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1.1 IIEPIAHYH

O caxyoapmong dwfnng etvar petaforkn acbéveln n onoia yapaxtnpiletar and
abENOT TG GLYKEVIP®ONG TOL GaKYGPoL 610 aipa (vIeEpyAvKayio) Kot dtatopoyn
oV petafolopod NG YALkOING, €ite ¢ OomOTEAECHO EANTTOUEVNG EKKPLONG
WGOVAIVNG glte AOY® eAdTT®OONG TNG €LaIcHNGIlag TOV KLTTAP®Y TOV COUNTOG
OTNV WVGOLALVT.

A épevveg mov Exovv mpayupatomoindel, Exel Ppedel OTL Evag peydiog aplOpog
peToAAGEEDY OV aviyvebnkav oe pitoyovoplokd yoviowa tRna cuvdéeton pe v
EUGAVION TNG GLYKEKPUEVNG VOGOV, TNV TAEIOYNPIC TOV UITOYOVOPLOKAOV HOopimV
tRNA  €&ovv aviyvevBel kot mohlvpopeikés ko maboyoveg petoAraéels. Ot
TOAVUOPPIKES HETAAAAEEIS Oev oAAGCovY TNV doun TV putoyovoplak®my tRNA. Xt
OLYKEKPIEVN  €pevva,  mpayuotomombnke  aviyvevon  petaAlGEewv  oto
nrroyovpaxé yovidia tRNAT™ ko tRNAM. Suykexpéva, amd Seiypata ofporoc 20
ATOL®MV TOV TAGYOLV O TN VOGO TOL COKYUP®OOoVS OofnTn, oamopovodnke to
vevetikd vAkd DNA kot ot cuvéyewn pe ) péEBodo G aALGIO®TNG avVTIOPAoTC
nolvpepaong PCR evioybbnke 10 tuniua tov DNA mov embvpovoape amd to
Topamdve ovapepfévta yoviowa. AxkoAlovOnce M aviyvevon TOALUOPPICUDV OTO
npoiovta ¢ PCR pe ) pébodo SSCP, kot télo¢ peAetnoape ) TOVTOTOINGT TOVG
votepo. amd v oAAnlovyon Ttovg (Sequencing). Xvvolkd oviyvevOnkav 2
amokMoelg and to Kowo mpdtumo. Ot amokiicelg mov Bpédnkav sivar AS656G ko

T5693G. Ot cvykekpyéveg petaAhdelc oev Exovv avapepbel Eavd.
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1.2 ABSTRACT

Diabetes mellitus, or simply diabetes, is a group of metabolic diseases in which a
person has high blood sugar, either because the pancreas does not produce
enough insulin, or because cells do not respond to the insulin that is produced. This
high Dblood sugar produces the classical symptoms of polyuria (frequent
urination), polydipsia (increased thirst) and polyphagia (increased hunger).

The investigations have been carried out, it has been found that a large number of
mutations in mitochondrial genes detected tRna associated with occurrence of the
disease. The majority of mitochondrial tRNA molecules have been detected and
polymorphic and pathogenic mutations. Polymorphic mutations do not alter the
structure of mitochondrial tRNA. In this research , a detection of mutations in
mitochondrial genes tRNAT™ and tRNA™?. Specifically , blood samples from 20
individuals suffering from the disease of diabetes mellitus , the isolated genetic
material DNA and then using the polymerase chain reaction PCR amplified segment
of the DNA that like the above -mentioned genes. Followed by detection of
polymorphisms in the products of the PCR method SSCP, and then studied the
identification after the sequencing (sequencing). Overall detected two deviations from
the common standard. The discrepancies found are A5656G and T5693G. These

mutations have been reported again .
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http://en.wikipedia.org/wiki/Polydipsia
http://en.wikipedia.org/wiki/Polyphagia

2.EIXATQI'H

2.1 MITOXONAPIA-BIOAOTI'IA KAI IPOEAEYXH

Ta prtoydvopla katéyovv kevipikn 0éon ot froloyio TV KLTTAP®V Kot ivat
aropaimro yoo v vropén Cong. Ta mepiocdtepo €VKOPLOTIKG KOLTTAPO £YOVV
TOAAG pIToYOVOpla, to. omoior mepiéyovv moAAG avtiypapa MIDNA popiov. Tao
pItoyovoplo €ivol kavé vo GLVTNKOVTOL, Vo YOpilovtol Kol vo. LETOKIVOUVTOL HEGH
oto kvttapo (Bereiter-Hann&\Volth, 1994).

Yyxetikd pe v mpoélevon tov piroyovopiov £yxovv dotvmwOel dvo Bewpies.
XOupova  pe TV TPOTN, TO Yovwiopo Tov opyovidiov (ptoydvoplo Kot
YAOPOTALGTEC) £YOLV OVTOYEVH] KOTOYWYN MECH OTO EVKOPLAOTIKA KOTTOPO KO
TPoEPYovToL amd OpadGUOTe TOL TLPNVIKOD YOVIOIMUOTOS TOV EYKOATMOMNKOV ©E
ueuPpdvec kol oynuATIcOV TO. UItoXovoplo Kot Toug yrmpomidoteg (Cavalier-Smith,
1975; Uzell & Spolsky, 1981). H devtepn Bewpio vrootnpilel 611 T0 yovidiopo Tmv
opyovidiov avtdv €xel e£myevi) TPOEAEVLOT), KOl GUYKEKPIUEVO TPOEPYOVTOL OTd
Bakprokovg mpoydvovg ot omoiot €céPaiiav (1] €yKOAT®ONKAV) o©e MPpwTO-
gvkopvoTikd kottapo (Margulis, 1981). H debtepn beswpia mov kodeitar «Oewpia
evdoovuPimoney vrootnpileton amd d1dpopeg poprakég amodeilelg (Gray, 1992). Mia
amd TG HOPLOKES AmOOEIEEIC TOV GLVNYOPOVV VEP TNG EVOOCLUPLOTIKNAG Bewpiog
wpoépyetol amd v aAAniovyon twv rRNA yovidiov. Alomotodnke 61t ot rRNA
aAANAOLYiEC TOGO TV YAMPOTANGTOV OGO KOl TOV UITOXOVOPImV £X0VV LEYOADTEPT
oLYYEVELL UE TIC POKTNPLOKEG OAANAOLYIEC TTOPE LE TIC TUPNVIKES GAANAOLYIES TV
ELKOPLVOTIKOV. XNUEPO TIGTEVETAL OTL TO ELVKOPLOTIKA KOTTOPO EIVOL YEVETIKES

yipopeg mov meptEyovv Evol piypa omd drakprrég eEeMktikég ypappég (Avise, 1994).

2.2 MITOXONAPIAKH AOMH

Ta pitoxdvopuo etvar opyavidia, pe péyebog avtioctoryo tev Poktnpiov
(mepimov 1 X 2 um), to omoio. AmAVIOVTIOL GE PEYAAOVG 0plBROVG GE OAa GYEdOV TA
EVKAPLOTIKE KOTTOP. Tumikd, vrapyovv mepimov 2000 piToydvopLa avd KOLTTOPO,

avTIPOcOREVHOVTOS T0 25%, TEPImOV, TOV KLTTOPKOVD YKoV, ATOTEAOVVTOL 0O dVO
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pepppavec Kot dtakpivovrol omd 000 dtakpitd TpuMqpote 6mov 1 e&mTepikn eivan Agia,
EVD 1 €0MTEPIKN givor avadimAopévn kot oynuotilel moAlvdpiBueg diokoedeic M
JOKTVLAOEOEIC TTLYMGES. AUPOTEPES OL LTOYXOVOPLOKEG HepPpdveg ival TAoVo1EG G
npwteives. H sowtepikn pitoxovoplaxn pepPpdvn eivol adomeépaotn aKOUn Kol o€

pikpd popia pe egaipeon 1o Oz, 10 CO; ko 10 HZ0.

Eixova 1: Aoun putoyovopioo

H swoaymyn kot e€aymyn onUovtikov petafoAltov dtac@oriletor amd tnv
TOPOVCio. TOAVAPIOU®OV UETAPOPE®Y OTNV €0MTEPIKN HeuPpdavn. H ecwtepkn
HeUPPpav HETOPEPEL, EMIONG, CLUTAEYUOTO TNG OVOTVEVCTIKNG oAvcidoac tqv ATP

ovvBdon kot aAda évlopa. IThovowa og évlopa ivor kot 1 Ogpéa ovaia.

2.3 METABOAIKEX AEITOYPTIEX

Ta pitoyoévopla meprypdpoviol kot oG To PLOYNUIKO €PYOSTAGIO TOPAYMYNS
EVEPYELOG TOL KLTTAPOV, APOV —UEG® TNG 0EEWDMTIKNG POCPOPLAIMGONG- TaPAyoLV TO
peyoAvtepo  pépog tov kuvtropwov ATP. X Oepého ovoio evtomilovror m
TVPOSTAPVAKY] apvopoyovdacn (PDH), o kikiog tov tpikapBosuiikov oféwmg, n B-

ofeldwon tov Mmapdv o0&V Kot péPT Tov KUKAOL g ovpiag. H avamvevotiknm
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alvcida, n ovvBeon g ATP kau ta éviopa, mov cuppeTéyovv ot Procdvheon g

aiung cvoyetilovrot pe MV ecOTEPIKN LEUPPEVN.

Eixova 2: Mitoyovipio koi evépyeia,

H 610 n ecotepicn pepppdvn dwadpapatifel onuavtikd poAo oTnv 0EEIOMTIKY
eoo@opvAioon. Kabmhg dev etvar damepatn oto TpmTOVIO, N OVOTVEVLGTIKN 0AVGIdN
—ov avTAel TPOTOHVIKL amd TN BegpéMa ovcio 6TO SIUUEUPPOVIKO YDPO HECH TMV
ovumieypdtov |, 1 ko V- edpaidvel pio fabuidmon mpotoviov ot HEGOL TNG
E0MTEPIKNG UEUPPAVNC, HEC® TNG omoiag dSwtnpeiton 1M YNUIKNY EVEPYELD, OV
aneAevBepdvetal katd Vv odpkeln g ofeidmwong tov NADH. 1t ocvvéyewa, n
ovvBaon g ATP ypnoomotel v evépyeta, mov £xel amodnkevbei ot Pabuidmon,
vy va oynuoticet ATP kot ADP kit avépyavo @dc@opo. ApKETA amd To PLETAPO PLkKdL
cvothuoTo eEapTtdvTal, enione, omd T Podpidmon H'.

Modi pe 10 evOOmAUGHOTIKO O1KTLO, TO. LITOYXOVIPLLL AELITOVPYOVV, EMioNG KOt
o¢ evookvttopkn deEapevny aocPeotiov. Ta proyxdvopla dadpapatifovv, emiong,
ONUOVTIKO POAO GTOV «Tpoypappatilopevo Kuttapkd Bdvato» v andéntwon. Ta
ptoxdvoplo. mepiPaiiovrol amd pio ecotepikn kot pio eEotepikn pepfPpdvn. H
e€mtepikn pepuPpdvn mepEyetl Topiveg, OV EMTPENMOVY GE LKPOTEPA HOPLoL peyEBong
uéypt 10 kDa va mepdcovv. Avtibeta, 1 ec@tepIKn pepPpavn givar adloméPacTn Kot

oto pkpd popu (pe v e€aipeon tov H20, tov agpiov Oz, CO2 ko g NH3). Ola
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T0. VTOAOUTO, VITOGTPOUOTO TOV ToYovoplokol petafoliopod poall pe ta mpoidvia
T0V¢ o Tpémel, emopévms, va pHetaktvnBodv HEGm NG E0MTEPIKNG HEUPPAVIG 1e TN

BonOeta e101KOV PETAPOPEDV.

2.4 TO MITOXONAPIAKO DNA

To royovopiokd DNA eivar éva dikAwvo, vrepeMk®pevo, KukAMko (pe
Kamoleg eEapEcEIS TV TPOTOL®V Tov givan pafodpopeo) poplo mov evromileTon
oTN UTPO TOV [ToYovopimv. Yapyel o€ moAAamAd aviiypagpa and 2 £mg 10 og kdbe
pitoyovoplo, pe amotédecua va vrapyovv 1000-100000 avtiypapoa tov popiov og
k@O wottapo. H avtypoaer, n peTOypoen Kot 1 HETAPPACT] TOV LUTOYOVOPLOKOV
DNA mpaypatomolovvton ko’ 6AnN v 01dpKelo Tov KLTTAPIKoD KOKAOL avedptnta
and TIc avtiotoreg Oladkacieg tov mupnvikod DNA. Av kol o putoyodvopa
nepEyovv 10 dkd touvg DNA, 10 omoio kmoKomolel pior moKiAior TpOTEIVOV Kot
popimv RNA, dev mepi€yel OAeg Tig amapaitnteg mAnpopopieg yoo T ovvheon dAwv
TOV AEITOVPYIKOV KOl SOUK®DOV OVOyK®V TMV opyovidiov —yU avtd yapaktmpilovrot
NWowTOVOpo opyovidlo- Kot yiveTow €l0aymyn Hopi®v omd TO KLTTAPOTAOGCLLOL
(evlipowv, puOotikdv Kot PPROCOUATIKOV TPOTEIVOV) Tov 1 obvBeon Tovg
eréyyxeton amd o mupnvikd DNA. Ot dradikacieg TG ovTypapng Kot TG LETOYPOPNG
ompiloviar 6e mTupnviKove mapdyovtes. Ot mopnvikol mapdyovteg mov Tpoopilovion
Yoo To proyovoplo peta@pdlovior ota PROCOUOTO TOL KLTTUPOTAAGLOTOS Kot
TPOTOTO0VVTOL UETAUETAPPOUCTIKA HE U0, aAAniovyio-0donyd oto N-dkpo, ®oTe va

eloayfovv ota ptoyovoplo pe tn Pondela petapopiwv.
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Eixova 3: Mitoyovipiaxé DNA (mtDNA)

Yrdpyovv apketd onueio mov 1 PoAoyin oV ptoyxovopimv  dlapépet
OVLGLOCTIKA OO QTN TOV TUPNVIKOV YOVISI®UAT®V, Kol 0VTO CLUVETMG EMNPEALEL TO
povtédo ko v ddikacio g e£€MENG tov. T mapdoetypa, vrdpyovv 16.569
edyn Pdaoewv o10 ovOpoOTIVO puToYovoplokd yovidiopo oAAd  mepimov 3
OLGEKATOUUDPLOL GTO TUPNVIKO HOG OTAOEIOEC YOVIOT®OL. XVVETMDS, TO UITOYOVOPLUKO
yovidiopa eglvar  povo mepimov 10 0,00055% tOov  GLUVOAMKOD  AvOpOTIVOL
YOVIOLOHOTOG. Tor [UTOYOVOPLoKA KOl TOL TUPNVIKA YOVIOIMUOTO O0PEPOVY KOl GE
apkeTd GAAa ototyeio, Onmg givor o aplBudc eravainyewv tov popiov (ploidy), o
TPOTOC KAnpovounonsg, o Pabuoc avacvvdvacpov, o oplfuds tov vipoviov, 1o
dopactikd péyebog tov mANOvopoL, o pLBUdG peTEAAAEE®V, Ol pNYOVIGHOT

emd10pbmong k.a. (Sheffler, 1999).

2.4.1 MITOXONAPIAKEX METAAAAEEIX

To mMtDNA mapovcidlel peyddn svaicOnoio otig petadddéelc, oe avrtifeon pe to

TUPNVIKO yovidiopa, KoOdG amoteleiton povo omd KoOEG aAAniovyieg Kot ot
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unyoviopol emdopbwong eivor mepropiopévol. Ot meplocOTEPES UETAAAAEELS TOV
pitoyovoprakov DNA eivar onpewokés. Tapatnpovvtal, emiong, WkpEG 1 peyaieg
eMetyelg. Ot petodddéers elvar eite kAnpovopovpevee, eite emiktntec. Eivon
a&l0oMUElMTO OTL 01 KANPOVOUOVUEVES LETOAAAEELS Elval oXEOOV TAVTO GNUEIKES KO
Oyl peydieg avakatotalelg Ommg eAleiyelg 1 dumAactiacpol. Eivar mbavd mog n
YEVEQAOYIKT YPOUUN OEV EMTPEMEL LEYAAES AVOKOTATAEEIS TOV ptoyovdplokoh DNA,
yU' ovt0 o1 eAdelyelg eivon mhvto emiktnteg Kot €TEPOMAAGUIKES. Ot GNUEIKES
HETOAAGEELS pmopel va elval KANPOVOUOVUEVEG 1 ETIKTNTES KOl VO TOPOVGLALOVV
opomAacpia 1 etepomiacpio (Gellerich et al., 2002).

O eMelyelg tov MIDNA ftav o1 tpdteg HETAAAAEELS O OTOIES TTEPTYPAPTNKOV
Kot oxetiotnkay pue avOpomvn acOéveia (Holt et al., 1988). To uéyebog g EAretyng
umopel va mowkider amd pion povo Paon émg apketéc Kb ko evromilovriar og
omo10dnmoTe TUNUa oV popiov. H mo kown éAdenyn éxet unkog 5 Kb kot ekteivetan
HETAED TOV YOVISI®MV TTOL KMOKOTOL0VV Yl TO KLTOYpwuo. b kot yio v vropovada I
™G KLTOXPOMKNG 0o&ewdaons, omiadn oe mepoyn oOmov amavtovior tRNAS kot
Yovidle 7oL K®OWKOTOWVV TPpmTEiveG. MeydAng wAipokag elelyelg, Ommg 1
TpoavapepOeica, £Y0VV GLGYETIOTEL PE EOIKOVS QUIVOTLITOVS TTOV OVTIGTOLOVV CE
ocuvdpopa 6mmg to Kearns-Sayre, to Pearson kot mn ypovio. TpoodevTikn e£mtepikn
opBaipomAnyia (CPEO). Qot6c0, 1 maboloywn Exepacn Tov eAlelyewmv Oev
neplopiletar 6€ OVTOVG TOVS EOIVOTLTIOVS OAAG €xel ouVOebel pe OAeg oYedOV TIg
LLTOYOVOPLOKEG EYKEPAAOTAOEIEC.

EMelyerg evioniCovtol o€ KOTAGTAGELS ETEPOTAACUING, TO TOCOGTO TMV HOPI®V UE
EMELHO TTOIKIAAEL OVAULESO GTOVE 16TOVG Kot 0 Pabuodg etepomiacuiog umopel va
oAAGEeL pe ™V whpodo Tov ypdvov. Ot eddeiyelg mpokvmrovv g MIDNA mpo-
HeTAALOEN, TOAVOV, HEGH GTO MOKVTTOPO KOl LETAPEPOVTOL GTO VEOYVO TO OmOio
pumopet va gpeovicer KAvikd yapoktnpotikd. Etvor eEoupetikd acvvnbieto va
npocPAnfodv mepiocdtepa amd Eva veoyvd kot 0 KivOuvog NG HETEMELTO PLETAOOGNG
and pio mpooPePfinuévn yovaika €xet exktyundei oto 4% (Chinnery et al., 2004).
Opopévorl acbeveig £xovv dumhactacpods oto MEDNA, ot omoiot O prmopovcav va
AmOTEAEGOVV EVOApEGO Prpa 6T0 oynuaticpd ealelyemv. Mikpég erleiyelg €govv
TEPLYPOUPTEL GE YOVIdlL OT®G AVTA TOL KOOWKOTOWOVLY EVILUO TNG OVOTVEVGTIKNG
aAvcidag (Schapira, 2006).

[Teprocotepeg and 100 petaArdEers mov €xovv cuvoebel e avBpomiveg acBéveleg

EYOLvV TEPLYPAPTEL G€ YOVidia mov Kmdkorolovv npwteiveg, tRNAS, rRNAS (Servidei,
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2004). And tic  petoAAGEEG OV £YOVV EVIOTIOTEL KOl GLOYETIOTEL e aoBEveleg,
neplocdTepec omd TG picég evromilovtar ota yovidwn tov tRNAS, yeyovog
a&loonpueinto dedopévov 6t ot ahAnrovyieg v tRNAS amotelodv povo to 10% tov
HTOXOVOPLOKOL yovidliopatos. Avtd pmopel vo e€nynbel Adym Tov 0LGLOGTIKOD
porov tov tRNAS ot obhvbeon mpoTeivdy 01 0moleg GUUUETEXOVY TNV TOPUYDYN
evépyewng. Amd to 22 tRNAS ta 21 oyetiCovion pe HETOAAAEEIS TOL TPOKAAOLV
acBéveleg. H povn yvoom e€aipeon  elvar 1o yovidwo yw to tRNA ¢ apywivng
(tRNAY9). Atiter va onuewbei 611 10 50% Tov mofohoykdv peTaAAGEemv
rapatnpeitat oe 3 povo tRNAS : tRNAUYR {RNADS ko tRNA',

H xhvikn toug €kppaon mowkiddetl kot TeptAapPavel ToKiALoOVG PavOTUTTOVG OTTMG
o oOvdpoua: MELAS (ptoyovdplokn eykepolopvomddeta, yolaktiky oémon Kot
ayyelokd eykepaikd emeicoow), MERRF (pvoxiovikn emiinyio pe epvbpéc
POKMOELG tveg), NARP (vevpomdBera, ato&io, LEAQYYPOCTIKN
apeipinotpocwonadein), LHON (kAnpovopikn omtiky] vevpormdbeio tov Leber).
Emniong, oMyoovuntopatikd cOvopopa Tov TPOKOLATOVY OO CNUENKEG LETOALAEELS
tov MIDNA  meptlopupdvoov 10  cokyopmon owfnrn, Kapdlopvomdoeles,
vevpoausOnmpla KOQ®orn. Qotdco, 0cOevelc HE OAYOCLUTTOUOTIKEG HOPPES
UTOPOHV S1000YIKA VO OVOTTOEOVY ETMAEOV KAVIKA YOPAKTNPIOTIKA, .Y 1 UNTPIKN
KANPOVOLUKOTNTO VTEPTOONG, LAEPYOANCTEPOAUIOG KOl VTEPUAYVNOLOUING TOV
npokoeitar omd petdAraén oto prroyovoplakd tRNA ¢ icoievkivng (Wilson et al.,
2004).

Emiong, O1dpopec acBéveieg €xer amoderytel OTL opeilovion o€ UETUAAAEELS
TUPNVIKOV ~ YOVIOIOV OV K®OIKOTOOVV  HITOXOVOPLOKEG TPMTEIVES.  AVLTEG
TEPIAAUPAVOVY  SOTOPAYEG OV TPOKOAOVVTOL OO UETOAAAEELS TPOTEIVOV TOV
GUUUETEYOVV GTOV KUKAO TOV KITPKOV 0&E0C, ot B-o&eidmon Kot 6Tov KUKAO NG
ovpiag. MeTaALIEELG TVPNVIKDV YOVISI®V TOL OTTO{0L GLUUETEYOVY GTNV OVTLYPOOT] TOV
pitoyovopokod  DNA 1] kwdwkomolodv mpoTteive TG OVOTVELCTIKNG AALGIONG
UTOPOUV  va. OONYNOOLV GE  QUIVOTLTOLG OOV pe TIG Tpoavagepbeiceg
petaArdéelg oo MDNA. Aldec mpokaAohv SoKptd KAWVIKE GUUTTOUOTO TOV
TOOVOV GUUTEPIAOUPAVOLY TPOOSEVTIKEG VEVPOEKPVAIGTIKEG acbéveieg. (Schapira,
2006)
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2.5 AIABHTHX

O ocoxyopddng dwpntng omoterel opdda petafoikdv mabnoewv mov
yopoktnpilovior amd vrepyAvkaipio o omoio sivol amotédeopo SoTapoydV GTNV
€KKPIOT WVGOVAIVNG, oTNnVv dpdon g N kot ot 0vo. H ypdvia vepyAvkaipio otov
cakyopmon dwpntn oyxetiCetor pe Vv wpOKANoM  paxkpoypdviwv  PAapav,
dvoiertovpyiog M OVETAPKEWS OPOP®V OPYAVAOV, KOl WOUTEPMG TV 0POUAN®Y,
TOV VEPPOV, TOV VEVPMV, TNG KOPIIS KoL TOV ayYeimv.

oMo mwoboyeveTik®V UNYOVICU®V  EUTAEKETAL otV avamtuén  Tov
cOKYop®ON PN, CLUTEPIAAUPOVOUEVAOV TNG OVTOAVOONG KOTAGTPOYNS TV [-
KUTTAP®V TOL TOYKPEATOS, HE EMAKOAOLOO TNV IWGOVLAMVOOVETAPKELD, KOl TOV
dTapoy®V TOL 00N YOUV GE WWGoVAvoovTioTaon. Ot dtapoyés Tov UETUPOAMGHOV
TOV vOaTOVOPAK®Y, TOL AMTOLE KOl TOV TPOTEIVOV TOL TOPOTNPOVVIONL GTO
COKYOp®ON OPNTN TPOoEPYOVTAL OO TNV OVETOPKN OpPAoT TNG WOOVLAIVIG GTOLG
16T00G-0TOYOVG  €ite AOY® OvemopKoLg EKKPIONG NG &ite AOY® EAUTTOUEVTG
AVTOMOKPIONG TOV 10TMV GTNV KLKAOPOPOVCO, WWGOVAIVY o€ éva 1| TEPIGCOTEPQ
onueia TOV TOAVTAOK®V 00MV dpAcng Tng 0pUOVING. ZVYVA Ol OVOTEP® SLOTOPOYES
oLVLTIAPYOVV GTOV 1010 acBevn], ywpic va umopel va kabopiotel pe cagnvelo mToo
dlatapoyn amoteLel TNV KOPLOL aLTiol TG LITEPYAVKAUIOG.

210 CUUTTOMUATO TNG VLIEPYALKoiog meptlopupdvovior - moAvovpia, M
molvdwyio, N andAew PApovs, HePIKEG PopEc M moAvpayio kot To Bdupog dpaong.
Avontuélokég dlatapoyéc kot evoucOnoio o€ CLYKEKPUEVEG AOIUDEEIS LITOPOVV
emiong va. ovvodehovv TN ypovia vrepyAvkopia. Oeiec, dvvnrikd OBavatnedpec,
EMITAOKEG TOL UM EAEYYOUEVOL COKYOP®ON Owfntn amoteAobv 1 OofnTikn
KETOEEMON KoL TO 1) KETOGIKO VIEPMGUMTIKO GUVOPOLLO.

Moxpoypovieg  emmAoKEG — TOL  cokyop®dn  owpnmn  elvor M
apeipAnctpocdondfeia mov pumopel vo 0dMyNoEL 6€ TANPN amdAEl TG Opaons, M
VEQPPOTABELD PLE TNV EMAKOAOVON VEQPPIKY| OVETAPKELDL, 1) TEPLPEPIKN VELPOTADELL LUE
Kivouvo mpokAnong eAkmv ota kdtom dkpo, akpotplocpod kot apbpwong Charcot
Kot 1 vevpomdBeie ANX e GUUTTOUATO, OO TO YOGTPEVIEPIKO, OVPOTOIOYEVETIKO Kot
KopOwyyelokd oLOTNUA, OAAD Kol HE OTLTIKY OvcAgrtovpyia. Ov acBeveic pe
oCaKYOP®OON SPNTn TAPOLSIALOVY AVENUEVT] ETMTOOT) KOPIYYEWOKNG, TEPIPEPIKNG

OPTNPOKNG KoL AYYEWKNG EYKEQUAIKNG VOoov. Emmpodcheta, cuyvd cuvundpyovv og
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aclevelg pe coakyap®dOn SwfnTn opTNPLOK VIEPTOOT Kol OOTOPAYES TOV
HETABOMGHOD TOV MTOTPOTEIVOV.

H ocvviputtiky mieioyneio oV TEpmTOGE®V HE GOKYAP®ON OPNTN OVIKEL
o€ OVO HEYAAEG ouTOTADOYEVETIKEG KOTNYOopiec. XNV MPAOTN Kotnyopio, o©TOV
caxyopmdn dapnn tomov 1, mapatnpeitor TANpNg EAAeyn wveoviivine. H didyvoon
o€ Gtopa VYNAOD KvdHvou Yo avantuén cakyapmoovs dtapntn tomov 1 tifeton pe
TNV O1EVEPYELD OLUATOAOYIKDV EEETACEMY TOV OElYVOLV TNV TOPOVGCIK OVTOAVOCNG
TaBoAoYIKNG dlepyaciog Kot e T YPNON YEVETIKOV dekT®V. Avtifeta, otn devtepn
KOl 7O GLYVN Katnyopic, oTtov cokyap®mon owpntn tomov 2, ®¢ KVPo aitlo
Bewpeiton 0 GLVOVOCUOG AVTIGTOONG GTNV OPACT TNG WOOVLAIVIG KOl OVETOPKOVG
EKKPIONG NG OPUHOVIG OO TO TAYKPENS. XE OLTV TNV KATNYOPio GOKYOP®OIN
dwpn, umopel va mpovimbpyer Kamowog Pabuodg vmepyAvkoipiog, wKavog va
TPOKAAEGEL TABOAOYIKEG KO AEITOVPYIKES PAGAPES G d1APOPOLE 1GTOVG-GTOYOVG, Y10
HEYAAO YPOVIKO SlAoTNUO TPV TNV Odyvewon Tov cokyopmon owpnt. Katd tnv
SLAPKELDL AVTNG TNG ACVUTTMOUATIKAG TEPLOS0L, dVvaTOL Vo aviyveLBel dtotapoyn Tov
petafoAoov TV vdatavlpdKov pe pétpnon g YAKOINS TAAGLOTOG VIOTELNG 1) e
TNV JEVEPYELD TNG SOKILOGTOG avOyNG YAVKOLNG.

O BaBudg vrepylvkopiog (v vapyel) HETARBAALETOL PE TNV TAPOOO TOL
xPOVOV, avaAoYa e TNV €KTOON TNG EKACTOTE VITOKEINEVNC TaBoloYIKN G diepyaciag,
N omoia pmopel va unv €xet e€elyBel 1600 dGTE Vo TPOKOAESEL VITEPYAVKALLIO, ALY
uovo datapayn yAvkoing vnoteiag /Kot dtatapayn avoyng yAwkolng, xopic Opmg vo
TANPOL T S10YVOOTIKA KPITNHPLO. TOV GoKYap®mON Ofntr. e Kdmolovg acbeveig pe
coKyopmon dwpntn, umopel vo emtevydel KOVOTOMTIKOG YAVKOUKOS EAEYYOG LE
anoAsw  Papovg, doknon N/kor xpnon omd TOL GTOUOTOS  VLTOYAVKOUUKOV
napaydvtov. Avtoi ot acBeveic dev yprlovv tvoovAvobepaneiog. Eniong, acBeveig pe
VTOAEYWUOTIKY] €KKPLoN WOOVAIvIG mov ypewalovtar Opmg €&myevn yoprynon
WGOLAIVIG Yoo TV €mitevén gvuyAvkaipiag, pmopovv va emPrdsovy ywpig T Aym
WGOLAIVNG. Avtifeta, acOeveic pe eKTETOUEVT KOTAGTPOON T®V P-KLTTAPOV, KOl
KOTO GUVETELD LE ATOVGIN £KKPLONG YCOLAIVIG, xpNLovv vaovAvobepamneiog yio Tnv
emPioon tovg. H Papumta avtig g petafoAkng dtatapoyng svvatal vo. avEndei,
va petpotel 1 va mapopeivel otabepr. Emopévog, o Pabuog vrepyivkoipiog
avtovokAd ) Poapdtnra g ekdotote vokeipevng taboloyikng diepyasiog Kot Tnv

amoteAeclOTIKOTNTO TNG Ogpameing TG KoL Ol T VO TNG.
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Yakyxapwdng Stapntng tomov I

R

¢ AvT04v0o00g GUK)aPDONS drafTNg

Avt6g 0 1Mo cakyap®on dwfrtn mov agopd puovo 1o 5-10% tov acbevov
HE cOKYop®ON OwfnTn Kol TOAMOTEPA AVAPEPOTOV ®OC WGOVAVOESAPTOUEVOS
COKYOP®ONG OWPNIng, cokyap®ons owfntng tomov 1 1N veavikdg cakyapOong
dwpnng, mpokaAeitor omd aVTOAVOCT KOTAGTPOPT TOV B-KLTTAP®V TOL TOYKPEATOG,.
Agikteg g avtodvoong @VUong NG  VOGOL  AmOTEAOVV  OVTIVNGLOKOA
OLTOOVTICOUOTO , CVTOAVTICOMOTO EVOVTL TNG WWVGOVAIVIG, TG dekapPosuAdons Tov
yrovtopvikov 0&Eoc (GADgs) kat Tov pocotdcmy g Tupociving |A-2 ko 1A-2p.
‘Eva 11 cuvfwg mepltocdTepa oTOOVTICOUOTO SUMIGTOVOVTIOL 6€ T0G0oTO 85-90%
TOV 0cOevav pe TPpOTOdyVOSUEVT vepyAvkopia. Emmpdobeta, avtdg o tomog
COKYOP®ON OWPNTNn YoPAKTNPIOTIKA Tapovctalel vynAés ovoyetioelg HLA pe
ovvoeon tov DQA kot DQB yovidiov, evd emnpedleton kat oand to DRB yovidio.
Avtd 1o HLA-DR/DQ pmopei gite va mpodiabétov gite va mpootatedovy omd T
vOGO.

Y& oUTOV TOV TOUO CAKYOPMON OWfNTN, N CLYVOTNTA KOTAGTPOPNS TWV [3-
KUTTAP®V TOKIAAEL ammd Toyeia, 101m¢ o€ ynmokn Kot Tondiky nhkia, péxpt Ppadeia,
101w¢ 6TOVG eVMKEC. Xe nepkovg aobeveic, 10img maudid kot epnPovug, 1 keTo&émon
amoTEAEL TNV TPOTN KAMVIKN] EKONAMOT] TOL COKYop®ON owfntn. AArot acHeveic
napovotdlovv pétplag Papdtnrog vrepyAvkapio vnoteiog mov pmopet vor e€eAyOel
Taxémg o€ cofapr] vmepyAvkoipio 1/Kot KETOEEMON GTO MANUIGIO GLVLTAPYOLGUG
roipwéne M GAlov otpecoydvov mapdyovta. Avtifeto, Aot acBevelg, wvpiog
EVIAIKEG, OOTNPOVY KATOl0 LVTOAEYUOTIKY AETOVPYiD TV P-KLTTAPOV, KAV Vi
TOVG TPOPLALEEL amd TNV EUPAVION KETOEEWONG Y10 APKETA XPOVID, OV KOl TEMKA
xpewlovtal woovAivn ywo v emPimon tovg kou Ppiockovtor oe dwpkn kivovvo
KeTOEEMONG. X aVTO TO TEAKO OTAO0 TNG VOGOoL, mopatnpeitor eAdyotn £mg
KaBOAov €KKPLom €VOOYEVOVG VGOVAIVIG, OTMC OmMOKOADTTETAL OO TN YOUNAN 1| Un
aviyvevon C-mentdiov oto mAdopa. Katd kavove, o avtodvocog cokyopdong

dwfnng eppaviCetor oty Todkn Kot epnPikn nAia, yopig Opwg va amokieieTor n
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EKONAMOT TOL GE OTOLONTOTE NAIKI, AKOUT KOl GTNV OYO0N Kol EVOTn OEKOETIO TNG
Cong.

H oavtodvoon kataoctpogpn Ttov B-Kuttdpmv omodidetor o€ TOAAATAOVS
YEVETIKOVG  TPOdOOEGIKOVG  TOpAyovies, evd emiong emmpealetor Kot amod
TEPIPUALOVTIKOVE TAPAYOVTEG TTOL dEV EXOVLV OUMOG aKOUN TANPOS dlevkpvicel. Av
Kot ot acBeveig omdvia eivar vagpPapot, N Tapovsia Tayvoapkiog dev amokAeieTon
NN Katd ™ ddyvoon g vocov. Avtoi ot acBevelg yapaxtmpilovral amd vynAn
mpodldleon vy epeavion kol GAA®V avTOdvVOocMV dloTapay®V, OT®G VOGO TOL
Addison, Agdkm, Ko1Mokdkn, owtodvoor nratitida, poachivelo gravis kot kokonom

avopio.

I610ma B¢ cakyapwdng Stafntng

Kdémotot and avtovg toug acsbeveig mapovstalovy HOVIUTL VCOVAIVOTEVIOL Kot
&xovv mpodlabeon yu KeTOEEWON, YWPIc OU®G avtodvoco vroPabdpo. Amotelovv
peovotto TV acfevav pe cokyapmon owpntn tomov 1 kol o1 TeEPIoGOTEPOL Elvar
QQPIKOVIKNG TN OCLOTIKNG KOTOY®YNS. X& auTtdV TOV TOTO oaKyopmon owpn
TOPATNPOVVTOL ENEGOOI0 KETOEEWMONG e TOKIANG PapOTNTOC WWGOVAMVOOVETAPKELD
oto evoldpeca OoTnUate. YTapyer peydAog Pobudg kAnpovoukdtntog, yopic
TEKUNPLOUEVT] VTOAVOCT] KOTAGTPOPN TV B-kuTttdpmv Kot yopic HLA-cvoyétion. H

avaykn weovhvobepameiog oe anTovg ToVg 0ebeveic motkiAdet.

Yakyapwdne Stapntne tomov 2

Avtdc 0 tOnog mov aopd mepimov 0 90-95% TV acbevav pe caxyopadn
dwfntn kot waAdTEPO aVOPEPOTAV G WY WWGOLMVOEEAPTMOUEVOS COKYOPDING
dwfnng, cokyop@dns dwprtng TOmov 2 1 caKyopOdINS dWPNg TOV VMKV,
yopoktnpiletor Katd kOpo Adyo amd avtiotacn omnv OpAocTm TNG WGOLAIVIG e
ouvod0 oyeTikn (kor Oyt TANPM) avemdpkelwd EKKPIONG WWOOLAIVNG.  Apyukd
TOVAYIOTOV, GLYVE Opmg kot €p’ Opov (ong, ot acBevels oev ypedlovron
woovAwvoBepaneio yio v emPiowon tovg. Ta aitie ovTov TOL THTOV GOKYUPDON

dwfntn mowiAlovv, ywpig vo pmopovv va devkpwvicBovv TANp®G, ®oTdGo dev
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TOPOTNPEITOL VTOAVOCT] KATOOGTPOPN TOV P-KLTTapov 00UTE OveELPIOKOVTOL Ol
QLTIOAOYIKOT TTOPAYOVTES TV VIOAOITOV TOTWV Gakyap®dOT dtopnTn.

H m\eovotra tov acbevov pe cokyopddn dapntn tomov 2 sivor vrépPapot.
Eivatl yvooto 6t1 1 1010  mayvoapkio evoyomoteitan yioo tpoKAnon Kamolov Pobpod
woovAwvoavtiotaor. Emiong, acbevelg puoioroyikod copatikov Bdpovg pmopei va
Tapovctdlovy avénUévn KaTavoun Tov Amovg otnv kotlokt| yopo. H ketofémon
ondvia epeaviCetar ovtopote, eved ouvnBmg mpokoAeital omd GLVLTAPYOLGA
naforoyikn depyacia, Ommg AoipmEn. H odyvoon cvyvé kabuvotepel v moAAd
rpoVia, kabmg 1 vrepylvkopio eykabiotator Babuiaio kot ot apyikd otado dev
elvatl 160 coPapn OCTE Vo TPOKAAEGEL TNV KAAGIKN KAWVIKT EKOVA TOL COKYOPDON
dwpn mov Ba Béoel v mapovasia g vocov. Qotdc0o, o1 acsbeveig 1O Ppickovton
0€ KIVOUVO OVATTTUENG LOKPAYYELKDV KO LIKPOOYYELOKMV ETTAOKADV.

Av kot to emimeda WOOLAIVNG 6 aVTOVG TOLg aoBeveic eivarl PUOIOAOYIKA
n/xon cvENUEVa, 1 GYETIKA VYNAOTEPT CLYKEVTPMOT] YAVKOING oTo TAdoua Ba Enpene
OVOAOYIKE VO OOMYNGEL GE OKOUN HEYOADTEPEC GLYKEVTIPADGELS VOOVLAIVIG, OTNV
nepintoon  PéPaa OV O UNYOVIOHOS EKKPIONG TNG OPHOVNG  daTnpovvtay
@uoroykds. Emopuévag, n €kkplon tvoovAivng sivor dtotapoyuévn Kot advvatel vo
OVTIPPOTNOEL TIS OAVAYKEG MOV TPOKVTTOUV AOY® 1TNG tveovAwvoavtictaons. H
terevtaio umopel vo PeATiobel pe v EAATTOON TOV COUATIKOD PBdpovg N/kot
YOPYNOT VILOYAVKOUIKADOV PAPHOKEVTIKAOV TAPAYOVTI®V, OU®G oTdvia amokadictaTot
0TO (PLGLOAOYIKO.

O «ivouvog eppaviong cakyapmdon dwafntn THmov 2 avéavetat pe TV TpOodo
™G NAKiaG, TNV Tapovcio mayvoapkiog Kot v EAAEyYN copatikng doknong. Iho
ovyvé mpooPdAiel yuvaikes pe ocoakyopmon Owfntn KOMong kot acbeveic pe
aPTNPOKY VTEPTACT 1 OVCAITIOALIN, EVD 1 GLYVOTNTA TOV TOKIAAEL GTIS OAPOPECS
ebvikéc/puietikég vmoopdoes. Emiong, yopoxtnpiletor amd vymAn  yevetiky
TPodibecT), HEYOAVTEPT aMO TNV AVTIGTOYN TOL OVTOAVOGOL GAKYOPMOIN OfPNTNn

tomov 1, n omoia Opmg tvar apketd cOvOetn Kot dev €xel TANP®G dtepeuvnOet.
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EtSucol tomoL cakyapwén Siafntn

s Tevetikéc dwatapayés Tov B-kKutTapv

[ToAAég popeéc ocokyopddn dwpfntn oyxetiCoviar pe  HOVOYOVIOIOKEG
Aertovpykég datapayés Tov PB-KuTtdpov. AvTéC Ol HOPQPES GOKYOPDON Oafnn
ovyvh yapoxktnpilovion amd Evapén ™G vrepyAvKoupiog o€ veapn mAkia,
ovoudalovtar Maturity-Onset Diabetes of the Young (MODY) kot mopovcialovv
dwtapoyn oV €KKPIoN  WWGOLAMVNG HE OLVOOO  QUOGIOAOYIK) 1 eAdyloTa
dwtapayuévn opdomn opuovng. Kinpovopodvrtor pe tov xupiopyo ovTtocmUATIKO
YOPOKTNPA, EVO £Y0VV UEXPLS OTIYUNG aviyveLBel PAGPeg o€ 6 YOVIO1KOVS TOTOVS GE
SLPOPETIKA YPOUOCDLOTOL.

H mo ocvyvn popon oyxetiCetor pe petaAraéelc oto ypoudcopn 12, oto
YOVid10 TOVL NTATIKOV peTaypoekov mapdyovto HNF-1a (nroatokuttopikod mupnvikog
napayovtag-la), evd po GAAN popen oyetileton pe HETOAAAEELS GTO YOVIOl0 NG
YAVKOKIVAONG OTO XpOUOCOUN 7P, LE OTMOTEAECUO TOPAYWOYT EAATTOUOTIKOD Hopiov
tov evlbpov. H yAvkokivdon petatpémet tn yAvkoln oe yiAvkolo-6-pmopatdor, o
petofoAlopoc g omoiag dteyeipel TV €KKPLon WWoOLAIVIIG amd TOo B-KOTTOPO.
Emopévoe, n yAvkokivdon Aettovpyel g «ocOnmpog g yAvkoino yw to B-
KOTTOpa. AOY® TV PAABOV TOL YOVISIOU NG YAVKOKIVAGNG, OOTOVVTOL QVENUEVAL
emimedn  YAukOlng mAGopoTog Yoo TNV emTELEN]  QLGLOAOYIK®OV  EMTEOW®V
WGOVAMVOEKKPIONG. AYOTEPO GUYVEG LOPPES TPOKAAOVVTOL OO HETOAAAEES GAADV
LETOYPOPIKOV Tapayovtov, mepiiapfavopévov tov HNF-40, HNF-1B, mopayoyéa
woovkivng- 1 (IPF-1) ka1 NeuroD1.

Inuetokés petaArdéelg oto putoyovopakd DNA €xovv ocvoyetiotel pe
coKyopmon dfnn Kol Koemorn. H mo cvuyvn and avtéc apopd t 0éon 3243 oto
yovidwo tov tRNA g Aevkivng, He aviikatdotoom g adevivng amd yovavivr.

levetikég  Owrtapayés mov  kabiotobhv  addvatny TN UETATPOTY|  TNG
TPOTVOOVAIVIG o€ VOOVAIV éyouv emiong aviyvevBel oe pepkésg owoyéveleg Kot
KAnpovopouvtol e TOV KLplapyo ovtocopatikd yopaktpe. H mpoxaiovdpevn
dwrapayn avoyns yAvkolng etvor Mm. AAAG kot M mOPAY®YN UETOAAQYUEVOV
popiwv eovAivig pe datapoyn ot cHVOEST ToL VITOdOYEN TNG £XEL O0mCTMOEL oE
GALEC OWKOYEVEIEG LLE OWTOCMOUOTIKY KANPOVOUIKOTNTO KOl GLVOOO QUGIOAOYIKO M

nma empeacpévo petaforiond g yAvkolne.
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2.6 EINIIIIAOKEX

Ot gmumhokég mov TPOKHTTOLV amd TNV AcHEveln TOV GaKYaPDOOOVG dlafnTn
etvar onuavtikn outioc voonpdttog kot Bvnopdmrag Kot £xovv cuoyeTichel pe v
KATAGTPOPN 1 SLGAEITOVPYiD SPOPWYV 0PYAV®Y, OTMOC TO HATLO, Ol VEQPOT Kot To
vevpa, (Turner et al.,1999). H mbovotnta ovamuéng emmlok®v AdYy® TOL
COKYOP®O0VG PNt petdveTor 660 KaAvtepa puOuilovior ot TYWES TOV GaKyEPOL
oto oipo. Mo oepd mopaydviov, Om®G TO KATVICUO, TO oLENUEVO ETimedo
YOAMNGOTEPOANG, M moyvoapkio, 1 opINPWKY VEEPTaon kot 1 Kootk Con,
emtaybvovv Vv avimtuln emmAok®v. Ol emMTAOKEG TOL COKYOUPDOOLS OfNTN
dlakpivovron oe o&eiec ko YpoOvies.

2115 oeiec emmAoKkEg vTdyovTo:

Awpntikn keto&fwon kot OPnTiKd kopo: eival po emkivouvn emmAoK),
Bewpeiton emetyov mePIOTOTIKO KOl €Vl O GLYVY] G GAKYOP®OT Ofntn Tomov 1.
Yy mepintwon mov 1N apyiky petofoAkr] o&émon dev avietomiodel £ykapa Kot
KataAAn Ao epeoaviCeton 1o dapntikd kopa. To eninedo cuveidnong dev ennpealeton
OPYIKA, OTN CLUVEXELL OUMG UTOPEL VO ELPAVIOTOVV GTOOOK( TTTMOCN TOV EMUTEOOV
ovveldonong, vavnAio, ANBopyoc kol TeEMKO KOR. Xe coPapdTePe; MEPUTTOGELS
TOPATPOVVIOL LTOTACT Kol KukAopopikh katoamAnéia (Shock).

> Yrepooumtikd un Ketovikd kopo:  yopoktnpiletor  amd
avénon TG OOUMTIKOTNTOG ToV TAdopatog (>350 mOsm/L), moAd vynmid
eninedo.  oakydpov aipatog (>600 mg/dl) kot amovoio keto&fwong.

EpeaviCetal ocvuyvotepa o acbeveig pe dafntn tomov 2.

> Ymoylvkoipio: oamotelel ovolaoTikd emmAoKk] NG Oepameiog
TOL GOKYOPMOOVS daTh.
211 ypdvieg EMITAOKES LILAyOVTOL:

> AwPntiky  pikpoayyswondbsie oty omoio.  TPoKoAgiTOn
TPOGPOAT| TOV TPYYOEWDV ayYei®mV OV PE TN GEPA TG TPOKUAEL:

> Awpntiky  oapeipAnotposdondBeia:  vmepmiacio TV
TPYOEWADV GTNV EMPAVELRL TOV OUEPANCTPOEWY| Kol TPOSPOA TG ®YPAG
KNALdaG, Tov 0dNyohv € OmMAELL OPACNG.

> Awpntikn vepporddeia: mpocforn twv veppdv pe PAAPEG Tov
OTEPALATOS, TOV OYYEIDMV KOl TOV SIGUEGOV 1GTOV TOV UTOPEL VoL 0dNyNcovV

G€ VEQPIKN OVETAPKELOL.
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> Awfntikn vevpordOeia: vevpomdOelo TOV AVTOVOLOV VELPIKOD
CLGTNUOTOG. ZVYVE eUEOaVI(ETOL AM®AEN TNG ACONTIKOTNTOG KOU GTLTIKN
dvoAettovpyia.

> Awpntikn poaxpoayyelondbeior kotd TNV omoio. TPOKVTTEL
EUGAVION  OPTNPLOCKApLVONG, Vvopitepo Kot  cofopdtepng  HOPOTG.
[TpocPorn apnpidv pecaiov kot peydiov peyéboug.

> Yrepoviaio vocog, Tov pumopet va odnynoel oe otndayyn 1 0&H
EUQPOYLO TOV HVOKOPOIOL.

> AyyeloKd yKePOAMKA ETEGOOL0, KLPIMG 1GYOUIKOD TOHTTOV.
[Teprpepucn ayyelakn vococ.
Allec emmAoKEG eivan o1 okOAOVOEC:
EvndBelo oe hoyméers.

YrepAmdopieg, Mmmong o1non Tov fmotog

YV V. V V V

[Teprodovritida.

210 cakyop®on owpnIn TOMOL 2 TO CLUMTOUNTO TNG TOALOVPING KOl
molvdwyiog umopel va etvar Nmo Ko 1 d1dyveoon evogyetal vo KaBuoTEPNOEL Yo
unveg M xpovia. ‘Etot eényeiton yioti oe pepikovg acheveic vmdpyovv nom xotd v
ddyvmon ypovieg SopnTikég emmAokés. AAAG Kol [le COUTTOOTO TTOV JOPKOVV £
unveg mapatnpeitor kaBvotépnon ot ddyvoon. Ov dwPntkoi tdHmov 2 dev
nafoivouv gukorlo KETOEEMOT, umopel va Tdhovv OU®G VTEPOGUMOTIKO U1 KETOVIKO
VIEPYAVKALUIKO K®pa. O Kivouvog epeaviong opiopévav TadoAoyikdv TpoPAnudToy

elval peyaAdtepog oTovg d1oNTIKOVE G GYEGN UE TO YEVIKO TANOVoUO.

2.7 AIABHTHZX KAI MITOXONAPIAKH AEITOYPTIA

Ta ptoydvopla ekteAoVv o oKD PlOEVEPYEINKADY AEITOVPYUDY Ol OTOTEG
etvar vmoypemTKEg Yoo T pOOMoN TG evdokvTTApPG Topay®mYNS evépyelag. H

oAloiwon TV PlOEvEPYEIOKOY  OPOCTNPLOTHTOV EVOEYETOL VO EYEL OPOLLOTIKES
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OULVENELEC YIOL TNV KLTTOPIKY AEITOvpyio, HEC® TNG OTOPOYNG TOL EVEPYELNKOD
QOPTIOV KO TNG 10OPPOTLOG TOL KVLTTAPOV.

Av ka1 doun tov putoyovoprakod DNA (MDNA) weprypdetnke mpwv omd 45
ypovia (Clayton & Vinograd, 1967) kat ot acBéveleg mov opeirovion oe PAaPeg oto
povomdtt ¢ o&EmTIKNG PooPopvAimong mold veopitepa (Luft et al., 1962), ot
Ta00AOYIKEG HETOAAAEEIS TOV HITOYXOVOPLOKOD YOVISIOUOTOS Ogv glyav meptypapTel
uéxpt to 1988 (Holt et al., 1988). To ovvdpopo MELAS, yio mopdaderypa,
TEPLYPAPTNKE Yoo TPMTH Qopa 28 ypodvio wpwv (Pavlakis et al., 1984), evd moAAég
avapopég dtcaenviCovy Kot T GYEon HETOED TNG HTOYXOVOPLOKNG OLGAEITOLPYIOG
kot tov owPntn. Ta tehevtaio ypdvia, €xel KaTOOTEL GOPEG OTL OVOUESH OTIG
pitoyovoplokég  acBéveleg meprhapfavetonr kol o cakyopmong dwpnme. Qotdco,
OpIGHEVOL  pnyovicpol tov poéAOL TOL uTOYOVOpPiov ©€ autnv TNV Tadoloyin
eEaxolovBovv va ypetdlovtal TepaTEP® dlELKPIVIOT.

H mo onpovtikny Aertovpyio tov pitoyovopiov, 0Tme Tpoavapépinke, ivor 1
TOPUYMYY EVEPYEWG OTNV HOPON TPIP®oPopikng adevooiving (ATP), péom g
Aertovpylag g oAvcidag petapopdc niektpoviov (ETC) kot g ofedmtikng
QPOoEOPLAI®oNG. O KOPL0G UNYOVIGUOS OV 00MYEL TNV 0EEWBWTIKN PMOCPOPLAI®GT
elvat 0 e€N¢ : nAexTpdVIa LYNAOV duvaptkov (€) Tov mpoépyovtotl ard to NADH ko
FADH, (Duchen, 2004), kivolhvtotl Kot uiKog TS AVOTVELGTIKNG 0AVGIdaC 1 omoia
amoteleitan omd Téooepa mpwteivikd copmioko (Complex | - V) kat 600 emimiéov
petapopeic nAektpoviov, To cuvévivuo Q (ovfikvovn), Eva pikpod HoOPLo Tov Kiveitat
eAEVBEP OTO ECMTEPIKO TNG LTOYOVOPLOKNG HEUPPAvG Kat To Kutdypmua ¢ (Cyt ),
oL PBpioketarl 610 SIUUEUPPOVIKO YDPO KOl GUVOLETAUL UE TNV ECOTEPIKY HLEUPPEVT.
Mé€pog g evépyelag mov anelevbepdveTan KoTd T dtodikacioo VT XpPNoYLoToLEiTaL
omd ™V avtMa Tpotoviov 1 omoin petapépst mpotovie (HY) amd ) pitpa oto
Swpeufpovikd ympo. XNV €omTEPIKY UeUPpdvn oynpoartiletor MAEKTPOYMUIKNY
Babuidwon miektpoviov. Ta TpOTOVIEL TEIVOLV VO ETIGTPEPOVY GTI UNTPO TOV
pitoyovopiov @ote va  oamokatactofel M 1Goppomion OTH  GLYKEVIPMON TMOV
niektpoviov kot otic mAeLpEg ™G pepPpdvng. H emotpoen emtuyydveror pécm
Swpepfpavikod mpoteivikov cvumidkov - ATP cvvBetdon - ko 1 evépyslo mov
napdyetan ypnoponoteitat yo v cvvBeon ATP amd ADP kot avdpyavov owcpdpov
Pi).

2mv mepintowon tov daPnn mapatnpeitor avénon v doT®V NAekTpovimy

(NADH ka1 FADH,), mov endyetal omd TtV LIEPYAVKOALUIO, HE OTOTEAEGUO. TNV
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abénon ¢ pong MAektpoviov pEcH amd TN HTOXOVOPLOKN OAVGId0 UETOPOPES
niextpoviov. H avoroyia ATP/ADP avédvetor Kot mapotnpeitor vaepmoOAmon g
HeUPPAVNC TV HToyovopimVy (S10popd NAEKTPOYMUIKOD duvapikoD). Avthy 1 vynin
Jpopd  MAEKTPOYNUIKOD  SUVOUIKOD Tov  Onpovpyeitor amd 1  Pabuidwon
TPOTOVIOV 00NYyel GE HEPIK OVOOCTOA NG METOQOPAS TWV MAEKTPOVIOV GTO
ovumioko 1 (Complex III), pe amotélecpa v avENuévn por NAEKTPOVIOV TPOG TO
ovvévlopo Q. Avtd pe ) 6P Tov, 0dNYEL 68 pEPKN avaywyr Tov O&uydvov (O3 )
v TV Tapaymyn erevfepmv pillav avidvtog vepoteldion. Emrayvveton n avaywoyn
oV ovvevlopov Q kot 1 Tapaywyn twv ROS, Ta omoia motedeTol 0Tl AmOTEAOVV TN
Baoikn mnyn yio ) dvcAeltovpyio TV HiToyovopiwy 1 omoio cLUPAAAEL KaBOoPIoTIKA
oTNV EUPAVION HETAROMKOV cLVOPOU®Y ToV oyetiCovtor pe o dwapnn (Labieniec-

Watala et al., 2012).

2.8 XKOIIOX THX EPTAXIAX
YKOmOG NG MOPOVGOS €PYACIOG MTOV 1 OVIYVELON Kol 1) TOVTOTOINOM

petoAldEemv oe pitoyovoplakd yoviown tRNA oe 20 acBeveig mov mdoyovv amd
voco tov dwfntn. [Ipaypotomomdnke perétn yi 10 pOAO TOV UETOAAAEE®DV TOL
MtDNA o1 dvoiertovpyio tov ptoyovopiov Kot kotd moco oyetileton pe v
EUOAVION TNG VOOOL TOV caKyop®oovs otafntn. Ta yovidia mov peletOnkav otovg

acbeveic sivor tRNAT™ kar tRNAAR,
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3. YAIKA KAI MEOOAOI

2V mapoHoo TEWPAUATIK HEAETN xpnopomoinke o¢ Poloykd viAko 20
delypata aipotog and acbeveig pe dwprtn. Ta delypota aipotog cAAEYONKAV amd TO
[Teprpeperaxd TMavemotnuiokd Nocokopeio Adpioag Kot amonkedtkay otovg -20

°C péypt v évapén e Sadikaciog amopdvoonc DNA.

3.1 AIOMONQXH OAIKOY DNA

To npdTo Ppa yoo v Evapén g peboddov PCR eivan 1 amoudvoon tov DNA
and To KuTTapa Tov aipotoc. H dadikacio avt) mpaypatoromOnke pe faon to €E1G
TPOTOKOALO:

% Xe oolveg eppendorf tov 2ml, éywve avauén 0,5ml odwkod aipotog pe 1mi

SSC (Standard Saline Citrate) 1x.
¢ AxolovOnce £viovn avddevon oto Vortex kot puyokévipnon otig 13.000 rpm

v 3 Aemtd.

% Amnopdxpuven 1 ml tov vrepkepévou kat dtdAvon tov Wnuatog oe 1ml SSC
1x.
¥ AkoAovOnoe évtovn avadevon oto Vortex kot puyokévrpnon otig 13.000 rpm

vy 1 Aemto.

*

Amoudkpoven Tov vrepKeEVoL Kot dtdAvon tov nuatog Eovd og 0,5 ml
NaOAc 0,2M xar 50 pl SDS 5%, mpooBétovtog 10ul npwteivaong K. (H
mpwteivaon K ovviedel oty omodiaraln twv npwteivav.)

% TonoBétnon twv deryudtov yio endacn 6To povpvo, otoug 55 °C, yua 1 dpa.

% TpooHnkm, 0,5 ml eawoing ko 0,5 ml yAowpoeodpuo. (H porvoiy kor to
XAWPOPOPUIO ATOTEAODY 0PYOVIKODS O10AVTES KATAALNAOL Y10, TV EKYDAION TOD
Uelyuatog ko v omouaxpoven twv mpaoteivay kol oo RNA. Zvykexpéva, n
porvoln kobapiler 1o DNA aro tig mpwteiveg. To yAwpopopuio amouorxpiver

vrolgiupato poivoAng.)

53

AS

AxolovOnoe éviovn avadevon oto Vortex kot puyokévipnon otig 13.000 rpm

vy 5 Aemtd.
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o
A5

Metagpopd tov vrepkepévoy o véa eppendorf tov 2 ml kot tpocHnkn 1 ml

YA®POPOPUIOL.

*
°e

AxoAlovOnoe Mma avakivinon kot euvyokévipnon ot 13.000 rpm yw 10

Aenta.

% Metagopd tov vrepkeyévov oe véa eppendorf tov 2 ml kot mposdnikn 1 ml
1007PoTavOANG. (H 1oompomavoln ovufirler otnv katoxpiuvion too DNA.)

< Tomobémmon tov derypdrov otovg —20 °C yio 15 Aentd.

*  AxolovOnce puyoxévipnon otig 13000 rpm ywo 10 Aemtd.

% Amopdxkpuven tov vrepkeévoy kot tpootnkn 1 ml moyouévne abavoing
70% v éxmivon tov Wnuatoc. (Kat’ avtov tov tpomo mpayuotomolsital
razaxpnuvion povo tov DNA, Adyw ¢ ueydlins omiektpikng otabepdg tng.)

& AxolovOnoe puyokévipnon otig 13.000 rpm yia 10 Aemtd.

¢ AmopdKpuvVoT TOL VITEPKEEVO.

s TomoBénon twv deryudtov 6to eovpvo, Yo, endacn-Epavorn tov IKNHeToC,
ta eppendorf pe avorytd kamaxkt, yio 1 dpa.

% AkorovOnoe npocOnkn 100 pl ddH,0. (eravadidiven too DNA mov fpicketou
LTo T POPPI] ICHHATOS)

% Awripnon tov dsrypdtov otoug 4 °C yia 1 nuépa uéypt tnv oAokARpmon g

enavadidivong tov DNA.

Metd v olokAnpwon g amopdvoons tov DNA, €ywve niektpoedpnon tov
derypdtov og it oyapolng 1% pe oxomd v mowotikn aviyvevon tov MDNA.
Epdcov n mocdta ko 1 modtnto tov DNA Mtav ikavomomtikés, axolovdnoe
evioyvon pe ) pébodo g PCR (atvoidwtn avtiopoon tne moivuepaong).

e To vAkd yio TV mapackeLn KNG ayapoling 1% etvau:

- 40 ml TAE 1x

- 0,3 gr ayopding

- 3 ul Bpopovyo cubidio

H dwdwoasio Eexivnoe pe tomoBétmon twv 0,3 gr ayapolng oe Kovikn
oA tov 100 ml kot Tpocbnkn oe avtd 40 ml TAE. AkolovOnce Bépuavon

TOV WYHOTOG GE QOVPVO HIKPOKLUATOV Yio mtepimov 1-2 Aemtd péypt v

mnpn dwAvomn g ayapdlng. Xn cvvéxewn £ytve TPOcONKN e 1witepn

npocoyn, 3 wl Ppopodyov wbiov (10 Ppwmodyo wbidio Exer v

xopoxtnpiotiky 1010tnTe. vo, phopilel oto vmEPIoes kKobwg mapeufotieTor

wetalo twv Pacewv oo DNA. M’ avtov tov tpomo diver mpotvmo. {wvawoewy
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mov avtiotoryovy atnv woootnta oo DNA mov déouevoe o BrEt). AkohovOnoe

LETAPOPA TOV SOADUOTOC GE KATAAANAES 0p1LOVTIEG TAAKES NAEKTPOPOPNOTG,

POV TOTOOETNONKAY 01 KATAAANAEG XTEVES Y10l TO GYNUOTICUO TOV TNYASIDV.

Téloc, yperdotnkav 20-30 Aemtd Yo va T&el TANpOC.

211 CUVEKELD KOl APOV 1] GVOKELT] GUUTANPWON KAV LE To 1510 SdAvpa

TAE 1X, éywve 1 ¢Opt®on Tov detylotog otn KT ayopolng, Héypt TNkt

vo glvar mApwg Pubiouévn oto ddlvpa owtd. AxorovOnoe avauén 3 ul

loading buffer pe Sul deiypartog kot tomofETnon Tovg pe 1iaitepn Tpoooyn o

k6O TyaddKt TG TNKTNG.

e To loading buffer (6x) 10ml mepiéyet:

1 ml ypwotikn purie g PPOUOEOVOANG

5 ml  yhokepohn, (ovupdrler ompv kabilnon tov Jdeiyuorog péco oto
TTNYO.O0KLA,)

0,5 ml TBE 20x

3,5 ml dd-H,O

H téon mov gpappodotnke givar 100 Volt ko ta detypato «EtpeEav» 610
TAKTOUO PEXPIS O0TOV Otévucay to 2/3 tng oladpoung y mepimov 20-30
Aemtd. 210 TEMKO 0TAO10, TO TNKTOUO Tapatnpdnke oe cvokevr UV.
Oco  odclypato €0woav 0etikd omotédlecpo  ypnolpomomdnkay ot

OLVEYELN OTNV AAVCIOMTN avTidopaot moivuepdongs, PCR.

3.2 AAYZIIAQTH ANTIAPAXH IOAYMEPAXHX PCR (Polymerase
Chain Reaction)

H olvcdotm avtidpaon moivuepdong PCR (Polymerase Chain Reaction),

etvar ploe mwOAD ypfyopn Kol OWKOVOWIKY TEYVIKY 7OV YPNOOmOolEital yioo va

noAlomAacidcet pe akpifela pkpd tunpate tov DNA. Kdatt téroto etvon anapaitro

ywti yio va yivel avéivon tov HETOAAAEE®V 1 TOV TOAVUOPPICUOV GE HOPLOKO

eminedo, eivol amopaitmreg opketd peydieg mocdtteg tov DNA. Amopovopéva

tuquota DNA Ba ntav adbvato va peietnBoiv emopkog yopig tnv pébooso g PCR.

H PCR avokowvdOnke otnv emoTUOVIKY] KOWwOTNTO Yoo Tp®dTH Qopd to 1985.

Yruepa avTeTomiletor cov po omd TIG MO CNUAVTIKES EMGTNUOVIKEG OVOKAAVYELS
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¢ dekaetiog Kot €yel aAAGEEL, pe emOvOoTOTIKO TPOTO, TN peAétn tov DNA. O
epevpétng g pebddov Karry Mullis, tunnke pe 1o PpoPeio Noumed 1o 1993.
Méypt 10 1993, n PCR ypnowomomnke oe mepiocdtepeg amd 7.000 emoTUOVIKES

gpyociec.

3.2.1 HAPXH THX MEGOAOY

IMa tov moAamAaciocpd evog tuuatog DNA ypnowonoidvtag v pébodo
PCR, 10 d¢elypa tov DNA apywcd Oeppaivetor €161 dote va amodiataydel to dikhwvo
DNA kot va daywpiotel € dvo povokiovo Tuiuata. Xtn cvvéyew Eva évlvpo, to
omoio Aéyeton molvpepdon TAQ, ovvBétel dvo cVUTANPOUATIKOVS KAOVoLg DNA
YPNOOTOUDVTOG TOVS APYIKOVS KAMVOUS w¢ Tpdtuma (UNTPeS). Avti 1 dadikacio
KaToAyel 6tov moAAamAaclacd Tov DNA, e kéfe éva and to kavodpyla popla vo
TEPLEXEL EVaV TAALO Kot Evay kovovpylo KAovo DNA. O kdkAog avtodg amodtdTtaéng
ka1 ovvleong véov DNA umopel va emavainedet moArég popéc, ocuvibwg 30 1 40,
KATOAYOVTOG OTO OYNUOTIONO TeplocoTtepv omd 1 dioekatoppvpo  akpipav
avIypae®v Ttov oapytkov Tufuatog tov DNA. To vméiouto yovidiopo Oev
TOAMOTAOGIALETON, KoL  £€T0L  OEV  OVIYVEVETOL UE TIG HOPOKES  TEYVIKEG.
Nuepa, n 0An dwdwkacio g PCR éxet avtopatomombet kot pe ta Kovovpyla
Kol TEAEOTEPO pUnyovnuote umopel vo telewdoel oe Alyeg povo mpec. H OAn
dwdwkacio Tov KOKA@V g Oéppavong kar G peiwong g Oeppokpaciog
npoypoppotileton amd Evo unydvnuo to omoio ovoudletal OepikdG KLKAOTOMTNG
(PCR thermal cycler) kot to omoio £yer T JSvVVOTOTNTA VO OVEOUEIDVEL TNV
Oepuoxkpocio g avtidpaong kabe Alyo Aentd M OELTEPOAEMTA, £TCL OOTE VO
emrpéyel T cvvleon vémv tunudtov DNA.

H avtidpaon exteleitan kuping oe dyko 15-100 pl o eppendorf tov 0,2-0,5
ml otov Oepuicd xvkromomrr. Ta otddio gvioyvong ya v PCR otov Ogppiko

KUKAOTTOM TN NTOY T0 aKOAOLOW (Tar aTddio 2-4 emovalopfoavovroar yia 35 KOKALOVG):
1. Apyké eraodro: H Oeppokpacio avépyetar otovg 95° C kat dwtnpeiton

v 4 Aemtd.

2. Xrdowo amodiaralns: H Beppoxpocio avépyetar otovg 95° C ya 30

dgvtepOLenTaL.
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3. Zrddio vfpidicuod: H Beppokpacio katépyetoar otovg 55° C yio 40
OgVTEPOAETTA, EMITPEMOVTOG £TGL TNV VPPIOOTOINGCT TOV EKKIVITAOV, Ol
omoiot Bpickovtal og mepicoeta, pe 1o povokAwvo DNA-gkpayeio.

4. Xrdow emyajrvvens: H Oepuokpacio avépyetor Eava otovg 72° C yio
40 devteporenta, 6oV N Taq moAvpepaon Aettovpyei BEATIOTO.

5. Xrddio telikijc emunkvvens: H Oeppokpoocio mapapével otovg 72° C
yw. 10 Aemtd, Votepa amd Tov TeElevTaio kokio PCR.

6. Teliko ordoro: H Oeppoxpacio kotépyetat otovg 4° C.

INa v evioypon 1o DNA kot ovykekpyéva tov yovidiov TA, mov
armopovodnke amd to delypata aipotog atdpwv pe dpnt, mpaypatoromnke n
uébodoc PCR. To Cevyog exkivntov mov ypnowomomdnke sivor to FWTA ko
RevTA. Ztov mopaxdato mivaxo (rivaxoag 1) avagépovial Ta YopoKTnpioTiKé Tov

Cevyoug eKKIVIITOV TTOV PN GILOTOM ONKE:

Mivakog 1 : Ta yopakTNploTIKA TOV EKKIVITOV

e tRNA™ Ovopa | AAMnlovyia Mjkog | NovkAeoTid1K|
e tRNAA? Primer (bp) 0o
Forward FWTA
Primer 5-3 TTAGGGTGCTTAGCTGTTAAC 5470-5489
242
Reverse primer RevTA
5-3 GGCTACTCCTACCTATCTCC 5711-5691
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Eiwxova 4 : H mepioyn oo MIDNA mov avtiotoiyei ota (edyn twv ekkivit@v mwov

XPHOLUOTOINONKOY QOIVETOL UEGO OTO UODPO KDKAO.

To (edyoc exkvnov  FWTA kot ReVTA evioyvel 1o tufiuo tov 242 bp mov
kodwonotel o yovidi tRNA™™ kot tRNAM |

IN'o pio avtiopacn PCR tov 50 ul ypnoomombnkay:

- DNA 2-3 ul
- 50 pmol am6 to kabe primer 1+ 1l
- 1 x PCR Buffer (am6 10 x) 5ul

- 800 uM dNTPs (a6 40 mM) 1 ul

- 2mM MgCl; (andé 50 mM) 2 ul

- 1U Taqg nolvpepdon (SU/pul) 0,2 ul

- dd H20 péyptta 50 pl 37-38 ul

3.2.2 TOIOTIKOX IIPOXAIOPIEMOX TQN PCR ITPOIONTQN

AoV ohroxkAnpmbnke mn avtidopacn ™ PCR akoiovOnoe miektpo@opnomn tmv
TPOIOVTIOV NG o€ TNKTOHo ayapolng 2% mn omoia Paciotnke ©T10 JOPIGUO

tunuatov DNA avaloyo pe to péyebog tovc. H mapackeun g ayoapolng kabmg ko
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1 dwdkacio Tov akolovdnonKe etvar akpBadg N 101 TOL avaEEPONKE TAPUTAVD Yol
v amopudvoon tov DNA pe 1 dtapopd 6Tt €d® £yve TAPOLGIO LAPTVPO LOPLUKDV
peyebov tunuatov DNA, kabdg eivar o poévog tpdmog yoo v amddeEn 6t dev
evioyvOnkav pun ekl mpoidvia. Xtn ovvéyela O0co detypota €dwoav OeTikod
amoTéAEG O YpNooTomOnKay otnv epapproyn g pebddov SSCP yio v ooty

OVOAVGT TOAVUOPPIGHAV.

3.3 SSCP-MEGOAOX ANAAYXHX IIOAYMOP®IZMOY
MONOKAQNIKHX AIAMOP®QXHX

H pébodoc avtn pmopet va aviyvevoel petaAloyéc oe Paoelg LovOKA®VNG
alvoidag. H Paocwkn apyn ovtg g dokyung eivor ott 1o dikhwvo DNA dtav
OO TACGETOL TOUPVEL L0l EO1KN SIOUOPP®OT. ALTN 1 OUOPPOOT €IV LOVAOTKY|
Kol €Eoptatal amd TV apylkn okolovBio vovkieotdiwv. Amotedel pio péBodo
OpKETA evaiohntn Y vo oviyvedoel OKOUN KOl O0POpd OTIS HOVOKAMVEG
VOUKAEOTIOKES OAVGIOES TOV KATAAOUPAVOLV o SLOPOPETIKT SAUOPP®ST Kot HTOV
VTOPAAAOVTOL GE MAEKTPOPOPNON, 1N TAPUAAOY TOV VOUKAEOTIOIOV KaTaAoUPAvEL

pa S1popeTIKn B€om.

3.3.1 IAPAXKEYH ITHKTHX [I0OAYAKPYAAMIAIOY

H apyn ™c ovykekpipévng pebdoov dapépel amd v MAEKTPOPOPNCY CE
TKTOUO ayopolng vy 1o AOYo OTL €0® TPOKEITAL YOO KAOETN MAEKTPOPOPNON).
[TAeovektel 610 OTL M TNKTN TOALOKPLAGWUIONG £xel HEYOADTEPN OLOYMPIOTIKY
wKovotTTe. Kol to omoteAécpata dywpiopol etvar mo gvdidkprra. Emiong, ta
delypatd ota INKTOLOTO LTOpovV va dttnpnodv yio PeydAo ¥povikd dlotnie o
Bepurokpacio dwpatiov.

Ia &Yoo mnkTodpata Tolvakpviopdiov mokvotntag 12% kot dykov 130 ml
xpPNooTomOnKav:

- 15¢r Axpolapidwo
0,375 gr  Awc-Axpvlapidwo
10 ml TBE 10x
12,5 ml  Thvxepoin 50%
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125ul  TEMED
650ul  APS

o Miadikooio.

[IpoetopdonKe 1N GLGKELN TAPOAGKELN TNG TNKTIG.
Y& motpdkt (Eoemg €yve KOAN OVAOELON HE HOYVITAKL GTO VAKE EKTOC

an6 TEMED, APS.

‘Eywe ouitpdpiopa pe dmOntikd yopti kot oe €vav OYKOUETPNTH TO

TEPLEYOUEVO TOV TTOTNPLOV (pon otayovag), coumAnpmdnke uéypt to 100
ml pe ddH,0 kot petapépdnke to Sl oe KOVIKY GLAAN.

[Tpootébnrav kot to VIOAOITO OCTE VO OPYICEL O TOAVUEPIGUOS NG
axkpviloapiong (TEMED, xataivel 1o oynuatiopd eAevbepwv priov and 1o

APS kot APS mov Eegxvagt Tov moAvPEPIGLO).

‘Eywe ypriyopm mepiyvon tov SIOAVHOTOS GTN GLGKELT] NAEKTPOPOPNONG

Kol TomofeTnOnKay T YTEVAKIO dNOVPYING TNYUOLDV.

Ytafepomombnke 1 KT, a@apEOnKay ta yTeEVAKIO Kol KabapiotnKay
pe Berdva ta myddio.

IIpootébnke buffer TBE 0.5X otn cvokevn.

TomoBetOnkav ta delypato ot I YAd Kot APYIce 1 NAEKTPOPOPNON

ota 220V.

3.3.2 IPOETOIMAZXIA KAI AIIOAIATAZH TQN PCR IIPOIONTQN

Ye eppendorf tov 0,5 ml éywe mposbnkn 5 pl PCR mpoidvtog kot 10 pl

amod10TaKTIKOO dtoAdpatoc. To amodiotoktikd didAvua oto 3 ml mepieiye:

95% Qoppopioo

20 mM EDTA

10 mM NaOH

0,05 % Kvavo Tov EuAeviov

0,05 % KLOavO TG BPOUOQAVOING
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AxoAlovOnce amodidtaln v derypdtomv og Bepuikd KukKAoTOMTH GOUG®VA

LE TO 0KOAOLOO TPOYPOLLOL:

v’ 92° C yw 2 hemtd

v' 95° C yu 2 hemtd

V' 97° C yw 7 hemtd
AxoAoVOmg Kot Tpv oAokANpmOel To TEleLTAio GTAd10, £yve TOTOOETON TV
deypdtov o’ gvbelog otov MAYO Yoo TNV OmOQLYY TG EmovoddTaENg TV
povoxiovev popiov DNA. X ouvvérewn €ywve @OpTOON TOV OTOOIETOYUEVOV
OEYHATOV OTO TAKTOUO TOALOKPLAOMOIOL a@ov mponyndnke m mpocsONKn o1
ovokevn pe pvOuotikd ddivpo TBE 0,5X. H nAektpopopnomn tov derypdtov £yve
oe thon 220 V vy 22 dpeg kar Oeppoxpacia 4° C. Tt Aqyn anoteleoudtmv

aKOAOVONGE YPDOON TOV TNKTOUOTOG LE VITPIKO Gpyvpo.

3.3.3 AIIOAIATAZH KAI ®OPTQMA TQN AEIT'MATQN

% Xe eppendorfs tov 0,5 ml mpootébnkav 5 ul mpoidovrog PCR wor 10 pl
puOutotikd didivua omodidtaéne (Denaturation Buffer)

D)

» X Ogpuikd Kvklomomrn pe e@approyn €010 TPOYPAUUOTOS OmooldTaEng,

*,

amodlatdocovtol TANP®G to dikAwva popro DNA. Tlptv olokAnpwbel to
teAevTaio 6Tdo0 To Oetypata eENABav amd T cvokeL Kal TomofeTONKay
aUEc®G O MAYO, YL TNV OMOQLYN NG EMOVOSITAENG T®V HOVOKAOV®V
popiov DNA.

¢ 'Encita ta delypoto @optdbnkav otig mnktég, or omoieg Ppiokovior ot
ocvokevn NAektpopdpnong. H cvokevn niektpopdpnong tomobetnOnke 610
yoyeio. Ta detypata niektpopopninkay yua 16 — 22 h ota 220Volts.
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3.3.4 XPOXH ITHKTQMATOX IOAYAKPYAAMIAHXE ME AIAAYMA NITPIKOY
APT'YPOY

AxoAo0OONGE M YPOON TOV TNKTOUAT®OV, N omoio TepAapPavel TADGES Le

TPl O1POPETIKA SLOADOTA LE OKOTO TNV ELPAVION ToV (OVOV 6T0 TKTOUA. (Yo 2

TNKTOLOTO,)

1°6walvpa:

Y& oyKkopeTptkd kOAvopo éywve mpocsbnkn 800 ml ddH,O, 20 ml aboavoing
100% xar Iml o&ikov 0&émg

AxolovOnoe oavaxivion kot 1 Tpdt) TAOon pe mpoobnkn 200 ml tov
dloAdpatog o€ KAOe KT Yo 3 AenTd

TomoBétnon TV TKTOUATOV GTOV avadELTHP

Amopdpovon Tov d10AVIaTOC HETA To 3 AeTTA

[TpocOnkn Eava 200 ml draAdpatog o kabe KT Yo, 3 AemTd Yo va. Yivel
pio 00 TEPN TAVGOT Ko ETELTO, ATTOLLAKPLVGT] TOV AV LATOG

Axolovbnoav 2 popég mAvoelg pe ddHL0 yia 1 Aentd

2° suadopa:

Y& 0oyKoUeTPIKO KOAWdOpo £ywve mpoobnkn 400 ml SoAduatog virpikon
apyvpov

TomoBétnomn TV TKTOUATOV GTOV avadELTHP

[TpooOnkn o kabe mKToua amd 200 Ml SteAduatog yio 20 Aemtd

Eémlopo Tov TnkTtopdtov 2 eopéc e ddH,0

3° uavpa:

[TpocOnkn o motpt (Eoewe 6 gr NaOH, 0,02 gr NaBH4, 2 ml @oppoidstiong
Kot copmAnpoon pe ddH20 péypt o telikdg 6ykog Tov doAdpatog va ehdcet
400ml

[TpocOnkn 200 ml dwwddpatog o€ kabe TNKTOUHO

TomoBétnon v TKTOUATOV GTOV avadEVTHPL

[Mopapovn Tov TINKTOUATOV 6TO SIAVLA LEYPL TNV ERPAVION TV (OVAOV
Amoudkpovon tov dtoAdpotog Kot po tAvon pe ddH,O

210 téM0G NG SOKAGIOG TOL TNKTOUATO TOAVAKPLAAUOION GUCKEVAGTHKOY

oe dwpaveic pepPpdveg yuo va yiver 1 c0yKplon tov amotelecpudtov. ‘Eywve emloym
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TOV  OElYHOT®OV 7OV  EUEAVICOV  OlOPOPETIKA TPOTLTO.  MAEKTPOPOPNONG Kot
akoilovOnce 1 dwdikasioo Tov kabapiopod twv PCR mpoidviov tov emAeypévov

delypdtwv, ®ote vo oTOAODV Yo AAANAOVY oM.

3.4 TAYTOIIOIHXH THX AAAHAOYXIAX DNA

Apyikd, to Oetypoto mTov EREAVICOV JOPOPETIKA TPOTLTA TPV GTOAOVV Y10,
tavtomoinon ¢ DNA aAiniovyiog tovg (DNA sequencing), vmokewtolr o€

kaBapiopo.

3.4.1 KAOAPIZMOX PCR IIPOIONTOQN

H Swdwcooio tov kodapopod te@v PCR mpoidviev éyve pe to Purelink ™

PCR Purification Kit tng Invitrogen. To tpwtoxoAlo kabapiopol mov akolovbnonke

etvau:

1. TomoBétmon twv otnidv QIAquick Spin og eppendorf twv 1,5 ml.

2. TIpoobnkn 250 ul amd to didhvua cviroyng (capture buffer) ko 50 pl PCR
npoiovtog otic otnieg QIAquick Spin.

3. dvyoxévipnon tov mePEXOUEVOL TV oTNA®V Yoo 1 Aentd otic 13.000 rpm. Ze
ovTO TO PUa TPAYUATOTOLEITOL 1) TPOGIEST] TV EMOVUNTOV CAANAOVYIDV TAV®
o1 GTNAN.

4. Amopdxpuvon TOL €KAOVUGUOTOG Kol EMOVATOMOOETNON TOV OINADV Ot
eppendorf.

5. Ipoctnkn 750 pl amd 1o Sidhvua mivong (wash buffer) otic omreg ko
euyoxévrpnon yw 1 Aentd otig 13.000 rpm.

6. Amopdxpovon tov ekAoVoUATOS, emovOTOTOBETNON TV oTNAGV ot eppendorf
Kot Eava @uyokévipnon Yy 1 Aemtd otig 13.000 rpm. To Prupo ovtd sivon
onuavtikd, kabng eival avaykoio va aropaxpuvlel minpwg n abovoin and to
dtAvpa TAVONG HEGO BT GTHAT).

7. Ex véov tomofétmon tov omiodv QIAquick Spin oe amootepopéva eppendorf
tov 1,5 ml.

8. TIpocOHnkn 50 ul and to Sdhivpo ékhovong (elution buffer) kot endaon tov

detypdrav yuo tepimov 1 Aemto.
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9. Téhog, ouyoxévipnon yw 1,5 Aemtd ot 13.000 rpm vy avaktnon Tov
kabapiopévov DNA omd ta eppendorf.

3.4.2 SQTOMETPHXH

AoV oAokAnpdbnke 1 dwdikasioo Tov Kabapiopov tov PCR mpoidviov
akolovBel 1 dadikacio g potopétpnong 1 ml kébe deiypatog DNA apoiopévo pe
49 ml ddH0. "Eywve vmoloyiopdg TG GLYKEVIPMONG TOV SEIYUOTOG AVAAOYO UE TIC
TILEG POTOUETPNONG KO T OETYHOTO GTAAON KAV Y10 GAANAOVYIOT. TN GUVEYELD EYIVE

1 OTOGTOAN TV OEYHATOV GE AVOPUMMOUEVT] LOPON.

3.4.3 AYO®IAIQEH

H é1o0kacio tg Avopidimong meptrappavet:

[MpocOnkn 300 ml raywpévng abovoring 100% kot 10ml NaOAc 3M
EAa@pd avadevon kat tomodétnon otovg -20°C overnight
duyokévrpnomn tov derypdtov otoug 4°C otig 13000rpm yia 20 Aemtd

ATOLAKPLVOT] TOV VITEPKEUEVOL

o M w0 oE

Tomobétnon tov deryudrmv oto ovpvo, otovg 37°C, yia mepinov 1 dpa, uéypt

TNV aIOUAKPLVGT TNG aBavOANC.

Me ™V 0mOGTOAN T®V OEYHAT®V £YWVE KOL 1 OMTOGTOAN T®V KOTAAANA®V

ekkvntov o€ ouykévipoon 10 pmol/ml yo v dedikacio thg ariniodyiong.

3.5 AAAHAOYXIXH

o  MéOodog tepuationod vovkAeoTiOkNG 0lvoidas ue 01-0eolvvovkieotiolo —

MéBodog kara Sanger-
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To mpog avéivon tunua oo DNA ypnoyedel og ekpayeio yio
ovvbeon avtiypdewv To omoia &yovv To 1010 onueio évoapéng aAld
dwkonTovton oe dlapopetikd onueio. H apyn e pebddov katd Sanger
Bociletar otV €10AY®Y TPOTOTOMUEVOV  OEGOELVOVKAEOTIOI®Y OV
ovoudlovtat dideco&uvovkreotidio AANTP. To vépoydvo avti vdpo&vAiov ot
0éon 3’ ¢ decolupPolng Kot M EVOOUAT®ON TOVG OTN VEOGLVTIOEUEVN
aAvcida eumodilel TNV TEPAUTEPM EMUNKVVOT TG KAONDS dev elvar EQIKTOG O

OYNUOTIOUOS POOPOIIEGTEPIKOD dEGOV. (EIKOVA 5)

Ewoéva 5: Avukaraotaon tov vopolviiov ue vopoyovo atn uébodo Sanger

XOoppove  pe v owowkacsto g peBoddov  katd  Sanger
TPOYUATOTOWVVTOL  TTAPOAANAC  TEGGEPLS  OWIPOPETIKES  OVTIOPACELS
avTLypaeng ™G aAniovyiog mov ypnotponoteiton o¢ expoyeio amd v DNA
TOAVUEPAOT. ATonteital GLVOETIKO OALYOVOVKAEOTIOO, GUUTANPOUOTIKO TOV
aPYIKOV TUNUATOG TTOVL ¥PNOIUEVEL ¢ ekkvnTg (primers). Kabe pio and Tic
1é00ep1c avtdpdoelg mepiEyet Eva dapopetikd ddNTP odld oia to ANTP,

évoL €K TV 0TOIMV 0Qeilel va givat padtoonuacpévo. (sikova 6)
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Ewova 6: diadikaoio ueodov kara Sanger

Koabog apyilet o molvpepiopdg tov ekkvnei, ot 0€ce1g yio mopdoetypo
™¢ KutoGivig katodapfdvovtat amd to euolorloyikd dC, ondte e€akolovbei o
TOADUEPIGHOG, OALG TTOV Kol 7oV Yiveron evompdtmon ddC, ondte &yovue
MEn tov ToAvpepiopo?. [apoduoteg enmdoelg yivovtal mapovsio Tov Kabevog
and to vmoéAoume O1eolvpifovvokAieoTioln pe oamotédespa Tt ANEN TOL
molvpepopov ot Béceig G, A 11 T. Oa mpokdyer éva piypo amd
OEONUACUEVES 0AVGIdES, TOV TeEAeidVOLY ue Eva ddNTP oto 3” dkpo, Ta uiKn
TV 0oV eEapTdVTOL Ao TN oYeTIKN €01 TG cvykekpiuévng Pdong omd to
axpo tov DNA. AxolovBel daywpiopds e MAEKTPOPOPNON O TNKTMLLO

TOAVAKPLAOUIONG Ko ANYT ATOTUVTTAOUOTOG G PIAL. (gkOVaL 3)
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Ewova 7: Aioywpiouog pe nAektpopopnon oe THKTOUG TOADOKPOAOUIONS Kal
ANyn amotoruaTog oe PLAu

INUEPO YPNOLUOTOOVVTOL EVPEMS CLOTHUOTO OVTOUATNG OVAALOTG
NG VOUKAEOTIONKNG aAAnAovyiog 0mov epopudleton n pnéBodoc katd Sanger
OAAG oV TpdTN QAo Yiveton ekBeTikdg moAhamhaciacdg tov DNA-6todxov
pe PCR. Xpnowomolovvion t€ooepig dlopopetikés Bopilovceg ypwOTIKES,
o v kéOe Paon, laser yio v diéyepon t@v @OOPLOYPOUATOV, AVIXVEVLTEG
Y T GVAAOYN TV eKTOUT®V. Ta TEMKA TPOIOVTO NAEKTPOPOPOVVTUL OANL
poli yioo va peidvovtol o TPOPANUATO TOL OPEIAOVTIOL GTN Ol0LPOPETIKN
NAEKTPOQOPNTIKN KIVNTIKOTNTO OO GEPA GE CEPA TOL TNKTOMOTOS. Ta
ovotTiuato avtd dbétovy €dkd software, ta omoio divouv o€ cOVIOUO

YPOVIKO SLAGTNLOL TO ATOTEAEGLAL.
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4. AIIOTEAEXMATA

2mv mapovoa epyacia, ypnopomomniay 20 deiypata aipatog and acbeveic mov
ndoyovv and 1 voéco tov dwfnrtn. Ta dsiypato aipotog cvAAéyOnkav amd TO
[Teprpeperoxod [Mavemomuoaxd Nocokopeio Adpioag. XKomdg ¢ epyaciog NTav n
aviyvevon Kot 1 TaVTOTOiNoT UETAALAEE®V GTO UITOYXOVOPLOKE Yovidla tRNA™™ kot
tRNAAR otoug aocBeveic avtovg. [a v aviyvevon kol tavtomoinomn TV
petoAlGEey akolovOnOnke pio mepopotikny Swdwosio 1 omoio mEPAAUPave
apywd v omopdvoon tov DNA oand 1o xdttaopo tov aipatog, akoAovOnce 1
evioyvon tov derypdtov pe ) pébodo e PCR ypnopomotdvtog toug KatdAANAovS
EKKIVNTEG KOl OTY) GLUVEYELD TpaypoTomombnke avdivon pe ™ puébodo g SSCP yia
NV KATaToén TOV OElYLAT®V GE TPOTLTO, OVAAOYO LE TNV NAEKTPOPOPPNTIKY TOVG
wKovOTNTO. 2T GLVEYEW, TO OElypota oto omoio aviyyvebOnkav UETOAAAEELS Ko
TOAVUOPPIoUOL, oTdAONKOV Yoo Tovtomoinon pe T péEBodo TG  aLTOUOTNG
aAniovyons. H pébodog avtn dekmepaidbnke oto tunipa latpukng XyxoAng
OecooMOg KOL TO ATOTEAECUOTO OTN GLUVEYELD LEAETNONKAY Yo TV avalniTnon oTig

aAANAovyieg Tov mBavov pHeTaAlAEemV.

4.1 Evioxvon pe PCR twv yoviSiwv Trp kot Ala tov mtDNA

To Levyog exkivntadv FWTA kot RevT A ypnoipomomdnke yia va evioyvbei to
e tov 242 bp mov kodwomowi to yovidwn tRNATP kor tRNAAR
[Tpaypatomomnke €heyyoc ota amoteléopota e PCR pe miektpoedppnon oe
Kt ayopolng dote va emPePaiwbel 011 TO TUNUO TOL EVioyLONKe elval ToO

emBounto (242 bp).
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Ewova 7: Areikoviletor to mixtouo ayopiolne omov oro 1° mnydor to Negative
Control, eivai kabapo kai ol dramiot@veTal OtL dev VRPyYE ETUOLVVON. ZT0 VTOAOITTC
mnyadie.  ametkoviCovior ta evioyouéva. putoyovopioko tunuota DNA ta omoia

Tpoépyovral amo 0oeveis ue drafnTy.

4.2 Avaivon Seypatwyv pe T pé0odo SSCP
AxorovOnoe mn pébodoc SSCP étol dote va Soy®pliotovy ce TPOTLTA

aviroyo HE TNV MAEKTPOQOPPNTIKN Tovg wKoavotnta. Ilopaxkdto omeucovileton to

TAKTOUA TOAVOKPVAAUIONG TG avaAivong SSCP.

I [

Ewova 8: Ameixoviletoar 10 mHKTOUO TOADOKPOAGUIONS KOI UE TO. GOTPO PeldKiol

ameikovifovral ta elypata to. owoio otaAdnkoy yia oliniodyion.

4.3 Tavtomoinon HETAAAGEEWV

Ta detypara ta omoia mapovsiocav dapopetikd mpdTvmo oty avdivon SSCP
oTaAOnKay yo aAAnlovyon. Me ) Ponfeia xpoOUOTOYPOPNUATOV GTOV 1GTOTOTO LE

devbvvon www.mitomap.org , tavtorombnkav petodrlaéels oto deiypata All Kot

A34. Zuykekpueva:
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http://www.mitomap.org/

- Asgiypo All
210 deiypa All mopoatnpndnke petdAlaln ot 0éon 5656, pe avikatdoTaon g
A (0devivng) amd G (yovavivn).

- Agiypo A34
Y10 detypo A34 mapatnpnonke petdAroén ot 0éon 5693 pe avtikatdotacn g
T (Bopivng) amd G (yovavivn).
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5.XYZHTHXH

H mopovoa dumhopatiky epyocio mpaypatomotinke yo v oviyvevon kot
tavtomoinon petoAldcemv oto prtoyovoplokd yovidle tRNA oe acOeveig mov
ndoyovv and ST HE GKOTO Vo SOTICTOGOVUE TO POAO TOV UETOAAAEEWV TOV
MtDNA o1 dvciertovpyia v ptoyovopiov kol Twg avty] propel va gufvvetal yuo
NV ELPAVION TNG VOGOV TOL GOKYAP®OIOVG St Tn.

O petodddEerg mov evromicOnkav otovg acOeveig oev glval KaTaywpMNUEVOL
ot Baon dedouévav tov Mitomap kot dev vVIapyeL Kapio avaeopd ot Pproypapia.
Enopévoc Bo mpémer va gpevvnbel mepiocdTEpO Yo va damotwdel mOGo cuyvd
epeavileTon Kot av Ovtmg oyetiletol e T VOGO TOL GOKYAPMI0LS dta|Th.

IMa v mpaypatonoinon g tapovcag epyaciog ypnoporomdnkay detypota
aiparog and 20 acBeveig pe dwpn oand to omoio amopovodnke pToyovopLaKd
DNA. . To Levyog exkivntoov FWTA kot ReVTA ypnotporombnke yio va gvioyvdei
10 THARE TeV 242 bp mov Kedkomotet o yovidi tRNAT™ kot tRNAM, T cuvéyeta,
ta detypato avorlvOnkoav pe t puébodo SSCP yio v katdtaén tovg o€ mpdTLmIa
avaAoyo pe TV MAEKTPOPOPNTIKY Tovg Kivntikdtnta. Me ™ uébodo SSCP &ywve n
aviyvevon d1apopmv VOUKAEOTIOKOV Tapoiiaydv. Ta deiypoto mwov mapovsiocay
SapopeTIKO TPOTLTO 6TV avdAvor SSCP otdAdnKay Yo aAAniovyion.

SOUPOVA LE TO OMOTEAEGHATA OO TNV AAANAOVYIoT 6Tovg 20 acBeveic e dapn
mov peAetOnkav evtomiotnkov 2 petoAAdéels. Ot moAvpopeicpoi ool
eviomioTnkov ot akolovbeg Béceic AS656G kor T5693G. Kai ot ovo awvtoi
TOAVUOPPIGUOL OEV £YOVV HEYPL OTLYUN| avapepBel 6T dikTvaK BAon dedoUEVOV Yia
10 ptoydvoplo Www.mitomap.org . Ot moAvpop@iopoi avtoi givar povadikoi, o
delypoto twv vrdéAowmmy achevov mov pelemiOnkoav d0ev mopovcolalovv Koo

TPOTLTO, KOl gpPavioTnKay pe cvyvotnta 2/20.
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