 2.2).

0.1

0.01 A

0.001 -

Mutation rate

%

Marker

Eixova 2.2: [1060670 uetdliaéns Tmv HIKPoOdopoPopIK®dY YEVETIK®DY TOTWY 6T0 avOpdmivo yovidimua uetd amo
YEVEALOYIKES avalveelrs (AoyaprOuikiy kiipaka, pue 95% owactipara gumorocvvyg). Or deiktes divoviar e Ty
axdlovly ceipa: D10S1214, D1251090, ACTBP2, D19S253, D9S302, D3S1744, FGA, VWA, D22S683, D18S51,
D8S1179, D21S11, Cyp19, D3S1358, CSF1P0, D18S849, D13S317, D17S5, D5S818, D75820, Penta E, D16S539,
FESFPS, F13A01, LIPOL, D1S80, F13B, D2S1338, THO1, TPOX ocoupwva ue v ovapopa tns AABB

(http://www.aabb.org/sa/facilities/Pages/relationshipreports.aspx).

10


http://www.aabb.org/sa/facilities/Pages/relationshipreports.aspx

H yvoon pog oyetikd pe tig petadhdéelg kot v eEEMKTIKN SUVAUIKY OVTOV
eEaxolovbel va etvan eAlnc. Katd kapotg éxovv mpotabei didpopa poviéha 6Gov
agopd v eEehktikn dvvapikn tov STRS yevetikov tOmwv, PETOED TV OToiwV T
emKpaTécTEP Elval:

A. To povtéro tov drepwv aiiniiov (Infinite Alleles Model, IAM): Ov Kimura and
Crow éyovv mpoteivel avtd 1o poviédo 1o 1964 [26] Baciouévo oty mapadoyr Ott,
KGOe véa pHeT@AAaEN TapayeL Evo vEO aAANAOLOPPO Kot OAEG O LETOAAGEELS ivat 1omg
mBavotnTog va cupuPovv. Qg ek ToHTov, puropel va TepAapPavel omolodnmote apOpud
EMOVOANYEWDV Kot Vo, 00NYEl TAvTa 6€ va VEO OAANAOLOPPO, TO omoio dev evtomiletan
61OV LITAPYOVTO TANOLGUO.

B. To povtého eradiaxijc uerdliaéng (Stepwise Mutation Model, SMM): To povtélo
avtd ovartdydnke omd tovg Ota ko Kimura to 1973 [27], vy va g€nynoet Tig
akOlovBeg peTaAAGEELS: o) KPEC aAlayég otov aplBud g emovaAnyng B) ioeg
mBovotnteg avénong 1N peloong Tov aplBpod TOV ETAVOAYEDV Y) OTEPIOPIGTO
péyebog v odinAopopewv. To SMM povtélo cuvadet pe tov punyaviopd olicOnong
TOV AVTILYPAPOUEVOL KAMVOL KOl CIUEPN €IVl OTOOEKTOC MG O KOLPLOG UNYAVIGHOG
mpoKkAnong towv STRS petodddéemv. Xe avtd 1o poviéro, to aAAAle pmopel vo
petoAloyBovv pe ovvémewr v adénon Mt pelowon ToLv  aplBpov TV
emavorapPavopeveoy povadwv mépov g piag. H mpocOnkn M n anodiewo piog
emavolapupavouevng povadog ovoudletor petdAlaén evoc otadiov (Single-Step,
SMM), evd n mpocHNKN 1 1 ATOAED TEPIGGOTEP®V NG piag emavolapfavopevov
povadwv ovopdletar povtélo dvo otadiov (Two-Phase Mutation model, TPM), 7
povtélo moAlamAmv petodhaéewv (Multistep Mutation Model, MMM). Apketég givar
o1l peréteg mov €xovv 0gi&el 0TL, 660 Mo TOAOTAOKT elvar 1) emavaiapPoavousvn doun,

1660 pkpdTEPT givor 1 TBavOTNTA VoL GLUPOVV YeyovoTa petaiiayng [28].

2.2.3 Mnyaviocpoi petdriralng kot emdépdmong tov DNA

[Taporo mov ot STRS yevetucol TomoL avakaAvEONKav 6to gvkapvmtikdé DNA
ot opyés tov 1970, o unyoviopog mpdkAnong UeTOAAAEEDY TTapopéveL EAdyLOT
Katavontds. Méypt onuepa Exovv mpotabel tpelg mbovol unyaviopoi: 1. to dvico
crossing over katd v ddpKela TG HelmoNG, 2. 0 UNYOVIGUOG PETPOUETADESTC Kol
3. 1 oAicOnon Tov AVTIYPAEOUEVOD KADVOL KOTA TNV SLAPKELD TNG AVTILYpa®nS. MeTa&y

AVTAOV TOV UNYAVICUAOV 0 Tpitog Bempeital 0 EMKPATESTEPOG.
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A. avieo crossing over katd tnv dwdpkelo. tng peiwong (unequal crossing over-
YEVETIKOS OVOODVODOAGIUOG): O UNYOVICUOG OVTOG €ivol KA UEAETNUEVOC KOl YEVVA
peydda tpunuata oro satellite DNA. Agopd v avtodhoyn yeveTikod VAIKOD peta&y
TOV OLOAOYOV XPOUOCOUATOV Kot propel va BewpnBel vtebBuvog yia v onpovpyio
STR multistep petaAréEewv [29].
B. unyavicuoc petpouctabeanc (retrotransposition): o unyavicpog owtdc vrootnpilet
ot meproyég STRS mhovoieg e A yevvobvtan and pio 37 eméktacn petpouetddeong,
napopoln pe avtn ¢ moivadevohimong tov MRNA [30]. Amottodvior Opmg
TEPOLTEPM UEAETES Y1 TNV OTOCAPNVICT] QLTINS TG Bewpiag.
I. unyovicuos tns olicOnens tov avrypapouevov kicvov DNA (replication
slippage 7# DNA slippage) katd tv Sudpkelo TG OvVIypoenG: TO HOVIEAO aVTO
npotdonke yio Tpd Qopd amd tovg Kornberg et al. to 1964. Xfquepa gaiveton OtTt
elvar gupémg amodektd G M KVupo e&nynom g dnpovpyiog twv STR petadidEemv
[17]. H xoxn evBuypdppuon mov mpokarel T petodldtels ovpPaivel peta&d tov
veoouvtifépuevor kAdvov DNA kot tov cOpmAnpopatikod KAGVOL eKpoysiov
(template) xotd v Sdpkeia ¢ avirypoenc. Ot dvo aAvcideg dtictavtal Kot
emavobppdonoovvtar Aavlacpéva, oynuatiCovrag Bpoyxo (loop), o omoiog eivar
otafepdg AOY® TG emavarapfovopevng evong g axoilovbiog oo DNA. Edv n
ovvleon tov DNA ocvveyotel, 1018 0 emavalopPavouevoc apBuog tov STRS
petafdiretor (Zyfuo 2.3). Tnv mepintoon 6mov o Ppoyyog oynuatifetor otov
veoouvTifépevo KA@vo, tote B TpokvWEL HETAAAMEN e avénom tov aptBpod TV
EMOVOAMYEDY, EVD PpOyOl GTOV CUUTANPOUATIKO KADVO eKpayeio, Ba 0dnyHcovy e
peimon tov apBpov tovg [31]. Qot660, 0 aPOUOS TOV TEPIGTATIKGOV 0AlcON NG dev
givan 0 1610 pe 10 1060010 TV ueTaAlGEewv Omov Topatnpovvtat. [lelpduata in vitro
&youv dei&el 6t DNA olicOnon cvpPaivel o€ moAd peydlo To6061td, 0AAG IN VIVO To
nepiocotepo. DNA loops avayvopilovior kot e€aAeipovior and ta emdopdmTiKd
évlopo-eEwvovkiedoeg tov  kvttdpov  (exonuclease proofreading) «ot  tov
emdophmtikod punyavicpod ataiplactov (evydv Bdoswv tov kvttdpov (Mismatch
Repair, MMR). Amotuyio Too MMR cuetiuotog katd tn S1dpKed TG OVTILYPOENG
0dnyel og avénom g pipodopveopikig actddstog (1073) kot ot kwdikég Teployéc mov
TEPLEYOLV TVYOLEG EMAVOANYELS YivovTon emppenelc o€ HETAAAAEELS, O cupPaivet
GTOVG KAPKIVIKOVS 1GTOVC.

MetoAAdEels TapaTnPOVVTIOL TOGO GTO COUATIKA OGO Kol GTO YOUETIKO KOTTOPO.

Ot STR petarrd&elg mov cvpPaivouy 6to COUATIKE KOTTOPO €V KAPOVOLOVVTAL,
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S0t in vivo ta meprocdtepa DNA loops avayvepifovrar kot egaleipovtar and tov
eMAOPOOTIKO unyovioud tov KuTtdpov. Avtibeto copotikés petaAldatelg (somatic
mutation) mwov Aappdavouvy ydpa 6To TPMTE GTASO. TNE EUPPVIKNG avVATTLENG UITopEl va
odnynoovv otnv eueavion triallelic pattern oto maidi, kotd to omoio dvo THTOL
KUTTAP®V HE SLUPOPETIKOVS YOVOTOTTOVS UITOPEL VO, GLVVTTAPYOLY KOl SLOTIGTOVOVTOL
HE TNV TOPOLGIO TPUDYV KOPLO®OV GTO NAEKTPOPOPMUA TOV VIO EAEYXO YEVETIKOV
tonwv. Or petodrdelc mov Oa mpénet va Aappdvovtal cofapd vroy”n ival ovTEG TOV
Aappévovy ydpa katd TN S1dpKeLo TNG TEAELTALOG LEIMONG OTA YOUETIKA KOTTOPO KO
ot omoieg petafipdlovtor 6Tovg amoyovous, Yopig Op®s va epueaviloviol 6Tovg yovels.
Avtéc ypnlovv Wwitepng mPOGOYNG KATO TNV EPUNVEIL TOV OTOTEAEGUATOV

dlepeuVNONG GLYYEVELNG LETAED 0V0 1 TEPIOTOTEP®V OTOUMV.

5TR

- repeat unit

NO
DINA polymerase
Replication MUTATION

L SRR T 2020 0 2 SRERTETIEBTE

11-repeat allele

Slippage Wea'ignmem

Mismatch|
repair

Misalignment_~
—.A.::, | eI
—W—

l Extension l

2=l desseses W e
} }

+1 REPEAT MUTATION -1 REPEAT MUTATION
12-repeat allele after 10-repeat allele after
subsequent DNA replication subsequent DNA replication

Zytjua 2.3 Mijyavicuds olicOnens tov avriypapduevov kidvov DNA (replication slippage 5 DNA slippage).
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2.2.4 Tlapdryovteg mov exnpedlovy T0 TOGOGTO TOV PETOALAEEMV

Ta mocootd petdAlaéng dpépovv oe peydio Pabud peta&d twv dapdpwv
YEVETIK®V TOT®V STR Kot TV aAANAopOpv ToVG, Kot T omoia enmnpedlovtot omd 1o
unKog, tov aplipd kot T ovvOEoN TOV VOLKAEOTIOI®MV TOV ETOVOAAUPOVOUEV®V
HOVAS®V, TIG SIOKOTEG EVTOC TOV HOTIPOL, TO UAKOG KO TIG TAEVPIKEG OAANAOVYIES TOV
potifov. Xvykekpyéva:
1. to unxos tov potifov: £vag apvnTIKOG GLOYETIGUOG £xel TpoTadel UETOED TOV
UNKOVG NG EMAVOAQUPBAVOUEVNG LOVADOS KOl TOV TOGOGTOV OAIcONoNG amd Toug
Kruglyak et al, ot oroiot £xovv d&iet 0TL T0 T0606TO OAiGONGNG Eivar VYNAdTEPO GTOL
dwovkieotiown STR kot youniotepo ota teTpavovkieotiola. Ta pikpod prkovg potifo
EMTPEMOVY TEPIOCOTEPES EVKALPIES Yol Kakn gvBuypappion, eved peyoldtepa potifo
ATOLTOVV LYNAGTEPT] EVEPYELL ATOYMPIGLOD TV CUUTANPOUATIKOV KADVOV Kol 0P
HKPOTEPN TOOVOTNTA GYNUATIOHOD EVOC 6TabEPOD Bpoyyov [28].
2. 0 ap1Ouos TV exavalapufavousvmy povaomy: YEVEOLOYIKES LEAETEC SLOPOPETIKMV
TAnBuoulak®v opddmv €yovv dgifel 0Tt T0 MOGOGTO TV UETOAAAEE®V avEAvETOL
avéovopevov tov aplBpod tev emavaAnyewv. llepiocdtepeg emavarapPovopeves
povéodeg, meplocdTEPES Kol ol gukoupieg Yy oAicOnom katd v OSdpKeE TNG
avirypoens. [HapdAinia dpme, yevetikol TOTOL pe TOAAEG EMOVOANYELS ivar Kot ot
TEPIGCOTEPO TOAVUOPPIKOL, Y1 OLTO KOt TPOTIUADVTOL GTNV dNULOVPYie EVOG YEVETIKOD
npoil [28].
3. n 6bvleon thg emavalaufavouevyg povaoag: okohovdieg [Le VYNAY TEPLEKTIKOTN T
oe AT petodldocovton Toydtepa amd ekeivec pe vynin meplektikodtta o GC [32],
YEYOVOG TTOL LIOOINAMVEL OTL 1] 6TaBEPITNTA B0l LTOPOVGE VO ETNPEAGEL TNV GLYVOTNTO
TOV PETOAAAEE®V PELDOVOVTAG TN GLYVOTNTA OAMGONGNG TOV AVTLYPAPOUEVOL KADVOD.
4. o1 owkormés: to emavoropPavopeva potifa €xovv avénuévn v tdom vo
oynpotiCovv devtepotayeig dopég Omme povpkétes, teTpamAiés douéc, H-DNA dopéc
oV av&dvouy TV THAVOTNTA KOKNG EVBVYPAUIIONG LE TNV £TakOA0VON 0AloONoN TG
DNA molvpepdong. Znpetokés PETOAAAEELS 1] GALEG O10KOTEG EVTOC TOV TAOLGIOL TNG
EMOVAANYNG av&avet Tn oTafepdHTNTA TOV YEVETIKOV TOTOL LEWDVOVTAG TV THavOTNTO
oAioOnong and v DNA moAvuepdon [28].
5. n mievpixy aiinlovyia: Ov Glenn et al mopotipnoav por GNUOVTIKY OPVNTIKA
GLGYETION UETOED TNG TOKIAOLOPOIOG AAANAOUOPP®V Kot TNG cvuyKEvIpwong o GC

oTIC TAEVPIKES alAnAovyieg [33].
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6. 70 pvlo kou n nlikia: To oTEPLATOL®APLO VTOKEVTAL GE TEPIOCOTEPES LEDCELS OO
OTL T WaPLo, aALE Kot avEavOpevng g nAkiog avEAveTot Kot 0 puORoc Tov HELOoE®DY
OTO OTTO10L VTOKEVTAL, KOl OG €K TOVTOV £0VV LYNAOTEPN TOAVOTNTA HETOAAAEEDV.
Meléteg €xovv dgi&etl 0tL, T0 oméppa evog avipa vrokewtal o€ mepimov 380 ko 540
UEWDOELS amd TV NAKio Tov 28 kat 35 avtiotoyo [34].

7. 0 YEVETIKOS OVAGOVOVAGHOS: VTAPYOLV OVTIKPOLOUEVEG OMOYES KOTA TOGO O
YEVETIKOG ovacLVIVOGoUOG cvoyetiletar pe Tig STRS petaAldéelc [29]. EEaAiov, STRS
YEVETIKOL TOTOL 01 0TOT01 JEV VPIGTAVTOL YEVETIKO AVOGVVIVAGHUO OTMG TO avOpMTIVO

ypopocoua Y, eppaviCouv tov idto pubud petdiiaing.

2.2.5 Baogl 0£00uEVOV YEVETIKAYV dEIKTAOV STRS

Ao TG apyéc tov 2005 o katdroyos twv TANBVGHIOKOV LEAETMV £xel avEnDel
onuavtikd Paclopevog oe €vav moAD HeYAAO Oyko PBPAOYPAPIKAOV avapopav,
dwbéoeg omv http://www.cstl.nist.gov/biotech/strbase/population/PopSurvey.htm
10TOGEADO. ZVYKEKPIUEVA, Yio TOVG STR yeveTikoUg deiteg i oo TIG O TEPLEKTIKES
Kol €VPEMG YPNOYOTOOVUEVEG 0TO dtdikTvo TYEG eivar 1 Pdon dedopévmv 6To
EOviko Ivotitovto Tpotimwv kot Teyvoroyiag twv STRS yevetikdv tonwv (National
Institute of Standards and Technology Short Tandem Repeat Internet Database, NIST
http://www.cstl.nist.gov/biotech/strbase), n omoio 18pVONKe t0 1997 amd tovg John
Butler xou Dennis Reeder [35]. Néeg mAnpoeopieg ovveydg mpootibevtan
neplappavovtag mowidio aAniiov, triallelic patterns kot odnyieg mpog TovG
emompoves. [lpoécpata, £govv dmuiovpyndel véa Tunuata yio va Teptypayovy v
e€eliéel mpoomdPelec pe MINISTRS, Oéuata emkdpwong, SNPS tatpodikactikon
evolopépovtog, Y-chromosome deikteg kot Pacelg ovtdv. [apdAinia vrdpyovv
Baoeg, otig omoleg umopel vo ovarpéfer kavelg, mpokewévov va mpoPel otov
VTOAOYIGUO TNG GLYVOTNTOG EVOC GLYKEKPIUEVOL YEVETIKOD TTPOQiA. ['a mapdoetypa,
npoypaupoto 6nwg to OmniPop, (Brian Burritt, San Diego Police Department
http://www.cstl.nist.gov/biotech/strbase/population/OmniPop150.4.2.xIs), STATCEL
(OMSPublishing Inc.), Powerstats version 1.2 (Promega Corp.) emtpémovv tov
VTOAOYIGUO TNG CLYVOTNTOG EVOC YEVETIKOD TPOPIA YPNCILOTOIDVTOS TIC GLYVOTNTES
TV STRS aAAnAov S10popeTikdv TANOVGUIOKOY OHAd®V.

Emmpdoheta, apketd mpoypappota Exovv dnuovpyndet yio v dnpovpyia
TOV YEVEAAOYIKAOV SEVIPM®V KOl TOV VITOAOYIGUO Tov deiktn yovikdtntag (W), 0nmg to

“Familias program” (http://www.nr.no/familias).

15


http://www.cstl.nist.gov/biotech/strbase/population/PopSurvey.htm
http://www.cstl.nist.gov/biotech/strbase
http://www.cstl.nist.gov/biotech/strbase/population/OmniPop150.4.2.xls
http://www.nr.no/familias).94

2.2.6 STRS yeveTikoli dgikteg Ko 0.60&vereg

‘Evag dAhoc topéog otov omoio gpumiékovior ot STRS yevetikol toémot givar m
latpikn 'evetucn. O pdrog twv STRS 6 avOpdmiveg acéveieg diepevvnnke movo and
000 deKaeTieg TPV, ZVYKEKPIUEVO, UEAETNONKOV TPIVOUKAEOTIOWKES EMEKTACELS OV
napatnpROnkov oto cHvopopo tov eH0pavotod X (Fragile X Syndrome) [36, 37] ko
TN HOIKN atpo@io TG omovOLAMKNG GTAANG Kot tov PBoAPod [38]. Amd toTE, O1
axolovBiec STRS £yovv evoyomoinBel oe dekddeg dratapayés [39]. Ileportépw peréteg
€yovv 0gifet 0Tl avTég o1 emavarapPavopeves aAiniovyiec 0dnyodv ce o Totkiio
naboyovav emdpdocwv (Zynua 2.4), coumepAapuPovopEveOV TN GLGCMPELON
nolvylovtapivng [39], v vepuebviioon [40], v RNA to&idnta (RNA toxicity)
[41] wou tO0 @owvopevo Repeat Associated Non-ATG (RAN) translation
(votwomapeykealdikn ataéio tomov 8 - SCAS, pvotovikn dvetpopio tomov I -
DMI1, ocbvopopo tov gvBpavctov X mov cvoyetiletan pe tpopo / ata&io - FXTAS,
QUVOTPOPIKT TAELPIKT okApuvern — ALS, petorokpotapiky dvola — FTD) [42, 43].
EmmAéov, kamoteg dAieg gaiveton ott emmpedlovv to pdticpa oo MRNA (kvotkn
tvoon [44]) N ehéyyxouv TN YOVIOLOKN £KQPACT| (TPOOSEVTIKY] LVOKAOVIKY EMANYio
MELF 7 acbévewo Lafora [45]) kot oOvdpopo Gilbert [46]. Apketoi amd avtovg TOLG
UNYovicpovs mapovctdlovtol 6e TOAAOVG YEVETIKOVS TOTOLS, LTOOEIKVOOVTOS OTL
mOovOTATO OVTITPOCGHOREVOVY Qavoleva o€ €va €uph GACUO TOV ovOpOTIVOL
YOVIOLOLLOTOC,

Ot VNTRs kot STRS yevetwkoi tomotr €yovv evoyomowmBel emiong vyio
Mevdehovég (1] povoyovidlakég) achéveteg, OTme poikn duatpoeio. Duchenne 1 poikn
dvotpoeio Becker, kuotikn ivoon, dperavokuttapikn ovaipia, K.4., ot omoieg e€attiog
™G YAUNANG oLYVOTNTAG TOVG givarl eEapeTikd omdvieg 6to Yevikd mAnbvoud (IMivaxag
2.1) [47-52]. To yopakTnptoTikd ToVg £ivat 6Tl £V LOVO TPOTOTOINUEVO YOVISL0 EMOPA
Kot 0dnyel o€ eawvotvmo. (Ewdva 2.5) Qot660, 68 KATOLEG TEPITTMOGELS, KOO, KOL OV
VIApYEL Kamow peTdAlaln, avty de Bo odnynoetl oe acBéveln, aAAd Ge MpuTEA
dteiodvon, 6mov Ayotepo amd 100% tov atdpmv £xovv Tov TPoPAETOUEVO GAVOTVTO.

(MMivaxog 2.1 kot Ewova 2.5).
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GENE REGULATION

Transcription factor binding Unusual DNA secondary structure

CHCAC,
CCG CCG CCG N M N

Regulatory element spacing DNA hypermethylation/Heterochromatinization

TRANSCRIBED AND TRANSLATED REPEATS

Alternative splicing RNA/protein aggregates
.+ \CAGCAGCAG. .,

:?2—- v ==

_- A/Transcripti{‘

CAG, cuG,

{
] / }  RAN Translation }

@80 CAG-polyGin  @@® CUG-polylLeu
avAhaipn NI 000 AGCpolySer 8@ UGC-polyCys

-- @90 GCA-polyAla @00 GCU-polyAla

Toxic RNA and protein aggregates

Current Opinion in Genetics & Development

2o 2.4: Myyavicuoi ue tovg omoiovg o1 STRS exnpedovy o pavotimo. Mio. oynuotiky aroyn yvwotmy Kol
TPOTEIVOUEVOV UNYOVIGUDY e TovS omtolovg o1 STRS Qo uropovoay va poluicovy tyy Ekppoon kot T Leitovpyia Twv
yovidiov. Xto oynua A, and apiotepd mpog ta oeéia, ot STRS umopodv va oynuatiocovv Oéoeis déoucvong tov
mopdyovro. uetoypopns [53,54], vo exnpedoovy v arxdoracn puetaltd pobuictikwv ororyeiwv [55], va mpoxaiécovy
aovvijbioteg devtepoyeveic douéc DNA omwg to Z-DNA [56], 1 va diopoppdoovy emiyevetikés 1010tntes Omwe n
uedvlioon tov DNA [57] kot n etepoypwuaromoinon (heterochromatinzation)[58/. Xzo ayrjuo B, omd ta apiotepa
zpog 0. dec1a, o1 STRS umopodv vo pesolafnoovy oe emidpacels oe emiredo RNA kau mpowteivig ue dopoppwon
evaldaktikod upotiouatog uéow e devtepoyevois dounc tov RNA [59]], emnpedlovrac tic mpwteivikéc Oéoeig
déoucvong tov RNA [60], 7 aynuatiloviag ovoowuarduata tolikddv RNA kot mpwteivikav [61]. (Mwp kovtid =
yovidia, povpeg ypouués = DNA, kokkivo kovtia = STRS, unle kokior = npwreives avvdeons DNA I RNA. yrp1 kbklot
= quivoléa, mpdoivol kbxlor = tpomoroujocic DNA).

Iivaxag 2.1: Xapaxtypiotikd Mevoeilovav Kol TolomopayovTik®y acOsveidv.

Objective Identification of the main gene or genes linked  Identification of the genef/genes of small effect size
in the families associated with a population base

Genetic alteration Mutation Palymorphism

Inheritance Model Well defined Undefined

Autosomal recessive, autosomal dominant,
X-linked, uniparental dysomia, etc.

Effect of the alteration High Low
Generally, all individuals who have the mutation In individuals who have all associated variants they do not
in a single gene also have the disease (except trigger the disease, but cause susceptibility to diseases
for incomplete penetrance)

Frequency of the alteration Rare Low-common
Lower than 1% in a population With a frequency of at least 1% in the general population
Variants used in these studies VNTRs, STRs, SNPs VNTRs, STRs, SNPs, CNVs, INDELs
Effect of the environment Practically none Strongly influenced
Clinical presentation They occur at the earliest stage of life or during They frequently occur more towards the stage of young
childhood adulthood or adulthood. Others, such as obesity and

type 2 diabetes, currently also occur in children
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Mendelian disease Multifactorial disease
SNPs
José ATGGCGGTCTTAACTCGATT

Guillerme  ATGGCGGTCTTGACTCGATT
Mario ATGGCGGTCTTAACTCGATT

Josa ATG[GCY
STRS Guillermo -\TG @ —mCNVS [ . o)
Mario '\TC Lget Reference S,

VNTRs o%¢

José B m C,}]I G ¢ amm INDELs
Guillermo (N CHENED I "
Mario o= B ication Jose -\TGGC\:T-\TGCC\.W»«G\.T-\\:
Delecicn
| ] Maric —YGGC"T—YGCGGT&GC‘Y G
T . ‘ "' '*' 2 JJJ 0
Cases Controls
Families with multiple affected members Muttiple genes associated
with the disease
e Regions linked to A ~—=-0
the disease - T

o - -
o
Chromosome 1 Chromosome 1
Chromosome 17 Chromosome 6

Chromosome 10
Chromosome 14
Chromosome 17
Chromosome 20
hromosome 22

Eiwxova 2.5: Ilpocoropiouos meproyav 1 yovidiowv ue VNTRS, STRs, SNPs, CNVs war INDELS o¢ otkoyéveres i
GYETIKA YOVIOLL OIAPOPETIKOY ATOUMY, G OlAPOPETIKES acOéveles i dida yaparxtypiotikd. O1 VNTRS xoz STRS
YEVETIKOT TOTO1 EYOVV YPHOIUOTOMOEL Y10, TH YXOPTOYPOPHTN YPWUOTOUIKDY TEPLOYDV TOD EUTAEKOVTAL TE OLAPOPES
Mevoeliavés aobéveleg, omov éva uovo yovioio 1 Aiya yovidia ue ueyaln oleloovTiKoTnTa. Eivar vaevova yio tov
TopoTHPOVUEVO parvoTomo. Xe avaloyes yevetikes ueléteg, o1 VNTRS xou STRS éyovv ypnowomomnlei yio va
ovayvapiocovy yoviola ue pkpo uéyelog emippons. Ouwmg, A0y e UKPHS KOTOVOUTIS TOVS UEGT GTO YOVIOIWUO, KOL
070, YOVIOLQ, 01 IO EVPEWS YPNOUUOTOIOVUEVOL OEIKTES 0€ aTES TIG ueAétes eivar o1 SNPS, mwapdlo mov o1 CNVS ko
INDELS yevetixoi tomot ypnoyororodvrar emiong.

H mkewovomrta tov dwtapoydv mov £xovv tovtomombel péypt todpa
aKOAOVOOVY AV TOGMOUIKO KVPIaPYO TPOTLTTO KANPOVOLKOTNTOS, KATL TOV 1TAV EVKOAO
va Tovutomonfel pe avaADGEIS YEVEOAOYIKOV OEVOPMV KOl TN GLGYETION TOLG LE
dupopeg mabnoelg. Qotdéco, ot STRS pmopodv vo copPfdriiovv oe éva TPOTO
KANPOVOLUKOTNTAG TTOV OV VIOKEWVTOL OTIC TAPAOOGLOKEG TEYVIKEG cLGYETIoNS. [
napdaderypa, ot STRS mpoPAénetor 0Tt GuvEIcPEPOLVY GE peyorlvTepo apOud de novo
HETOAAGEE@V ava YEVEQD, amd omotovonmote GALo TOTO maparrayng [63], Tov omoimv o
POLOG GE KOTOOTAGELS, OO O OVTICUOG KO 1] VEVPOUVOTTUEINKES O1TOPOYES, OEV
Exovv uéypt otryung diepevvndel. Emmpocétmg, ot STRS gpmepiéyovv cuyva oe vymio
Babud mordamAd aAANAOLOPOA, KL £TCL UTOPOLV VO OTOdMGOVY cOVOETA HOVTELQ
KANPOVOLIKOTNTOG LE OYL Kol TOGO KAAT) GUGYETIOT TOVS e KATO10 YEVETIKN OV LLOAi

N avalvon SIAANMKOV VOLKAEOTIOIKMV ToAvpopeiopmy (SNPS).
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nuepa, M UHEAETN Tovg £xel emektobel gvpémg otov Topén TV laTpikdv
Epgvvav péom g akolovbiog emdpevng vevidg (NGS) pebodoroyiac. H NGS £xer
duVATOTNTO VO ATOKOADWEL TEPIGGOTEPOVG aO Eva ekoToppvpto STRS yevetikovg
TOMOVG, eV €Yl amoderyOel pia TepAoTIO TPOKANGT O TPOGIOPIGHOS TOV YOVOTLTTOV
tov STRS. BéBata, e€attiag tng Kakng motdTtnTog Tev Kuttdpmy [64, 65] kot akoun Kot
yvootég maboyoveg STRS petaAldelg oev pumopovdv vo aviyvevboldv ce TOAAEC
neputOoel; [66]. Topewvo pe t Melissa Gymrek, n emavdAnyn tov wvipoviov
GGGGCC mov gumléketon otV ApLOTPOPIKN TAELPIKN okAnpuvon (ALS) kot
petonokpotaeikny Gvowo (FTD) [67, 68] mpoodiopiotmke pécm €vOG GLVOLAGLOD
ovoyetiopav (linkage) kot NGS. Zvykekpiéva, 1 ETavainyn ovth eVIoniotTnke HEco
amd TN OLOYETION TV JITOPUYDV TOL TOPATNPNONKOV OTNV TEPLOYY TOL
YOVIOLOUOTOC TTOL avaAvONKe Kot o éva chvoro ecpoipévav SNPS tov tpokidmtovy
amo TNV KOKT 6Toiyon tng aAANAovyiog oTnV TEPLOYN LE TNV EKTETAUEVT] ETOVOIANYT).
Ta véa egpyareia PomAnpo@opikng kot n TPO0d0S OTIS TE(VOAOYiEG aAANAOVYIONG
apyilovv va Eemepvodv anTEG TIC TPOKANOELS KOl TAPEXOVY TO TPADTO YOVISIOUATIKO

noptpéto v STRS maparilaydv oe TAnOvouoKn KATLoKO.

2.2.7 E@uppoyég Tov STRS yeveTIK®OV 16OV

H dvvatotnta g gvkoAng kot yapuniot k6ctoug evicyvong toug pécw g PCR
TEXVIKNG, 1] KATAVOUT] TOVG G€ OAO TO avOpOTIVO Yovidiwpa, 0 LEYEAOG TOAVLOPPIGLOG
TOVG, 0AAQ KO 1] KAnpovouikn petafifacn tovg Toug kabiotd Wiaitepa ¥pNGILOVS GE
éva evpl PAGLLO EQAPLOYDV.

ZNUePA, 1 YVOOT] TNG TAPOVS OAANAOVYING TOV AVOPOTIVOL YOVISUDLOTOG LLOG
emuTpénel va vmoloyicovue v ovyvétro Ttov STRS aAlnAiov, oAAd kot vo
KOTOVOT|GOVUE TOV GUECO POAO OVTMOV OTNV OPYAVMOOT] TOL YOVISIOUATOS, GTOV
AVOGLVOLOGHY, TNV YOVISLOKY] puBUon, TV yevetikn mowkidotnta. Efvar eEanpetikd
YAPNOLO GTNV KOTOAGKELT] YEVETIKAOV YOPTMV, GTNV YPOUOCOUIKT EVTOTION YoVIdiwv,
oTNV ovayvoplon otopwv oty latpodikaoTiky), oTov EAEYXO OUOIGPNTOVUEVTG
yovikdtrag, Kabmg eniong katl oty didyvoon dtaupopwv acbeveidv [69, 70].

Ewdwkotepa, otov €Aeyyo Op@OoPnTOOpEVIS YOVIKOTNTOS £voG Omdyovog
KAnpovopel To £va GAANAOLOPPO 0Td TOV OPCEVIKO YOVEN KOl TO GALO 0td TOV ONALKO
yovéa, aKoAoVOMVTOG TOVG Kavoveg kKAnpovoukotntag tov Mévied. O €heyyog €xet

eEAPETIKA VYA OlaKPITIKY KovOTNTa, KOODG éva tuyoio dtopo Oo €xer pio
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e€apeTiK@ YounAn mbovotnta va Toupldlel He £vol CUYKEKPIUEVO YEVETIKO TPOPIA

ATOLOVL TTOL AVIKEL 6TV 1010 TANBVGHLOKT) OpLdda TOL aviKEL 0 VIO EAeyy0 YovEag [71].

2.2.8 Avaivon T@v STRS 7EVETIKAV TOTOV

Ot molvpopeikég Béoelg v STRS yeveTiKOV TOT®V UITopovV va. avTlypopoHV
tavtdypova pe toAlanin PCR tpocBétovtag mepiocdtepa amd Eva GET EKKIVITMOV GTO
ptypa g avtidpaong [72]. 'Eva and ta tpmta molvmAéypoata STRS mov avamthydnke
Nrov e devtepotayne G-quadruplex dour (G-quadruplex secondary structure- G4)
7oL dNpovpyNdnke amd ™V vaANpPecio TG eyKANUaToAoykng emotiung (Forensic
Science Service - FSS) ka1 mepihappave téocepic STRS yevetikove tomovg [73]. H FSS
akoAoLOOVTOG oG SeVTEPNC YEVIAG TOALTAEKTIKY avaivon (second-generation
multiplex - SGM) dnuiodpynoe &L moAvpopeikovg STRS kot Eva deikTn avoyvdPLoNG
@OAov [74]. KaBodc n teyvoroyia e&ehiybnke ypryopa, o apBuog twv STRS mov
umopovy vo. evioyvuBodv tovtoxpova €xovv avénbel omd Tpelg M TéooEPLS - UE
GLGTHLATO YPOUATOG 0PYOPOV - G€ TAV® ard 15 ypnoiponolmvtog eTIKETEC POOPIGUOD
TOALOTAGV xpopudtov. [Tapd to yeyovdg 6Tt 10 avBpdmivo yovidlopa mepiéyet YIAMAdeg
vevetikovg oeikteg STRs (~500.000 loci) éva moAd pukpd mocooto £xel emAeyel yuo
xpNon otov  EAEYX0 YOVIKOTNTOG, OAAQL KOl OTOV £AEYXO TOVTOTNTOG OTNV
latpodikaotikn yevikdtepa. Ot STR meproyéc mov e€etdlovion €xovv emheyel Pdon
KpLrnpiwv: o) 0gv £(0LV Kapia EXITTOON 6TO PAIVOTLTO TOV ATOU®V, B) Tapovsidlovv
vynio Pabud morvpopeicpov (Ilivaxag 2.2), v) mapovotdlovv younin cvyvotnto
petaArdEewv (low mutational rate), ) etvon pikpod peyébovug (100 £mg 300 Baoelc) kot
7oL elvar mOavVO va, EYouV TAPAUEIVEL AVETOPES OO TIC KAKOLYIES, TOL GLVNBWS EYOLV

VTOGTEL TOL EYKANLOTOAOYIKOV EVOLAPEPOVTOG OEIYUOTO KTEIGTIPLO

2.2.9 llepropropoi avarivong Tov STRS yeveTik@v 16TV

[Tapd to yeyovdg 6Tt ot STRS yevetwkol tOTOL £X0VV TOAAE TAEOVEKTNUATA,
vavtt GAAOV HOPLOK®OV OEIKTAOV, TO GUVOAO TOV TEMK®OV O£d0UEVOV pmopel va
nephapPdvel optopévo GEAALATO KOTA TOV TPOGOOPIGUO TOL YOVOTOTTOV, AGON 7oV
umopel va otpefAdoovLV oL TEAIKA cvumepdcpote. To cedAipato ovtd pmopel va
TPOKLYOVV (T aO TNV TOLOTNTO TOL AVTIOPOCTNPioL, gite amd cedipota ™ Taq

ToAvIEPAONC, £lTE OO EMPUOALVOT).
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Hivakag 2.2: STRS yevetikoi tomol mov avalvovrar ue to sumopikd Kits, n ypwuocwuixij

TOVG EVTOTIGH], 0 TOAVHOPPIGUOS KO GIJUAVGI] TOVG.

STR
YEVETIKOG

T0mMOS

CSF1PO

FGA

THO1

TPOX

VWA

D3S1358

D55818

D7S820

D8S1179

D13S317

D16S539

D18S51

D21511

D251338

D195433

SE33

Ermaval.povaoa
(SFG forma)

TAGA

CTTT

TCAT

GAAT

[TCTG][TCTA]

[TCTG][TCTA]

AGAT

GATA

[TCTA][TCTG]

TATC

GATA

AGAA

Complex
[TCTA][TCTG]

[TGCC][TTCC]

AAGG

Complex AAAG

Awaxduavon
alinliewv

5-16

12.2-51.2

3-14

4-16

10-25

8-21

7-18

5-16

7-20

5-16

5-16

7-39.2

12-41.2

15-28

9-17.2

4.2-37

Ta peyéln twv PCR mpoiovroy mov
evigybovrau pe Ta Kits tyg Applied Biosystems
STR Kits ka1 ajuaveij tovg (Dye Label)

CO: 276-320 bp (JOE) ID: 276-320 bp
(6FAM)

Pro: 196-348 bp (5FAM) SGM/SE: 196-348
bp (NED) ID: 196-348 (PET)

CO: 160-204 bp (JOE) SGM/SE: 160204 bp
(NED) ID: 160204 bp (VIC)

CO: 209-257 bp (JOE) ID: 209-257 bp (NED)
Pro/SGM: 152-212 bp (5FAM) ID: 152-212
bp (NED)

SE: 152-212 bp (6FAM)

Pro/CO: 97-149 bp (5FAM) ID: 97-149 bp
(VIC)

SE: 97-149 bp (6FAM)

Pro: 134-178 bp (NED) ID: 134-178 bp (PET)

Pro/CO: 253-297 bp (NED) ID: 253-297 bp
(6FAM)

Pro: 123-175 bp (JOE) ID: 123-175 bp
(6FAM)
SE: 123-175 bp (VIC)

Pro: 193-237 bp (NED) ID: 193-237 bp (VIC)

CO/SGM: 233-277 bp (5FAM) ID: 233-277
bp (VIC)
SE: 233-277 bp (6FAM)
Pro/SGM: 264-394 (JOE) ID: 264-394 (NED)
SE: 264-394 (PET)

Pro/SGM: 138-256 bp (JOE) ID: 138-256 bp
(6FAM)
SE: 138-256 bp 17(PET)

SGM: 289-341 bp (5FAM) ID: 289-341 bp
(VIC)
SE: 289-341 bp (6FAM)

SGM/ID/SE: 106-140 bp (NED)

SE: 203-333 bp (VIC)
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80

20

15

29

25

15

30

15

17

19

51

89

17
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Ta cedlpoto VTl PTopel vo 0dNynRoovV
o€!

A. Null addgiduopea: katd v evioyvon
tov DNA ypopuikdv Opavopdtwv mov

TEPEYOVV STR enovoropupavopeveg

ePoyEc, eivar mbavo va moapatnpndei to

eowopevo allele dropout, to omoio

opeileton otv advvopio evioyvong tov
STR yevetwkod tOmOL AOY® METAAAAENG

omv 0éon tov DNA otd600 TOUL

vPprdomoteitar o ekkvntic (primer-binding

= o
el Do
£& Ne mutation
s S o o o i b
TE R
":"’“ Mutztion in
- - i : r'|d.dlelcf primer
binding site
+ I -
8
=4 [TTTTT] = |\| Mutation at 3'-end of
= ol ~ primer binding site
T (allzle dropout]
Awfampian
o " il

2ynjua 2.6: O avtikpomos THG TOIKIAOHOPPIAG
THS TEPLOYIS OEGUEVONS TOV EKKIVITH.

region) (Zynuo 2.6). Amotéieopa owtod givan

N andiea Tov oAniiov («olrwmmpd aArnio», null allele) [75]. O emavacyediacpog

TOV EKKIVNTY] WITOPEL VO EMAVGEL AVTO TO TPOPANLOL.

B. Iaparnpoiovra (artifacts) kau Stutter
mpoiovra: avtd pmopel va mapatnpndovv

0TI N2 B€cElg, TPy amd TNV TPAYLATIKT

Kopuen, Kou  epeaviCoviar  AOY®
QOpHOdlon, TOALUEPOLS 1]  KOKNG
TOWTNTOG  TPLYOEWOVS, 1N OTav 1

petovsioon frav avaroteAespatiky. Ot
stutter kopvpéc €xovv cvvnbwg Vyog
Mydtepo amd 1o 15% g Kopueng tov

aAMnAiov pe 10 omoio oyetileTon

(Ewova  2.7).  AMnmAopopoa  pe

peyaAvtepo aplOud emavaloppovopevov

DNA Size (bp)
O\ 128 0 17 200 25 260 75 0
5000
i Desti7e D211 018551
4000_|
Allele

3000, |

Stutter | \
Procuct |

6.2% 54% |
\ I‘
Jul

2000 |

Relatve Fluorescence Units

Eiwcova 2.7: Xto nlextpopopnua ot STRS yeverixoi
tomor D8S1179, D21S11 kou D18S51 eivau
etepolvyor. Me félog deiyvovrar ta mpoidvra stutter
KOl TO TOGOGTO TV TAPATPOIOVTOY TOVG.

HOVAd®V, 0ALG Kot emavaiapfovopeva potifa mov givar kpOTEPO GE UNKOG - Y.

OWOULKAEOTIOKEG EMAVAANWELS - YeEVIKA eueavifovv vymAdtepa mocootd Stutter,

e€attiog Tov yeyovotog 0Tt givat o actadn [76].

I'. My wlowvikij mpoctixy (non template addition):. Ot DNA molvuepdoec,

KOTAADOLV TNV TPOcHNKN €vOg Lovoy voukAeoTdiov (cuvinbmg adevivn) oto 3'dkpo

TV 600 KAOVOV evog dikhmvov DNA ypapkod Opadouatog (non-template addition)
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KOl OVOPEPETAL MG QPOIVOUEVO «OOEVOAMMONG

(adenylation) 1 TOTOC «+A» o0

veoovvtiBépevon KAdvov [76]. Edv n mposbnkn ™ -
avt givatl atedng (pepikn adevorioon —A/+A)
TOTE ONUOVPYOVVTOL KOPLPEG TTOL TO AOYIGUIKO
avéAvong pmopsi va Tic epunvedet Adoc ko . ’
yovotomnon vo eivor avoxpPeig (Ewova 2.8). . k

Emopévog oO6Aa 1o mpoidvta pwog PCR

avtidpaong mpénel va glvan gite +A, gite -A,  Ewdva 2.8: Ansiovion tns py-rlovixis
mpocdiiknG pe Ty mapovsia ANeLIGY
aAld ko To AL mov Ba ypnoyomomBei Oo tpéner  Kopvody (+AI-A).
va €yel v 10100 KOTAoTAON adEVOAMM®MONG, TPOKEIUEVOL VO JUGPUAGTEL | GOOTN
YOVOTUTNGN £VOG GUYKEKPIULEVOD YEVETIKOV TOTOV.
A. Homoplasy: mpokeitar yioo aAiniopopeo pe movopotdtvomo  pnkoc  (bp),
daopeTIKNG KatevBuvong oALd kat dlapopetikng e&eMkTiknc otopiag [77]. Emedn
GTO QOVOUEVO OVTO OV AAUPBAVETOL GLVNOMG LITOYT 1 TPAYUATIKY SoPOPE HETAED
TV TANBveudV propel va vroTiun Bl o€ YEVEQAOYIKES LEAETEG.
E. Awvicoppormio yevetikijs ovvdeons (Linkage disequilibrium, DL): eivar ot
AmOKAIGELS amd TNV TVYaic GOVOEST TV AAANAOULOPPOV GE Evav TANBVOUO, 01 OTTOoiEg
TPOKAAOVVTOL KATA KOpLo AOYo amd vynAd mocootd evooyouioc. Eifvoar dwitepa
mpofAnuatiky) otig mAnBvoplokég peAETEG M oTov  EAEYXO  OUPIGPNTOVUEVIG
yovikotntag [77].

2.3 AAAA TENETIKA YYXTHMATA TA OINOIA XPHXIMOIIOIOYNTAI
YTON EAEI'XO 'ONIKOTHTAX
A. Xpopéoopa Y (Y-chromosome)

Olo to apoevikd dtopa tng 101G ToTPKnG yevealoyiag éxovv 10 1010 Y
ypopocoua Kot dpa ot Y-STR yevetikoi deikteg elvan id101 amd yevid og yevid. Avtd
TO YOPOKINPIOTIKO TPOTLTTO KAnpovounong kobiotd 10 Y ypopdcoue dloitepa
OMUOPIAEG Y10 TOV TTIPOGIIOPIGUO TNG KOTOYMYNG TOV OPGEVIKOV OTOUMV GE HEAETES
YEVEOAOYIOG. ZTNV 10TPOSIKAGTIKY] OGS OmOTEAEL LEOVEKTN LA, YioTi KaB1oTd advvarn
™ O1dKpion Hetall adepPdV N LETOEL ToTéPA Kol Yov. 'ETot petd amd cuykpion dVo
YEVETIKOV TPOPIA pmopel va eummmbel povo 6t tar 600 TPoPid mpoépyovrtal amd To 1610
dtopo 1M AGtopo pe TNV 100 TOTPIKN YEVENAOYiD, YO OUTO Kol OmOTEAOVV pio

EVOALOKTIKY] TPOKTIKY EAEYXOV TOTPOTNTOG, OAAL HOVO GE TMEPWMTMGELS TOL OEV
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VILAPYOLVY GAAC LEAN GTNV OIKOYEVELQ A0 TNV TTATPIKN YeEveaAoyia. Emiong, emeldn ot
Y-STR yeveticol tomot dev kKAnpovopovvtol aveEaptnto Kot T0 YpOUOcOUd Y dgv
avacvvovaletat, dev eivatl SuvaTdV Vo LTOAOYIGTOVV Ol THAVOTNTEG TAPOLGING GTOV
TAnBvoud evog ouykekpipévov tpoeih DNA. O Adyog tov mbavomtov (Likelihoods)
Yo 0 ypopdcopn Y o mpémer va PacileTon OTIG GLYVOTNTEG TOV OTAOTOTWOV
Kataympnuéves o Paoeig dedouévmv (Y-Chromosome Haplotype Reference Database,
YHRD/http://www.yhrd.org/index.html ko http://www.ystr.charite.de).

B. Xpopéoopa X (X-chromosome)

H Piootatiotikn agoldynon tov dSeKtdv tov X-YPOUOCOUNTOS OV £XEL
avamtuyBel, yio ovTO KOl T EPYOCTNPLO OEV TOVG YPNGLLOTOOVV GLGTNUOTIKE GTOV
€leyyo yovikotntag [78].

I'. Mroyovopraké DNA (Mitochondrial DNA, mtDNA)

Ot yevetwkol deikteg Tov MtDNA mepvovv en bloc amd yevid og yevid pécm g
UNTEPOS KOl WG €K TOVTOL GLUTEPLPEPOVTAL OG £vag amldtomog. O voloyiopdc tov Pl
npémel va PacileTon 0TIG GLYVOTNTEG TOV OTAOTOITOV TOVG, KATOAYMPNUEVES GE PACELS
dedopévav avapopdc mtDNA, o1 omoieg pHéypt Tdpa deV £ivar opKETE SIEVPVLUEVES GTIC
duapopeg mAnBvopakés opdoeg [79].

A. MovovovkigoTidikoi rolvpoporopoi (Single Nucleotide Polymorphisms, SNPS)

Ot SNPs molvpop@iopol amotehovv aveEavtAntn mnyn YEVETIKOV JEIKTMV, Ol
omoiotl PBpiokovv gupeia epaproyr kot otnVv Tpodikactikn [80]. Qotdc0o, av Kot ot
SNPs moAvpopoeiopol etvar dSuvatdv va a&romoinfolv yio TV TOVTOToiNGm ATOU®V, N
YPNOOTOINGT] TOVG G€  1OTPOOIKACTIKEG — UEAETEG  TOPOLGLALEL  OplGUEVOL
pelovekmuata. Agdopévov OtL yuo kdBe SNP vmdpyovv dvo pdévo arinrdpopoo
arowteiton n avdivon tovAdyietov 50 dtapopetikdv SNPS mpokeiévov to anotéAecua
mov Ba TpokHyeL va eivarl TOG0 GTATIGTIKG GMUOVTIKO, OGO QVTO TOV TPOKVITEL AT

v aviivon tov 13 yevetikov tomwv STRS.
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KE®AAAIO 3

ANAAYXZH KAI AZEIOAOT'HXH TQN AITOTEAEXMATQN

3.1 EKTIMHXH THX MONAAIKOTHTAYX TOY TI'ENETIKOY

AIIOTYIIQMATOX

Ot ovyvomreg  toov  STRs
AAMAOLOPO®V  XPNCLOTOLOVVTIOL  GTNV
latpodikactiky] Yoo TV  eKTiUNoM ¢
HOVOSIKOTNTOG TOL YEVETIKOV
anotudpatog [81].

YUYKEKPYEVO,  TPOKELUEVOL VO
eleyyBel edv €vo GLYKEKPIUEVO YEVETIKO
TPoeiA givor povadikd (avaivon 16 STRS
YEVETIKOV TOTWV), O Tpémel va eheyyOel to
TPOPIA OAWV TV KaTolikmv T I'me. Emeion

aTO deV Elvorl EPIKTO, EKTIUATOL GTATICTIKG,

n wlavétmto TtOo dedouévo  TPOPIA  va

Mother gametes (2gg) Resulting ganatype combinations
and fraquencias

AA
P q S B2

Al M
:J pz - ...._.. ..........L Aa

[
a SIS SR ._é_a-.-.
q N

aa

Punnett square el

Father gametes (sperm)
¥

Freq(A)=p

Freqal=q  p+q=1 P+ =p"+ 200+

Zypa  3.1: H e&licwey Hardy-Weinberg
ovvovalovras ta ovo alifjlio A kar @ ue P Kar Q
GUYVOTNTES AVTIGTOL A,

amovTatol o€ éva cuYKeKpHEVo TAnBucpd. Ot vrodoywopol yivovtolr cOUP®VO LE TNV

apyf ™S oopporiog tov Hardy-Weinberg (Godfrey Hardy, 1877-1947 xox Wilhelm

Weinberg 1862-1937), n omoia Paciletar omnv mopadoyry 6Tt ot yovotvmor givat

KOTOVEUNUEVOL 6TOV TANBVOUO Kot Tapapévouy atafepol amd yevid o€ Yevid, EQOGOV

dgV TPOKLYOLV dPOUATIKEG TANOLGOKES aAlayEg [82].

H e&icwon Hardy-Weinberg opilet ot

- Av éva aAMA10 A €xel ouyvoTnTa P Ko £val oAANAL0 @ £yl cuyvotnta g (oToV

{010 STR yevetikd 10m0) T671E :

e p+g=1(dnAradn to ABpoGHa TOV OAANAI®V VOGS YEV TOTOL 160VTOL UE TNV

povada) (Zynuo 4)
o (p+0)?=1=(p*+2pq +q?)

- Ot opoluymteg kot o1 etepoluymrteg o€ Evav TAnBvuopd vrroAroyilovton mg e&€ng:

e AA=p?
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e ao=0?

e Aa=2pq

e AA+Ac+aa=1

H ovyvotta epedviong evog yevetikov Tpo@idk vroroyiletat amd 10 YIVOUEVO TG
ocvyvotag kat Tov 16 avefapmtov STR yovotdinwv. Ta anotedéopata g DNA
€EETOONC MOKAEIOVY KATO10 ATOWO MG TOV OOTY GLYKEKPIUEVOL PLOAOYIKOD VAIKOV GE
1060010 100%, evd o€ mepinTmon T TIoNG TOL PLOA0YIKOD VAIKOV LLE TO YEVETIKO TOTTO
GUYKEKPIUEVOL OTOLOV, 1 GTOUTICTIKI)/OLUKPLTIKN IKOVOTITO TOV OMOTEAECUATOS
OVEPYETAL O TETPAKIS, TEVTAKIS KO EEAKIS EKUTORRVPLA, OVOAOYO LLE TN CLYVOTNTA
EUPAVIONG TOV OAANAOUOPP®V OV GLVOETOLV TO GULYKEKPIUEVO YEVETIKO TOTO GE
ocvykekpipévn tAnbucoakn Paon dedopévav. Emopévmg, n tavtion didetol «répa omo
kabe Loyikn oupifolion a@od N GTOTIOTIKN TOAVOTNTA AVEPYETOL GE TOALES YIALAOES
Popic ToV MANOVGHO TNG YNG (TANBvopde TG I'ne mepimov 6,5 X 109).

H ypnon tov 16 STRS yevetikov 10nmv emtpénet e moAd PeYEAN acQIAELD TV
TAVTOTOINOoT €vOG aTOROL pe e€aipeon Tovg povo-CuymTikovs d1dvpovs. o 1o Adyo
aVTO M EMIGTNUOVIKY] KOWOTNTO £XEL TAWYEL VO ETIKEVTPAOVEL TIG TPOSTADOELEG TNG GTNV
avénon tov etetalopévov STRS yevetikdv meploydv, oAAd otnv ovénon g

gvocOnciog g pnebddov.

3.2 EAEI'’XOX AMO®IXBHTOYMENHX I'ONIKOTHTAX

H ypnon tov STRS yevetikodv 1010V amotelel onuepa v TALoV evOedetytévn
pébodo motomoinong matpoéTNTOC/UNTPOTTOC. Me  Pdom  TOovg KOVOVES  TNG
KAnpovopkdtntog Tov Mendel o k4B yovéag kot to mondl Oa mpémet va popdalovion
éva. KOO OAANAOLOPPO GE OAEC TIG VIO UEAETN TEPLOYES. ZVYKEKPLUEVA, GE KAOE
vroynelo  eEetdlovion  TOVAdYIoTOV 16 TOALUHOPPIKEG  TEPLOYES  TLPMVIKOV
avtocopkod DNA (aSTRs-DNA), copmepilopavopévng ko piog YEVETIKNG TEPLOYNG
pe v omoia yivetor 0 KaBopioidc tov @UAOL (LECH TOV AAANAOUOPO®V TOL YOVIdIoV
g aperoyeviving). Amod v avdivorn tov mopnvikod DNA koataypdeetot yio kaOe
ereyYoOUEVO €va GET aplOUDV, YVOOTO 0¢ «yevetiko amotormwuo. DNA» (DNA profile)
K0l TO 07010 €lval YopaKTNPIoTIKO Kol Lovadlko kabe avBpmmov. H cuykpitiky perétn
TOV YEVETIKOV TPOPIA TOV EUTAEKOUEVOV ATOU®V 00MNYEL OTNV amdppyn 1 Ol NG

GLYYEVELNG.
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To 2002, n Emutpomny matpotnrag (Paternity Testing Commission, PTC) g
Aebvovg Etaipeiog Iatpodikaotikng I'evetikng (International Society for Forensic
Genetics, ISFG - http://lwww.isfg.org) omuocicvce pio celpd cvotdcemv Kot
Katevbuvimplov odnyudv Pactouéveg oto mpdtvmo I1SO 17025 standards, mov
aQOPOVCOV TIC EMIAEYUEVEG YEVETIKEC TEPLOYEG TOL £YOVV ONUAGi GTOV EAEYYO
yovikétnrag [83]. «koi  emkevipoveron oe  Oépato mov  agopovv  ekbécelg

TPUYUOTOYVOLOGHVNG Kol TIGTOTOMTIKE Stakpifmong.

3.2.1 AToKAEIGNOG YOVIKOTNTOS

"Evag yovéag amokeietal va givat o frodoyikdg yovéag vOg maldton OTav oV £xEL Ta
TOTPIKE/ UNTPIKa aAARAe. Tov Todtov (Yroypewtikd [Totpikng [poéhevong AAAgla,
YIIIIA - Paternal Obligate Alleles, POAS) oe 6Aovg ToUG VIO EAEYXO  YEVETIKOVG
tomovg. BéPata, ovpgova pe tig 0dnyieg e AABB, o pepopevog g tatépag (PIT) Ha
amokAeloTel amd TV yovikonTa £6v £xel >3 aSTRS dapopetikd arAniio pe To Todi
010 oVvvoAo twv YIIITIA aSTRS aAlniiov, kabnhg Bewpeitar 6Tt Bo NTav e&opetikd
OTOVIO PUVOLEVO VO, GLUPOVV TOVTOYPOVA TPELS ) TEPLoGOTEPEG dE NOVO PeTAAAGEELS.
e H mBavomra €vag tuyaiog dvdpag eepopevog g matépag (PIT) va amoxAeiotel

amd TV TATPOTNTO, GLYKPIVOUEVOS Le OAa Ta TBava (evyn untépag Kot modtov,

ovopdletar mbavotnTe amokiewopod moatpotnrog (Probability of Paternity

Exclusion, PPE) 1 péon mOavotnto amoxkiewopov (Mean Exclusion Chance,

MEC) kot n omoia e€aptdrol omd ToV TOAVHOPPICUO TOL YEVETIKOD TOTOL TTOL
eréyyetar [84].

210V €AEYYO0 YOVIKOTNTAG, 1| THOVOTNTU OMOKAEIGHOD GTNV TEPITTMOOT) EAEYYOV

KOl TOV TPUOV YEVETIKOV TPOQIA mpémel va givar peyoarvtepn amd 99%. Otav K o

apOuog Tov oAV, Tote vroloyiletol and v e&icwon:

k k
2
MEC; = Zpi(l —p)* + Z(pipj) (3p; + 3p; — 4)
i=1

i<j

2V TePInToon OU®S AmoLGiag TNG UNTEPUS, OTOV TO TATPIKNG TPOEAELONG
aAAM A0 TOL TTod100 OV UTOPOVV VO, TPOGOIOPIGTOVV, O OTOKAEICUOG TNG GLVYYEVELNS
emrvyydveron yiveton 6tav o OIT de pépetl kavéva and o oA A TOV Todov. Tote

vroloyileTon wg e&Ng:
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k K
MECy = z pit(1—p)* + 2(pipj)(1 —pi —pj)?
i=1

i<j

O yevetikég e€etdoelg yuoo tov €Aeyyo moTpOTNTOC, CLVNO®G TEPAApUPavOLY
VTOAOYIGHOVG GYETIKA LE TNV 10YV KOl TNV IKOVOTNTA TNG £EETOONG VO OTOKAELEL
yevdmg tov OIT (Alleged Fathers - AFs). I'o vo tpocdioptotei 1) 16Y0G OTOKAEIGLOD
™G yevetikng e€étaong, vrohoyiletol 1 Ty tov degiktn anokieicpot (Power of
Exclusion - PE). Avogépetolr 610 m0G00TO avOp®V 7OV OVAKOLV GTOV 1010
mnBovopd pe tov OII, ov omoiot Ba amokdelovtav oe éva dedopévo GhHVOAO

YEVETIKOV OIKTAOV av glyav eheyyOel pe 1o cuykekpipévo modi [85].

PE =1- RMNE

Evolloktikd, tpocdiopileton o deiktng RMNE (Random Man Not Excluded), kot
exepaletl v mhavoTTO £VOG TVYOIOG AVOPOC TOL AVIKEL GTOV 1010 TANBLoUO pe

tov OIT va givar o Proroyikdg matépag tov Toudov [85].
RMNE = [a(2-a)]

omov a n cvyvotta tov YIIIIA.
21V mepInTmon KaTd TV omoio anovctalet To YeveTikd mpoeik e untépag (DUO

TEPIMTOON), 0 TAPATAVE® LOONUATIKOG TOTOG SIOUOPPDOVETAL OC EENG:
RMNE = [(a+b)(2-a-b)]

omov a ko b, ot cuyvotnteg TV TOavev YIIITA.

3.2.2 Mn o0moKAEGPOG YOVIKOTNTOG

Apyikd eEAEYYOLLE TO YEVETIKO TPOPIA TG UNTEPAG, TOL Tod10V Kot Tov DIT. Xy

TEPIMTMOON TOL 1) GVYYEVELN dEV OmOKAgiETAL, VITOAOYileTa O deikTng yovikotntag (Pl),

0 cuvdvaopéVog deiktng yovikotntog (CPI) ko mbavotmta yovikdtntag 1| cuyyEvelog

(W).

O ociktng yovikétntog (Parentage Index, PI) dnhovelr tv mbBovotnto TO
GUYKEKPIUEVO YEVETIKO OAANAOLOPPO OV gppaviletol oto madi va vrootnpilel Tnv
vdOeom 011 0 OII eivan 0 Broroyikdc TATEPAG TOV TGOV, GE GYECT] LLE EVAV TLYOLN

emheypévo, doyeto avopa. Ymooyiletor dg, pe Pdon v cuyxvotnta TOGO TOV

28



ELEYYOUEVOV  POVOTOTTOV/OAANAOUOPP®Y, OGO KOl TO GLVOLOCUO TOV
QOLVOTOTIOV/ATAOTOTTMOV TOL TOPOLGLALOVV 01 KPEPOUEVOC MG TATEPAS», KUNTEPOL
Kot «todi» otov v perétn minbucpo.

H+h_(1—h)+h_1 1

Paternity Index (PI) = — = Son 5o
2h 2h 2h 2y" Pi?

omov Pi givor 1 ovyvotnto tov alAnAiov i oe éva mAnbvopd n atdépwv, h n
opoluyomrtia kot H n etepolvyortio
O ovvdvacpévog ogiktng yovikétntog (Combined Parentage Index, CPI),
kaBopiletar and to yvopevo tov empépovg Pls tov kdbe eleyydpevov yevetukoh
tomov kot opilet éva oto TOGAU ATOUN PEPEL TO CLYKEKPLUEVO YEVETIKO TTPOPIA oTN
ovyKekplévn TAinbuopoakn opdda.

2mv mepintwon mov 0 OII dev amoxAeieTon va givar o froloyikdg Tatépag Tov
modov, n i) tov CPI mpémer va givon tovddyiotov 10000 ko avtictolyel o€
mBavotnto matpdmrag (W) 99,99%. Edv o «pepdusvocy mg matépag/untépa. £xet
T0 TATPKO/PUNTPIKO OAANAO TOL TodloV o€ GuykeKpluévoug STRS yevetikong
TOMOVE, O TPAYLOTOYVOU®OV OIKACTIKOG EMGTAHOVAG, Oo mpémel vo. ekQpdoet
apluntikog v TeEMKN mbavotnte yovikotTnToc/cvyyéverng (Plaucibility of
Parentage-W). H extiunon ¢ yivetoaw Bdon pabnuotikod poviélov, 1o omoio
Aappéver vedyy 16c0 TIg cLYvoTNTEG Tov YIIIIA TOL OGOV BTNV CLYKEKPLUEVN
TANOuoakn opada, ALY KOl TOL YEYOVOTOG €V Ol TPELG EAEYYOLEVOL PEPOLV T
aAAAla og opoluymtia 1 etepoluymtia, 1) popalovtor Kowvd arinia. Y moroyileton
0g, oG e&Nc: O TPAYUATOYVOU®V ETICTHLOVOS BETEL dVO avTay®VIOTIKEG LTOBECELS
Kot voAoYilet Tig TOAVOTNTEG TV OESOUEVDV.
o Ho:o «kab vrobeon» wg matépag dev givar 0 BlOAOYIKOS TATEPAC.
o Hi: o «af vrndbeon» wg matépag etvat o froloyukdg Tatépag.

‘Eotow 611 E xon I dnAdvouv v emPefaimon 1 v andppryn tov OIT pe Baon v

DNA yovotdmnon avtiotoiywe, o oxéon pe 1o Hi. Tote n emPePaioon DNA pmopet

Vo eKQpacTel apliuntikdg and 1o Adyo tov mhavotitov (LR 7 CPI). T'a kabs éreyyo

apeofnrodpuevng maTpdTNTOG EAEYYOVIE TOV YOVOTLTO TG UNTEPUS, TOL TOUOLOD KoL

tov DIT (Gc, Gm, Gar), 6mov M (mother) ywa tqv untépa, C (child) yio to mwondi kor AF

(alleged father) yiwo tov ®I1. Emiong, o€ évav yevetikd TOTO 0 YOovOTLTTOG TOL TToidtov C

amoteAeitan amd to matpikd AP kot to untpikd AM aAiniio kot dniovetor mg GC (AP,
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AM). Epdcov BempnBet 6t1 1 untépa ko o OIT dev oyetiCovtan yevetikd, o Adyog TV

mOavottev (LR-CPI) vroloyiletar pe tov akolovbo tpdmo:

_PEIHLD _ P(Ge,Gu, GaplHy, D) P(Gel Gas, Gap, Hy, 1)
P(E|Ho,I)  P(Gc,Gu, Gar|Ho, 1) P(Gc| Gu, Gar, Ho, 1)

_ P(AulGy)P(Ap|Gar, Hy) _ P(Ap|Gap, Hy)
P(Am|Gu)P(AplGar, Ha)  P(AplGar, Ho)

CPI

Ymv e&icowon avtn N extipnon tov P(Ap|Gar, Ho) kot P(Ap|Gar, H1) givan
dueco ovvdedepévn pe v vmobeon 6tL o @II kot o Proroywkdg motépag dev
oyetiovtat yeveTIKA.

Ot Tég Tov PIS yio 6Aovg tovg mBovodc GuvOLOGHOVG TMV YOVOTOT®MV TG
untépag, tov modov kKo tov PIT mapartiBevror otov wivaka 3.1, otov omoio
Kkataypaeovtot ot Tipég Twv CPI oty mepintmon vmoapéng Kot TV TPUDV YEVETIKOV
npo@ik [86]. O deiktng CPI givar icog pe P(H1|E, 1) kot amd avtdév vroroyiletor n
mBavordynon matpodtrac W (Wahrscheinlichkeit-W).

CPI x P(H,|I)
CPI x P(Hy|I) + (1 — P(H,|D))

W = P(H,|E, 1) =

Oswpovtag o0tt 1 mbavoroynon matpdémrog P(Hil) eivor ion pe 0.5
{P(H1|N=0.5} x1 éto1 poxvmtel n e€icmwon;:
CPI

W=PHIE D = 5

Ilivaxog 3.1: Or dciktes Pl otyy mepintwon eAEyxov Kot TV TPIOY PEVETIKOY TPOPIA.

Gc Gm Gar PI(ué6odocl) PI (uéBodos 2) PI (uéodog 3)
AiAi AiAi AiA 1/Pi 1+30 / 46+(1-0) Pi 1/Pi(1-20)+26
AA; (i) 1/2Pi 1+30 / 2(30+(1-6) Pi) 1/2Pi(1-20)+20
AA; (i) AA; 1/Pi 1+30 / 36+(1-0) Pi 1/Pi(1-20)+20
AA; (i) 1/2Pi 1430 / 2(20+(1-0) Pi) 1/2Pi(1-20)+20
ﬁg; AA AA; 1/Pj 1430/ 20+(1-0) Pj 1/Pj(1-20)+20
AA 1/2Pj 1430/ 2(20+(1-6) Pj) 1/2Pj(1-20)+20
AAK (K, ) 1/2Pj 1430 / 2(0+(1-0) Pj) 1/2Pj(1-20)+20
AA; (i) AA; 1/Pi + Pj 1430 / 40+(1-)(Pi+Pj) 1/ (Pi+Pj)(1-26)+20
AA 1/Pi + Pj 1430 / 40+(1-0)(Pi+Pj) 1/ (Pi+Pj)(1-20)+20
AjA (k, j) 12(Pi + Pj) 1430 / 2(30+(1-0)(Pi+Pj)) 1/ 2(Pi+Pj)(1-20)+20
Al (K, j) AA] 1Pj 1430 / 20+(1-8)Pj 1/Pj(1-20)+20
AA () 1/2Pj 1430 / 2(0+(1-0) Pj) 1/2Pj(1-20)+26

Gc: o1 yovotvmor tov mooiov, Gm: ot yovotvmor s untépas, Gar: ot yovoromor tov DII.
Ai, Aj: ta aliniia ta omoio cvvOETovy TOV YovOoTLTTO
Pi kou Pj: n ovyvotnra supavions tov aiiniiov Ai kou Ajotov minBoouo avopopas
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Pl (uébodog 1): H tyun tov Pl 6tav o @II dev ayetiletor ovyyevika. ue tov froloyixo
Tatépa.

Pl (uéboooc 2): H tiun tov Pl drav o DII, 0 fioloyikos matépog kot n untépo. oviKovy
otov 1010 vrorinBvouo. H tyun s orobepag 6 éxer opiotet ion ue 0.03 ooupwva. ue tig
ovotaoeilg rov National Research Council (NRC).

Pl (uéBodoc 3): H tyun tov Pl otav o @I sivar avyyevig tov froloyikod watépa (adelpog
— adedpog, motépag — woudl). H Ty e arobepag 6 Exel oprotel ion ue 0.25.

3.2.2.1 Amovcio yeveTikoO mpo@il Tov ProroywkoV matépa M TS Proroyikig
nnTépag
2TV TEPITTO®OT TOL TAL YEVETIKA TPOPIA TOL/TNG Proloyikov/Mg Totépa/ unTéPog

dev gival dwbéoa yloo omotodnTote Adyo, N THAVOAOYNON YOVIKOTNTAG UTOPEl va
amontnOel dikaoTikde, vo avaivfel kot vo exppoactel oplOUNTIKOG. Xe ot TV
nepinToon, N TOAVOLOYNON YOVIKOTNTOG akOAOVOET SLOPOPETIKY GTATIGTIKY] OVAALON

[86]. O mivakag 3.2 deiyvel 1 Twég PIS oty mepintmon omovsiog thg Proroyikng
HNTEPQG.

IHivarag 3.2: O1 o¢cixtes Pl oty mepintwon arnovaiag deiypatos DNA s untépas.

s i PI (ué00doc 1) PI (ué00d0c 2) PI (ué0odoc 3)
AA AA 1/Pi 1426 / (1-0) Pi+30 1/Pi(1-20)+26
&’3 1/2pPi 1420 / 2((1-0) Pi+) 1/2(Pi(1-20)+260)
ﬁ;ﬁi AA 1/2pPi 1420/ 2(1-0) Pi+20 1/2(Pi(1-20)+0)
AA, : . (Pi+Pj)(1+20)/2(2(1-0) R
(i) 1/4Pi + 1/4Pj PiPj+(Pi+Pj)0) PiPj / 2(Pi Pj(1-26)+(PiPj)0)
AA . , _
A 1/4Pi 1420 / 2(2(1-0) Pi+6) 1/2(2Pi(1-260)+6)

Gc: o1 yovorormor tov moudiod, Gar. ot yovoromor tov PIT

Ai, Aj: ta adinlio ta omoio aovBéTovy Ttov yovotomo

Pi, ka1 Pj: n ovyvotnta gupavions tov aliniiov Ai kou Ajarov minBooud avapopas

Pl (uébodog 1): H tyun tov Pl étav o DII dev ayetiletor ovyyevika. ue tov froloyixo
Tatépa.

Pl (uéboooc 2): H i oo Pl otav o DII, 0 fioloyikos matépog kai n untépo. ovRKovy
otov 1010 vrorinBvouo. H tyun s arobepag 6 Exer opiotet ion ue 0.03 ooupwva. ue tig
ovotaoerg tov National Research Council (NRC).

Pl (uéBodoc 3): H tyun tov Pl otav o DI eivor avyyevig tov froloyikod matépo (adeApos
— adeApog, motépag — waudi). H tiun s arobepadg 0 Exer opiarel ion ue 0.25.

3.2.2.2 hOoavn perdrrain

H mBavémra petddAhaéng mpénet va Aappdvetar coPapd vwoyy and Toug 101KOVG
TPAYUOTOYVAOUOVES, OLUPOPETIKA UTOPEL VOL 00N YOEL GE L EGPAUAUEVT] YVOLOOOTNON

OTOKAEIGLOV TNG CLYYEVELNG. ZOUQMVO LLE TIG cvoTdoelg TG ISFG 6tav kataypagpovtol
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vevetikég acvppatotnreg (mismatches) omd mbavég petadddéelg petald tv
e€etaobéviov atdpmv, o deiktng Pl tpénet va tporomombei [87].

Mo to Tomkd DNA cvotiuata, o pécog puouog petdArlaéng Kopoivetol amod
0,005 ¢m¢ 1% xon ennpedlovior omd 10 VA0, TNV NAkio, KoOMG Kot To PLeYEON TV
STRs aAAnAiov. Yrobétovtog 0Tt to aAAAto Tov PII, g untépag Kot Tov mondtod o€
TEPUTTMOGELC EAEYYOV appiofnToduevng tatpdtrag eivon avtiotorya (A, B), (C, D), (C,
E) kot Aappavovtoag veoyn tig ovykekpiuéveg mbavotnteg petafifaocng, ayvooviog
™V TauTdYpovn VaPEN TOAATADY YEYOVOT®V HETAAAAENS, TOTE 1oYVEL 1 e€lowon: X
=(1/2) (1/2) (pA, E + uB, E) xau Y = (1/2)e, 6mov e avtimpocwonevel Ty mihovotnto
cuyvotag tov oAAnAiov «E» oe évav ovykekpévo mAnbovoud wor X, Y
AVTITPOGMOTEVOLV TNV TOOVOTNTA TNG VIOOECTG «GVYYEVELNG» KO «UT GLYYEVELNCH
avtiotoiywg [87].

"Etot 0 dgikng Pl ioovton pe Baon v axdAovdn eicoon:

X  UaptUpE
Pl=—=—"———
Y 2&

N obpeova pe tovg Sharif Akhteruzzaman kat cuv., 0 Tapomdve pabnpTIKOG TOTOG

pmopet va tportomonfet w¢ engc:

Pl = u/ average power of exclusion [88]

Omov 1 1 cvyvoTnTo LETAALAENS TOV GUYKEKPIUEVOD YEVETIKOD TOTOV.

3.2.2.3 MBoeva crowmnia 1 pn Aerrovpykd ariqia (silent 7 null adifiia)

H epopdvion evog amhotdmov ce opdluyn kotdotaon pmopel vo kKpOPet tnv
mBovoTNTO EVOG GLOTNA0D 1 U1 AELTOVPYIKOD OAANAIOD. ZVuyKEKPEVE, TopaTPEiTOL
olapopeTikn opoluymtio otov VIOTIBEUEVO TaTtépal Kot TO modil. O evromopdg twv
CIOTNA®V OAANAIOV Yoo T Tumomompéva ocvotiuato STR, A0ym tov kaAov
OYEOGLOD TV EKKIVNTAV, 0V €ivarl cuyvoc. Qot1dc0, £va ClOTNAO 1 aveveEPYO
aAAdpopeo Ba mpémet va Aappdvetor cofapd vrdyv otov vtorloyioud tov Pl kot va
vroAoyileTon pe fAcn TV cuYVOTNTO LETAALAENG TTOL TAPATNPEITAL GTO GUYKEKPLUEVO

AAANAOLOPPO, OTMG OVTEC fvan Katoympnuéveg o€ Paor dedopévav [89].
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3.2.2.4"'Yrapén ovyyévelng peTald TOV EPTAEKOPEVOV O TON®V

Me Bdiom toug VOHOLS TG KANPOVORIKOTNTOG TOV MEVTEL, GTNV TEPITT®ON TOL
000 dropa givar cvyyeveic peta&y Toug, N mavoTnTa Vo, potpdlovion Eva aAAALo givat
oAy  peyaAvtepn. [Ipoceata €yovv avamtuybel pébodot yoo v epunveio twv
QTOTELECUATOV TV YEVETIK®V TPOPIA KoL 01 0T0ieg AapPdvovy VITOYIV TOVG TOGO TN

doun tov TANBLGHOH OGO Kot TN GLYYEVELX TV dVO aTouwV [90].
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KE®AAAIO 4

XKOIIOX

Ot meplocdtepeg TEPIMTOGELS dlepedvnong yovikotntag Ote&dyovtal yio tnv
avadelEn vopkng evbuvng evog mandlov Kot apopovVv, iTe TOV TPOPANUATIGUO ATOU®V
o€ KoBopd TPOCSHOTIKG EMIMESO (AVETIONUN TPAYUATOYVOUOGVUVT)), €lTe emPBePANUEVN
dtepevvnon, mov eumintel ota mAaicto tOco tov Ilowwov (Praocpds, opopéia,
EYKATAAEWYN KOl KOKOTOINGT £YKLHOVOLGAS), 660 ToV AcTiKoL Atkaiov (avayvapion
eEDOYOUOV TEKVOL, OMOTOINGMN TOTPOTNTOC). XE OVTEG TIC MEPMTMOELS O EAEYYOG
EKTEAEITOL KATOTV SIKAGTIKYG OMOPAGEMG Kot amd 0pllOPeEVO amd To SIKACTY EOKO
npaypatoyvopova. Ta tedevtaio ypovia, OpKETES elval Kol Ol TEPUTTOCELS EAEYYOV
unTpdTTag TOL  a@opovv TNV vmofonbovduevn avomapaywyn (60teg wapimv,
opEVOETEG UNTEPES, EEMCOUOTIKNY YovipoToinom).

2Nuepa oTov EAEYY0 OUOIGPNTOOUEVIG YOVIKOTNTOG YPNCUYLOTOLOVVTOL EVPEMG
ot avtoocmpkol poprakoi deikteg autosomal Short Tandem Repeats (aSTRS), ot omoiot
KANPOVOLOVVTOL GOUP®VO, LLE TOVS KAVOVEG KANpOovoukoTnTag Tov Mévted. O €Aheyyog
tov STR yevetiko0 mpoeik mapéyel eEapetikd vyMAN SlaKpITIKY KOvOTHTA. 26TOGO,
70 T0G00TO PETEAMAENS oTovg STRS yevetikong Tomovg sivar modd vynid (1078 foc
10%). O «ivdvvog dieEaywyng evog 66T 610 omoio kotayplpovtol yevettkée STR
acvpPatdtreg gite Adym mopovsiog petaArdéewy, ite AOY® amotuyiog dldKploNg
evOG o1OTNAOV aAAnAiov, pmopel va Exel TEPAGTIO OVTIKTUTO GTO YEVETIKA TEKUNPLOL
amooeling Hiog cLYYEVEWNS KOl TAL OTolol UItOpovV vl 001 YICOLV GE L0 EGOAALEVN
éxBeon mpaypatoyvopochvine. H amocaenivion tétoimv SVGETIATOV TEPUTTOCE®DY
amotel TPOGOHETEC £pYACTNPIOKES OOKIUES, OUUTEPO OTIC TEPUTTMOGELS OTIC OTOIES TO
te0T OeEdyetal ympig TNV GLUUETOYN TOL GAAOL Yovéd, KaBMg M mopdAewyn Twv
UNTPIKOV-TATPIKMV YEVETIKDOV OEOOUEVOV LELDVEL CNLOVTIKA TO ATOJEIKTIKA GTOLYELD

NG GLYYEVELNG.

2KOTOC TNG TapoVoag LEAETNG NTav 1 a&loAdyn o TG GVVEIGPOPAS TV aSTRS
YEVETIK®OV OEIKTAOV GTNV SEPEHVNON AUPIGPNTOVUEVNG «TTOTPOTNTACH 1 «UNTPOTNTACH,

omov 1 mponynBeica avaivon pécw aSTRS Katéypaye aAANAKEG OVOLLOIOTITEC.
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KE®AAAIO 5

YAIKA KAI MEGOAOI

5.1 AEI'MATA

Xmv  mopovoo  peEAT  ovumeplieAednoav 261  mepumtdoelg  EAEYXOV
apgofnrodpevng yovikdtrag, Actikov Aikaiov, ot omoieg mpoonAbav oto Tunuo
Avocoloyiog - Iotocvpfatdmtog tov ['evikov Nocokopeiov AOnvav «O EvayyeMopog
— OpBorpotpeio ABnvav - THolvkAvikn» Kot agopovcav 1o ddotnua 2014-2019.
ZVYKEKPIUEVO, GTO GOVOAO TOV TEPITTAOCGEWV 01 227 TEPIMTMOGELS OMOTEAOVVTIOV OO TNV
untépa, to moidi Ko tov kaf’ vrdbeon motépa (trio cases), evd ot 34 TEPITTOGCELS

éheute to DNA tov/tng matépa/puntépag (duo-motherless v duo-fatherless neputtoeig).

Meta&h tov 261 mepmmtdcewv  ap@iofntodpevng yovikotntoag, He  Tpio
TOVAGYLOTOV EAEYXOUEVO ATOUO KTOTEPOSH, KUNTEPOY KO «TTOd1», o€ 15 mepmTdoEelg e
emPBeParwpévn cuyyéveld, EVIOTIGTNKAY OAANMKES OVOLLOLOTNTEG LETOED TOV OOV KO
tov/ng OII/OM. And to vpipata mov Tpoékvyav agtoroynnkay ot aSTRS yevetikol
TOTOL TOPOVGIO TOV YEVETIKMOV OEOOUEVMOV TOV dEVTEPOL YOVEQ N ATOLGIOG TOV GTOV
ELEYYO QUPIGPNTOVUEVTG «TTOTPOTNTACH 1] KUNTPOTNTOCY. ZVYKEKPIUEVA LEAETNON KAV OL
oeikteg Pl kan W, xaBa¢ ko o1 ogikteg RMNE kot PE t660 oty nepintwon napovsiog
TOV YEVETIK®OV 0E00UEVOV TOV OEVTEPOL YOVED, OAAL Kot MG avTol PETOPAALOVTOL GTNV

TEPIMTOON AMOLGIOG TOV YEVETIKOD TPOPIA TG UNTEPOS/TOV TUTEPCL.

H d¢ dwndikacio kataypapng Kot apyelofétnone towv detypudtov kabde Kot n
TPOCTACio, TOL WMTIKOY amoppntov, deéNydncav cOhpupwva pe TIg KaTeLBLVTIPIEG
yYpoppés mov opifovv ot apyéc tov avipomvev dwowpdtov. Emmiéov, elqedn

oLYKOTAOEST] Y10 YEVETIKEG HEAETES OO OAOVS TOVG GUUUETEYOVTEG.

5.2 Epyooctnprokoi mapapetpor — Mé0odor mov peretiOnkay

Agtypoto mepipepikol aipoatog oe avtimnktiko (sodium citrate 2%) 7/xon
mopelokoy emypiopotog eMebnoav amd 690 dropo Kovkdaocwwv. To ¢g-DNA

AmOPOVOONKE Omd AEUPOKVLTTOPA TEPLPEPIKOV OIUATOG HECEH OVTOUATOTOUNUEVNC
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dwdikooiog (Maxwell® 16 Blood DNA Purification Kit) 1 am6 kdttapa mopeiokon
enyypiopatog (Maxwell® 16 Buccal Swab LEV DNA Kkit) ko gv ocvveyegio 10
amopovopévo DNA mocotikonomOnke HEGH QPOGLOTOPMOTOUETPIOG GTO LIEPIDOES
pdopa oto 260 nm (NanoPhotometer™ spectrophotometer, Implen GmbH, Germany).
Emunpoobeta, vroroyiotnke 1 kabapdtnra pécm tov Adyov A260/A280,  omoio o

Tove omd >1,7.

e OMEG TIG MEPUTTMOOELG EAEYYOV TPOGOOPIGTNKAY Ol YEVETIKOTL TOAVHOPPIGHOT
Ue teQVIKEG poplakng Proroyiag 16 yevetikmv tomov STRS (Short Tandem Repeats)
péow g PCR-Fragment Analyses pebodoloyiog.

Yvuykekpyéva, 690 octypota g-DNA evioyvOnkav pécm g TOALTAEKTIKNG
PCR (multiplex PCR) otovg 16 aSTRs (autosomal Short Tandem Repeats) yevetikoig
tomovg: D10S1248, VWA, D16S539, D251338, D8S1179, D21S11, D18S51, D22S1045,
D19S433, THO1, FGA, D2S441, D3S1358, D1S1656, D12S391, SE33 kot otnv
YEVETIKY TEPLOYN Y10 TOV TTPocdloptopd tov pvAiov (Amelogenin marker HUMAMEL),
Kkavovtag ypnon tov AMpFISTR® NGM SElect™ PCR kit (Applied Biosystems). H
aviyvevon tov ypopuukav Opavopdtov DNA éywve pe Bdomn to poprokd tovg Bapog
péow tpryoedovg niextpoeopnong (capillary electrophoresis-CE) otov ABI 3130
yevetkd avatvoth tng Applied Biosystems (Foster City, CA, USA). Q¢ moivuepés
Styopropov ypnoorombnke to POP-4™ wojvuepéc g Applied Biosystems.

IN'oe tv aSTR vyovotdmmon (DNA profiling) ypnowwonomdnke to
GeneMapper® IDX1.3 Aoyiopukd (Applied Biosystems, Foster City CA).

5.3 ZraTieTikn avdivon

Ta amoteréopata g aSTRS avdivong yia kdbe mepintmon apeiofntovpevng
TOTPOTNTAG/ UNTPOTNTOS SLYKPIONKAY HETAED TOVG Kot 0O yNONKALE GE OMOKAEIGHO I
Un TOKAEICUO TNG YOVIKOTNTOG Yo KAOE «pepiuevoy wg yovéa (OI).

H motpémto/untpomto  amokAeieTol  OTIC  TMEPMITAOCEL; TOL  TO
TATPIKNG/ UNTPIKNG TPOEAEVLGNG KANPOVOLOVUEVO OAANALO OTOVGLALEL GE TOVANYIGTOV
tpelg aSTR yevetkovg témovg. Zuykekpuéva, yio v STRS avaivon vipée n €€1g
Katnyoplomoinon: o) 1 cvyyéveln amoppiednke 6tav o apldudg tov acouPatwv STRS
YEVETIKOV TOT®V NTav >3, B) 1 ovyyévela degv amoppipdnke, 6tav o aplBpds twv
acOpPatwv STRS yevetkov tomov Nrov <3 kot to CPl wopdvOnke peta&o

0,0001<CPI<10.000 ka1 y) 1 ovyyévela emPePformdnke 6tav o apBpds twv acvpPatwv
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STR yevetikov tomtmv frav <3 kot CP1>10.000. Ta dedopéva mov Tpoékuyay amd TovV
HOPLOKO €AEYYO OTNV MEPITTOON UM OTOKAEIGHOV, avOAVONKOV HE TIC TPEYOLGES
napadektég pebddovg otatiotikng [90] yia myv e€aywyn tov deiktdv: PE, RMNE, PI,
CPl xau W. T tov 0¢ LIOAOYIGHO TOVLG Ypnotpomombnke mAnbvopoky Pdon
dedopévav Kavkdoiov [91].

Ta otototikd mpoypaupata Cervus 2.0 koar Genepop 4.0.10 (http://
genepop.curtin.edu.au/) ypnoyomombnkav yio. Tov voAoyiopd tov deikt®v PE kot
RMNE [85]. [MapdAinio, pe okomd TN OMUIOVPYID TOV YEVEOAOYIK®V OEVOP®V
(pedigrees) kot tov vmoAoyiopd twv CPl kot W deiktodv ypnoyomomdnke 1o
npdypoppo «Familias» (http://www.nr.no/familias) copemva pe t1c 0dnyieg kot Tig
ovotdoelg ISFG.

Q¢ KPUTNPLO GLGYETIONG TMOOTIKMOV YOPOUKINPIGTIKAOV YpNoLonomdnke n
dokipacion X? xotd Pearson. T ™V mopovsiaon TG OXEONG  MOIOTIKGOV
YOPOUKTNPIOTIKOV VTOAOYIGTNKAY Ol GYETIKOL AOYOl CUUTANPOUATIKOV TOUVOTHTOV
(novomapapetpikd Odds Ratio). T T TopomTAve OTOTIOTIKEG  OVOAVGELS
YPNOILOTOMONKE TO OTATIOTIKO Aoyiopkd SPSS 17. Ta amoteléopata Bewpndnikoy

OTOTIGTIKMG CTUAVTIKA €dv T P-Value ftav pikpotepo tov 0,05.
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KE®AAAIO 6

ME®OAOAOI'TA EAEI'X0OY

(Tevikég apyés teyvikav — Iegprypaoen - Avridpactipra)

["a ™ yovotumnon twv STRS aAAniiov spappootnke 1 péBodsog DNA

Fragment Analysis péoco tpiyoeidovg niextpopdpnong (Capillary Electrophoresis-

CE) ka1 g ypnong tov yevetikov avoivty ABI 3130 (Applied Biosystems -Foster
City, CA, USA).

H gvioyvon kat avaivon tov yovidtakmv Opavopdtov DNA tepiiapfaver ta eng

oTao:

2Muavon tov ypappikov Bpavopdtov DNA tov vrnd e&étaon osiypotog pe

TOAAOTAEG POOPILOVGEC YPWOTIKES, LECH EKKIVITOV GLLEVYUEVDV LE 0T, Hio €K

TOV OMOI®V YPNOWOTOLEITAL Ylo. TNV GNUAVOT TOV TPpotOTov peyébovg (Size

standard) mov vrdpyel g KAbe detypa.

Evioyvon tov onuacuévav yovidtokov Opavopdtov DNA spappdloviag v

TOAVTAEKTIKT 0AVG1OTH avtidpact moivpepdong (multiplex-PCR).

Awyopiopds tov ypoppk®dv Bpavopdtov DNA katd péyebog epapuodloviag CE

NAEKTPOPOHPTON.

avAALGT TOV OEOOUEVODV HE TN XPNON TOV KOTAAANAOL AOYIGHIKOD Ylo TOV

TPocdlopopd (Zynpa 6.1):

a) Tov peyédovg (bp): o Loyiopikd avdivong kabopilel o oyetikd péyebog kabe
emonuacpévov pe ehopilovoa ypmotikn ypapptkov Opavouatoc DNA tov vid
e&étaon delypatog, ovykpivovtdg To pe To YvooTd HEYEDN YOVIOLOK®OV
Opavcpdtov tov Tpotumov peyébovg (fragment analysis).

B) Tov STR yovoTvmov: 10 AOYIGHIKO OVAALGNG OVTIGTOLXEL TO OYETIKO Héyefog
kéBe onuacpévov pe ebopilovoa ypwotiky ypouukod Opavcouatoc DNA cg
bp pe yvootd aAiniopopea STRS yevetikdv tomov, kabopiopéva and to

ypnot (STR genotyping).
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1) ZvAloyn 6edouévav

2) Tavtomoinon KopLE®V

3) Awywpiopds eopilovcmdv
YPOOTIKAOV

4) Yoloyiopog Tov HoplaKon
ueyé0ovc Tov kopveav (bp)

5) Tvykpion pe TpdTLTEG KMUOKEG
peyéboug (Allelic Ladder)

6) Tovotumiky avIloToiyIon TV
aAnAiov

7) Avéivon tmv 6£60pEVEV omd 8) EmPePainon tov amoteAecudTmv
EUmeLpo avoAvTh/eEeTaoT and devTeEPO ££ETAOTN

Zynua 6.1 Aradicacia STR yovorvmixijs avdlvens. Amorrodvior maxéra loyiouikod yio DNA fragment analysis
xor STR genotyping (GeneScan Software-zedia 2,3,4), (Genotyper Software-media 3,6), alAd kor n extetouévy

OVOOKOTNON TV OEOOUEVOV OTO EKTAIOEVUEVOVS AVOAVTES/EEETAOTES EIVAL OTaPaITHTH

6.1 XYAAOT'H BIOAOT'TKQN AEITMATQN

Ta Broroykd detypata wov Aapfavovion pmopei va givor TANpeg oOAMKO aiplo amd To
EVIAIKO GTOUO. KO TOPELOKO emiypiopa omd ta aviika tékva. O tpdmog e Tov onoio
yivetor n Aqyn tov Broroyucod delypatog yio kabepia nepintwon eivat:

1. IIMpeg ohké aipa: m ANyn yivetor pe amAn QAEPOKEVINGT GOUEMOVO HE TOVG
TOYKOOUIOVG KAVOVEC AoPaAEing oe coinvapia pe avtimnktikd (EDTA i Sodium
Citrate). Atopa ta omoia £xovv vroAnOel TpdoEUTU G PETAYYION QULOTOG TTPETEL
VO QVOUEVOVY TOVAGYIGTOV 3 HNVEG HEXPL TNV ANy, EVO ATOpO TO, 0ol £YOvV
voPAnOel e PHETAUOGYEVOT HVEAOD TV OGTMOV OV UTOPOVV Vo LIOPANOoVV g
avtn v e&étaon [92].

2. Topewokéd emiypiopo: 10 mopelokd eniypiopa AapPavetal pe v ¥pnon GTLAEDV

amd TO EGMOTEPIKO UEPOG TNG CTOUATIKNG KOWMOTNTOG [LE TEPIOTPOPIKES KIVIOELS.
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2116 népeg MG amoteLel TV TAEOV amodekTn HEOOOO Yo T GLAAOYN dELYHATWV
DNA amd aviAika dtopo Kot avTimposonevel T nébodo ekhoync. e avtifeon pe
TO0 TANPEG OMKO aipa 1) knAideg aipatog mave o kKapteg FTA®, 10 dtopo mov
Tpaypatomolel Ty ANy dev extifetan o€ KaveVOS £100VC LOAVGLOTIKO TOPAYOVTAL.
TéNog, n e&€taom dev ennpedletal amd TO YEYOVOG OTL TO EAEYYOUEVO, ATOO LITOPETL
va €govv voPAnbel oe petdyyion 1 6€ HETAUOGYELOT] LVEAOD T®V 00TOV. MeTd
TNV ANy Tov SElYLOTog 01 6TLUAEOT aprvovTat Yia Alyo xpdvo (15 Aemtd) otov aépa
Y. VO OTEYVMOGEL TO OGA0, OVT®G Mote To £vILUO. TOL TEPLEYEL VO PNV
katactpéyovy 10 DNA kot axolobwg torofetodvtar oe £101KO PAKEAO 1 GE E101KO
COANVAPL0 TOV PEPOLV apVYpaven [93].

H ovAhoyn tov mopelakod enyypicpatog tmv v eEétaon detypdtomv pe okond
mv amopovoon g-DNA mpaypatonomdnke pe v Pondeia tov 4N6FLOQSwab.
Epoppdletan moatevtapiopévn texvoroyia, mov Paciletor oe éva chvoro wvidimv,
€161 OOTE Vo emTVYYAveToL 1 HEYIoTH avaktnotn Tov DNA kot 1 anoteAecpatikng
£KAOVGT| TOV. XYoo UEVA Y10 TOYELD amoppOENON Kol YN yopn omeAeVBEPMOT TOV
delypatog, avéavouv v evaicOncio oe delypota avogopdg Kot Oetyparto
10TPOOIKOCTIKOV LToBécewv (knAideg aipatog, emdepuida kot dAla Proloyukd
VAKE EYKANUOTIKOD EVOLAPEPOVTOC), TEPLOPIGEVG Tocotntog 1 {yvn DNA. Agv
nepieyovv DNase, RNase 11 avBpaomivo DNA, 10 onoio Oa pmopovoe va evicyvbet
otvovtag  AavBoaopéva  amotedécpata.  Eivor  ewdwd  emelepyoouévo  pe
avtipikpoPlokd aviwpastmpile, 6mwg to ETO (Ethylene Oxide, atBo&uAiopdada),

noapeumodilovtog Etol v pukpoPlakn exporvvon [93].

Flocked Swab

g
=
=

=

Eixova 6.2: Mopgpoioyio tov 4N6FLOQSwab ervicod.
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6.2 ATIOMONQXH 'ENQMIKOY DNA (GENOMIC-DNA, G-DNA)

['a v aropdévoon tov g-DNA ypnoyoromOnkay ta €ng:

1. edwo kit amopovwong DNA omd mepipeptkd aipa, KAvVoOvTag ypnomn Tov

Maxwell® 16 Blood DNA Purification Kit, epapuolovidc to 6e TANPOC
OVTOUOTOTTOMEVO GVt anopoveoons Maxwell® 16 MDx Instrument yuo
TOVG VIO £AEYYO YOVEIS Kot

€100 Kit amopdvwong DNA omd mopeiakd eniypropa (buccal swabs), kéavovtog
xpron tov Maxwell® 16 Buccal Swab LEV DNA kit epappolovtdg to oe
TP ovtopatomomuévo  ocvotuo amoudvoong Maxwell® 16 MDx

Instrument yiwo. Ta v7Té £reyy0 TEKVOL

6.2.1 Amopéveon g-DNA megproepkod aipatog pe ™ yprion Maxwell® 16 Blood
DNA Purification kit

6.2.1.1 Maxwell® 16 MDx Instrument (Cat. # AS3000)
[Ipéxettor yoo €va TANPOG OVTOUATOTONUEVO GUCTNUO UE  SLVATOTNTA

amopovoons DNA, RNA 11 mpoteivdv ond to akdrovba [94]:

0AKO aipa (apykod dykov deiyuatog 20-400ul)

buffy coat (apykotd dykov detypatog 250-500ul)

10706 (apykod 6ykov deiypatog £mg 100mQ)

KoTTOpa (apykod dykov dsiypatoc énc 4,2 X 108 kottapa)

gykinpatoroyikd vAkd: (kniido aipatog, ciehog (buccal swabs)), deiypoato

chpmong, Tpiya, viyL, Toiyda, amotsiyopa KAT).

Ewxova 6.3: Zvoxevry Maxwell® 16 Blood DNA Purification kit.
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6.2.1.2 Apyn ™ pedosov
H amopdvoon tov voukAeivikov o&éwv emtuyydvetor pe tn Pondewa tov

TopopoyvnTIKOV cpupdiov (MagneSil™ Paramagnetic  Particles-PMPs) kot
poyvytity (magnetite) oe avoloyio 1:1, kotookevaouéva amnd tnv Promega
Corporation. O payvntitng gival £vo 0puKTO GIONPOV, TO OO0 OO YNLUKNG ATOYNG
npokertor Yoo évo emtetaptoleidio tov cdnpov (Fes0s). Tepiéyer mepimov 72,4%
oionpo (Fe) wor 27,6% o&vyovo (O) ko @épst payvnrikég 1domres. Ta
TOPORAYVNTIKG c@aipidta eivar emikodlvppéva pe dtoéeidto tov moprtiov (SiO2)
pikpoocouatiow kot eépovv mopnva payvntitn (Fes0s). H founyavikn dwadikacio
TOPOCKELTG TOV TOPALUAYVINTIKOV GOUIPOIMV £YEL GOV ATOTEAECO TO O10EEID0 TOV
mopttiov vo mepikieiel Tov payvntitn, e€aieipovtag v €KTALGN KOL TN UN €KY
déopevon popiov oto oidnpo tov payvntitn. Mo oYeTIKA LYNAN GLYKEVIPWOON
payvntit kafiotd to ceapidio eEatpetikd gvaicnta oe Eva payvntikd medio. Ta
c@opida etval «opapoyvnTikéy ot UG TOVG, ONANOT EAKOVTOL At VOV LOyViTh
otav givorl tomoBetnuéva og €va payvnTiko medio, aAAL Ogv SOTNPOVV «UOYVNTIKY|
UVAUN GYETIKG E TN LETAPOPA TOVS OTO HOyVNTIKO TEdi0. AVTO TO YOPAKTNPIOTIKO
eUmodilel T oLGCMPELON KOl EMTPEMEL TNV €VKOAN doomopd TV cpoupdioy. H
pocdeot Tov DNA ota 6papidio mpay o tonoleitol Tapovsio YeoTPOTIK®V GALT®Y,
Ommg VOPoYAwpPIKN Yovavidivn (Guanidine hydrochloride), Bgiokvaviovyog yovavidivn
(Guanidine thiocyanate) k.4, to omoio dtafétovv dvvaTdTnTe AVONG TOV KLTTAP®V,
KaOmg Kot adpavonoinong towv vovkieacmv [95].

H pébodog otpiletar oto yeyovog 0Tt o €vo PEATICTOTOMUEVO StdAv L
déopevong (mopovcio LVYNADY GLYKEVIPOGE®V YOOTPOTIKAV OAAT®V VIO 0&1veg
GLVONKEG), TO TOPAUAYVNTIKG GOALPION OEGUEVOVY EMAEKTIKG VOUKAEIKA 0EEa Ao
ovvOeta piypata. ‘Etotl, Adym tov eEmtepikod poyvntikov mediov mov papuoletal, o
TOPOLAYVITIKA CQOIPIde TPOCKOAADVTOL GTNV EMPAVELL TOV BpickeTol 0 eEMTEPIKOG
payving kot pe avtd tov 1pomo 1o DNA dwywpileton amd ta dAlo pokpopdplo Tov

KLTTAPOL. XT1 cLVEXELD EKAOVETOL KaBapd apovd Tponyndovv dradoyikég mAvcelg [95].

Eixova 6.4: Hiextpovikij uikpoypagio 60pmons twv
TOPOUAYVITIKDY CPAIPLOIWY MagnesSil
Paramagnetic Particles.
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6.2.1.3 Teyvikn
To g-DNA twv detypdtov amopovodnke amd €101kd GoANVAPIO TO 0Toio

nepieiye oMko aipo pe avtimnktikd Sodium Citrate 3,8%.

H pébodog meprhappdver tpia Ppata: mpdcodeon, Ekmivon kot éklovon. H
dwdkacio amopdvoong tov DNA Eekivdel pe v ADoN TOV KLTTOPOV TOPOLGio
YOOTPOTIKMY OANTOV KOl OTOPPLTAVIIKOD Kol TV ameAevfépwon tov DNA. Xy
GUVEYELD, TPOOTIOEVTOL TO TOPAUAYVNTIKO oeopidln Ko To Kuttapikd DNA
TPOGOEVETOL GTO, GPALPISLO KUPImG HEG® 6V0 pnyavicU®V déopevons. Avtol givarl: o)
eEAKTIKEG aAANnAemidpdoelg peta&hd Qoo@optk®v opadov tov DNA kot opddwv
GLAOVOANG OV PBpickovtal oTnV em@dvela Tov dto&ediov Tov mupttiov kot ) vOpodPoPn
cvvoeon avdpesa og pa Paorn tov DNA kot 6 pia vdpdpofn meproym tov dro&etdiov
tov mopttion. O kevipikdg mupnvag payvititn divel v duvatdtTnTo  OTO
TOPOUAYVITIKA oQo1pidta vo Stox@plotohy amd to dtdivpa 6tov Torodetnbovv og éva
payvntikod medio, Kabmdg AOyw tov poyvntitn ta searpidio EAkovtol amd Tov eEmTepKo
payvin. Me avtév tov 1pomo, 10 counioko DNA-coapidia, dtoywpiletor amd ta
VITOAOITOL LLOKPOUOPLO. TOV KLTTAPOV. AoV yivouv S1ad0ykég TAVGES MOTE Vo
ATOLOKPVVOOUV TOL PN OEGUEVUEVO, KVTTAPIKA GTOtYElR, AANTO KOl GAAOL OVOIGTOAELS,
To. oQOPidla avapyvoovtal pe éva puBuotikd dtivpe £KAovong to omoio eivo
ehappd aAKoAKO Kot gpeavilel younAn aiatdétnro. Me avtd tov tpdémo 10 DNA

Sroywpileton oo to. cPatpidta, cvAAEYeTaL Kot ivan £Tolpo yia ovdAvon (Ewova 6.5)

] 55 5

L &
1L

Apxiké UNKO | MpooBrikn Npoodeon MayvnTikég MpooBrikn Mayvntikédg ExAouon tou
Siahvpartog | Tou DNA otnv | Siaxwplopog | diaAkvpatog | Saxwplopsdg | DNA und

I

O

Avong kat EMKPAvEIa TWV | TOU nALvoNG TOoU KATAAMANAES

MPWTEVACNG | HayvnTIKWY OUUMAGKOU CUUMTAOKOU ouvBrkeg Kat

K opaip1biwy HayvNTIKWV HayvnNTIKWV agaipeon Twv
opaiptdiwv- opaipidiwv- | payvnTIKwy
DNA DNA opaipidinwy

Ewova 6.5: Zradia uedodov amoudvwons g-DNA. Zro mpaoro Prua yivetor n Abon twv kottdpwv dote va,
amelevfepwbei 1o gDNA. 2t ovvéyera 1o gDNA mpoasdéveror ata PMPS kau 10 oourloxo QDNA-PMPS deouedetar

oT0 HOYVHTH Kot 0K0A0D0mS vrorevTau o€ diodoyikés mAboels. TéAog yivetar n éxdovon tov DNA.
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H ovvolikny amo6doon tov Maxwell® 16 Blood DNA Purification kit otnv
amopdévoon g-DNA ond odetypota olko¥ aipotog eéoptdror omd tov OYKO TOL
delypatog kot tov aplBpd tov Agvkov atloceapiov tov aipatog/ml. O dykog tov
delypotog tov TANPoVG aipatog mov ypnotonoteitol eivar omd 700 pl pe éva péco
0p1Opd Aevkdv auposparpioy yopo ota 4,2 x 108 émg 1,2 x 107/ml mApovg aipatog

(TG Y10 évaL VYIEG EVAAIKO GTOLO).
S (

Label side

Contents User Adds:

Lysis Buffer + Sample
MagneSil® PMPs

Wash Buffer

B

Wash Buffer

Wash Buffer

Wash Buffer

F

Wash Buffer + Plunger
Ridge side

Eixova 6.6: A, B) Kacéra ue mpodiaveunuéva avridpacstipia. H kocéro nepiéyer 6la to armopoitnro avidpootiplo.
yio t oredikaoia omopovwons oo DNA ko ypnowyoroieitor o ovvovooUo pe avTOUATO. GUOTHUATO. OTOUOVOCHS
vovkeixadv oféwv. I) Maxwell® 16 DNA Purification Kit: zepigydueva evég Kit kabopiouod ainazog, korrdpwv i
10T0)V. Xe 066 TIC mEPIITAOEIS, TO. Oclyuata mpootifevior oty Oéon # 1 ko ta. EuPolo (plungers) oty Oéon#7.
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Ilivaxag 6.1: Bijjuata epyacios yia v amouévwen 9-DNA aré meprpepino aiua kavovrag
xprion tov avalory Maxwell® 16 DNA Purification Kit.
‘ Bipa 1
1) ®oprmon deryparv. Or QOOLYYES 0L 0TTOIES TEPLEYOVY TPOSLAVEUNUEVE OLO. TO.
oToPuiTNTO. AVIOPASTPLO. ToT00ETOVVTIN oTY) PonOnTuci] Baon. KabBe pioryya

OVTIGTOLYEL 6€ éVa deiypa

2) A@aipeon Tov agPooTEYOVS KOAOVPUNATOS 0o KaOE pOoLyya

3) TomoBitnon tov epforwyv (plungers) otn 0<om #7 Tng KGO POOLYYOG

4) ®éptoon 700pL and kabs dciypo aipatog (0o TpoTH £xEL ovadsvTel | £xEL
EemaymOel Kol avadevTel av mpokerTal Yo Koteyvypévo)otn 0éon #1 g kaOe
QooLYYag

Bipa 2
Emoy1 Tov KoTaAANA0V TPOYPERRaTOS Y10 TNV amop6éveon Tov §-DNA a6 T cvokeun
Maxwell® 16 Blood DNA Purification Kit

Bipa 3

1) Ow@ioryyec petagépovral amé T fondnTikny fdon oty Thateéppa tov Maxwell
16

2) O pmhe kvPéteg ékhoveng tov DNA tomoBstodvrar 6Tig 10KES £60YES TG

TAATQOPPOGC amévavTl oo Ka0s gpvoryya

3) TIpocOikn 400uL pvOmoTtikoV drwidparog ékroveng (elution buffer) oe kaOe

KvBéta

4) Emvoyi Tov Katdliiov Tpoypdppartog omd T cvokevi] Tov Maxwell® 16 Blood

DNA Purification kit kot évap&n g Swadikaciog amopdévoong

4

Bipa 4
1) Hyntiko o1po Kot aveypoet] pvopatog 6ty 000v) Toapamipmovy 610 TEA0G TG

OLUOIKAGIOG ATOUOVOGNG

2) Ov pmhe kvPétec pe 10 £khovpo Tov DNA peta@épovror 6To pOyvVITIKG

doympro

3) Me ) ypnon TETOG TO EKAOVUO, PETUPEPETAL GE COANVAPLY. aToOKEVGTG
Kata ™ petagopd tov EKAOONOTOS SIVETOL TPOGOYT] MOTE 0L PUTTAE KVPETES VO pnv

VOO KAOVOVTOL 0T6 TN poyviTikn Baon

4) Ou @ooryyeg ko o pPolo amoppintovrar 68 KaTdAANAovg KAdoVg GLIAOYIG
OTOPPUUATOV KO 1] TAATQPOppa TG ovokevils Maxwell 16 koBapiletor pe

oraiopa am@avoing weprektikotnTog 70%
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H ocvvolxn amddoon tov yovidriwpotikod DNA and to dstypota TANpovg
aipatoc eCaptdtor amd TOV OyKOo TOL O&lypatog Kot Tov aplud TV AELK®OV
aocpatpiov ave mL (white blood cells/ml). Kéfe kacéta mov mapéyetor omd
ovokevr] Maxwell® 16 Blood DNA Purification Kit éyet oxediootel yia tov kabapiopd
tov g-DNA oand 700 pl minpovg aipatoc, vmoBétovtag Ott 0 pécog aplOuoc
AELKOKVTTAPOV aipatog Kopaivetot amd 4,2 x 108 émg 1,2 x 107/ ml mqpeg aiporog
(tTég Y évav kavovikd vy eviaka). H vtépfacn tov cuvietodpevov 6yKov 1 1
yxpNoN Oetyrotog pe aplpod AEVK®V apoc@upiov KTOG 0T TOV EHPOVE UITOPEL VO
EMNPEACEL OLGUEVADS TNV amdO0GT Kol TV TOWOTNTA TOV KOOUPIGUEVOL YEVOUIKOD

DNA.

6.2.2 Amropovoon g-DNA rapelaxod emypiocparog (buccal swabs) pe  gpijon Tov
Maxwell® 16 Buccal Swab LEV DNA kit

H oamopdévoon tov ¢g-DNA oand mapsokd emiypiopo mpoypotomor|dnke
Kkavovtag yprion tov PureLink® Genomic DNA Mini kit. H apyf tg pnebddov

TEPLYPAPETAL OVOAVTIKL TTOPOKAT®.

6.2.2.1 Apyn pe6odov
To PureLink® Genomic DNA Mini Kit Baciletatl otnv emlextikn décpevon

tov DNA og pepuPpavn dro&ediov tov muprriov (silica-based membrane) nopovoia
YooTpoTmK®V oAdtmv. To KuttapdAvpa puropel vo TpokOyel amd pio TOIKIAMo VAIKOV
OT®¢ 16701, KOTTOpa 1| aipa. Ta kdTTapa 1 o1 wotol ménTovtal pe mpwteivaon K otovg
55°C ypnowomoidvtag puBuiotikd ddAlvpo méyne, mov Pondd omv TPOTEIVIKY
HeTOVGImON Kat eVIcYLEL T Opdon tpwteivdong K. Tuydv vroreippoto VOUKAEIVIKOD
RNA amopaxpovovrot pe wéyn kévovtog ypnon RNase A, tpwv amd v mpdcsdeon tov
derypatov oty pepfpdvn tov 610&ediov mopiriov. To KuTTOPOALUE OVOULYVOETOL LE
ol0avorn kor pe £181kd puOuwoTticd ddAvppo devopevong tov DNA (PureLink®
Genomic Binding Buffer), 1o onoio emtpénet vymin décpevon tov g-DNA pe myv
gducr] ot (PureLink® Spin Column), kaOd¢ To apvnTIKd QOPTIGUEVE PHOPLOL TOV
DNA éyovv peydhn ovyyévela mpog to BETIKA QOPTIGUEVA HOPLOL TOV TLPLTIOV TNG
peuppdvne. To g-DNA deopedeton ot pepfpdvn tov 810&ediov Tov mupttiov g
OTNANG Kot To. LTOAOUTO, LOKPOUOPLOL TOV KLTTAPOL OTOUOKPUVOVTOL LE O1EE001KT

m\on pécw pudpoTikdy dtudvpdrev tavong (PureLink® washing buffer 1&2). To g-
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DNA o611 cuvéyeta eKAOVETOL KAVOVTOG YPNOT YOUNANG LOVTIKNG 16Y00G PLOUGTIKGV
ddvpdtov oddtov (Elution buffer) [97].

Ta PRpoto amopdvoong avaypdeoviolr ovolvtikd otov mivakoe 6.2. To
amopovopévo DNA eivai 20-50 kb og péyebog kan givan katdAinio yio PCR, yio méyn
ue meploplotikd Eviopo oAld ko Southern blotting teyvikn). To PureLink® Genomic
DNA Mini Kit &yet oyediaotel yioa v amopudvoon vyning modtrag g-DNA ond
10100¢  Onhaoctik®dv, Ogiypata aipotog, mapelokd emypicpata (buccal swabs),
Baktpia, COHOUVKNTES, 16TOVE EYKAEIGUEVOLG GE TAPAPIVI KOl GTOOEPOTOMUEVOVGS [UE
eopuaiivn  (Formalin-Fixed Paraffin-Embedded-FFPE) kot og Oragene™
dnpnpéVo ciehro.

si 5 Si Si

Nfa* NS+ N‘a* N'a)'

7YY U

Eiwxova 6.7: Ilpocdson twv DNA uopiov oe uia usufpavny ue yéin mopiriov. 2ty pusufpovy mopitiov piog otning
deauevoviar uopia. vepod kar uopio. DNA mopovoio droAduarog vynlic alarotntag. Eikova: «Qiagen Mini Spin
Columny aré Sq uidonius (talk), ue ddeia Public Domain. ITnys;: Wikimedia Commons.

A B r A H
= 1 L 1 ==
.{ J
MpoaBnkn MNpodobeon tou MNpooBnkn MpocBnkn STEYVWHA MpooBdnkn ‘Ekhouon DNA
StaAlpatog DNA otn SlaAlpatog | SltaAupatog SLoAUpatog
AUong MEUBPAVN pE m\vong 1 mAUonG 2 €khouong
duyokévipnon

Eixova 6.8: Xtddia amoudvawongs yevouikot DNA ue otijies mov pépovv ugufpavy wopirio.
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Well Contents User Adds:
1. Binding Buffer Sample

2. Paramagnetic
Cellulose
Particles

. Wash Buffer

. Wash Buffer

AW

. Wash

Wash

. Water

® N O o

. Empty Plunger

Eiwxova 6.9: A) Kacéra Maxwell® 16 LEV DNA Purification. Ilepicyducvo evog Kit kabopiopod mopeiarod
emypiopatog. Xe 0Aeg Ti¢ mEPITTOOELS T Oetyuato mpootibeviar oty Oéon # 1. B) PoOuion kar dieudppwon tys
kaocétag Maxwell® 16 LEV otig avticroyyes Oéocis ths ovokevijs. To didlouo éxdovong mpootiberon ota
OWANVEPLO EKLOVONG OTEWS DITOOEIKVOETAL OTO GYHLLO.
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6.2.2.2 Teyvikn

Ilivakas 6.2: Bjuara epyacias yia tqv amouovwen §-DNA rmapeiaxod emiypicuaros
Kavovrag ypijon tov avaivty Maxwell® 16 Buccal Swab LEV DNA Kit.

Bipa 1 Xviroyn detypatog
Bipa 2 Yuvappoidynon piog oting kedapiopov yo ka0 ociypa
Bipa 3 Avapeai&n 300 pL pvOpiotikov drervparog Avong + 30 pl
apoteivaons K yio ka0g deiypa, o Eeyopiotéd coinvapro
Bipa 4 IpocOnkn 330 pL dweivpatog Mong/apoteivaong K otny
KEQaA] Tov 6TvAE00 (SWAB) ot 6T]An KaBapLopov
Bipa 5 Vortex ywa 10 dgvtepdrento
Bipa 6 En®aon yw 20 Aentta otovg 56 © C
Bipa 7 ®@uyokévrpnon Yo 2 Aentd 61N pEYIGTN TOYOTNTA
Bipa 8 A@aipeon ™G oTANG KOOPIGROV PUE TV KEQUAT TOV
61VAe00 (SWAB) kot améppryn g
Bipa 9 IIpocOnkn Tov KuTTAPOLORATOG G6T1) Of0m # 1 TNG KAOE
¢voryyog Maxwell® 16 LEV
Bipa 10 Tomo0étnon Tov epforov (plungers) otn 0Eon #8 g kabe
pvoryyag
Bipa 11 Tomo0éTnon evog kKeEvoy cwinvapiov ékhoveng 61 0éon #8
¢ KGO puoryyog
Bipa 12 IIpooOHnkn 50 pL srwidpartog Ekhovong otov TvOpéva Kade

coAnvapiov éKAovong

Bipa 13 Emloy1f T0v KOTAAAM A0V TPOYPAUNATOS OO T1) GVGKELN
Maxwell® 16 Buccal Swab LEV DNA kit kot évapén g
OL0OIKAGLOC ATOPNOVOOG

Bipa 14 Meta to T€hog TG £KAovong, KGO cwinvaplo Ekiovong
0QUIPEITAL, KAADTTTETOL KOl 0moOnKeVETOL KOTAAANAO péEYPL
va, ypriclponon0ei
Bipa 15 O @Yoryyeg ko o EpPfora amoppinTovVTOL 6€ KATAAAAOVS

KG@O0VG GVALOYNG OTOPPIURATOV KOl 1] TAATQOpRO TNG
ovokevic Maxwell 16 kaOapileTor pe ordivpa a@avoing
aeprekTikoTnToS 70%
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6.3 EAEI'XOX THX IOIOTHTAX KAI THX MNOXOTHTAX TOY
AITIOMONQMENOY g-DNA

O éleyyoc ™G kaBapOTNTAG KOl 1| TOGOTIKOTOINGT] TOV OTOUOVOUEVOD -
DNA (dwaAvtomompévo oe nuclease-free didivpa ékhovong-10mM Tris-HCI, 1mM
EDTA pH 8) éywve péow paouatopmtopstpiog 6to vrepimdec pacua oto 260nm [98],
Kévovtag ypfion Ttov NanoPhotometer™ onektpopmtopetpov (Implen GmbH,
Germany).
O Adyog (OD260/0D280) exppalet Tnv kKabapotnto Tov deiypotog DNA

Mo vymAng kabapdttag DNA o Adyog =1,8-2,0

v Empdivvon pe mpoteiveg o Adyog gg;gg <18
v Empoivvon pe RNA o Adyog ob269 >2,0

0D280

amoppopnon ota 260 NM X cvvtedeotn opoiwong X 50=ug/ml DNA
H péyiom mosdtta tov DNA yia 1o AMpFISTR® NGM SElect™ Kit givat

1,0ng o¢ évav péyioto dyko 10uL yia 29 kdxkiovc.

6.4 ENIZXYXH TOY ¢g-DNA MEXQ THX AAYXIAQTHX ANTIAPAXHX
ITOAYMEPAXHXE (POLYMERASE CHAIN REACTION, PCR)

6.4.1 Ietopwkn} avaokoTnon

Boowkdg otabudc ommv Moplokn AyvooTikn Kol TO YOpoKTNPIoUd ToV
SLPOPMOV YEVETIKOV 0GOEVEIDV OTOTEAEGE 1| EMVONON Hoplak®dV HeBOdwV evicyvong
tov g-DNA kot kvpiog g PCR. H PCR &ivor n pébodog mov épepe mpoyloTiky
EMOVAGTOOT GTN poplokT| Brodoyia amd Ty avakdivymn g to 1983. Tlpdketton yia pio
in vitro evlopkn avtidopoon, 1 omoio EKUETAALEDETOL OPIGUEVA YOPAKTNPLOTIKA TOV iN
VIVO pmyavic ot avtrypoenc tov DNA, e 6Komd Tov ToAOTAAGIOOUO GUYKEKPIUEVOV
TUNUATOV TOV  OPYLKOD YEVETIKOD VAIKOV Kol KAT EWEKTACT, TNV €Vioyvon
ovyKkekpipévng aainiovyioc DNA. O telkog oKomdg TS avTidopaong eivat o ekOeTIkOG
TOALOTAAGLOGUOC €VOG cvykekpiévoy TuMpatoc DNA mov amotelel to otdyo TNg
avTidpaong, £T61 AGTE va €ival EPIKTN 1] TEPAUTEP® UEAETT TOV LE d1dpopeg pnebddovg,
OT®OG 1) GAANAOVYLIOT, I TEYT] LLE TTEPLOPIOTIKES EVOOVOVKAEATEG, 1| NAEKTPOPOPTON K. A.
H aAlnAovyio Tov voukieivikod 0££0¢-0TO 0L Umopel va eivon Eva amdo yovidlo, éva
TUAUO YoVIdiov 1 pa un Kmdtkomotovoo adiniovyio. H avtidpaon exteieitan o€ tpia

enovoroppavopeva otdda: (o) omodidtaln tov yeveTikod vVAIKoV, (B) vBPOIGHog TV
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EKKIVITOV GTY| GCUUTANPOUATIKTY ToLG aAAniovyio Tov DNA kot (y) empnkovon g
veoovvtifépevnc aivcidag DNA. H taydtra, n ewdwdra, 1 peyddn svoiodnoio kot
TO YOUNAO TNG KOOTOG TV KaO16TOOV o omd Tig TAEOV ¥pNGLOTOlovpEVES HeBddovg
0€ EPEVVNTIKO KOl d1oyvmoTiko eninedo [99].

H avtidpaon PCR oyedidotnke ko mapovoidotnke oo tov Dr Kary Mullis to
1983, o omoiog t0te gpydlovtav oty gtarpeio froteyvoroyiog Cetus Corporation oto
Emeryville tg Kaiipopviag. To 1989 to meprodukd Science enédeée v PCR oav 10
«uéyraro emotnuoviko emitevyuoy kol v Taq DNA molvuepdon cav 10 «udpio g
xpovido» Ko v ovveyeia o 1993 o Kary Mullis tyunfnke pe to Bpofeio Nopmeh
Xnuetog.

"Exet de, epappoyég o€ pio ToAD peydin moikidio floloyik®v deryUdTmV, aKoun
KoL G€ «apyoika» detypota, 6nwg 0otd, ota onoia to DNA Bpioketon o amodounuévn
popon. Amd m perlén tov avBponivov yoviditwpotos (Human Genome Project), otnv
épeuva 6TOYOV Kol OTNV avAmTuEn Yovidlokdv Oepameldyv, vmhpyovv Alyeg povo

TEPLOYES TNG YEVETIKNG £pguvag mov dev e&aptmvrtal and v PCR onuepa.

Ekpayeio 5 . DNA moAupepdon 5 3
TTTTTITITIIIT 1'|'ImID:[ TTTTITITIIT
. ) R [ O O
5 } 3 } - A N .
TTTTTTTTTT e T .
3 5 STTTTTS \ 5 r 3
4, ‘ EKKIVATAC —
IENEEEEEEN] ml.l-l. LLLLLLLLIL
3 5 3 5
1. Anodiataén 2. YBpidiopog twv 3. Emurikuvon TéNog Tou Tou KUKAou
EKKIVNTWV

Eiwxova 6.10: Ta orddia tns PCR avridpaons

Iivaxag 6.3: Tomko npoypaupc PCR yia tov moldamlaciacud evog tuijuaros DNA.

Ocppokpacia 94°C 94°C 67°C 72°C 72°C 4°C

Xpévog 5 min 15-30 sec 15-30 sec 45 sec 10 min )

52



Méypt onpepa Exovv avakoivedel mroAvdpBueg moparrayéc tng PCR. Mia and

avtég eivon  multiplex-PCR, 1 omoia epapudéotnke otnv mopodoa HeAET.

6.4.2 Multiplex-PCR (Edwards ka1 Gibbs 1994)

6.4.2.1 Baowkég apyés multiplex-PCR

H tavtdypovn evioyvon 600 1 mepiocotépwv meploydv tov DNA pe pio povo
avTiopaon elvol KOWmG YVOOTH ¢ TOAVTAEKTIKN 1 TOAAATAY] OALGLOMTY] AVTIOpaoN
nolvuepdong (multiplex-PCR). Tlpokerton yioo pior tayeio Ko €0KOAN dokiuacio
evioyvong g-DNA 1660 610 KMVIKO, OGO KOl GTO EPELVNTIKO EPYACTIPLO, MGTOGO, M
avantuén pwog  amotedecpatikng multiplex-PCR - ouvlBwg omoattel  otpatnykod
oYEOGUO KOt TOAAATAES Tpoomdfeles Yoo v PeAtioTomoinom twv cuvONKOV TG
avtidpaons. [lapdAinia, vdpyovv pia celpd S1POHP®V TAPAYOVTIWV TOV UTOPOVV VO
EMNPEACOLY TNV OVTIOPOGT KOt VO, 001 YNOOLVV GE YELIMG BETIKA TPOTOVTO EVIGKVONG,
otV Gvion N amovcio evioyvong kdmoiwv aAiniovyiwv tov DNA ot1dyov, aAld kot
dVoKOAMEG oV avamapay®yn KOTowwv anotehespdtov. [a toug Adyovg avtolg N
evoereyng afloddynon kot emkvpworn tov cuvinkov tg multiplex PCR eivon
aroapaitntn. H evoicOnoio kou n edwkotnTa mpénetl vo eAéyyetatl eEOVUYLOTIKA, EVO M
GUUUETOYN O©f €EMTEPIKOVG KOL ECMOTEPIKOVS EAEYYOVLS TOWOTNTOS TPEMEL VOl

gpappolovrar avatnpd [100].

Multiplex PCR using
external primers

Multiplex PCR
products

Eiwxova 6.11: Ilolvmiextixiy 1 moidanisy PCR (multiplex PCR). Avtidopaon evioyvons oty omola 000 1§ mepiocotepa
{evyn eKKIVITOV, EI0IKG YIa OIAPOPETIKODS TTOXOVS, EIGGYOVIOL OTO 1010 owAnvaplo avtiopoons. Etol, umopodv va
eViayvBoDY TOVTOYPOVO. TEPIOTOTEPES OO UL LOVOOLKES OANAOVYIEG-0TC) 01 T€ Eval delypa. Kot Vo, TapayBoly Tavtdypovo.
TOALG dLapopetina TPoiovro. evog yovidiov.
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6.4.3 Evioyvon Tov 7eveTik®v 10tV STRS péco tov AMpFISTR® NGM
SElect™ PCR kit

6.4.3.1 Evcaymyn

Me 10 AMpFISTR® NGM SElect™ PCR kit emtuyydvetar n eKAEKTIKN
evioyvon tov 17 STRS yevetkdv tomowv D10S1248, VWA, D16S539, D2S1338,
D8S1179, D21S11, D18S51, D2251045, D19S433, THO1, FGA, D2S441, D3S1358,
D1S1656, D12S391 cvumeptlopfoavopévon Kot Tov VYNAG TOAVUOPPOL YEVETIKOD
témov SE33, kabd¢ kot Tov yeveTwkold TOMOL Y100 TOV TPOGIIOPICUO TOL GVAOV
(Apehoyevivn). H texvohoyio g Applied Biosystem kévovtag yprion €w0Kov
EKKIVITOV Y10 TOV KAOe YeEVETIKO TOTO, GLiELYUEVDV pE OpopeTikég PBopilovoeg
YPOOTIKEG, EMTVYYXAVEL TNV TAVTOYPOVN avdAven TOAADV STRS yeveTiK®V TOT®V, TOV
omoimv to pnkog (bp) tov aAnhiov pmopei vo. extKoAOTTETOL OVE YEVETIKO TOTO
(Ewodva 6.12). H moAvmAEKTIKY avOALGY KAVEL YPNON TEVIE  SLUPOPETIKMOV
eBopilovodv ypwotikmv: 1) ) ypootikny 6-FAM™ (6-Carboxyfluorescein) mov
EKTEUTEL OTO IKPOTEPO UNKOG KOUATOG (UTTAE xpdpa, 2) T ypwotikn VIC® (npdoivn),
3) ™ ypwotiky NED™ (xitpivn), 4) ) ypwotiky PET® (Photoinduced Electron
Transfer-koxkwvn) ko 5) ™ ypootikr LIZ™ (roptokaii), Tov ¥pnoipLonoteitat yio tnv
onpavon tov GeneScan™ 600 L1Z™ Sijze Standard v2.0 (Ewova 6.13).

"o v evioyvon tov STRS yeveTik®v TOTmV Ypnotpnonotdnke to epmoptko Kit

AMpFISTR® NGM SElect™ PCR kit [101].

Ewwotepa, oty STR yovotimmon 1o oAANAOLOpQE TOV ETIKAAVTTOUEV®DV
Béoemv (1010 pnroc og bp) drokpivovtar pEc® TG EXGNUAVOTG TOV EWBIKAOV EKKIVIITOV
pe opopetikés @Bopilovoeg ypwotikés. H moivohvOetn avdivon dwoympilel ta
OtapopeTikéc Oopilovcec YPOOTIKES HECH SLOKPITOV QPACUATIKOV cLVIoTOomV. Ot
exkivntég ot omoiot oyedidlovral yio STR yovotdimnon mpémel vo vppidomolovviol
dploto Tave otovg yeveTikovg Tomovg STRS dote va emitevyBel KaAdg doympiopdg
HeYEBOLG HeTAED TV YEVETIKMV TOT®V TTOL £yovVv emionpaviel pe v id1a pBopilovoa
ypootikn. EmumAéov, Oa mpémer vo omodidovv 1oyvpn evioyvom HE  KOAR
1G0pPOTiO/avar0Yic TOL VWYOLG TNG KOPLENG OTIG TEPWTAOCELS £TepolvymTiog Kot
napdAAnia, evioyvon yopic un €WiKka mpoiovto (mapampoiovta-artifacts) mov Oa

UTOPOVGAV VO ToPEUTodicovy T 6ot eppunveia tov DNA npoeik evog delypatog.
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D251338 | ——]
D165539 | o—
VWA | —
01051248 | —)

D18S51 | —————————
D21S11 | ————)
D8S1179 | —
Amel_ =

Locus

FGA | J
THO1 | '
D19 | !
D22510453 | '
SEa3 | T ——
D125391 | —)
D151656 | Comm—
D351358 | [
D2S441 | Er—

50 100 150 200 250 300 350 400 450

Amplicon Mobility (bp)

Eixova 6.12: ArcixoviCovral ta £6pn tov pueyefdy twv yeveTiK®Y mEPLOYDY TOV EVIGYDOVTAL

Dyes
6-FAM VIC NED PET LIZ
I I

100

Normalized Emission

500 550 600 650 700
Wavelength (nm)

Ewxova 6.13: @dacuara ekmourijc tmv xévre pOopilovedv ypmeTIK®Y mov xpHeIHOTOLObVTAL ATT6 TO
AmpFISTR® NGM SElect™ Kkit.

Katd ) dudpkeln cGALOYNG TV TP®TOYEVAOV dedopévav oto Opyava ABI
PRISM® 3130 ta onpata gbopiopov dtaywpilovrol pécm gpayudtov tepiblaonc pe

Béon to uKog KOUATOG TOVG Kot Tpofdiiovtar o€ €101k Kapepa CCD.
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Ytov mivako 6.4 avoaypdeovion ot 17 STRS yevetikol tOTOL, Ol Omoiot
evioyvovtol amd o AMPFISTR® NGM SElect™ Kit, | ypopocouiky tovg eviomion,
N emavolopfavopevn povada, o TOAVHOPPIoUOS TOVG Kot 1 POopilovca YpOCTIKN e
v omoio eivor onuacpévor (U.S. National Institute of Standards and Technology
(NIST) - www.cstl.nist.gov/div831/strbase/).

6.4.3.2 KaOopropég ¢vrov

211G OYETIKEG AVAAVCELG EAEYXOVTOL KOl TO AAANAOLOPPO TOV YOVIOIOV NG
apehoyevivig (oG TpOTEIVNG TOV GUAATOL TV JOVTIMV), TO omoio gviomileTol GTA
QUAETIKG YPOUOCOUOTO. XTNV TEPLOYN oTNV omoio €dpaletal o yovidlo avtd dev
cuppaivouv avacvvovacpol, Tapd To yeyovog OtTL gival opdAoyN ota dV0 QUAETIKG
ypopocopata. To aAANAOHOp@O TOov Yovidiov g aperoyevivng, 61o xpopdcopa X
eépetl oto 1° tov wTpdvio Eva ENAelpo uikovg 6 bp g oxéon pe to ypoudowua Y.
'Etot, edv evioyvbel pe epappoyn e PCR teyvikig ota apoevikd dTopa TpokuITouy
dvo tpunuato DNA mov dtapépovv peta&d toug kotd 6 bp (106 bp kot 112 bp), evd ota
OnAvkd mpokvmTel povo to pkpotepo Tufpo (106 bp). And v yovotdmnon twv
aAMAopOpemV ™G aperoyeviving etvar duvatov va eoakpPwbel av kdmowo delypa

DNA mpoépyetar amd évav avtpo 1 amod pio yovaixa [102].

STS
p22.3 }/; AMELX
P
p22.1
p21.3
p21.2 Y
D317 p11.32 SR
D114 p11.31
p11.3 p11.2 DXYS156
p11.23 AMELY
p1-as p”'} TSPYL
11.21 qll. 1
P17 it NRETYLER Q1 V.21
ql1t.d ql11.221 —— STSP1
ql1.2 qQl11.222
q:i g11.223
2q1 ; qQ11.23
22]-2 |~ Dxvsise
q21.3 qQl2
q22.1
q22.2
223
qq23
q24
q25
q;‘; | soxs
B2y — ===
qQ28

Eiwxova 6.14: Kotrapoyevetikos ydptng twv avlpomivov ypouocoudrov X (apiectepad) ko Y (deéd), pe tig
Oéocic Ty deikTav Kabopiouov tov pviov. To yovioro tie aucgloyevivyg eviomiCeton oty mepioyn 22.1-22.3 tov
Uikpod Ppoyiove. 00 ypouocsiuoros X (Xp22.1 - Xp22.3) kou oy meproyn 11.2 tov wxpod Ppoyiova tov
xpouosauorog Y (Ypll.2).
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Iivakag 6.4: O1 17 STRS yevetixoi tomot, o1 omoiot evicyvovror arné to AMPFISTR® NGM

SElect™,

Tsvetikoi
tomor STRS

D10S1248

D16S539

D2S1338
D8S1179

D21S11

D18S51

D22S1045

D19S433
THO1

D2S441
D3S1358

D1S1656
D12S391

SE33

6.4.4.3 llpmToéK0ALO EpyaCiag

Xpouocouixy

EVTOTIOH

10026.3

12p13.31

16024.1
2435

X:p22.1-22.3
Y:pll.2

8q24.13

21q11.2-g21

18921.33

22q12.3

19q12

11p155

4928

2pl4
3p21.31

1q42.2

12p13.2

6914

Eravoioufavousvy

Hovdoa,
5'-3'

GGAA complex
TCTA complex
GATA complex

TGCC complex
NA

TCTA complex

TCTA complex

AGAA complex

ATT complex

AAGG complex

AATG complex

TTTC complex

TCTA complex
TCTA complex

TAGA complex

AGAT complex

AAAG complex

Alljlra wov mepiiopufidvovral

oty AmpFISTR® NGM SElect™ | ®fopilovea

mPOTOTTY KAjpaKa ueysdovg
(Allelic Ladder)

8,9, 10,11, 12, 13, 14, 15, 16, 17, 18

11,12, 13, 14, 15,, 16, 17, 18, 19, 20,
21,22,23,24

5,8,910,11, 12,13, 14,15

15, 16, 17, 18, 19, 20, 21, 22, 23, 24,
25, 26, 27, 28

X, Y

8,9, 10, 11, 12, 13, 14, 15, 16, 17, 18,
19
24,242,725, 26, 27, 28, 28.2, 29, 29.2,
30, 30.2, 31, 31.2, 32, 32.2, 33, 33.2,
34,34.2,35,35.2, 36, 37, 38
7,9,10,10.2,11, 12,13, 13.2, 14,
14.2, 15, 16, 17, 18, 19, 20, 21, 22, 23,
24,25, 26, 27
8,910, 11, 12, 13, 14, 15, 16, 17, 18,
19
9,10, 11,12,12.2,13,13.2, 14, 14.2,
15, 15.2, 16, 16.2, 17, 17.2

4,5,6,7,8,9,93,10,11,13.3

17,18, 19, 20, 21, 22, 23, 24, 25, 26,
26.2,27, 28, 29, 30, 30.2, 31.2, 32.2,
33.2,42.2,43.2,44.2,45.2,46.2,47.2,
48.2,50.2,51.2

9,10, 11, 11.3,12, 13, 14, 14, 16

12,13, 14, 15, 16, 17, 18, 19

9,10, 11, 12, 13, 14, 14.3, 15, 15.3, 16,
16.3,17,17.3,18.3,19.3, 20.3
14,15, 16, 17, 18, 19, 19.3, 20, 21, 22,
23, 24, 25, 26, 27
4.2,6.3,8,9, 11,12, 13, 14, 15, 16, 17,
18, 19, 20, 20.2, 21, 21.2, 22.2, 23.2,
24.2,25.2.,26.2,27.2,28.2,29.2,30.2,
31.2,32.2,33.2,34.2, 35,35.2, 36, 37

APOCTIKN

6-FAM™

6-FAM™

6-FAM™

6-FAM™

VIC®

VIC®

VIC®

VIC®

NED™

NED™

NED™

NED™

PET®
PET®

PET®

PET®

PET®

6.4.4.3.1 IIpétvmo ta omoio amorrovvror Y Ty PCR gvioyvon kot v STR

YovoTUTN o1 TOV STRS YEVETIKAV TOTMV givar:

1. Control DNA 007: To AmpFISTR® Control DNA 007 ypnowonoteitot oo To
AmMpFISTR® NGM SElect™ Kit, wg 0etikod deiyua eA&yyov yio v dnuiovpyio

TOV

YVOOTOD  YEVETIKOV
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OTOTELEGLOTIKOTNTA TNG EVIGYLONG KOl 1 duvaTdTnTa YovoTumnong tov Kit

(Ewova 6.15).

Sample Name. ‘sus sQ ‘SSPK ‘mx OMR ‘csu

] l ] I [] [] mark Sample for Deletion

Z
2000
1800+
1200
00
a0
il 2
i B E
1"9 . [] [] Mark Sample For Deletion
- __ pesst ]
0 10 230 270 310 35 330 40
2000
1600+
1200-
800
a0
1 i A A, i
fiz sl
m @ (] Merk Sample for Deletion
22— _
1 110 150 130 310 350 330 30
2000
1600:
1200-
900
a0
A A
[m] [mim]
ra [] Mark Samele for Deletion
e 1 - . . . < |
0 10 150 130 230 k2l 310 350 390 20

g

o | |

E]

Eixova 6.15: O STR yovétomos tov Octikod deiyuaros eAéyyov DNA 007 evég AMpFISTR® NGM SElect™ Kit.

2. GeneScan™ 600 L1Z™ Size Standard v2.0: To pikn tov tunudatov DNA o
onoia wpocdopiCovtar pe v ypnon tov AMpPFISTR® NGM SElect™ Kkit
eivar: 60, 80, 100, 114, 120, 140, 160, 180, 200, 214, 220, 240, 250, 260, 280,
300, 314, 320, 340, 360, 380, 400, 414, 420, 440 ko1 460 bp onpacuévo pe LIZ
eBopilovoa ypwotikn (Ewova 6.16).
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240 520

180
300 480

100 280 340 480
120

60 200214 260 400
360

414 540
140 320

220 Jzo 580
314

80
380

20 250
514

e L

2570 3570 4570 5570 8570 7570 8570

Ewéva 6.16: Ta ueyéOn tov ypouuikdy Opaveudromv tov GeneScan™ 600 LIZ® Size Standard e¢ {evyn fdocwv
(bp).

3. AmpFISTR® NGM SElect™ Allelic Ladder (AL): T v akpipn
YOVOTOTNOT| TOV SEIYUAT®V dNA. TOV aKPIPT YOPUKTNPIGUO TV dAANA®V, Ba
TpEMEL TOPAAANA e Ta VTO EETaoM Oetypata va avaAVETOL Kot €va Ostypa
mov TepLEyel mpotumeg kAipaxkeg peyébovg (AL), o apbuog twv omoimv
KOpOvETOL 0VAAOYO e TOV TOTTO TOV YEVETIKOV OVOALTI] TTOV YPNCULOTOLELTOL.
Mo tov ABI PRISM® 3130 arouteiton évag AL yio kdBe 4 eyydoeig (injections),
6mov o¢ kaOe pia avardovrar 4 deiypata. To AmMpFISTR® NGM SElect™ AL
TEPLEYEL TOL TEPLOCOTEPO OO TO KOTOYEYPUUUEVO KO KOTAYOPNUEVE OAAN AL
oe Phoeig dedopévav Tov 16 aSTRS. v ewova 6.17 avaypdeovtor 6Aa ta
YVOoTd oAAnAa, ta onoio o AMPFISTR® NGM SElect™ AL mpocdiopilet
uéom tov GeneMapper® ID-X Aoywopukov. To unkog kabe aiinAiov €yet
emPBeParwbei pe aAiniovyon.

‘Evag AL Ba mpémer vo avaideton kdto and Tig i01eg cvvinkeg pe ta vmd
e&étaon detyparta o6t

- Ot rég peyebdv mov amroKTovVToL Yo To {10 Selyplo LTOPOvV Vo SLopEPOVY
HETOED TV  SPOP®V  TAUTPOPUAOV/YEVETIKOV OVOALTOV, eEoutiog TOL
OLOLPOPETIKOD TOAVUEPOVS MAEKTPOPOPNONG, OAAE KOl T®V OLOLPOPETIKMV

cLVONK®OV NAEKTPOPOPNOTG.
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- Ot dwrtapayés oty Beppokpacio wepBairlovioc (Tov epyastnpiov) Hmopovv

VO ETNPEAGOLY TNV TOYVTNTO LETOVAGTEVGNG LEGO GTO TTOAVUEPEC.

70 110

e

[T Mark Sample for Deletiory

390 as0

Alalio_Laddar

[[] mark Sample for Deletiory

290 an

o] e 1] (o) [a0assods] | o
[10.2f12]13 2] [20] [as)
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Allalio_Ladder |\.- |u [[] Mark Sample For Deletiors
L T |
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Lio] [1a] fie] [is] [ze] iz T 2] W) o] Faol [l Bel facki] [ealiac] fodlfsafed [
[ a7
Allalio_Ladder |u- |u- | [] Mark Sample For Daletiony
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]| mo(os| lﬁlrlﬁllﬁ[iiq ]| o] oo
Eﬂm 22] 3]

lal Gesfheslieallos] [l L1
i3] [ ]

2 2R mﬁ““ﬂfﬁ“ﬂfﬂ'ﬁﬁﬁﬁiﬁﬁﬂ?ﬁﬁﬁﬁ]rm

[19130.3][23.2] [2s 3] [as aJ2e 2] 0 2 ][22 3] 2+ 3 s
21] 333

Ewxova 6.17: AMpFISTR® NGM SElect™ Allelic Ladder. Avaypdgpoviar 6la 1o yvwotd alijiia twv 16 STRS
YEVETIKWV TOTWV OV EIVOL KOTOYWPHUEVO. OE PACT FEOOUEVWDV.

6.4.4.3.2. Evioyvon Tov yovidlok®v Opavepdatov STRS

Ta detypata g-DNA gvioyddnkav péom moivmiektikng PCR (multiplex PCR)

Kavovtog ypnon tov AMPFISTR® NGM SElect™ PCR kit. Xvykekppéva, 10 pl and

10 DNA detypa edéyyov (1,0ng/10 pl) evieyddnke oe Evav tedikod dyko PCR avtidpaong

25 ul oto omoio mepiéyovtav: 10,0 uL AmpFISTR® NGM SElect™ peiyua evioyvong

(master mix) cvurepthappavouévng tg hot-start Tag DNA molvuepdong kot 5,0 ul

and 10 AMPFISTR® NGM SElect™ civoro ekkivntdv (primer set) onpacuéva 6to
57axpo tovg pe pBopilovsa ypwotikn (6-FAM™, VIC®, NED™, PET®). H evioyvon

péom g PCR teyvikng mpaypotonomdnke kdvovrog ypnon tov TECHNE TC-412

Bepuikon

KLUKAOTTOINTN

(www.techne.com)

epapuolovtog

TPOTOKOAAO TG Kataokevdotplog etarpeiog (ITivakag 6.5).

TO TPOTEWOUEVO

[MopdAAnia pe ta Vo Edeyyo detypota eEAEYXONKaV TavTdYpova Eva BETIKO Kot

éva, apvnTiko detypo eAEyyov. Qg apvnrtikd dsiypa eAEyyov ypnoporomOnkay 10uL
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TE buffer (10mM Tris, 0,AmM EDTA, pH 8,0), evd wg Oetikd deiypa ehéyyov
ypnotpomomOnkav 10uL amd to 007 Oetikd deiypa eréyyov DNA (0,1ng/ul) to onoio
Swatibeton pe 1o Kit tov avtidpaotnpiov tpokeipévon va ereyydei n emtvyio tng PCR

avtidpaong 1 TuYOV ETUOADVOELC.

Ilivakag 6.5: Tomixo npoypappua rov AMPFISTR® NGM SElect™ PCR kit yia Tov
molAomlaclacud Twy yoviotaxky Opaveudtwv STRS.

Oeppoxpacia 95°C 94°C 59°C 65°C 60°C 4°C

Xpovog 1 min 3sec 16 sec 29 sec 5 min o0

*Kobopiletar and 10 EKGOTOTE EPYOAOTNPLO

6.5 ANIXNEYXH TOQN TPAMMIKQN OPAYXMATQN DNA MEXQ
TPIXOEIAIKHY HAEKTPO®OPHXHX (CE) XTON ABI 3130 TENETIKO
ANAAYTH THX APPLIED BIOSYSTEMS

Mo mmv yovotdmnon tov STRS oAAnAiov spapudotnke DNA Fragment
Analysis péow tpryoedong niektpoeopnong (Capillary Electrophoresis-CE) kot
xpnon tov yevetikov avaivty ABI 3130 (Applied Biosystems -Foster City, CA, USA).

Eiwcova 6.18: O ABI PRISM® 3130 yevetikos avaivtijs Tne Applied Biosystems.
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6.5.1 Apyn pedodov

H CE elvar pia teyvikn n omoia ypnOUYLOTOLEITOL Y10 TO SO OPIGUO LOVTIKE
QOPTIGUEVOV Ypoauutk®v Opovopdtov DNA avaloya pe to poproko tovg uéyebog (bp).
Kotd ) odpkerd g, o povoximva apvntikd eopticpéva DNA wpoiovta g PCR
avtidpaong (Kot omoldNToTE GAAL aPVNTIKA QOPTIGUEVO, LOPLY, OT®MG GAOC 1 T
EVOOUATMOUEVOL EKKIVITEG KOl VOUKAEOTIOWN) E1GAYOVTOL GTO TPLYOEINES (OC ATOTELECLLOL
niextpokvntikng éyyvong (electrokinetic injection). H mocdtnta. oo DNA mov
exyvetan oe o Tpryoedikn omAn (Qinj) etvan dueca eoptnuévn amd 10 NAEKTPIKO
nedio (E), to ypodvo Exyvong (1), tnv mpaypotikny cvykévipmon tov DNA oto deiypoa
(DNAsample), TG SLOUETPOV GTO GNUEIO EIGOOOV TOV TPLYOEOOVS (TTr2) Kot THV 1OVTIKY|
160 10V Selypatog (Asample) £VOVTL TOL PLOUIGTIKOD SLOAVLOTOG (Abuffer).-

Av16 pmopel va meprypaet omd v axorovdn eEiocwon:

[DNA;,j] = Et(nr?) (pep + teos ) [DNAsampie| Aousfer/ Asampie)
Omov I gival M aKktiva TOV TPYYOEW0VS, Hep EIVAL 1| KIVNTIKOTNTO TOV HOPIOV TOV
OelYIATOG KO [eof EIVOAL ] NAEKTPOMOUOTIKY KIWNTIKOTNTA, 1 OTtoia elvan apeintéa o€

évo emkaAvppEVo Tpryoetdég [103].

——— -
~———"| Argon ion F :
L ASER Ste.ps in STR Typing
Sine mm || | with ABI 310/3100
) N ABI Prism
Separation —_— spectrograph
__ #
[ Color
Fluorescence Separation
:
Separation
[ i
Capitary | mEE == C— |
(filled with
polymer CCD Panel (with virtual filters)
solution) [ Sample Detection ]
———
Sample
Injection - = axo1 Frocessing with GeneScan/Genotyper software
Mixture of dye-labeled = Y |
PCR products from St F| ! L |
muitiplex PCR reaction L7 pl ALL_ LN ! il
Sample
Preparation [ Sample Interpretation ]
Butler, J M_ (2005) Forensic DNA f\ﬁ--ﬁg' 2 Egitian F\; ure 13.8, © Elsevier Scence/Acacemic Press

Ewova 6.19: Zynuotiki aneikovien tov doywpiouod Ty ypouuikdv Opaveudrowv DNA ko Tie aviyvevons
tov STRS aliniiov uéow tov ABI 3130 yevetikov avalori.

H gpappoyn g moAvmiektikng avdivong tov DNA emtvyydvetor pe v

OUOLOTIOAIKY] oUVOEDT O1aPopeTIKNG PBoPIlovcag YPOOTIKNG TAV® GTO 5’-AKPO TOV
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k&g exkkvnti). Avtég o1 Bopilovoeg ypwaoTikég OTav dleyepBovy amd pia axtiva Aélep
apyoy (488nm) exmEUmMOVV OE OLOPOPETIKEC TEPLOYEG TOV MAEKTPOULOYVITIKOV
eacpotoc. ‘Evag avalvtig moAlamAdv unkov kouatog, 6mwg eivar 1 cvokevy CCD
(charge-coupled device - CCD, ovokevny 1 oidtaén ovlevyuévov @optiov),
YPNOLOTOIEITOL Y10 VO TPOGO0PIoTEL TO €100¢ TG PBopilovsag YPWOTIKNAG, HE TNV
omoia eivar cvlevypéva ta ypappika Bpavcpato DNA, kabdc avtd damepvodv 10
apdbvpo aviyvevons. Ta mpoidvta evioyvone twv STRS yvetikodv ténwvV pmopet vo
emkolvmrovion og péyebog (bp), yi” avtod kot o dtaympiopdc Tovg, 0ALd Kat 1) oviAvon
TOVG, Yivoviar €QiKTé kdvovtag xpnon eBopllovcdv YPOOTIKOV OV EKTEUTOVV GE
OLPOPETIKO UNKOG KVLLOTOG,

Opwg, moapd v dw@eopd ©T0 UNKOG KOUOTOC EKTOUTNG TOVS VTAPYEL
QOcHaTIKN emkdAvyn petaéd tovg. [Mo v amoeuyn ovtng TG EMKAALY™NG
ypnoonoteitor o adydpifpog matrix calculation, arapaitntog yio v fabuovounon
TOV 0pyOveV, ONUIOLPYADVING CNUOTA TOL UmopovV vo omodoBodv ce povo o
eBopilovca ypOOTIKN Kol Vo omoTpamovV  @ovoueve Omwg to  “cross-talk”,
"bleed through", 11 "pull-up" peta&d TOV SLOPOPETIKOV PAGULOTIKOV KovaAldv. To
eawvopevo "pull-up" umopet e0KOAN VO AVOYVOPIGTEL PLE TNV HOPOT] LIKPDOV KOPLODOV
SLPOPETIKOD YPDOUATOG OO OVTO TV KHPLOV KOPLODV.

O tHmog Tov TOAVUEPOVS TTOV YPNCUYLOTOIEITAL, TO TPLYOEDES, TO PLOUICTIKO
ddAvpa nhektpo@opnong (cvykévipwon, pH), n Oeppokpacio epapproyng, aArd ko n
tdon tov mediov eivar Sdpopor dAAOL TaPAYOVTEG TOL £XOVV EMIMTMOOT GTOV
Swywpopd tov ypopukov Bpavopdtov DNA oe éva cvomua CE. Ewdikd otig
TAUTQOPLEG TTOL PEPOLYV TOAAOTAG TPLYOEWON| omatteitan va dtotnpnOet n ekAéntuvon
Kol T0 1EDOEC younAd, YU avtd Kot ®G HECO O ®PIGHOV Ploloyikdv popimv
YPNOLOTOLOVVTOL TO EUTOPIKE SlafEa ToAVEPT TTOAL-OeBvAaKpLAauIONG (poly-
dimethylacrylamide) POP-4 ywo tnv STR yovotoanon kot POP-6 yio tnv adAnAovyion
tov DNA (Applied Biosystems). To pvOuiotiké diwdAvpo (genetic analyzer buffer,
GAB) mov ypnotponoteitar cuvnbwg and to ABI 3130 givan 100 mM TAPS (N-tris-
(hydroxymethyl) methyl-3-aminopropane-sulfonic acid) kax 1 mM EDTA pH 8.0
pvOuopévo pe NaOH, to omoio ctabepomotel kot daivtonotei o DNA, mapéyovtog
tavtoypova Popeic poptiov. [apdiinia, yio v enitevén g amodidraéng tov DNA,
N Bepprokpacio oTNV TPLY0EW 0TIAN £)xel puBuotel oe Beppokpacio vyNAOTEPN amd
otL avtn Tov dwpatiov (60°C), kot emmAéov £xovv mpoctedel 6To PLOUIGTIKO dLdALLO,
ovocieg 6mwg 1o eoppopido (formamide), n ovpia (urea) 11 2-muppoidvovng (2-
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pyrrolidinone), ot omoiec dev  emrpémovv oto DNA va emavaippioomomdei
(reannealing). O daympiopdc AapPavel ydpo o€ TPLYOEIGES LE ECMTEPIKT SIAUETPO TOL
Kopoivetor peta&y 50-100 pm, emKaALTTOUEVO LE EMIGTP®ON Y10 Vo ATo@eLyHovv

QoWOpEVA OTIMS 0VTO TN NAEKTpo®SU®TIKNG pong (electroosmotic flow-EOF).

6.5.2 Ilpotoxorro gpyaciog

H anodidtaén tov onuoacpuévav pe eopilovosa ypwotikni tpoidviov g PCR
éywe pe Hi-Di™ gopuapidio e Applied Biosystems (Weiterstadt, Germany) mpwv tnv
NAEKTPOKIVITIKY] £KYVOT KOl O SO0 ®PIGHOG TV Yovidtokav Opavcudtov DNA Eywve
pe Paon to poplakd TOvg Papog oe TProewdn miektpopopnon (capillary
electrophoresis-CE) otov ABI 3130 yevetkd avaivty g Applied Biosystems
gpappolovrag Tig akdAovOeg cuvOnkeg inj. secs:3, inj. kV:15.0, run kV:15.0, run °C:60,
run time:30sec. Q¢ molvpepég draympiopov ypnoonodnke to POP-4™ golvpepéc
¢ Applied Biosystems. I'ia tnv aSTRS DNA yovotdnnon ypnoyomombnke yvootol
poptakod Papovg deiktng (GeneScan™ 600 LIZ™ Size Standard v2.0). T'a tov
yopaktnpiopd twv STRS aAniiov (STR yovotdnnon), pio mpdtumn kAipoko peyédovg
AmpFISTR® NGM SElect™ AL 1 onoio mepiéyetl ta mo Kowvd aAAAL Tow omoio,
epeaviCovior otov vtd EAeyyo mAnBooud, eAéyynke mopdAinio oty 010 EKYvon pe

ta. DNA deiypora.

6.5.3 Avaivon TOV TPOTOYEVAOV HE30UEVOV
Metd v nAekTpo@Opnomn, To TPOTOYEVH dedopéva Tov kdbe Ostypotog

armofnkevovtor oe Evav @akero .fsa., péow tov Aoyopkov Data Collection kou ot
ocuvéyxelon axoilovBel m avédivon wor m epunveio tovg, aSTR yovotummon (DNA
profiling), xdévovtac ypnon tov GeneMapper® ID Software v1.3 ¢ Applied
Biosystems (Foster City CA).

Mo ™ dnuovpyia evog yevetkoh mpogid péocm tov GeneMapper® IDv1.3
Software, npénel va yvopilovue ot
e H avédivon anortel pio tovAdyiotov mpdtunr kiipoka peyédovg (AL) avd Exyvon.
e Olo ta detypoto tov AL mpémel va eépovv v évoeién  “Allelic Ladder” oto
TPOYPOUIO. OVOAVOTG, O1OTL 1 UN €QOPUOYN aLTAG TG pLbuong Bo odnynoel oe
arotuyio g avaivong. Emiong, ouv AL mpémel va avaidovtar pe Tig ido1eg pebodovg
avEAVONG Kol TOPAUETPOVS TOV YPNCLLOTOIOVVTOL Kol 6TOL VIO eE€TaoT Ogtypata, £T01

®ote va dtuopaiiotel N cwot STR yovotomnon (allele calling).
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Ewova 6.20: I'svetikos yaptns 17 STR yevetinadv tomwv. Kabe kopops) tov HAEKTPOPOPHIOTOS OVIITPOTWTEDEL EVAL
emanuaoEvo ue phopitovoa ypwarnikn ypouuixo Gpovaro DNA, to omoio deiyver éva motpikng 1§ untpikng mpoélevons
aldijio. Or VWA, D16S539, D21S11, D18S51, D19S433, THO1, FGA, D2S441, D3S1358, D1S1656, D12S391 xou
SE33 yevenroi tomor eivar etepolvyot, evar or D10S1248, D2S1338, D8S1179 xou D22S1045 eivar ouolvyor. To
eI AVTO APOPA UIG YOVAIKO, OTLWS UTOPODUE VO, OLOKPIVODUE TG THY UIG KOPOPY TTNY TEPIOYN THS OUELOYEVIVIG
(amelogenin).

6.5.4 A&roroynon TOV dEYpaTOV

6.5.4.1 Aoywopkd npoypappota STR yovotimnong

To hoyiopkd cviloyng dedouévmv (Data Collection), extelel tpelg kOpleg
Aertovpyieg: eAéyyel Tig ocuvOnkeg deCaymyng g NAeKTpoPdpMoNG, T £10M Kot To
UMK KOUOTOG EKTOUTNG TV POBOPLoVcHV YPMOOTIKAOV KOl EMTPEMTEL GTOV YPNOTN VAL
ONuovpynoet Tig Moteg T@v ovopdtov twv vd Eheyyo dstypatov. Kataypaeetor n
oepd pe v omoio kdOe delypo eyybetonr HEG G6TO TPLYOEDES, O XPOVOG £YYLONS, M
taom (voltage) kot n Oeppokpacio deoywyng kabog eniong, opiletar Kot T0 PIATPO
avdAioyo pe 10 €100¢ TV EOOPILOVGHOV YPOOTIKOV TOV YPNCUYLOTOLOVVIOL Yo TNV
avéivon. Ta apywd dedopéva (omtikd onpata), Ta onoia Aappdvovro ovopdlovton
«pwtoyev dedopévay (raw data). Xtnv cvvéyeta, to Tpdypauua GeneMapper givor
QITOPOATNTO Y10 TN LETATPOT TV OPYIKMV OEGOUEVOV GE TANPOPOPIES, TPOKEUEVOL
va TpoY®PNooLvE oty dnpovpyia vog STR yovotvmov.

To Moyiopkd GeneMapper extelel tpeic Paocikég Asttovpyieg. Opiletl to

KOTOTEPO ONUEID TOV KOPLO®OV, OTMOC OVTO EYEL YOPOKINPLOTEL OO TOV YPNOTH.
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Awoympiletl Tig kopveég pe Paon v onuaven toug (eBopilovoa xpmoTiKn) Kot Emiong
opilerto STR odAnhio pe Baomn to puéyeddc toug (bp) cuykpivovtdg to pe évo ecmTEPIKO
npotuno (Size standard) emonpoouévo pe pia dtapopetikny eBopilovsa ypOOTIKY, TO
omoio tpéyetl mavta pe kdbe delypa. H yovotoumnon exteheiton petd amd chykpion tov

ueyéovg (bp) twv aAiniopdpewv pe tov AL.

ARRARRRRRRARR

|, | | | |
) ALl ,J / J AL

Ewcéve 6.21: Fragment analysis. Emionuacuéve ue pOopilovoeg ypwotikés ypouyurd Opavouata DNA daywpilovia
ka1 kaBopiletar To uéyedoc tovg oe bp. Opilovua.: Intensity (RFU), Kabera: Size (bp).

6.5.5 A&oAoynon TV anoTELEGNATMOV

H akppng STR yovotdnnon amattei: o) To poprokd péyedog twv vmo eEétaon
ypopkodv Opavoudtov DNA mpénet va kopaiveton peta&d 75-500 (evyn Baoewv (bp),
B) vymAng akpifelag avaivon tov enefepyacUEVOV SEYUATOV, MGTE VO EMTPATEL 1
ovykpion Tov STR aAinAopopewv pe tovg AL, y) amoteleouatikd dtoyopiopud tov
@0op1LovcOV YPOOTIK®OV YL Vo amo@eLydel To PaVOUEVO d1dYLONG TNS YPOCTIKNG
“bleed through” peta&d tov 4 1 5 Sweopetikdv @BoPLovcOV YPOCTIKGOV TOL
ypnoomoovvral, 8) tn duvatdtra aviivong omd 1 bp £mg kar 350 bp wepinov dote
VOL ETITPENETAL 1) AViYVEVOT TOV MIcrovariant aAAnilopdpemv.

[Iptv o1 EMOTAUOVEC-TPAYUATOYVOLOVES VTOPAAAOVV T GTOXEID OVOAVGE®DY
Bo  mpémel va ylvetol €KTETOUEVY] OVOGKOTNGT T®V OOOUEVOV. ZVYKEKPWEVA, 1
TOLOTIKT EKTIUNOT TNG SLOKPITIKNG TKOVOTNTOG EVOG NAEKTPOPOPTLLATOG YIVETOL LEGM
TOV OTTIKOV EAEYYOL TOV oNuOTog (TAGTOog Kot Dyog kKopveng). To BérTioto Dyog g
KOPLONG YO TO YPOUMKO Opadopo Tov e6mTEPIKOV TPdTLTTOL PNKovg 100 Bacewv,
etvan 500-1.000RFU RFU (Relative Fluorescent Units), evd ot Tipég yio to KOTOTOTO
opa Tov TAGTOVG TG KopLETg eivar cuvnBwg 50-150RFU otov ABI PRISMR 3130

YEVETIKO OvVOALTY], 0AAQ Oa mpémel va Kabopiloviow amd To EKACTOTE €PYOCTNPLOL.
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[MapdAinlo, ekto¢ omd Tig mpoTLNEG KAlpakes peyébovg (AL), mov tvmikd
KOAOTTTOUV OAO TO TAGTOG TNG MAEKTPOPOPNTIKNG HETPNONG, OTOLTOVVIOL KO
EVIOYLUEVA YVMOOTH YEVETIKA TPOPIA, TOL OOl YPTOLUOTOLOVVTAL VI TOV EAEYYO TNG
emtvyiog g evioyvong oAAd kot g avdivong. Emiong, amoapaitnmn yo tov
TPOGOIOPIGUO TOL UEYEDOVC TOV EVIGYLUEVOV YPUUUIKOV Opavopdtov elvol m
ouvvéyyvon poli pe kabe vd leyyo deiyua evog ecmtepikov tpotdmov (Internal Lane

Standard, ILS 7 size standard).
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KE®AAAIO 7

AITIOTEAEXMATA

H mapovoa perétn apopd v a&loddynon tov STR petarrdéewv otov EAeyyo
apeiopfnrodpuevng yovikoétrog. Xvykekpipéva eAéyydnkav 261 mepurtdoelg (690
dropo Koavkdoiov) opeiopfntodpevng moatpotntoc/untpdmrag Actikov Awaiov,
Katoyopnuéveg ota apyeia tov Tpnpatog Avosoloyiag-Ietocvufatdmmrag tov I'NA
«O Evayyehopog — OpBaipatpeio ABnvav - Iorvkhwvikn» and to 2014 £mg kot to
2019.

O éleyyor meprdpPovav @epdpevoue ¢ yoveig (OI) dropo Sidpopwv
ebvikottov, YU’ auTd Kol £YIVE KATYOPLOTOINGT TOV TEPIMTMOCEWV, OVAAOYO [LE TNV
Wayévela toug og tpels (3) katnyopieg: 1) EAAnvikn-EAAnvikn, 2) EAAnvucn-AAlodann
Ko 3) AAAodam)-AALOSOTY. XT1G 0VOADGELS TOV TTPOLYLLOTOTOON KOV, 01 TEPIGGOTEPES
TEPUTTMOGEIS opopovoay v katnyopioe EAAnvucn-EAAnvikn I0ayévewn (155/261,
60%0), evid o1 Ayotepeg TV Katnyopio AAhodomn-Arlodomn [0ayévela (26/261, 10%6).
Yy katnyopio EAAnvikn-AArodany| 10ayévela 10 mT0G0GTO TV TEPTTOCEDV TOL
kateypaoen nrav 80/261, 30% (Ewdva 7.1).

Ocov apopd T1g NAKieg TV Tod1dV KoTd TOV EAEYYX0 TopatnpnOnke OTL TO
HeyaAnTEPO T0600TO NTOV 0mtd 1 £ToVvg Em¢ Ko 6 etdv (93/237, 39,2%). AkorovOncav
ot nhkieg omd 1 unvog mg ko 12 pnvav (26/237, 36,3%), eved t0 ikpdTEPO TOGOGTO
aPOPOVGE TIG NAIKiES amd 7 £m¢ 12 etmv (15/237, 6,3%) ot 13 émg 18 etdv (15/237,
6,3%0). A&loonueimto NIV T0 TOGOGTO TOV ATOU®V, TOV 0ToiMY 1 NAKio HTay TAvm
and 18 etdv (28/237, 12%) (Ewodva 7.2).

H yovotommon tov detypdtov g mopovcag HEAETNG TpaylLaTomo|OnKe e
g-DNA oamd detypota meprpeptkon aipatog 11/Kot Tapelokol EXPIGUATOS O¢ TPog 16
aSTRs yevetikoOg moAvpopeiopove, kavovtag ypnorn tov Kit twv 16 aSTRS mov
neplappavovior oto AMpFISTR®ENGMSElect™ kit (D10S1248, VWA, D16S539,
D2S1338, D8S1179, D21S11, D18S51, D2251045, D195433, THO1, FGA, D25441,
D3S1358, D1S1656, D12S391, SE33).
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90%

80%
70%
60%
E 50%
E 40%
Z
30%
e
20%
10%
0%
2014 2015 2016 2017 2018 2019 YYNOAO
2014 2015 2016 2017 2018 2019 | Xdvoro
BEAnvuci-EAnvikn | 63,2% | 80% | 52,3% | 59,0% | 42,2% | 56,80% | 60%
BEAnvuc-Alrodam | 31,6% | 16,4% | 36,4% | 32% | 44,4% | 27,20% | 30%
O A)hodami-Alrodam) | 5,20% | 3,6% | 11,3% | 9,0% | 13,4% | 15,90% | 10%

Eiwxova 7.1: H Katavoun Tov mepint@os®y mov HEAETHONKay avdloya ue Thy 10ayévela Tovg.

70%

60%

50%

40%

30%

20%

HAIKIA ITAIAIQN

10%

0%

YYNOAO

2014 2016 2017 2018 2019

2014 2015 2016 2017 2018 2019 Xvvoro
B $og 12 pnvav|  41,7% 50% 26,2% 36,5% 35,9% 32,5% 36,3%
E>] $mg 6 eTOV 50% 34,8% 35,7% 32,7% 46,2% 48,8% 39,2%
07 ¢mg 12 eTdv 0% 4,3% 7,1% 3,8% 10,3% 7,0% 6,3%
B13 {og 18 etV 8,3% 2,2% 11,9% 9,6% 5,1% 0,0% 6,3%
O>18 etdv 0% 8,7% 19,1% 17,4% 2,5% 11,6% 12,0%

Eixova 7.2: H nJiKloKkl KoTavoul TV mEPITTOCEDY OV HEIETONKAY.
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270 GUVOAO T®V MEPMTOOEMV oL eAEyyOnKkav, ol 252 (252/261, 96,55%)
apopovoav tov Ereyyxo matpotntag kot ot 9 (9/261, 3,45%) tov édeyxo punTPOTNTOG.
Amd avtéc, o1 227 (227/261, 87%) amotelovvtay and Vv Untépa, to Toudi Kot Tov
«pepduevon g matépa. (OIT) (trio mepmtdoelg), evad otig 34 (34/261, 13%) to DNA
ToV/G matépo/untépog ogv frav dwbéowo (duo-fatherless 1 duo-motherless

nepumtdoeic) (Ewova 7.3).

MntpoTnTeg DUO
3,45% 13%

TRIO
HoatpoétnTeg 87%
96,55%

Eiwxova 7.3. Zynuatikij ancikovicn tov mocoetod (%) TV TEPITTOCEOY EAEYX0V UNTPOTNTAS § EAEYYOV
raTpoTnTAS, KaOdS Kal Tov m0606Tob (%) Tev trio kar duo-fatherless 77 duo-motherless zepinrdoewy eiéyyov

YOVIKOTNTAG.

7.1 AIIOKAEIXMOX THX I'ONIKOTHTAX

Ao Vv a&loroynon tov arotedecpudtomv g aSTRS popakng avaivong yo Kabe
ereyyOuevn mepintwon ouerofntovuevng moTpdTTa/unTpoéTyTag (trio v duo
motherless/fatherless) odnynonkape o amokAeloud 1| un ALOKAEIGUO TG YOVIKOTNTOC.
Yuykekpiuéva, oe 49 tepurtdoelg eréyyov (49/261, 18,77%) amodeiybnke pe oamodALT)
COPNVELD OTOKAEIGHOG T Yovikotntag (39 trio, 79,60% xor 10 duo, 20,40%)
(Ewova 7.5). Ze Oheg TG MEPMTOOEIS O AMOKAEIGUOG emPePatmbnke pe tekunqpla
AMOKAEIGHOV € TOVAYIoTOV Tpel aSTRS yevetikohg tomove. Xe 212 mepmtdGELS

eLéyyoL yovikotntog (212/261, 81,23%) dev tekunpiodnke amoxieiopnog (Ewkova 7.4).
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Amoxielopoi
18,77%

Mn
OTTOKAELOPOL
81,23%

Eixova 7.4: Zynuotiki arnetkovicn tov Tocoetot (%) Ty TEPITTOCEMY ELEYYXOD POVIKOTNTAS IOV Am0dElyOnKe

ATOKAEIGUOG 1] PI] OTTOKAEIGUOS THS YOVIKOTNTOG.

Duo
20,40%

mTrio

mDuo

Trio
79,60%

Ewova 7.5 Zynuatikij ameikévion tov mocootod (%) twv trio xar duo-fatherless s duo-motherless

TEPIMTOCEWY ELEYYOV YOVIKOTNTAG, OTIS OTOIES ATOIELYONKE 0 ATOKAEIGUOG THS YOVIKOTHTOG.
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7.2 MH AIOKAEIZMOX KAI IIOGANOAOI'HXH THX 'ONIKOTHTAX

210 60volo TV 261 meEpTOCEWV EAEYXOV YOVIKOTNTOG OV €EETACTNKOV HEGH
aSTRs popuokng avaivong, otigc 212 (188 trio, 88,70% xot 24 duo, 11,30%) dev
vnpée anokAelopog yovikotntog (Ewova 7.6). Ta dedopéva mov mpoékvuyoay amd tov
HoplaKo EAeyxo avaAbOnKay yio v eEoywyn Tov ototiotikov deiktov PE, RMNE,

Pl, CPI xou W, mpoxepuévou va a&roloyn0el o Edeyyog matpOTNTAG/ UNTPOTNTOC.

Duo
11,30%

HTrio

Trio " Duo
88,70%

Ewcova 7.6: Zynuatiky ameikovien tov mocoetod (%) twv trio wer duo-fatherless 7 duo-motherless

TEPITTOCEWY EAEYYOV POVIKOTHTAS, GTIG OTOIEG OEV ATOOELYONKE 0 ATOKAEIGUOS THS YOVIKOTHTOG.

Ewdwotepa

a) ot dgikteg PEstrR ko RMNEstr vmoloyiotnkav amd 99,9999987000 (trio
nepintmon) émg 99,9999999999 (trio mepintwon) kar 1,7600x1072 (trio mepintwon)
éog 1,3207x10°8 (trio mepintoon) avtictogo. Ot deiktec avTOL HAG EMTPETOVY VL
TPOGIOPIGOVLE TN SVVAUT TOV EAEYYOL GTOV AMOKAEIGUO EVOG AVOPa OV EAEYYETOL
Yo TV TOTPOTNTO.

B) o deiktng CPlstr amd 4,3x10* (trio mepintmon) éog 3,2x10% (trio nepintmon). O
GLYKEKPLUEVOS OEIKTNG VTOJEKVVEL TO PaBd GLYYEVELNG HETAED TOL TOdLOD KOl TOV
PEPOLEVOD MG YOVEQ.

v) o deiktng Wstr, 0 omoiog xvpdvOnke omd 99,9977251530 (trio mepinmtmon pe
petdAraén) éwg 99,9999999999 (trio nepintmwon).
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7.3 KATATPA®H AAAHAIKQN ANOMOIOTHTQN AOI'Q aSTR
METAAAAEHX XE AEKAIIENTE (15) HEPIINITQXEIX MH AITOKAEIZEMOY
THX XYI'TENEIAX

Eniong, peto&d tov 212 nepmtdoemv un amokAEIGHOD TG CLYYEVELNS HLECH
tov aSTRs «xateypapnoav oekamévre (15) oalnAkéc ovopoldtnteg (Yevetikég
acLUPATOTNTES) HETAED TOV «PEPOUEVOL» MG YovEa (DI) Kot Tov mad100 6€ 16aP1OES
TEPUTTOGES eAEYYOL Yovikotntog (15/212, 7,07%), dnhadn pio petdAroén ava
TEPIMTOON EAEYYOV, YOPIG OUMEC OVTO VO CUVETAYETOL OMOKAEIGUO TNG GLYYEVELNG,
dgdopévou OTL Yyl TOV OTMOKAEWGUO amoltovvTol TEPIGGOTEPES TV dvo STR
petoArlaEewv. H dtapopd matpikng Evavtt untptkng petdAiaéng ntav 6,63 % : 0,52%
avtiotoyo (Ewodva 7.7), eved n dapopd moatpikng (3,50%) évavit pntpkng
petodraéng (0,25%) oto obvoro tov eleyybéiviov atouwv (Ewova 7.8), Bpédnke
avénuévn ot eninedo otatiotikd onuoavtiko (14:1, p=0.001) (ITivaxog 7.2).

Xopakmpiomkav 0 ®¢ yeyovota UHETAAAOENG, EVIOMIGUEVO, €VTOG NG
YEVETIKNG TEPLOYNG, SVUTANPOUTIK) Tov ekkivnt (1 mepimtmon, Null aAAniio) 1
EVTOG TNG YEVETIKNG TEPLOYNG TOL KMOKOTOLEL Yo To aAANA0 (14 meputtdoelg). Ot
OAMAMKEG  OVTEG  OVOHOLOTNTES  AmodOONKOV OtV am®AEW 1M TPOGOHNKN TOL
emavolappavopevov teTpavovkieotidiov katd pia povada (loss/gain single-step
mutation) 1 omv andiew | Tpoodnkn dvo emavoinyemv (loss/gain double-step
mutation), oarotéleopa 0AGONGNC TOL AVTIYPAPOUEVOD KADVOL KOTA TNV OLAPKELN TNG
avtrypoeng tov DNA (TTivokoag 7.1).

Metah tov 15 meputdocenv pe aAAAKEG avopoldtnteg, ot téocepls (4)
aPopovooV UETAALAEEIS TTaTPIKNG TTpoédevong otov SE33 yevetikd 10m0, €K TV
omoimv N pia 0dfynoe o cliomnid arinilo (Null allele) (Ewédva 7.9). EmmAiéov, tpeig
(3) mepuwrtmdoelg mepAdpupovay OAANAMKES OVOLOIOTNTES TATPIKNAG TPOEAEVOTG GTOV
VWA yevetikd 1omo (Ewkova 7.10), ex tov omoiov ot pia mepintoon anovciole 10
DNA g untépog (duo—motherless mepinmtmon), evd PBpébnkov aideg tpeig (3)
TEPMTOGEIS UETOANAEEDV TOTPIKNG TTpoéAevong otov D12S391 yevetkd tomo. Ot
vorowmeg mévte (5) mepumtdoelg apopovoay pio petdAroén otov FGA (matpukng
npoéhevonc), otov D8S1179 (matpwcig mpoérevong), otov D10S1248 (matpikng
npoéhevonc), aorov D3S1358 (matpikng mpoéhevonc) xar orov D2S1338 (untpikng

npoélevong) yevetiko tomo (ITivakag 7.1).
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'7,00%

6,00%
5,00%
4,00%
3,00%
2,00%
1,00%

0,00%

6,63%

IHATPIKHX TPOEAEYXHX

MHTPIKHX ITIPOEAEYXHX

y

Ewcova 7.7 Zynuatikij axsikovicy 100 mo606tot (%) Ty TaTpikdy Evavri unTpikady pETolialemy.

'3,50%

3,00%
2,50%
2,00%
1,50%
1,00%
0,50%

0,00%

3,50%

IHATPIKHX ITPOEAEYXHX

MHTPIKHX ITPOEAEYXHX

T

y

Ewcova, 7.8: Zynuatikij aneikovion Tov moc06tot (%) TV maTpikdy Evavrl uTpikdy HeTalidéewy 6To 6voio Ty

Ay OvTY atouwv.
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40265 | Ll | | [ | | | | Ll | | |

Ewcova 7.9 Hlepintwon eiéyyov aupiofnrovuevis yovikotyrag. Mio oliniikny avouoiotyra uetold tov @I
(ID:39799) ka1 rov moudiod (ID:39800SWAB) maparnpribnke otov SE33 aSTR yeverid tomo. (Ihbové orwanlo
aAdjrio: SE33 35-16). Biooyixn untépa (1D:40285). H mozpotnro dev amoxieictan.
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GeneMapper® ID X 1.3

Sample Name [ sos sQ [ SSPK [MIX [OMR

386501 [ [ ] [ | I [ ] I [ ] I [ ] I [ ]

105

175 245 315 385 455

GeneMapper® ID X 1.3

105

175

245

315

Sample Name [ 50S sQ [ SSPK [ MIX [ OMR [cea
38503 [ [ | [ | I [ | I [ | I [ | [ [ ]

385

455

GeneMapper® ID X 1.3

Sample Name [ceQ

38504SWAB \ [ ] [ | \ [ | \ [ ] \ [ ] \

Ewcova 7.10: Iepintwon eiéyyov aupicfnrovusvyg yovikotnrag. Mio alinlixny avouoiotnro uetald tov @I

(ID:38501) (ID:38504SWAB)  mapatnpiiOnxe VWA aSTR  yeverid
(Ihi@ovy perarioln: VWA 19-18 3 16-18). Biodoyixn untépo (1D:38503). H wazpotnta dev amokieieta.

Koi  TOL  Touol00 otov
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Ta Pl tov ovykexkpiuévov aSTRS yevetikdv 1onwv oev amoppipOnkav, oadid
cuvLTOAOYIoTNKOY Yo TNV €E0ymYN TOL deiktn W KAvovTag ypnon g cuyvoTnTog
petdAraéng tov cuykekpiuévov aSTR yeveTikoy TOTOL, OTMG QLT AVOPEPETOL OTN
debvn Pphoypapio.

Ou de odeikteg PEstr (99,9999987000 - 99,9999999999) kot RMNEstr
(1,7600x10%3 - 1,3207x10%®) evioyvav oe peydro Pabud v vmodbeon HmapEng
ovyyévelag peta&d tov @I kot Tov modtod Kot Oyl TNV CUUTTMOUTIKY TOPOVGit TOV
YIIITA.

Kot ot 15 meputtdoeig eléyyov yovikdtntog avoivdnkay Eava and ta apyikd
npotuma detypata yio vo emPeforwOet 1o pUn avopueVOUEVO OTOTEAEG LA,

Or  emPeforopéveg  TEPIMTMOOEIS  YOVEIKNG-YEVETIKNG  OYXEONG MOV
YPNOLOTOMONKAY GTN UEAETN YLOL TOV LTWOAOYIGHO NG ovyvotntoag teov aSTRS
petoAraEewv anédmaav 6.400 yoveikés petafifaceic aliniopopewv og 400 yoveikéc
pewwoelg (15/400, 3,75%0).

0,07% 0,062%

0,06%

0,046%

0,05% 0,046%

0,04%

0,03% e [loTpKiig TPoérevong
0.02% 0,015%0,015% a— Mijpuciic Tpoéhevenc
' 0,015%

0,01%

0,00%

& < %"%» %\ %%%*
> 00“""’9990 FIEE

Eixova 7.11: Zvyvornra perdilaléns twv aSTRS yeverikdv tomwv etovg Kavkderovs.

ZVYKEKPLUEVO, O YEVETIKOG TOTOG TOV EUPAVICE TIC TEPLGGOTEPES LETOAAAEELS
Ntov o SE33 pe ocvuyvotnta 0,062% (4/6.400), evd o1 YeVETIKOL TOTTOL UE TIG MYOTEPES
petaAra&eig rav oo FGA, D8S1179, D10S1248, D351358 ko D2S1338 pe cuyvotmta
0,015% (1/6.400) o kabévag. Ot yevetikoi TOTOL e evoldueon Tiun nrav ot VWA ko
D12S391 pe ovyvotnta 0,046% (3/6.400) avrtictoiymg. Ot yevetkoi tomor D16S539,
D21S11, D18S51, D2251045, D19S433, THO1, D2S441 kou D1S1656 dev gppdvicav

Kapio petdAAaén oto ovvoro tv ekeyyféviov atdpmv (ITivakag 7.3) (Ewova 7.11).
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[TapdAinia, €ytve mpoomdbelo va. GuYKPOOUV Tor OEdOUEVO TNG OIKNG HOG
UEAETNG e VT GAADV avAAOYWV HEAETMOV TG TTayKOoUog BiAtoypagiag, Ta omoia

mapotifevral oty swova 7.12.
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SE33 VWA D12S391 FGA D8S1179 D10S1248 D3S1358 D2S1338

Greece (This study) = Katowice Poland Hunan China
Guangdong China = Sao Paulo Brazil

Ewova 7.12: Zoykprtiky pelétn tng cvyvotyrag tov aSTRS uetaildalewv s OIkNG pag uelétng ue dlieg s
wayKoocuias frfiroypagios.

7.4 ANAAYXZH TQN 15 NEPINITQIEQN [IOY EM®ANIZAN AAAHAIKEX
ANOMOIOTHTEZX XE DUO MOTHERLESS

[Tpoxeévou va dtepevvnbel katd TOGO 1 OTOVGIO TOV YEVETIKMOV OEOOUEVOV
evOg €K TV OVOo vrmoTféuevav yovéwv emnpéale TNV €YKLPOTNTO TOL TEAIKOV
AMOTEAEGLLATOG, O1 15 TEPIMTMOGELS TOL EPPAVIGAV AAANAIKT) avopoldTNTO LEAETNON KOV
xopig 0 yevetikd mpoid ¢ untépag (duo motherless mepintmon). Ta telkd
amoteléopato £0ei&av OtL ot deikteg CPl kot W peiowdnkav onuoviikd, KAt mov
ehattovel v mbavotnta o OIT va eivar Tpdypatt o frodoyikdg Tatépag Tov modon
Kol KAt €NEKTOGT GUVETAYETOL TNV OVENCT] TOV KIVOUVOU Y10l WEVOEIG ATOKAEIGLLOVG
(TTivaxog 7.4 — Ewdva 7.13).

SVYKEKPUYEVO, GE OXTM TEPUTTMOOELS EAEYYOL TOV KOTAYPAPNKE OAANAKN
avopoldTTa, 0 deiktng CPI vroloyiotnke <10.000 ([Tivoxcog 7.4 - Hepirtdosig NO 1,
NO 2, NO 3, N°7,N°8, N° 10, N° 11 xou N° 12). H enilvon ¢ cvyyévewag frav
advvarn (deficiency mepintwon) KabmG 1 YOVIKOTNTA OV LTOPOVCE VO AmoKAEIGHEl 1

va emPeformbel pe otatiotikn PefardtnTo.

78



BEDUO BTRIO

Ewova 7.13: H puerafoin twv CPl deiktdv Katd tyv avdiven twv 15 Repintdoemy mov eupavicoy alinikés

avopolotytes and trio e duo motherless.

Emnpocheta, daitepo evdlopépov mapovciocav técoepig (4) mepmtdoels, To
YeVETIKA TPoPik TV omoiwv mapotiBevtar otovg mivokeg 7.5, 7.6, 7.7 woui 7.8
(meputtdoeig N°4, N°11, N°14 kou N°15 avrtictoya), katd TG omoieg pe v amovcio
ToV TTPOPIA TG uUNTépag Emoye vo veiotatal 1 HETAAAAEN GTOVG OVTIGTOLOVG
yevetikovg tomovg STRS. Zvvenwmg, yivetar avtiinmtd 0Tt kaficToton EMTOKTIKN M
aVAYKN E€AEYYOL TV YEVETIKOV TPOPIA KOl TOV V0 YOVE®MV, TPOKEIUEVOL VO
glayiotomon el 1 va amopevydei | mBavoOTNTO AOVOAGUEVOV GUUTEPAGUATOV.

[Ipokepévou va geAéyEovpe TV €yKLPOTNTO TOV OTOTEAECUATOV Yo TIG 15
TEPMTOGEIS OAANAIKNG OVOHOOTNTOC, LIToAoyiotnkay ot dogikteg PE ko RMNE. O
deiktng PE avagépetol 6To T060GTO avOp®V 0L 0VIKOLV GTOV 110 TANOBLGUO pE ToV
@IT ko o1 owoiot Ba amokAeiovtoy Ge Eva 0E00UEVO GUVOAO YEVETIKAOV OEIKTMV oV YOV
eleyyBel pe 10 ovykekppévo modi. Avtifeta, o deiktng RMNE exkppdlet v
mBovotnTa EVvag TuYaiog AvVOPaS OV OVIKEL 6TOV 1010 TANBVoUO pe Tov ®II va glval o
Blodoyikog matépag Tov madtov. Ot deikteg avtol, dmwc axpiag kot ot deikteg CPI ko
W, vmoAoyiomnkav Kol 6TV TEPIMTOON ATOVGING TOL YEVETIKOD TPOPIA TNG UNTEPOG
(duo motherless mepintmon). Xto deiktn PE agoipdvtag to Tpoeid g UnNTéEPOCS
wapotnpnOnke peimon, oAdd oyt og Pabuod, dote va adlolmbel To TeEMKO coumépacia

(Ewova 7.14). Ocov agopd to deiktn RMNE, ot tég tov ot meptocdtepeg
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TEPMTOGELS AVENOINKAV YOPig ®GTOGO VO EMNPEAGOVY TO TEMKO OTOTEAEGLO, EVA GE

Kamoteg aAleg dev mapovoiooav petaforn (Ewodva 7.15).

99,99999979

99,99999788

ETRIO mDUO

Ewova 7.14: H puerafoi twv PE detktdv katd Ty avdloen tov 15 mepinrt@oswy mov supavicay aliniikés

avouordtytes amd trio oe duo motherless.

CASE 15 1,1*"2*10I"21*1()_7
- e
CASE 13 8,48%10-1 sorh
CASE 12 6 10*139,16 A
;- 2818
v L4718
e
CASE 8 6,82*10-10 s1ae
-’ 8,52%10°
CASE 6 17641013
CASE 5 . 1 51*1%-’1006*10 ; 6,11*101
CASE 4 ; 1,18*10-11 020
o — . . , 1
CASE 2 . . . . LOEI0° 100
CASE 1 : : . . 3,56%0 ’9‘10'8

= TRIO mDUO

Eiwova 7.15: H puetafoirj twv RMNE d¢intdv kazd tyy avdlven tov 15 nepintdoemy mov upavicoy alinKés

avoporotytes and trio e duo motherless.
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Hivakxas 7.2: Awapopd motpiknc évavrt untpikys aSTR uerdiloaéns oto ovvolo twv

eleyyOévrwy atouwy, onws avty rpoxvnrel amo Ty aSTR yovorvrnoy.

IhBavy orapopa wazpixys évavrt untpixys STR uerdliaéng 6to 6vvolo Ty

eAeyyOévTy artouwy

Meraliaéeis avopav (N, %)  Meralialers yovaikdv (n, %) p-value

14/400= 3,50% 1/400= 0,25% 0,001

Iivaxags 7.3. Zvyvotnta petdlialng twv aSTRS yevetikdy tonwv orovs Kavkdotovg.

YoyvoTNTO PETOALAEE®V
(15/400, 3,75%)

I'eveTikog TOTOC AprOpég petairatewv

(n=15)

SE33 4 4/6.400 = 0,062%
VWA 3 3/6.400 = 0,046%
D12S391 3 3/6.400 = 0,046%
FGA 1 1/6.400 = 0,015%
D8S1179 1 1/6.400 = 0,015%
D10S1248 1 1/6.400 = 0,015%
D3S1358 1 1/6.400 = 0,015%
D2S1338 1 1/6.400 = 0,015%
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IHivakag 7.4: H petafoln twv CPl ko W detktav xatd tqv avdiven twv 15 mepirtooewy

OV EUPAVIGAY AIINMKES avouoléTyTes aro trio ae duo motherless.

Ipaxivn SE33 1,2x10° 99,9991715064  99,8803827751

EAnvicn SESY 5,6x10° 291 99,9998232594  99,6575342466

EAAnvicn vW. 1,5x10’ 1x10* 99,9999936061  99,9903984638

EMnvicn vW. 99,8732572877

EAAnvikn D12S391  54x10"  2,7x10°  99,9999981684  99,9996380510

[MoxioTovikn 9,1x10* 9.152 99,9989035207  99,9890746952

EMnvikp  D10S1248  3,8x10°  5,2x10*  99,9999736842  99,9980944395

EAAnvicn D2S1338 2,6 x10’ 2x10° 99,9999962088  99,9995027509
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Ilivaxas 7.5: Hepintwon N°4, apoipdvros To YeveTiKO TPoYil THS UNTEPAS TAVEL va

vpiotatal uerdllaén otov SE33 yevetino tomo.

I'eveTikog

o/a . oI Mnrtépa Moot
Tomog
1 D10S1248 13, 15 13, 15 13,13
2 VWA 17,18 14, 17 17,18
3 D16S539 10, 11 12,13 10, 13
4 D2S51338 19, 25 20, 23 23, 25
5 Amelogenin X, Y X, X X, X
6 D8S1179 12, 16 14,14 12,14
7 D21S11 27, 30 29,31.2 29, 30
8 D18S51 12, 15 14,16 14,15
9 D2251045 15, 16 15, 16 16, 16
10 D19S433 14.2,14.2 13, 16.2 14.2,16.2
11 THO1 9.3,9.3 6, 9.3 9.3,9.3
12 FGA 21, 22 21, 28 21, 22
13 D25441 10, 11.3 12,14 10, 12
14 D3S1358 15, 16 13,18 16, 18
15 D1S1656 11,12 11,12 11,11
16 D12S391 18.3, 23 22,23 23, 23
17 SE33 28.2,33.2 22.2,28.2 28.2,32.2

Hivakxas 7.6: Hepintwon N°11, apoipdvrag to yeveTiké mpopil TS untépos mavel vao

voictatal uerdllaén etov FGA yevetiko tomo.

o/a st;z;:)xgog oI1 Mntépa MMowoi
1 D10S1248 14,15 13, 13 13,15
2 VWA 16, 17 15, 16 16, 16
3 D16S539 11,11 10, 11 10, 11
4 D2S1338 19, 21 17, 23 19, 23
5 Amelogenin X, Y X, X X, X
6 D8S1179 12,13 14, 16 12,14
7 D21S11 30, 31 28, 29 29, 31
8 D18S51 13, 16 13, 18 13, 18
9 D22S1045 15,15 14,15 14,15
10 D19S433 14, 14.2 14, 15 14, 15
11 THO1 6,7 6, 6 6, 6
12 FGA 19, 23 20, 23 22,23
13 D2S441 10, 11 11, 15 11, 15
14 D3S1358 15, 16 14, 16 14,15
15 D1S1656 11,12 12,17.3 11,17.3
16 D12S391 15, 19 22,22 19, 22
17 SE33 26.2,27.2 17,31.2 17,27.2
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Ilivaxag 7.7: Hepittwon N°14, apaipdvrag to pevetiké mpogil tHS untépos maiel va.

vpiotatal uerallaén D3S1358 yevetiko tomo.

a/a Fg;;;:)l:)g oII Mntépa Iawoi
1 D10S1248 14,15 13,16 13,15
2 VWA 16,17 18, 19 17,18
3 D16S539 8,10 911 9,10
4 D2S1338 22,23 18, 24 22,24
5 Amelogenin X, Y X, X X, Y
6 D8S1179 13, 14 13, 14 13, 14
7 D21S11 30.2,32.2 30, 34.2 30, 32.2
8 D18S51 15, 23 12,15 12,15
9 D22S1045 15, 15 11, 15 15, 15
10 D19S433 14,14 14,15 14,15
11 THO1 6, 6 9,93 6,9
12 FGA 20, 25 22,23 20, 23
13 D2S441 11,11 10, 14 11,14
14 D3S1358 15, 18 18, 18 18,19
15 D1S1656 11,15 12,17 11, 17
16 D12S391 17,21 17, 23 17, 23
17 SE33 20, 32.2 24.2,31.2 20,31.2

Ilivakxag 1.8: Hepinttwon N°15, apaipdvrag to yevetTiko mPopil THS UNTEPOAS TAVEL va

voictatar uetdiiaén D2S1338 yevetino Tomo.

o/a F?’z;rt:)l(gog ()1 Mntépa Mool
1 D10S1248 13, 15 15, 16 13, 16
2 VWA 16,17 15, 16 16, 17
3 D16S539 11,13 11,12 12,13
4 D2S51338 24, 25 16, 24 23,25
5 Amelogenin X, Y X, X X, Y
6 D8S1179 12,13 13, 14 13,13
7 D21S11 30, 32.2 28, 30 28,32.2
8 D18S51 15,19 15, 15 15,19
9 D2251045 15,15 16, 16 15, 16
10 D195433 14,17.2 14,15 14, 14
11 THO1 6, 8 8,9.3 6, 8
12 FGA 22,24 22,24 24,24
13 D25441 10, 11 11,11 11,11
14 D3S1358 15,17 15,18 15,15
15 D1S1656 13, 15 11,18.3 15, 18.3
16 D12S391 18,19 15, 20 15, 18
17 SE33 18, 26.2 18, 28.2 18, 18
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KE®AAAIO 8

XYZHTHXH

H ovyypovn teyvoroyia avacvvovacsuévov DNA dvoige véoug opilovteg ot
ote&aymyn SOKIHAGLOV EAEYYOV GLYYEVELNG 6TOV AvBpwmo. H avayvodpion atopwmy otnv
latpodikacTiky KaBIoTATOL EMTAKTIKNY OVAYKN GE EYKANUATOAOYIKEG VTOBECELS, OGS
N oavayvopon dpactov Plowwv eykAnpatov (Ty. TEPUTTOCEL OSOAOPOVIDV,
0eE0VAMKOV eMBEGEMV), TOVTOTOINGT AyVOOLUEVOV/BVupdTOV LalIKOV KOTASTPOO®OV
[104-106]. Ta tekevtaia xpévia, M ypnon ™¢ avéivong DNA mapéyel a&iomiota
ototyeloa 1000 otV koTadikn TV mapafatdv, 660 Kol 6TV amoAAayr] afdov
vrontwv. ‘Eva dAlo medio epappoyng tg tumonoinong tov DNA eivar o éheyyog
TATPOTNTAG/ UNTPOTNTOC  YPNOLUOTOIOVTIOS  EOIKOVE  YEVETIKOVC-OTOCOUATIKOVG,
ptoyovoplokovg kot Y-ypopoocopikovg deikteg DNA [107-109], eved moAAég sivar ot
TEPMTOGEIS TOV ot péBodol tavtonmoinong tov DNA €yovv avénoet v wavotnto
EMAVONG TOAOTAOK®OV TPOPANUATOV OIKOYEVEWOKDOV GCYECEDV 1  KANPOVOUIKAOV
dapopav [110].

Yfuepa, ot aSTRS yeverikol 1OmoOlL, M AVAALON TGOV  VOUKAEOTIOKDV
moAvpopeiopdv (SNPS), ot pikpol TOALHOPPICUOL €GO YWYNS/Ooypang Kot Ot
HUKPOATAOTVTOL PN GLULOTOLOVVTOL GTOVE EAEYYOVG TaTpOTNTOC/ UNnTpdTNTag [111-114].
Ady® 100 LVYNAOD PaBUod TOALUOPPIGHOL KOl TNG EMAKOAOVONG SLOKPITIKNG
KavoTNTdg Toug, ot aSTRS yevetkol TOMOL AMOTEAOVY TOVG OEIKTEG TPADTNG EMAOYNS
TAYKOGHIMG Yoo TN JEVEPYELD EAEYXWOV GLYYEVELNG. ZTO EUTOPLO LIAPYOLV OPKETA
dwbéoa aSTR kit mov €yovv avamtuydel yia v avaivon émog kor 15-23 aSTR
YEVETIKOV TOT®V 6€ évo. udvo cminvapio PCR [115]. MeAétn mov mpayuatomomOnke
anod v Axodnpio Emommpuovikng ‘Epsvvag & Teyxvoroyiog kot to EBvikd Kévipo
Epsovav omv Alyvnto, £€d€i&e 011 060 mepiocdtepol yevetikoi deikteg DNA
elEyyOnkav, TOco peyarvtepn Nrav N mhovotnta 0vo aveaptnra Atopa vo £xovv
OLOLPOPETIKOVS YOVOTLTTOVG,

Qo1660, eved ep@aviCovy emapkn oYL Yo TNV EMIAVCT EAEYXOV TATPOTNTOGC
[116,117], n mapadoociaxy dokyacio Tpyoedods NAeKTpo@Opnong meplopilel Tov

apBud kar to péyebog tov amplicon, Aoym tov 611 01 aSTR yevetikoi OO TPEMEL VaL
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Sympilovron pe faon to pnéyebog kot To ypodpa g Paeng tovg. Emmpdcdeta, petald
TV dOpwv aSTRS YeVETIKOV TOTMV, Ol TETPOVOVKAEOTIONKES ETAVAANYELS Eivor Ot
o ONUOPIAEIG Ao TIG Ol-, TPL-, TEVTO- Kol EEA-VOVKAEOTIOKES, KAODG HEDVOLV TOV
oynuoTopd mTpoidviov—Opovopdtmv (Stutter products) mov mpokvmTOLV KOTA TN
dapketa g evioyvong pe PCR, Adym tov patvouévov oMoOnong tov avtypagouevov
KAdvov (slipped strand mispairing) [118-120]. H avédivon ovyyevik®v oyécewv 2°° 1
3% Babpov ovyyévelwng epgaviCel younAn SOKPITIKN KOVOTNTO TOV AOYOL TV
mBavomtov (LR 1 CPI) [121]. Katd cuvénela, o antéc TIC TEPITTMOELS EAEYYOV
GLYYEVELNG ATOLTEITAL O GLVOVAGUOC TEPIGGOTEPMOV TMV dVO KIT [E SLOPOPETIKA GHVOALL
aSTRS yeveTikdV JEIKTOV, OCTE Vo KAAVPOEL Eva evpOTEPO PAGHLO YEVETIKOV TOT®V
Kot va, ovén et n Ty kon n a&la Tov Aoyov Tov mbavotytev (LR 1§ CPI). Ztmv Evpodmn
ypnopororovvtar 34 aSTRS yevetikol deikteg yio dokipaciec ovyyévelag 1 ko 2
Babuov [122]. O llaria et al., avoeépovv 6tL 41 aSTRS av&avovv T SloKpITIKY
wovoTTo ™ oxéong peto&d atopmv mov giyav éva pdvo koo yovéa (half-sibling
relationships) [123], evéd omnv wmovikn kowodtra 39 aSTRS éyovv npotadei yio tnv
deEaymyn eréyyov 1°° Babupov cvyyévelag [124]. EmmAéov, vrdpyovv HeAéteg yio Tnv
akoun peyaAvtepn avénon tov apfpod tov STR yevetikov dektav [125-127], evod
dAlec perétec €yovv deiel OTL M AVAALGN YEVETIK®OV OEIKTMV oL £3pAlovTal GTo
ypopdcopa X pmopel va givor ypiown oty emnilvcn TOAOTAOK®OV TEPUTTOCEDV
EAEYYOL GLYYEVELOG OTNV EYKANLATOAOYIKT] YeveTIKN [128-132]. T'ia to Adyo antd £xouv
avantuyBel d1dpopeg HEBOSOL TPOGIOPIGLOL TOL YOVOTOTTOV, GUUTEPIAAUPAVOUEVDV
kot tov X-chromosomal specific STRs, Indels kot SNPs. [133-141].

H Jweoponoinon twv aSTRS yeveTkdv TOT®V EMTUYYAVETOL UECH
UETOALAEEWV, YEYOVOS TTOL 00NYEl Kot otV avénon ¢ Totkilopopeiog tovg [142]. Ta
aSTRS aAAnAdpopea &xovv mpokOyel LETd omd apyr dwapopomoinon oe Pabog
YMAS®V YpOVOV £VOG apytkoD Tpotimov popiov DNA [143], kot 1) onoio 0dNynoe ce
aAhayn plog Bdong M piag oAOKANpNG emavainyng. Ot Hoplokol PnyoviGHol LE TOVG
omoiovg motevetal 6Tl oyetilovtatl ot petaAldéelc twv aSTRS elvar o punyoviopog
oAlcnong tov avtypagodpevov khovov tov DNA (replication slippage 1 DNA
slippage) 1 n elattopatiky emdopbwon tov DNA katd v Stépketo TG avTypaeng
TOL, 01 omoiot Bpiokovtor Vo pekétn [142, 144]. e oxéon pe GAAOVG TPOTEIVOUEVOVG
UnNaviocpots, OTmG eival 0 PN omotdg daY®PIoUOS 6TO GTASI0 TNG MEIMONE Kot O
UNYOVICHOG TNG METAOECNG TOV YPOUOCOUATOV, O UNXOVIGUOS OAlcHnong tov
avtrypaeopevov kKAdvov tov DNA Bewpeitar gupéwg g 0 KOPLOG UNYOVIGHOGC
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petdAraénc twv aSTRS [145]. HaSTR petdAiaén mov Tpokdntel KoTd tn S1pKeLD, TNG
pelwong umopel vo 00N yNoEL G AAANAIKY] AVOLLOLOTNTO GE £VOV GUYKEKPIUEVO YEVETIKO
tomo petald tov PIT ko Tov mEdv. AVt M CAANAIKY avouOldTNTO UTOpPEl Vo
TpoKOyeL €ite amd KkOmowo TPooOnkm, €ite amd KAMOW OMAOAE  UI0G
enavorapPavopevng aliniovyiog DNA ko pmopel va opeidetar, ite o petalddéelg
oL evToTilovTtal eVTOG TNG YEVETIKNG TEPLOYNG TOV KMOKOTOlEl Yo To aSTR aAAnAto,
elte evtdg G VOUKAEOTIOIKN G aAAnlovyiog ot BEom TPOGOESN G TOV EKKIVITY.

Me Bdion T VTAPYOVOES YVMOGELS APKETOL TAPAYOVTEG UTOPEL VO ETNPEAGOVY
v ovyvotnta Tov aSTRS petoArdéewv, 0nmg ivor o apBpde, n povada kot 1 doun
g emavoiappavopevng aainiovyiog, n nAkio TV yovémv, 0 ovacLVOLOCHOG KoL 1
obvvbeon g mAevpikng meproyng (flanking sequence). Zvykekpyiéva, Evag amd Tovg
oNUAVTIKOTEPOVS TTOpdyovTec—KAEWl Yoo ™ dnovpyion aSTR petdAraéng eivatl o
apBudc tov emavaAnyemnv. MeAéteg, Omwg 1 owoyevelakn mpocéyyion [146] ot n
YEVETIKN HEAETN TV TANBucudV [147], éxovv deiéet pia Betikn cuoyétion peta&d Tov
TOGOOTOV UETAAAAENG Kol TOV aplBpoy TV EXAVOANYE®Y GE TOAAN GTOVOLAMTA,
onAadn o puBuog petdAroéng tov aSTRS av&avetor kabmg av&dvetal o aplOuds Tv
emavolqyeov [148, 149]. H kotebbvvon g petdAhoéng pmopel va dtopépel oto
AAANAOLOPPO SLOPOPETIKAOV peyeB®V Tov 1010V YeveTkol Tomov [150]. Zvykekpiuéva,
po enéktacT coppaivel cuyvotepa oe Bpoayeic aSTRS tOTOLE, EVHD VILAPYEL LEI®OT TOV
aplBuov TV eravaA eV o€ HEYOADTEPOVG YeEVETIKOVG TOMOVG [151]. Emtiong, dhAec
UEAETEG KOTOOEKVOOLV OTL TOL HOKPVTEPL OAANALAL €XOLV LYNAGTEPOVLS PLOUOVS
petodloéne omod o,tt ta Ppaydvtepa [152]. MMapdiinia, vrootnpiletar OtL Ol
TEPIOOOTEPEG UETAAMAEEIC 0peilovTal o€ peToTomtioelg evog otadiov (Single-step), ue
g eAaepd tdon mpog avénon Tov aplBpold TOV ETAVIAAUPOVOUEVOV HOVAOMV.
AxOuUN, eVPNUATO LEAETAOV OElYVOLV CNULOVTIKY O10.p0PE GTO TOGOGTH LETAAAAENG TV
13 CODIS aSTR vyevetikdv tOm®V HETOEL TV TANOBLOUOV Omd SLOQOPETIKEG
ebvikomteg M yewypapikés meproyxés. Emiong, m ovyxyvémra g petdAiaéng
OVOUKAEOTIOKMOV ETAVAAYE®Y ivar VYNAOTEPT A0 ALTH TOV TPIVOLKAEOTIOIK®V
enovonyewv [153, 154]. Ocov a@opd 6T 0VTOCOUKE XPOUOCHUATOL, TO XPOUOCHLLL
Y, KaBdg emiong Kot 6To KAPKIVIKA KOTTOpa, £xEl fpedel OTL N cuyvOTNTO HETAAAAENG
givar aientd vyMAoTEPN 6TOVG ETEPOLVYDTEC HE HEYALO UNKOC oAAnlopdpemv [155].
EnavaiapBavopeva potifa pe peydio apbud emavainyng tov dwvovkieotidiov AT
peTOAAAGoOVTOL TayLTEPE O O)XECN HE ekelva pe vynio mocootd oe GC [153],
vrodNA®vovTag OtL M 6TafepodTNTO AOY®D SIMAGV 1 TPITADV JeCUOV HETAED TOV
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GUUTANPOUOTIKOV KADOVOV NG TPOTLTNG akolovbioc Oa pmopovoe va ennpedoet To
pLOUS petdAhaing. Xvumepaivetarl 6T 01 akoAovOieg Tov mEPLEYOLY o€ UeYdAo Pabduo
10 dwovkAieotidto GC, peidoovv T ocvyvoTTa TOV YEYOVOT®V OAiGHNnoNg Tov
avtiypagopevov kKhovov tov DNA (replication slippage 1 DNA slippage). ITapdAiinia,
€xel mapotnpnOet 0Tl o1 HETOALAEEIS TATPIKNG TPOELEVOTG EIvat TTOAD TTO GLYVEG OO
TIC LETOAAAEELG UNTPIKNG TPOEAELONG KoL O aplBUOG TOVG ivart Katd TOAD peyoldTeEPOG
060 av&avetor M nikio tov OIT katd ™ Sdpkelo ™G cOAANYNG ToL Tadov. H
e&nynon eivan 611 ta omeppatolmapilo LVEIGTOVTOL TEPIGCOTEPOVS KHKAOVS OVTLY PPN
DNA am6 611 Ta @dpia, oAl Kot avEavopevng e nikiog avdveton kKot o aptipdg
TOV UEUWGEMV GTO OTTOI0 VITOKEVTOL KOl OG €K TOVTOL £Y0LV peyahvtepn mhavotnto
petdiraéng [156, 157].

H mapovoio twv aSTRS petaAlaéewmv eivar 10waitepa GNUOVTIKY GTOV EAEYYO
TATPOTNTAG/ UNTPOTNTOS, KAOMG 1) LEAETT TG VTTOPENG OYECNG LETOED TOV TOUOLOV Ko
tov OI yiveton pe Bdon v vedBeon OtL Ta GAANAOLOpPa TOPALEVOLY TaL 10100 KOTd
v petafipacmn toug and yevid o yevid. H vynin cvyvotta tov aSTRS petadlaéewv
o€ Kamowovg aSTR yevetikovg TOMOVG UITOPEl VoL 00N YNOEL GE EGPUAUEVO OTOKAEIGUO
™mg ovyyévelwng [142]. Qotdco, avtifeto m 0w 1 VYMA cuyvoTNTA pmopel va
cuuPdirel otn dwtnpnon twv aSTRS YeEVETIKOV TOAVUOPOIGUAOV KOl GUVETMG
YPNOUEVEL WOOUTEPO GTOVG EAEYYOVG TAVTOTOINONG TOV OTOH®Y otV loTtpodikacTiky.
Apa, o1 HETAALGEELS EVOEYETOL VO EXNPEACOVV TO OTOTEAEGHO TNG GLYYEVELNG HETAED
000 atopmv, OAAG Oyt Tov €leyyxo tavtompocomiog Bvudtov N dpacTdV otV
eykAnpotoroyio, 0E00UEVOL OTL M TOPATPOVUEVT) LETAALAEN B 0dNYEl o€ TAVTION TOV
ayvdGToL delypatoc pe Eva pepovouévo dropo [158].

[MTop’ 6Aa avtd, AOy® Tov LVYNAOL Badod peTdAiaéng Kamolwy ek Tov aSTRS
YEVETIKOV TOT®V, T YEVETIKA Ogdopéva tv eAéyyov umopel va agloroynovv
AavBacpéva akdpo kol oty mEpimToon mov epgavifovior pio 1 OVO YEVETIKESG
avovtiototyieg avapeoa otov @I kot to modi [159, 160]. H mapdienyn tovg otov
vroroyiopd tov CPI av&dvel dpapatikd v mbavotto yevdovg emPefaiovone g
GLYYEVELNG KOl €YKVUOVEL KIVOUVOUG, 1O10{TEPA GTIC TEPUTTMGELS TOL O PloA0YIKOS
yovéag givar 6tevog cuyyevig pe tov O [161, 162]. Akoun n amotvyio S1dKpiong evog
GLOTNAOD aAANAioL pmopel vo €Yl TEPACTIO OVTIKTUTO OTO YEVETIKA TEKUNPLOL
amOdEIENG oG GVYYEVELNS. ATOLTEITOL AOITOV 1] GLAAOYN ASIOMIGTOV TANPOPOPLDY
OYETIKA [LE TOVG PLOUOVG Kot Ta YopakTNPLoTIKd Tov aSTRS petaAldemv, dote va

eEacpalotel ) 0pHOTNTO TOV EAEYYXWOV HECH TV GUYKEKPUEVAOV YEVETIKMV TOTWV.
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H extipnon tov apBuod tov coufdviov aSTRS petdArlaéng pumopet va yivet
GLYKPIVOVTOG TOLG YOVOTLTTOVS TMV YOVEMV LE OTOVG TMOV TOOIOV Kot 1) avalntnon
umopel va mepthopfavel moArég petofifacelc olniopudpewv yovéa-toudiod. [163].

v mopovoa peAétn e€etdotnkav delypata mov AMednkav ard 690 dtopa.
AvorvOnkav 261 mepintt®celg ouEIoPNTOOUEVNC YOVIKOTNTOG €K T®V Oomoiwv ot 227
Ntov trio mepumtdoeic, evd ot 34 Nrov duo mepumtdoelg. H mhsioynoeio agopovos
eréyyovg matpdtrag (252), evd Ol TEPMTMGELS EAEYXOL UNTPOTNTAG NTAV HOALG 9.
Metoéd tov 261 nepmtocemv mov peietinkayv, Ppédnikav 15 mepumtooelg aSTR
AAANAKNG 0VOLLOLOTNTOG OVALEGH G6TO TTodl Kot 6€ £vay amd toug OI (DI OM). X1ig
15 mepmtdcElS 6TIC 0Moieg KATEYPAPNOAY AAANAIKES OVOLOLOTNTES, TO OEOOUEVA dEV
pog enétpeyav vao amokieicovpe tov O, kabdg 0 cuvolikdg apBudg Tovg Yo Kabe
eleyyopevn mepintwon ntav <3.

Or  emPePoropéveg TEPUITOOELS YOVEIKNG  YEVETIKNG  OYEONG  TOL
YPNOWOTOMONKAY TN UEAETN Y10 TOV LTOAOYIGHO Tng ovyvotntog tov aSTRS
petaArlaEewv omédmoay 6.400 yoveikéc petapipdoeic aAiniopdpepwv oe 400 yoveikég
UEWDOELS. Xe auTég Kateypdonoav 15 aAiniikéc avopordotnteg {SE33 (4 ek tv omoimv
pioe mepintwon Null allele), VWA (3 ex twv omoiwv pio mepimrwon motherless),
D12S391 (3), FGA (1), D8S1179 (1), D10S1248 (1), D3S1358 (1), D2S1338 (1)}, o¢
woapBueg meputtooelc eréyyov yovikotnrog (15/400, 3,75%). H mheovotnto tov
TEPUTAOGE®V OV Tapotp Koy petaAraéels (13/15), apopodoav petatomicels evog
otadiov 1N mpooHnkn 1 amdAel piog 1 OVO TETPA-VOUKAEOTIOKMV EMOVOANYEWV,
vdbeon yvootn g poviého otadlokng petdAiaéng (Stepwise Mutation Model,
SMM). Ta evpfuotd upag Ppickoviar 6€ TANPN CLUEOVIOL HE TPONYOVUEVES
BipAoypagicéc avapopég [164, 165], wotdc0, o€ avtiBeon pe dhdeg dev mapotnpnOnke
peTaTomion moAAdV otadiov [166, 167]. A&oonueiowto eivar to yeyovog otL ot 14
neputtocels (14/15) apopovcayv PETOALAEELS TOTPIKNG TPOEAEVONG, EK TOV OTOIMV M
pio oy onUElK] LETAAAOEN EVTOG TNG TTEPLOYNS TPOGOESTG TOVL EKKIVITN (GLOTNAO
N un Aertovpykd odinio, null allele), evéd polc pia mepintwon (1/15) agopovoe
untpkng mpoérevons petdAroén. H dtopopd matpikng évavtt untpikng HetdArlaéng
Bpébnke avénpévn oe eninedo ototiotikd onuavtiko (14:1, p=0.001) (TTivakog 7.2).

Ta gvpniuoata g mapovoag peAétng Ppiokovioar oe cvueovio pe GAAEG
perétec. Evoewctikd avagépovtal, Heta&d GAL®Y, HEAETEC e OAANAMKES OLVOLLOIOTNTES
untpikng [168, 169] 1 matpikng mpoéhevong otovg yevetikovg tomovg THOL [170],
VWA [168, 169, 172], D8S1179 [169, 173], D5S818 [168], FGA [174], D21S11 [1609,
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172, 174, 175, 176], D13S317 [170], D12S391 [173, 174], D18S51 [173, 177] xou
D10S1248 [174]. Ze avaloyn perétn pe v mapovoa, Tov XU et al. [178], oe ohvoro
4.026 mepumtdoemv eléyyov yovikotntag (303 trio kou 3.723 duo) vmoAoyiotnKov
68.743 yoveikéc petafifaoeic omd 3.420 emPeParmpéveg neputwoeig (CP1>10,000).
Y& auTéC mapatnpnOnkav 62 tepurtdoelg alAnAikng avopoldotntog (FGA (7), D8S1179
(6), D21S11 (6), Penta E (6), D12S391 (6), D19S433 (5), D7S820 (4), VWA (4),
D3S1358 (3), D18S51 (3), D1S1656 (3), D5S818 (2), D2S441 (2), CSF1PO (1), THO1
(1), D13S317 (1), D16S539 (1), D6S1043 (1)), amd TIc omoieg ot 47 NTOV TUTPIKNG
Tpoérevong, ot 13 unTpikng Kot ot S frav anpocsdtdpiotns tpoérevong (60 tepittdoelg
pe pla aSTR aAAnikr| avopoidtnra, kKot 5 mepurtdoelg pe dvo aSTR odAnAiikég
avouototnteg). H mietovotnta tov nepumtdoemv g perétng tmv Xu et al., apopodoav
UETATOTIGELS VO 0TOdi0L N TPOSHNKN 1 AmMAELL pHiog 1 dVO TETPA-VOVKAEOTIOIKMV
EMOVOANYEWV.

Eniong, omv mapovco pelétn oe pio trio mepimtwon un amokAelopov,
Kataypaenke €vo olonnid aArnio (SE33), 1o omoio epgavifoviav pe SlopopeTiKy
opoluymtia otov ®IT ko to modi (SE33 35-35/16-16 avtiotoiymg). Ot deikteg CPI kot
W vroloyictnkav og 6,9x10° kot 99,9998550726 avtiotoiyme, ot omoiot dev odqynoav
GTOV OOKAEIGUO NG YOVIKOTNTAS. APKETEG EIVaL O1 AVOPOPES KOTAY PPN CLOTNADV
aAAniiov (THOL [179, 180, 181], D8S1179 [180, 182, 183], FGA [184, 185], D18S51
[186], VWA [180, 187], D13S317 [181, 183]). H Abon 1 omoia mpoteivetar givar n
duvatoTNTo  avAALONG  TNG  VOUKAEOTIOWKNG  OAANAOLYIOG — XPTNOLOTOIDVTIOG
SPOPETIKOVG eUTPOcBlovg kot omicBlovg ekkvntég, mpokeévon va eEaxpiPobel
KaTA TOcOV 1 HETAALAEN TTparypatomo|Onke evtog g 0€ong mpdOGdECNG TOL EKKIVITN.

Toco and to dwd pog dedopéva, 060 Kot omd OEOOUEVA TNG TOYKOGULOG
Broypapiag, mpokdmrer 6t ot aSTRS yevetikol TOmOl MOV peAeTONKOYV KO Ot
UETOAAGEELS TOV KOTAYpAPNKAV SAPEPOVV OvOLOYa e TOV TANBuoUd mov eEetdleTon
KOl 0VTO OQEIAETOL GTY| YEVETIKY ETEPOYEVELD TTOV VIAPYEL AVALESH GTOVS O1APOPOVG
nAnBovopovg. Qotdco, mEPa and avTég TIC OPOPES, Ol omoleg elvar Aoykd va
eppaviCoviot omd TAnBuoud oe TANOLGUS, TPOKVITOVY KOl KATOLES OLOLOTNTES, OTWS
Y. TOPASELYHO TO YEYOVOG OTL okOAoLOEiTOL TO HOVIEAO GTOOOKNG UETAAAAENG
(Stepwise Mutation Model, SMM) [188]. Emiong, to. amoteAéopotd poc HTav oe
GLUEOVIOL [LE TPONYOVUEVES OVOPOPES, OTIC Omoieg mePLocdtepo amd 10 90% TtV

yYeEYOVOTOV  PETOANOENG  a@opovooV  HETOAAGEEG evog otadiov [189-191]. O
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unyavicpog g olMofnong tov aviypaeopevov kAdvov tov DNA eivar gvupémg
amodeKTOG MG 0 KVPLog pnyaviopuds aSTRS petaAraemv [192, 193]. Ta amotedéopatd,
Hag evioyvovy v e€nynon tov tpothmov T oAicOnong g molvpepdong.

Axoun, éva dAlo onuovtikd ototyeio givarl 6Tl 01 TEPIOCOTEPEG TEPMTMOGELG
OAANAIKNG avOUO1OTNTOG OPEIAOVTAL GE TATPIKNG TPOEAEVONG HeTaAldEels. Meléteg
&yovv emPefoarmoet 6TL ) NAkio tov I oyetileton pe o LYNAO T0G00TO pPETOAAAEEDY
o0TOVG Gppeves, ekl oy nhkio Tov 30 etov kot dve. Exel mapatnpndei de, o
avénon and éva £og dVo cupuPdvta petaAldemv ava €10 ava matpikn nikio [194,
195]. Mia dAAn pedétn tov Kong et al. [195] avagpépet 6tim nhikio tov dppevog yovéa
oyetiCetan pe 10 94% tov petordhdEemv. H vymidtepn eppdvion petadhdéemv otovg
dppevec Ba pmopovoe iowg vo 0modobel 6T SPOPETIKY GLYVOTNTO KoL TOVG TOTTOVG
TOV KUTTOPIKOV OlUPEGEMY KOTA TN YEVEST] TOV apXEYOVAOV PAOCTIKGOV KLTTAP®OV
(germ cells) [196]. EmmAéov, to un Stopopomonuéve. opcevikd PAootikd kdTTapa
(spermatogonia) cvveyiCovv va dtopolvTal Katd TV EVNAKI®mGT Kot 1) YpOven Toug
Bo umopovce vo 0dnyNoel 6€ avENUEVE TOGOGTA HeTdAlaENG Tov aSTRS yeveTikmv
tonov [197]. Exniong, evéiapépovoa eivor  uerét tov Jeffreys et al. [198], ot onoiot
ava@EPovV OTL VTLAPYEL pia OETIKN CLGYETION TS GLYVOTNTAS TOV LETOAAAEE®V PE TNV
NAkio. Tov TATEPA KATA TNV OdpKeE TG GOAANYNG, OAAL Oyl pE TNV MAKia Tng
untépoc, katt mov amoddbnke oto yeyovog 6Tt 1o PRDMYI yovidio, mov puBuilet
Ol0IKaGioe TOV avacLVOLACHOD GTO oméPUa, Ba UmopovoE 1oWG Vo EMNPEACEL TN
HETAPOAN TNG LEWTIKNG 00TAOELNG GTO YOUETIKG KOTTOPO TV ovOpdv. EmumAéov, €xet
avaeepBel 6t Ta 010TpoYOVa Tailovv Eva onNUavTikd pOAO GTNV aVTIOEEWMTIKY dpaoT
KOTA TV €AeLOEPpOV POV KOL GTNV GVILYPOVGT] GE GUYKPION WE TO. AvOpPOyova,
YEYOVOG OV ONAMVEL OTL TOL O1GTPOYOVO 10MC TAPEYOLV 1OYVPOTEPT TPOGTACIO GTN
yevetikn petdrhaén [199]. Av kot apketéc peléteg odyncav oIy Topatipnon ot
VILAPYEL GLGYETION OVALESO GTNV NAKIO TOV TATEPA KoL TO pLOUO PETAAAAENS Y10t TOVG
aSTR yevetikovg tomovg [200, 201], og avtiotoryeg perétec tov Y-ypopocmpukod STR
yevetikov tomov (Y-chromosomal STR) dev amodeiyOnke cvoyétion peta&d Ttov
TOGOGTOV HETOALAENG KoL THG NAKiaG TV appévev atopwy [202, 203].

2V mapovoa HeAETN, N oxéon HeTaEy Tatpikng nikiog kot aSTRS petdAiaing
NTaV ELPAVNG oTIC TEPLocOTEPEG TepmT®oelg (12/14), pe e€aipeon d0o eAéyyoug kKatd
Tovg omoiovg N NAkia Tov ®IT kKatd T cVAANYN NTav <30 eTdv.

Aot mopdyovieg Omm¢ M avapevouevn etepoluymtion (He) €yovv emiong
ovoyeTIoTEl BETIKA e TO T0G00TO petdAlaéng aSTR (Xiao et al., 2018), pe Baon v
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exTiumpevn etepolvymtion omd 3.723 dropo pn ovyyevelg omd S14popeg TEPIMTMOELS
EAEYYOV TaTPOTNTOG L€ dVO Tponyovueves avapopés (Lu et al., 2012, Xiao et al., 2018)
&xetl mopatnpnOel YPOUUIKT GLGYETION AVAUESH 6TO PLOUO peTdALaENG Kot TO Pabud
etepoluywtiog yio 24 11 19 aSTRs yevetwog témovg. v mopovod PEAETN, TO
nePLopIopéVo péyebog tov deiyuatdc pag (690 dtoua), kabmg ko n avoroyia trio/duo
nepumtcewvV (227/34) 0 pag emétpeyoy vo €EQYOVUE OGQPOAT] CUUTEPACULOTA KO
QTOTEITOL TEPALTEP® EAEYYOG YL VOL TNV €EQYMYN OCOAADY CUUTEPAUCUATOV.

Emmpdcheta, pio GAAN mopdueTpog mov peAETNONKE MTOV KATO TOGO M
amovcio. TOV YEVETIKOV TPOPiA €VOC €K TV OVO YOVE®MV GTOV €Agyy0, Umopel va
emnpedoel N Oyt v adlomotioo Tov gAéyyov. [a o Adyo avtd mpoympnoape otV
aVAADOT| KOl T LETATPOTN OA®V TOV tri0 Tepurtdoemv oTig omoieg kataypdenke aSTR
oA avopoldtnto, oe duo (motherless). To amoteAéopata g avaivong £dei&av
6t ot deikteg CPI con W peiwOnkay onuavticd (o CPl kopdvinke and 32 éog 2,6X107
kot 0 W amd 96,96969697 £wc 99,9999600968), tiuéc o1 omoieg amokAgiovv v
mhavotta o @Il va sivor mpdypott o ProAoyikdc matépag tov modov Kot Kot
EMEKTOON GLVETAYETOL TNV AOENGN TOL KIVOHVOL Y10, YELOT ATOKAEIGUO TNG GUYYEVELNG
Kot e€oymyn €GQUAUEVOV GUUTEPAGUATOV. XVYKEKPLEVO, GE OYXTM TEPUTTAOGCELS
eréyyov (N°1, N°2, N°3, N°7, N°8, N°10, N°11 ko N°12, ITivaxag 7.4) o deixktng CPI
vroAoyiotnke <10.000 (amd 32 €mg 9.152). H enilvon g cvyyévelag o tav advvatn
(deficiency mepintwon) yowpic ta yevetikd dedopévo tov GAAov yovéa, Kabdc M
yovikotnta Ogv Ba pmopovoe va amokAewsOel 1 va emPePforwbel pe otatioTiKn
BePardmra. Zvvendg, yiveror avtiinmtd 6Tt KaBioToTol EMMTAKTIKN 1) AvAYKn EAEYYOL
TOV YEVETIKOV TPOPIA Kot TV dV0 YOVEWDV, TPOKEWEVOL Vo eAayioTomoindel 1 vo
aroeevyfel n mbavomta AavBacuévov coumepacudtov. To amoteAéopoatd pog
GLLPOVOLV HE avTd TG d1eBvong Piproypapiag. Xapaktmpiotikd, ot Akhteruzzaman
et al. [204] avaeépovv pio mepintmon YeLOoVg [N OTOKAEIGUOD HE dVO OAANAIKES
avouototnteg (D2S1338 ko VWA). Onoiwmg, ot Jha et al. [205] avagpépovv aAAnAKES
avopoldtnreg otovg D21S11 ko D18S51 témove, 6mov M mepartépm avirvon (Y-
STRS) 0dMynoe o6& amoKAEIGHO TG TOTPOTNTOS. XVUPOVe pe TV PipAoypoeia, 1
QTOGOPNVICT] SUGETIAVTOV TEPUTTOCEMV ATALTEL TN YP1ION TPOGHETMV EPYOTTNPLOKDV
dokacimv, onwg emmAéov aSTRS yevetikovg tomove, Y-/X-STRs 11 SNPS yevetikong
deixtec [166, 167, 206].

[Mopdiinio, TPokeWEVOL va EAEYEOVLE TV EYKLPOTITO TOV ATOTEAECUATOV,

vroroyionkav kot ot dsikteg PE kou RMNE. Zto deiktn PE apapdvtag to mpopid
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™e untépag mapatnpnonke pueimon (koudvinke amd 99,9999911 éwg 99,9999999),
aAAd Oyt oe Pabud wote va odnynbodue oe mapoamlavntikd amoterécpata. Ocov
agopd 1o deiktn RMNE, ot tyuéc tov ot1g mepiocdTepeg mepmtmdGE avENONKaY
(vmoAoyiotnroy amd 2,5973x107%2 ¢w¢ 1,2113x107) ywpic 06TOGO Vo ETNPEAGOVY TO
TEMKO OOTELEG L, EVED GE KATO1EG GAAEG OEV TOPOLGIACAY LETAPOAN.

EmnpocBeta, 101aitepo evdlapépov mapovsiacay t€ooeplg (4) TEPIMTMOGEL,
N°4, N°11, N°14 kot N°15 (TTivakeg 7.5, 7.6, 7.7 ka1 7.8 avtictoya), 6TIg 0m0ieg KT
TNV amovcio. TOL YeVETIKOD TPoeiA ¢ puntépoac, m aSTR petdAioén émaye va
voiotatol, eved ot deikteg CPl xow W ghottdbnkav onpavtikd yopis ®otdco va
petofAndel to tehkd amotéreopa. Katd ovvénetn, a&iCel va onueiwbel 61t oe duo
TEPWTAOGELS £fvort TOAD mhavo kdmola yeyovota petdAlaing va ayvonfovv 6tav Katd
™ dteEaymyn Tov TeoT, O AopuPavoviol VoYLV To YEVETIKG HeS0UEVA TOV EVOG EK TV
dvo @I, yeyovog mov Ba umopovce va 0ONYNGEL KOl GE VLTOTIUNUEVO TOGOGTO
petdAraéng otov TAnduoud.

Xe autq N pekétn &xer mapoyBel va alidmoto ovvoro latpodikasTikKdv
dedopévmv, 6oV agopd TV cvyvotnta petdAroéng 16 aSTRS yevetikov tén@v Kot To
omola efvon eEapetikd  ypnowa otg dokocieg eAEYYov  apgiofntovpevng
yovikotntag otov EMnvikd mAnbvopd. (ITivokog 7.1). Ta omoteléopoatd  pog
Bpiokovioan oe cvppovio pe dAkeg avoaeopés g moykocog PBiploypaeiog. Ot
Drozdziok et al. [207] otn peAétn tovg, 1 omoia apopovoe TANOLOUO TG TEPLOYNG
Kartopitoe g Notwoag [Modwviog, kataypdeovy alinAikéc avopoldtmreg otovg SE33,
VWA, FGA, D8S1179, D10S1248, D3S1358 war D2S1338 yevetrikovg témovg, pe
e€aipeon tov D12S391. Opoimg, o1 Martinez et al. [190] oe avrtictoyn pelétn oe
mAnBovopd oto Xdo [1doro g Bpalitiog avapépovy avénpévo TocooTd LETOAAAEEWY
otoug VWA, D12S391, FGA, D8S1179 kar D3S1358 yevetikovg tOmovg, pe povn
e€aipeon tov D2S1338. Télog, ou Xu et al. [178] xar ot Xiao et al. [152] o avtictoryeg
peiétec minbuopmv tev meploydv Hunan kor Guangdong g Kivag, mapadétovv
dedopéva Tov GuVAdoLY pE TNV Tapovoa peAETn. EEaipeon amotedel o yeveTikog TOmog
D2S1338. Akoun, o mpémet va avaeepbei 6T 1060 ot pelétn tov XU et al., 6o kot
oTIg ueAétec Tov Xiao et al. kor tov Martinez et al., dev kataypdeovior dedopévo
OAANAK®OV 0VOUOLOTATMOV TOV 0POPOVV TOLG YEVETIKOVS Tomovg SE33 ko D10S1248.
Onoc aiveton oamd To 0edopévo NG MOPOVGOS HEAETNG OLYKPITIKA UE TIG
npoavagepbeiceg, M UHeYOAVTEPN GLYVOTNTO UETAALAEEDV KOTOYPAPETOL GTOVG

yevetikovg tomovg SE33, VWA, D12S391, FGA, D8S1179, D10S1248, D3S1358 kot
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D2S1338, katt mov mhavov va 0QEIAETOL GTY| YEVETIKN ETEPOYEVELD TTOV EUPOVILETON
avaueso otovg otdpopove mAnbvouovg (Ewdve 7.12). Qotdco, vrapyovv Kot
avoeopés ommg Tmv XU et al., ot omoiot otV £pguva TOVE TEPLYPAPOVY YOUNAITEPQ
TO0G00TA LETOAAAEE®Y Ge oyéom pe Ta dedopéva mov dnpocicvee 1 AABB 10 2010
(American Association of Blood Banks, 2008), kdtt to omoio 0m®mg avapépovv
TOOVOTNTO OPEIAETOL GTO YEYOVOG OTL OPKETH OelypaTa TG LEAETNG TOLG OLPOPOVGOV
duo mepumtmoelg. Apa, OMOG TEPLYPAPOLY, MTAV OVOUEVOUEVO KOO0l YEYOVOTOL
petéAlaéne va ayvonbovv pe amotélecua vo odnynbovv oce vmoTiunomn Tov
TPAYUOTIKOD TOGOGTOV TOV UETOAAAEEWV oTOV peAetdpevo mAnBvocpd. Ot idot
EPELINTEG AVOPEPOVY dVO TTEPITTOGELS (2/65), o1 omoieg Ba pmopovsay va ayvondovyv,
€dv o évag amd toug 600 DI dev elye cvoumepnEbel TN dlevépyela Tov EAEYYOV,
0€d0UEVO TO 0TTOTI0 GUUEMVEL LLE TO OTKN HOIG LEAETT).

Jvumepacpatikd n ypnomn tov aSTRS yevetikdv ténwv amotedel v mAéov
oLYYPOVN TPOCEYYISN  MOTOMOINoNG  yovikOtntag pe  dvvordtnta  emilvong
TEPUTAOGE®V GLYYEVELNG £mG Kot 2°° Babpov. ITpoteivetar: o) 0 EAeyyog tov 2 yovéa og
OAEC TIG TEPWMTMOELS TPOKEWEVOL Vo amopevyfel o kivouvog eo@aipuévov un
AMOKAEIGHOV Kol B) M ypron emmAfov yeveTkdv dcikt®v aSTRS oty mepintwon
TAPoLGiog PETAALAEEDV TPOKEWEVOL Vo glayiotonomBel 1 mbavotnto Yevdovg

OTTOKAEIGLOV.
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HEPIAHYH

Ykomog: O éheyyog TOV YEVETIKOV TPOPIA HEC® TV d10d0yIKE emTavolappavOopevmv
aAAniovyiov  avtocouikod DNA  (autosomal Short Tandem Repeats-aSTRS)
YPNOOTOIEITOL KOl OTNV  OLEPELVNOT OUPIGPNTOVUEVIC YOVIKOTNTOG. XKOTOG TNG
wapovooc peAéng eivar M a&oAdynon g ovpPorng 16 aSTRS oty emiivon
TEPMTOCE®V APPIGPNTOOUEVNG YOVIKOTNTAG TOL 1 TponyNnbeica avdivon Kotéypoye
UETOAAAEELC.

YMko kon péBodor: 210 ypovikd dotnua and 2014 g 2019 peremOnkav delypota
TEPLPEPIKOV aipaTog H/Ko Tapetakoy entypicpatog 690 atopwv. EAéyybnoav 16 aSTRS
nolvpopeiopoi: D10S1248, vWA, D16S539, D2S1338, D8S1179, D21S11, D18S51,
D2251045, D19S433, THO1, FGA, D2S441, D3S1358, D1S1656, D12S391, SE33,
katomv  evioyvong tov DNA pe AmMpFISTR®NGMSElect™ kKit, epappolovrog
Fragment Analysis pefodoAoyia kot yprion yevetikov avaivty Applied Biosystems 3130.
H avéAivon tov dedopévov éyve pe tn ypnon tov GeneMapper® 1D Software IDX1.3.
On deikteg Power of Exclusion (PE), Random Man Not excluded (RMNE), Combined
Parentage Index (CPI), Probability of Parentage (W) vmoAoyictnkav pe Pdon tnv
cuyvotta tv aSTRS aAAniiov otovg Kavkdoiove.

Anotehéopata: X 49 nepurtooelc (39 trio / 10 duo) amodeiytnke 0 amoKAEIGHOG TG
YOVIKOTNTOG, LE TEKUNPLOL AmoKAEIGHOV o€ >3 aSTRS, evd o 212 mepurtdceig (188 trio
kot 24 duo) m yovikomro dev amokieiomke. [Mapddinia kotaypaenkav 15 aSTRs
petodragec: SE33 (3), VWA (3), D12S391 (3), FGA (1), D8S1179 (1), D10S1248 (1),
D3S1358 (1), D2S1338 (1) xat 1 cwwmnAd arinio (Null allele) otov SE33 oe 15
TEPUTTMOGELS oupLopnrovpevng yovikotntog (15/212, 7,07%), (14 trio kar 1 duo), ot
omoileg amodoOnkav oe omdiewr 1 mpocsHnkn piog M 000 TETPAVOLKAEOTIOK®MV
enovoyewnv. H avaioyio matpikng VS Untpikng HETAAAAENG/SLomNA®V oAANAioV NTov
14:1 (p=0,001). Evto¥tolg, OTIC TEPMTMOOELS OGVTEC OV TPOEKLYE OMOKAEIGLOG
oLYYEVELNG, KOOOTL 0 0mOKAEIGHOG amartel 000 acvpPatdTnTEG Kot’ EAAYIGTOV.
Yvpnepdopora: H yprion tov aSTRS yevetikdv 10mmv amotelel v TA&ov cuyypovn
TPOGEYYION TGTONOINONG YOVIKOTNTAG LLE SUVATOTNTO ETIAVONG TEPITTAOGEWY GUYYEVELNG
€w¢ kat 2% Babpov. Ipoteivetor o) o Eleyyog Tov 2% yovéa 6€ OAEC TIG TEPUTTAOOELG
TPOKELUEVOD VO AToPeVYOel 0 KivOLVOg ECQAAUEVOL U1 OMOKAEIGHOV Kot B) m xpnon
emmAéov  yeveTikav deiktddv aSTRS oty mepimtoon mopovciog peTAALIEEDV

TPOKEWEVOD VoL EAOYIGTOTTOMOEL 1) TOAVOTNTA WYEVLOOVG ATOKAEIGHLOD.
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ABSTRACT

Introduction: Autosomal Short Tandem Repeats (aSTRs) widely used in disputed
paternity/maternity assessment. The aim of this study was to evaluate the impact of
aSTRs mutations in parentage cases.

Materials/Methods: In the period from 2014 to 2019 a total of 690 DNA samples (261
parentage testing cases, 34 of which were fatherless or motherless cases) were
investigated. G-DNA was isolated from whole blood and/or buccal swabs. Analysis
was performed using 16 aSTRs loci (D10S1248, VWA, D16S539, D2S1338, D8S1179,
D21S11, D18S51, D22S1045, D19S433, THO1, FGA, D2S441, D3S1358, D1S1656,
D12S391, SE33), using DNA AmpFISTR® NGM SElect™ commercial Kit and
analysis of PCR products by electrophoresis on 3130 Genetic Analyzer. Fragment sizes
were determined automatically using the GeneMapper® ID Software IDX1.3. Power
of Exclusion (PE), Random Man Not Excluded (RMNE), Combined Parentage Index
(CPI), and Probability of Parentage (W) values were calculated using allele frequency
of Caucasoid.

Results: Out of 261 cases, 49 were excluded by aSTRs (at least 3 genetic aSTRs loci)
and 212 were not excluded. Fourteen aSTR mutations (3 from each SE33, VWA and
D12S391, and 1 from each FGA, D8S1179, D10S1248, D3S1358, D251338 locus) and
1 null allele (SE33) were observed in 15 (15/212, 7,07%) different parent/child allele
transfers (1 of them was motherless case), without ruling out fatherhood. Mutations
were single or double-step (repeat loss or gain). The ratio of paternal versus maternal
mutations/null allele was statistically significant (14:1, p=0.001).

Conclusions: Paternity testing using aSTRS is an accurate and high-sensitivity method
with the possibility of resolving kinship cases up to 2nd degree. It is recommended that
a) both parents be controlled in all cases to avoid the risk of wrong inclusion due to the
absence of mother or father’s genotype, b) the use of additional genetic aSTRs loci in

case of mutations in order to minimize the possibility of false exclusion.
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