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IIporoyog

H mopovca gpyacio exkmovinke oto Epyaoctipio N'evetkng, Zvykpirikng &
E&ehktucng BioAoyiag tov Tunuoatog Blioynueiog & Bloteyvoloyiog ota mlaicio Tov
[Ipoypdppatog Metamtvuyokdv Xmovdodv Bloteyvoloyia - IMowdtnta Awatpoonc &
[Tep1dArrovrog.

Oa Mbeho va evyapomow v Emikovpo Kabnyntpia Bioloyiag /
Nevporoyiog K. Aypida Ziga yio Tqv avadeon e GLYKEKPILEVIG epyaciog Kol TV
vropov ™. Emiong, Oa 10gla va vyaptot|om ta péAN g eEETOCTIKNG EMTPOMNG,
tov Kafnynm IepiBariovtikng Mikpofroroyiog & Bioteyvoroyiog k. Kapmovla Anurtpio
kot v Ezmtikovpo Kabnyntpa Ipateivikng Xnueiag k. Koviov Mopia.

Institutional Repository - Library & Information Centre - University of Thessaly
27/07/2024 07:48:28 EEST - 13.58.149.34



HEPIEXOMENA

TTEPIAHWH ..o 6
ABSTRACT s 7
LMITOXONAPIO ..ottt s 8
1.1 AOMH MITOXONAPIOY ..ottt s 8
1.2 AEITOYPI'TA KAI POAOX TOY MITOXONAPIOY .....oooveviiiiieie e 10
1.3 MITOXONAPIAKO F'ONIAIQMA ......ooiiiieiiiieenre e 12
2. METAAAAEEIX mtDNA KAI MITOXONAPIAKEX AXOENEIEX.......... 14
2.1 ZAKXAPOQAHZ ATABHTHE .....ocoiiiiiiiii s 17
2.1.1. SAKXAPOQAHZ AIABHTHE TYTIOY ©..oooiiiiiieeeec e 18
2.1.2 TAKXAPQAHZ AIABHTHE TYTIOY IL..cooiiiiiiiiiiiicceee e 18
2.1.3 AAAOI ETIAIKOI TYTIOI ATABHTH ....cviiiiiiiiiicece e 19
2.1.4 ATABHTHEZ THE KYHEEQZX ......ccoiiiiee e 19
2.2 EPEYNA KAI XTATIZETIKEX I'TA TH NOZO .....cccoooiiiiiiiiciiieeeee 20
2.3 ATABHTHX KAI MITOXONAPIAKH AEITOYPTIIA .........cccooooviiiie, 22
B ZKOIIOX THE EPTAXIAX... ..ottt 24
4.YATKA KAI MEGOAOL.. ..ottt 25
4.1 AEITMA KATI ATIOMONQZH DNA ... 25
4.2 AAYZIAQTH ANTIAPAZH THE TIOAYMEPAZHX ..o 26
4.3 HAEKTPO®OPHZXH XE [THKTH ATAPOZHEX .......ccocoiiiiiiicincc e 30
4.4 MEOOAOZ ANAAYZHZ ITIOAYMOPOIZMOY MONOKAQNIKHZ
ATAMOP®QXHY (Single Strand Conformation Polymorphism-SSCP) ................... 32
4.5 TTAPAZKEYH I[THKTOQMATOZXZ [IOAY AKPYAAMIAIOY ....coveviiiiiiiincnns 34
4.6 ATIOAIATAZEH KATI ®OPTOMA TON AEITMATON ...coooviiiiiiiicceee 35
4.7 XPQXH ME AIAAYMA NITPIKOY APT'YPOY (Silver Staining)................... 35
4.8 KAGAPIZMOZ ITPOIONTON PCR ..ot 36
4.9 TTIPOZAIOPIEMOZ THXE NOYKAEOTIAIKHE AAAHAOYXIAY MOPIQN
DNA (SEQUENCING) ..ottt 37
S5, ATIOTEAEZMATA ....oooiii bbbt 39
B.EYZHTHIH .......ooiiiiiiiie bbb s 45
T.BIBAIOTPADIA... ..o 46
5

Institutional Repository - Library & Information Centre - University of Thessaly
27/07/2024 07:48:28 EEST - 13.58.149.34



LHHEPIAHYH

O caxyopddng oPntng eivor pio 0100ed01EVN VOGOGS, 1| omoia Exel peAetnOet
OpKETO O€ YEVETIKN Kol poplokn Pdorn. Méxpt topa €(0ovv cLOYETIOTEL TOAAEG
YPOUOCOUIKES TEPLOYEG KoL YoOvidlo, TUPNVIKA KOl  UITOYOVOPLOKE, HE TN
oLYKeEKPIEVN acBévela. Idwitepa M HEAET] TOL  HITOYXOVOPLOKOD YOVIOIOUOTOG
Tapovotdlel WitePO evolapEpov, KoOMC pmopel va e€nynoel o UnTpkd TpOTO
KAnpovopkotntag tov oPnrn. Emumhiéov, anotelel £ykvpo TpOTO TPOYVOONG TNG
acBévelog, ®oTe va Yivel cwotr ddyvwon Kot Bepaneia, Kupiog ot veapd dropa.

2NV mopovoo. Epyacio ETLEPNONKE aviyvevon Tov HETOALAEE®Y e acheVEIC
pe cokyapmon owPnrn. I'a v mpaypatonoinon g €pevvog ypnotpomoOnkay
delypata  aipoatog amd acbeveic pe owpnm omd to omoio  amopovoOnke
pitoyovoplakd DNA, eved €ywve kot obykpion pe delypota oipfotog VYV oTOUMV.
Apywcd amopovacape to oAkd DNA tov derypdrov. "Ensita epappoocaue tn pébodo
TOAOTAQGIOGHOD TNG aAAnAovyiag tov DNA pe t pébodo PCR. X ocuvvéyewn
eMEYEQLE TOGOTIKA KO TOOTIKA Tl amoteAéspata mov pape ond v PCR péow
™G MAEKTPOPOPIONG TV delypdtov oe Kty oyopoln. Méow g avaAvong
TOAVUOPPIGHOV  HovOKA®VNG dapdpemong (SSCP) emitdyope amodidtoén g
LOVOKA®OVNG 0ALGIO0G £TOL MOTE VO KATAPEPOVE VO OVIYVEOGOVE TIG HLETOAAAEELS
010 yovidro. H pébodog mpocsdlopiopov tng VOuKAEOTIOKNG oAANAovyiag popiov
DNA (Sequencing) pog £dmGE T0 OMOTEAEGLATO Y10l TIG LETAAAAEELG TTOV LIPYAV GTOL
yovida.

Mo va egdyovpe ac@aAn coumepdopato Yoo T0 pOAO TOV YOVISi®V TOL
MDNA otv gpedvion Kot kKANpovopkotnta g vosov tov dafntn mpénet vo
oAoxkAnpwBel n épevva oe OAa ta tRNA yovidia otovg acheveig Kot va yivel chykpion
pHe peyYOAn opddo Tov PUoOAOYIKOL mAnBvcuov. Télog, eivor amapaitnto vo
mpocooplotel 1 axping emidpaon TV petaAldEemv mov €yovv Ppebel, ot
Aertovpyio TV pitoyovopimv.

AEZEIX-KAEIAIA:BIOXHMEIA,DNA,METAAAAEEIZ, mtDNA,MITOXONAPIA,ZAKXAPQAHX

AIABHTHZ tRNA,PCR,I'ONIAIA,AXOENEIA
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ABSTRACT

Diabetes mellitus is a widespread disease, which has been studied extensively
on a genetic and molecular basis. So far, many chromosomal regions and genes,
nuclear and mitochondrial, have been associated with this disease. In particular, the
study of mitochondrial genome is of particular interest, as it may explain the maternal
mode of inheritance of diabetes. In addition, it is a valid way to predict the disease, so
that it can be correctly diagnosed and treated, especially in young people.

The present study sought to detect mutations in patients with diabetes mellitus.
Blood samples were taken from patients with diabetes to isolate mitochondrial DNA,
and a comparison was made with blood samples from healthy individuals. We first
isolated the total DNA of the samples. Then we applied the method of multiplying the
DNA sequence with the PCR method. Then we quantitatively and qualitatively
checked the results we obtained from the PCR by electrophoresis of the samples in
agarose gel. Through the monoclonal configuration polymorphism (SSCR) analysis,
we succeeded in decomposing the monoclonal chain so that we could detect mutations
in the gene. The method of determining the nucleotide sequence of DNA molecules
(Sequencing) gave us the results for mutations in the genes.

In order to draw safe conclusions about the role of mtDNA genes in the onset
and inheritance of diabetes, research should be completed in all tRNA genes in
patients and compared with a large group of normal populations. Finally, it is
necessary to determine the exact effect of the mutations that have been found on the
function of the mitochondria.

KEY WORDS: BIOCHEMISTRY, DNA, MUTATIONS, mtDNA, MITOCHONDRIA, DIABETES, tRNA,
PCR, GENES, DISEASE
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1.MITOXONAPIO

To proydvoplo eivar Kvtrapucd Opyavidio, to omoio mepifaiietor omd SmAn
peuppavn. Mitoyovopio amavtodv HOVO 6T EVKOPLMOTIKG KOTTOPO, KoL OTOKOAOVVTOL
ovyva "epyooTdcto Tov KVTTépov", enedn To EVOLUA TOVG dlEVEPYOUV T GTASL0 TOVL
aepoPiov petaforopov to omoia amodidovv gvépysla. Mitoyovdplo mopornprionkov
yio TpodT) @opd v dekaetion tov 1840, towtomombnkav Opwg g aveaptnra
KuTTOPIKd opyavidwn to 1894.

Ta pitoxdvoplo oe peydAn mocodO T gpeavifovior oe KOTTOPO He VYNAEG
OTOUTNOELS O eVEPYELD (LLTKA KOTTOPO, VELPIKE KOTTAPO, KOTTOPO TOV a1odntnpiov
opyavev, mdpla, K.AT.). Xto poikd kottopo Tng Kopdiag, €yovpe €vo mTOCOCTO
ptoyovopiov tov 36%. Evkapvotikd kottapa, mov Oa ydcovv to putoxdvopid Toug,
dev umopovv mAéov va oavoalmoyovnBoldv. QoTOGO, VIAPYOLV KOl EVKAPLOTIKA
KOTTOPO YOPIG ptoyovopla (.. opiopéva Tpotdlma).

Méypt onuepa, €xovv yvootomombel mepimov 50 acBéveleg opelhdpeveg ota
ptoxovopa. (Mitoyovopromdbeleg) ot omoieg cvumeptrapfdvovior ota petafoiikd
VOGT|LOLTOL.

1.1AOMH MITOXONAPIOY

Ta pitoydévopla €xovv emipnkes, ceapkd N woewés oynue. IepiPdirovion
amo 0vo pepPpavec, v eEmtepikn Kot v ecwteptkn. H eEmtepikn| toug pepfpdvn
etvan Aela, €xer KOAMVOPIKO oynua kot oev eépet o&uoopata. [epiéyel ouykekpuéveg
TPOTEIVES, TIG TOPIVEG OV EMTPEMOVY TNV SEAELGT OKOLO KO LEYOA®Y LOpimV.

Avtifeta oplopéva povo poplo pumopovv vo  petaeepBodv Stopécov g
ectepkng pepPpdvne. H esocotepikr| pepPpdvn etvor avadimiopévrn, oynuoatilet
TOAVAPIOUES OIOKOEWDEIG 1] OOKTUALOEOELS MTLYMGES Kol QPEPEL OELGMOUATO TOV
amoteAobvtal amd moAveviuuikd ocvotnuoto  To  omoio kKot gvBdvovion  yuo
N POGPOPLMMOGN Kol TNV OVOTVEVGTIKY] 0ALGIOOL.

O evdldpuecog ympog petah tov 6vo pepPpovav ovoudletor dtapepppaviko
owaotnpa N pecopepPpavikég yd@pog tov pitoyovopiov. O ydpog avTds TANPOLTAL
VT VYPOL TOV YPNOUUEVEL OTN AEITOLPYIKN EMKOwwvio TV dvo pepPpavov. O
Y®POS OV TEPPAAAETAL AO TNV E0OTEPIKN HEUPPpbvn ovoudleTal piTpa 1 GTPOUO,
Kat' avaloyio pe 10 oTpdOp TOL YAwpomAhdotn. O yopog avtdg mepiéxelt 1o DNA,
o poodpata kot To woAvdplOua Evivpo oL  KOTAAVOLV TIG UETAPOAKEG
avtwpacelg mov  AouBdvovv  yopo oto  prtoyovopro.  Eivor  ydpog  pe
peyaAn e€edikevon, a@ov  dlopépel  ONUOVTIKE, omd YUKy dmoyrn, amod
TO KUTTOPOTAOGCLLOL.
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Eivar nuavtovopa opyaviowa kot dtobétovv dikd tovg DNA, étor dote va
UmopovV vo. avoamapdyovtal yopic vo  ypewaletar  vo  dpebel  to KOTTOPO.
To DNA tov ptoxovdpiov eivar dikhovo kuokAkd kot glvar tomobetnuévo oTic
€00Y€G oL OMpovpyel 1 ecmtepikt| pepPpavn. Kabe ptoydvopio mepiéyet 2 £mg déka
avtiypaga Tov KukAkob avtov popiov DNA. Emiong vmépyet éva oroxAnpopévo
oLOTNHO EKEPACTG TOV Yovidiwv ov teptlapBdvel prpocmdpata Kot GAAEG TPOTEIVEG
OV EIvOl ATOPOITNTEG YU QVTAV TNV AELTOVPYiaL.

H &icodog tov mpoteiviov 610 ptoydvoplo mpaypotonoteitor pe tn Ponbewa
€VOG €101K00 GNUATOG Kol TG KVTOGoAKNS 6vuvodov HSC70, n onolo arotpénel o
TPOO OmAOUA TNG TPOTEIVNG. XTN GLVEXEWD TPOCOLVETAL GE £VO. TPOTEIVIKO
oLuUmAoKo g eEmTepkng pepPpdvng tov ptoyovopiov (Tim Complex) kou émetta
010 ecmTePKO cvumioko (Tim Complex). Mol pBdcel otn untpa tov pitoyovopiov,
pio TETTIOA0T apopel To 101kO onpa dtadoyne. Edv dpmg n mpwteivn £xet otdyo va
aykvpoPoincel otig Propepufpdveg Tov opyavidiov, Oa euEOVIGTEL LETE TNV OTOKOTN
TOV GNLOTOG O1OAOYNG, Eva GAAO €101KO onpa BEong.

ZwHaTidla
ATP ouvBeTtdong

EocwTeplk pepBpdvn

EEwTepPLKA HEUBPGVN

Eixova 1:Aoun Miztoyoviopiov
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1.2 AEITOYPI'TA KAI POAOX TOY MITOXONAPIOY

O pdhog v ptoxovopiov sivar 1 eEacpdion evépyelag. Ta putoyxdvopla
YPNOWOTOOVVTOL amd TO  KOTTOPO Yoo TOV  UETOPOAMOUO TV PLOAOYIKOV
pokpopopiov mov Tposiapupdvovy ot opyaviopol pe tic Tpogés. ‘Etot, pe m Pondeia
TOV HTOYOVOPIOV TO KOTTOPO O10GTOVY TOVG LOATAVOPOKES KoL TaL AT, GLVOETOVTOGC
uoplo. TPLpwo@opikng adevooivng (ATP), puéow g dadikaciog g 0&EB®TIKAG
POOPOPLAI®ONG.

H dwdikacio avt elvar agpdPfia Kot cuvteleitol Stapécov evOg TOAVTAOKOV
Swpepppavikov evibpov mov Ppicketor ony €0OTEPIKN HEUPpdvn TOV piTOYOVIpiov
ka1 ovoudletar ATP-cuvBetdon.

Xy mapaypotikotnTo 1 dwdikacio mopay®yng evépyswg &ivor  TOAD
nePImAOKT. ApPYIKA To HOPLOL TOV TPOPDOV, OPOV SUGTOGTOVV GTA LLOVOUEPY] TOVG,
ONAadn o1 ToAVCAKYOPITEG GE HEHOVOUEVE Glkyapa OT®MG M YALKOLN, ta Ainn oe
Mmapd o&éa kot ot Tpwteiveg o apvo&éa glodyovion ota kvuttapa. Exel ta Mmapd
oféa eloayovral kotevleloy ota PTOYOVOPL, EVA TO CAKYOPL EIGEPYOVTAL GE pia
akolovBio  déka  Jwdoywmv  avidpdoemv, TN YAvkoilvon.  Amotélecua
™G YAuKOAvoNG elval M mopoymy] €vOg HOpiov TOL TLPOCTUPLAIKOV, TO OTOi0
EI0AYETOL OTO, PTOYOVOPLA, VO TopdAAnia Tapdyovion pikpég mocotnteg ATP kot
NADH, evog aAlov evepyomompévov popiov @opéa. Exel 1o mupoctapuikd
petatpénetal evOUIKA oe akeTvAocvvEViLIO A(akéTvAoCo-A) kot €Tol eKKvel o
KUKAKY] aAAnAovyio avtidpdoemv, 0 KOKAOG TOV KITPIKoU 0E£0G.

O k¥KA0g TOV KITPIKOV 0EE0G

To akétvro-CoA mov mapdyetal 1660 and 1o ITupostapvikd O&L 660 Ko
amo to Mapd o&éa tpootiBetan 610 O&aro&kd OLH kat £tot mapdyetar Kitpikd O&D.
Me avtdv tov TpoOmo 10 EeKVA 0 KOKAOG TV OKT® S00Y KOV OVTIOPAGE®Y OV
exkvel and 1o Kitpikd O&H kot kataAnyel eniong oto Kitpkd 0&H.

[MapdAinia mapayovton tpia poéproe NADH, ko éva popro FADH2 kow GTP.
Ta popla awtd ypnotpomoovvtal yio v wapoywyn ATP, tov Pacikod evepystokov
VOLUGUIATOG TOV KLTTAPOV.

Kd&Be pia and 116 oktdd avtidpdoelg KotaAdeToL amd 10 01K TG éviupo. MoAg
oAoxkANpwBel 0 KOKAog mapdyetar O&arolikd O&LL yio vo pmopel va emavekivnBel n
Ol ddwacia, pe v mpocHnkn evog véov popiov akétvio-CoA. Ocov agopd to
apvo&éa mov mpocAapPdvel To KOTTAPO Omd TNV OmMOSOUNCT] TOV TPOTEIVAOV TNG
TPOPNG, T0 Kobéva pmopel va petatpanel avdioyo pe tnv @OoN T0L 6g éva amd To
OKT® EVOLAUESH TTPOTOVTO TOV KOKAOUL 1} OKOUO KO GE TUPOGTAPVAIKO 1| GE AKETVLAO-
CoA. O kdxrog glvar yvmotog eniong og kOkKAog Tov Crebs.
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O Paocikog porog tov ptoyovopiov eivar n moapaywyn ATP. Emopéveg givan
AmOPOIiTNTO VO XPNOLUOTOMOBOVV T VITOAOLTO EVEPYOTOMUEVE UOPLO. QOPEIS TOV
TapAyovTol Kotd tnv Oldpkela Tov kKuKAov yio va wapoaydel ATP. To GTP mapdyet
ebxolo ATP péom ¢ mpoceopag LG €K TOV TPLOV POGPOPIK®Y OLAO®Y TOV GTO
ADP. Tl Ta GAAa 300 popo Opmg 1 Katdotoo eivot o mepimAokn.

XnpuetwopoTiki) ovlevén

To NADH ot 1o FADH2 Aettovpyodv ®¢ @opeic mAextpoviov vyning
evépyelnc. Avtd mpokTikG onuaiver Ot teitvouv va amofdAilovv €va (gbyog dvo
NAEKTPOVIOV DOGTE VO LETATPATOVV GTNV OVOTYUEVT] LOPOT| TOVS OV YopaKTnpileTon
amd peyaAvtepn  otafepdmra. Avtd  akpifdg  TO  yEYOVOC EKUETOAAEVETOL
TO KOTTOPO Y10 v, TpowBnoel v mapaymyr] ATP. MoMg amofAnBodv ta niextpdvia
€16AYOVTOL GE [0 0ALGION HopimV TTov To KaBEva Aettovpyel dladoyikd g SEKTNG Kot
d00m¢ mAektpovimv. H thon petapopds ogeiletor oTig Sd0yIKE  HIKPOTEPESG
EVEPYELES TV NAEKTPOVIOV KOTA TO TEPAGLLO TOVG ATO TO £VOL LOPLO GTO EMOUEVO.

H oAvoida petagopdc MAEKTpOVimV, YVOOTH KOl MG OVOTVELGTIKY 0AVGIO
elval €yKATESTNUEVN OTNV €0MTEPIKN UeUPpavn Tov prtoyovdpiov. Exel Ppiokoviat
tpio Srapepfpavikd copmioka eviopwv ,to cOHUTAoko agvopoyoviacns tov NADH, to
OOUTAOKO T®V KLTOYPOUAT®V Db-Ci kou 10 obumhoko g o&ewddong tov
KUTOYPMOUATOC.

Ta niextpovia peToKvouvTol S1ado IKE amd T0 £€vo. GOUTAOKO GTO EMOLEVO
kaBodnyodpeva and Tig dradoyikd younidtepeg evépyetleg toug. H drapopd evépyetog
aflomoteitonr HECH TNG GVIANGONG TPOTOVIKOV OMANON KATIOVTIOV VOPOYOVOL amd TO
OTPAOLLO TTPOG TOV SAUEUPPAVIKO YDPO.

Telkdg otafuoc Tov niektpoviov katd UnKog g aAvcidag eivar 1o O2 to
omoio mpoépyetan amd v avamvor. Ta nmiektpovia avayovv To o&vydvo Kot
TopayeTonr VO®P pe TV Pondeta Tov CLUTAGKOL NG 0EEBACTC TOV KLTOXPDOUATOC.
"Etot ta niektpdvia Bpiokovtal Tdpa 6TV XApUNAOTEPT EVEPYELOKT GTAOUN.

H oA owdwaocia amelevbBepivel v evépyela mov  omouteiton  yuo
™MV GviAnon tov mpotoviov. Emopéveog mn cuykévipmorn mpoToviov €KTOG TOL
pitoyovopiov givon mepimov 0éka POpPEG UEYOADTEPT EKTOG TOV GTPOUOTOS YO AVTO
eEdAlov Ko ) dradikasio TG dvtAnong amottel evépyeto Kot dgv givor avBopunt.

Molg Aoutov tovg d00el gvkaipio Ta TPpOTOVIO. TEIVOLV VO €166A00VY GTO
otpopa. Edd axkpifac avorappaver opdon m ocvvBetdon ATP. H mpoteivn avt
opotalel pe €va LOPOULAD. APOV 1 GLYKEVIPMOT] TPMTOVIOV EKTOG TOL CTPMUATOS
elval moOAD peyoldTtepn NG E0MTEPIKNG, E€KEIVA YPNGILOTOIOVV TNV GLVOETAGN TOL
ATP yw va eravédBovv. Tavtdypova, OUMS, KIVOOV TIG DTOUOVAOES TNG TPMTEIVIG
OmwG 10 VOWP HETUKIVEL TIG TTEPVYEG TOL VIPOULAOV. AT N
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https://science.fandom.com/el/wiki/%CE%9A%CF%8D%CF%84%CF%84%CE%B1%CF%81%CE%BF
https://science.fandom.com/el/wiki/%CE%A0%CE%B1%CF%81%CE%B1%CE%B3%CF%89%CE%B3%CE%AE
https://science.fandom.com/el/wiki/%CE%A3%CF%8D%CE%BC%CF%80%CE%BB%CE%BF%CE%BA%CE%BF
https://science.fandom.com/el/wiki/%CE%86%CE%BD%CF%84%CE%BB%CE%B7%CF%83%CE%B7
https://science.fandom.com/el/wiki/%CE%9F%CE%BE%CF%85%CE%B3%CF%8C%CE%BD%CE%BF
https://science.fandom.com/el/wiki/%CE%8E%CE%B4%CF%89%CF%81
https://science.fandom.com/el/wiki/%CE%95%CE%BD%CE%AD%CF%81%CE%B3%CE%B5%CE%B9%CE%B1
https://science.fandom.com/el/wiki/%CE%86%CE%BD%CF%84%CE%BB%CE%B7%CF%83%CE%B7
https://science.fandom.com/el/wiki/%CE%95%CE%BD%CE%AD%CF%81%CE%B3%CE%B5%CE%B9%CE%B1

aAAoyn SLLUOPPOONG TOPEYEL TNV EVEPYELD TTOV ATOLTEITOL Yot VO TTpayLotomom et 1
TPocHNKN poGg Oo@opikng opadac oto ADP kot va mapoyBei ATP.

Me v oAoKANp®O™N NG SadIKAGING TOV €lval YVOOT] O YNMUELOCUMTIKN
ovlevén to cvpmAoke evOOU®V ETAVAVIAODV To TPOTOVIOL TTPOG To. €€ (MOTE Vo
ovveyioel  Aertovpyia ¢ ovvOetdong tov ATP. To ATP mapdyeton 610 oTpdpa
OAAG OTN cLVEXELD LETAPEPETOL LE TNV POoNOELD TPOTEIVOV GTO KUTTOPOTAAGHLAL.

H evépyeio mov mepiéyel 6Tovg deGOVG TOL €ival avT TOL T0 KOOoTE ™G TO
KUPLO EVEPYELOKO VOULIGLLO TOV KVTTAPOUL.

H d1domaon tov 0eGpov vYNANG evépyelog HeTaEy TG 0e0TEPNC KO TNG TPITNG
QPOGPOPIKNG oudoog TOPEYEL TNV EVEPYELDL TTOV amotteiton Yo
TNV TPAYLOTOTTOINGT oXe0OV KAOE PLoAoyikng avTidpacng TOL KLTTAPOL TOL OeV gival
EVEPYELAKA EVVOTKT).

1.3 MITOXONAPIAKO I'ONIAIQMA

Ta pitoxdvopo d100étovy d1Kd TOVG Yovidimpa, To omoio vdpyel 6€ TOAAL
avtiypaga. To DNA toug elvar kokAkd ot dwbéter  évav  ave&dptnto
KOKAO avamapaywyns (muowtovoua). Kwoduonotel dpmg, poévo £va pKpd vtocuvoro
TOV TPOTEIVOV OV YPELALETAL TO PITOYOVOPLO.

To prtoyovoprokd DNA kinpovopeitar povo amd ) untépa. Avtd copfaivet
EMELON TO LOGTIYI0 TOV GTEPUATOL®OPIO, TO OTOT0 PEPEL TH GLVIPUTTIKY] TAEWOVOTI T
TOV HUTOYXOVOPI®V TOL, dEV EIGEPYETOL GTO MAPLO KOTA TN YOVILOTOINOT).

Ytov dvBpomo to ptoyovoplakd DNA mepiiapfdvel oyetikd Alya yoviola. O
LEYOADTEPOC OPOUOS TOV TPOTEIVOV TOL OTOLTOVVTOL Yo TNV AEITOvpYiol TOV
opyavidiov kwdwonoleitan amd yovidla tov DNA tov mupniva.

Qotoc0 coPapéc acBéveleg oeeilovtor o€ PETOAAAEELS LUTOXOVOPLOK®DV
yovidiwv. Ot acBéveleg avTég TPOKAAOVY OAPOPES LOPPES LVTKNG dVoTPOPiag, apov
70 pToyxdvoplo gival 1o kévpo mapaywyng ATP tov kuttdpov.

To g&omupnvikd prtoyovoplokd DNA (mtDNA), Bpioketon otn pnTpa tov
pitoyovopiov kot givor Eva piKpo, KUKAMKO, “youvo’ amd 16toves, dikAwvo popto DNA
pe popon vrepéhkas. Iepiéyel Kmdkég aAAniovyieg ot onoieg amoviovy pio pHovo
@opd 610 YoVIdimpa TOv. XOPOKTNPLOTIKY €miong ivon 1 EAAELYT VOUKAEOTIOIK®V
aAAniovyiov peTaEy TV yovidiov kabdg Kot 1 amovsio wTpoviwv, Yeudoyovidimv
KOl 0VO.GLVOLAGHOV G€ oYEon pe To mupnvikd DNA.

KdéBe avBpdmivo kvtTapo mepikieiet ekatoviades pitoxdvopia, kabéva amd ta
omoia meptEyel amd 2 €mg 10 avtiypapa tov dikAmvov, kukiikov DNA twv 16,569
Cevydv voukAeoTdimv. Avtd 10 eEOMUPNVIKO YEVETIKO DAKO KANPOVOUEITOL OO TN
UNTEPQ TPOG OAOVG TOVG 0dYoVoLs (apceVIKODS Kot OnAivkovg), adld povo 1 kdpn Ba
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https://science.fandom.com/el/wiki/%CE%94%CE%B9%CE%B1%CE%BC%CF%8C%CF%81%CF%86%CF%89%CF%83%CE%B7
https://science.fandom.com/el/wiki/%CE%95%CE%BD%CE%AD%CF%81%CE%B3%CE%B5%CE%B9%CE%B1
https://science.fandom.com/el/wiki/%CE%9A%CF%85%CF%84%CF%84%CE%B1%CF%81%CF%8C%CF%80%CE%BB%CE%B1%CF%83%CE%BC%CE%B1
https://science.fandom.com/el/wiki/%CE%95%CE%BD%CE%AD%CF%81%CE%B3%CE%B5%CE%B9%CE%B1
https://science.fandom.com/el/wiki/%CE%9D%CF%8C%CE%BC%CE%B9%CF%83%CE%BC%CE%B1
https://science.fandom.com/el/wiki/%CE%94%CE%B9%CE%AC%CF%83%CF%80%CE%B1%CF%83%CE%B7
https://science.fandom.com/el/wiki/%CE%95%CE%BD%CE%AD%CF%81%CE%B3%CE%B5%CE%B9%CE%B1
https://science.fandom.com/el/wiki/%CE%A0%CF%81%CE%B1%CE%B3%CE%BC%CE%B1%CF%84%CE%BF%CF%80%CE%BF%CE%AF%CE%B7%CF%83%CE%B7
https://science.fandom.com/el/wiki/%CE%93%CE%BF%CE%BD%CE%B9%CE%B4%CE%AF%CF%89%CE%BC%CE%B1
https://science.fandom.com/el/wiki/DNA
https://science.fandom.com/el/wiki/%CE%91%CE%BD%CE%B1%CF%80%CE%B1%CF%81%CE%B1%CE%B3%CF%89%CE%B3%CE%AE
https://science.fandom.com/el/wiki/%CE%9C%CE%B7%CF%84%CE%AD%CF%81%CE%B1
https://science.fandom.com/el/wiki/%CE%A9%CE%AC%CF%81%CE%B9%CE%BF
https://science.fandom.com/el/wiki/%CE%93%CE%BF%CE%BD%CE%B9%CE%BC%CE%BF%CF%80%CE%BF%CE%AF%CE%B7%CF%83%CE%B7
https://science.fandom.com/el/wiki/DNA
https://science.fandom.com/el/wiki/%CE%9A%CF%85%CF%84%CF%84%CE%B1%CF%81%CE%B9%CE%BA%CF%8C%CF%82_%CE%A0%CF%85%CF%81%CE%AE%CE%BD%CE%B1%CF%82

10 petafipdoel otovg amoydvoug . To prtoyovoprokd yovidioua tepéyet 37
yoviota.

Av1d 0 YoVidlo K®OTKOToloHV:

A) Askotpeic mpoteiveg mov elval OAEG LVTOUOVAOES TOV GLUTAOK®V NG
OVOTVELOTIKNG OALGIONG KOl EUTAEKOVTOL OTN HETAPOPH MAEKTPOVI®V Kol O
ovvBeon tov ATP (complex I, III ko IV). Avtd ta oAoéviopa copmAnpmvovtol pe 70
TEPITOV VIOUOVADES TLPNVIKNG TPOEALELGONG, Ol OTOIEG EIGAYOVTOL GTOL UITOYOVOPLLL
amd TO KVTTOPOTAAGLO Y10 TN ONUIOVPYIL EVEPYDY CUUTAOK®V Kol TN oOvOeon Tov
ATP. Ot vmopovadeg TV CLUUTAOK®V TNG OVOTVELOTIKNG 0ALGIS0G TOL
K®OKOTO10UVTOL 0Td TO HITOYOVOPLOKO

B) Avo rRNAs, éva 12S kot éva 16S. Ta ptoxovoplokd pifocouato
oynuatiCovioar and o pkpn 28S vmopovdada kot pee peydain 39S vmopovéoa. H
pikpn vropovada omotedeitar amd 12S RNA ko 29 mpowteiveg mopnvikng
TPOEAEVONG, EVO 1 HeYOAN vopovada arotedeitor and 16S RNA kot 48 npwreiveg
TLPNVIKNG TPOEAEVOTG.

INEikooct dvo petapopikd RNAs. Ta tRNAs ivor ta popla mov petapépovv
apvo&éa 6to pPOcmUO Kol LEGOAABOVY Y10 TV EVEOUATMOGN 0VTOV TOV AUIVOEEDY
o€ mOALTENTIOW pe PeYdAn motdmta. To proyovdplokd yovidiopo mepléyst &vo
Trna eWdwod yuoo kabe éva amd 18 auwvo&éa, 6060 tRNAS edikd yo 1 ogpivn
tRNASer(AGY) «xor tRNASer(UCN) wkor 2 tRNAS €dikd 7y v Agvkivn
(tRNALeu(UUR) xor tRNALeu(CUN)). Ta 22 tRNAS yovidia oynuatiCoov v
eEAMBYLOTN OUAdO HETAPPOOTC OA®V TOV ATOPOITNTOV KOIKOVIMV TOV amoitodvTol
o1 Plocvuviecn TV SEKOTPIOV TPMOTEIVAV.

7‘04 15955-16023
Thr: 15888-15953

Ile: 4263-4331 |- [T—His: 12138-12206
Gln: 4329-4400
Met: 4402-4469

Trp: 5512-5579
Ala 5587-5655
Asn: 5657-5729

Cys: 5761-5826" /

Tyr: 5826-5891

Lys: 8295-8364

Asp 7518-7585

Ewova 2: Xdptng tov ovbpomvov uitoyovipioxod yovidiwuatos. To MIDNA
weprlouPaver 37 yovidia mov kwdikomorovv 13 mpwreiveg, 2 rRNAs kot 22 tRNAs. To tRNAs
eivair O100TOPTO KATOVEUNUEVO. (G HOVAOES 1 TYHUATIOVTOS OUdOES, Hetalt twv allwv RNAS.
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AAO éva YOpaKTNPIOTIKO TOV putoyxovopiov gival 1 vrepPoikn evoicOncio
TOVG 61N dNpovpyia petaAldEemy Kot oAlaymvy. Avtd copfaivetl e&ottiog TG VYNANG
ovyvottog avtrypagne tov mtDNA Kot Tov Alyov pnyovicpudv emdtdpbwong mov
owbétel oe oyxéon pe 10 mopnvikd DNA. To mIDNA veictator 10-17 @opéc
vynAdtepo puOud petdAAaéng ovykpitikd pe 1o mopnvikd. Tavtdypova elval
evaioctnto ko oe PAGPeg and e€wyeveic artieg. Oha avTd 0dNYOVV G€ avoLoAMEg 6T
LLTOYOVOPLOKY OVOTTVELGTIKY] 0AVGId0, Ol 0moieg amoteAovV €va Omd TO MO KOwd
AGON tov petafoiiopol Kot avoUaAieg 6TO LOVOTTATIO TG OTOTTMONG,.

2. METAAAAEEIX mtDNA KAI MITOXONAPIAKEX AXOENEIEX

Ot petodddEelg  Swkpivovior o maBoydves — petarrdagers kot
molvpopPropovs.  Otr  moAvpopeikég  ovdétepeg  peTOAAGEElS  eivor  amAég
VOUKAEOTIOKEG VITOKATACTACELG Kot dgv emnpedlovy T doun kot T Asrtovpyio TOV
LLTOYOVOPLOKOD  YOVISIOUOTOG KOL  XPNOLULOTOOVVTOL  GTNV  OVIXVELSN  TNG
(QUAOYEVETIKNG  KOTAVOUNG peydAwv mAnBucpiokdv  opddov. Ot maboydveg
petaAlaelg emmpedlovv Wiaitepo cvvinpnuéva oty e£EMEN vovkelotidw, o€
avtifeon HE TIG TOAVUOPPIKEG OLOLTEPES METOALAEEIS, Ol omoieg emnpedlovv un
ocovimpnuéva  vovkAeotidwor (Ingman et al., 2000). And6 1o 1988 oOmov ko
YOpOKINPioTNKE 1 TPOTN TOBOYOVOG UETAAAAEN TOL UITOYOVIPLOKOD YOVISUDLOTOG,
TOAEG  maBoyoveg pToyovoplokég  petoAAAEels  (vmokotaotdoels, eAAelyels,
pocOnKec) £xovv TavTomoinOei.

Ot petorhdéelg avtéc mpokalodv ptoyovoplokés PAGPes Kot cuykekpluéva
emnpedlovv Tpelg OepeM®OEI UNYOVIGHOVS TOL HITOYOVOpiov: TNV O0EEOMTIKN
QPMGEOPVAI®GON, TNV Tapaywyn eAevBepmv prlav kot T pLOULCT] TG ATOTTMOONG Kot
&xovv oyetiofel pe v eKONA®ON EKPUMOTIKOV 0cOevEL®Y, TN YNPOVON KOl TOV
kapkivo. Ot proyovoploxkés acBéveleg yopaxktmpilovior amd évav  acvvidioto
oLVOLACUO KAWVIKOV TPoPAnudtov o Opyovo Kol 16TOVC HE LYNAEG OMOLTIGELS
EVEPYELOG OTMG 1 KAPOL, O EYKEPAAOG, O LWVES TOL VEPPA KOL TO EVOOKPIVIKO GUGTN LA,
‘Epevvec mov €youvv yiver oe dropo pe HITOyovoplokeég acHéveleg Oelyvouv tnv
TOALTAOKOTNTO OVTAOV TOV aGHEVEUDV. L& OPIGUEVEG ITOXOVOPLOKES aGBEVELES
wapatnpnOnke o cuvepyacio LETOALAEE®Y GE UITOYOVOPLOKE Kot TUPTVIKE YoVidia,
N adpavomoinon Tov omoiwv €ite aVOCTEAAEL TNV OpPACT TOV GLUUTAOK®OV NG
OVOTTVELGTIKNG 0ALGIO0G Kol KAT  EMEKTOCT TNV TOPOY®YY| EVEPYELOGS, 1] OLOKOTTEL TN
Broyéveon tov ptoyovopiov kot tov pitoyovopiokov DNA (Douglas C.Wallace,
1999).

MetodrhdEels €xovv PBpebel oe GAO TO UAKOG TOL HITOXOVOPLOKOD YEVETIKOV
VAKOD, 6€ KOOIKEG KO U1 KMOKES TEPLOYES. ZTIG KWOWES meployég tov mtDNA mov
KOOUKOTOOVV TPMTEIVEG TNG OVOMVEVLCTIKNG aAvcidac, £xovv Ppedel cuvorkd 214
naboyoveg petaArdelg ko oto 13 yovidwa (mitomap). Xta pitoyovoplokd rRNA
yoviola &xovv PBpebel ocvvolikd dekaéll maboydves petarrdiels. Ot dekatpelg amod
aVTEG aPOpPOVV acBéveleg mov oyetilovion HE KOQMOT Kol OTOAE OKONG KOl
Bpédnkav oto 12S rRNA. Tpeig petorrdterg Exovv Ppedei oto 16S rRNA, n C2835T,
n omoia €xel oyetioBel pe ovvopopo Rett, 1 C3039G n omoia avapépbnke oe pia
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peré vy v acBéveia MELAS wor n G3196A, mov oyetileton pe tm voco
Alzheimer kou Parkinson.

INUEPO TO HEYOADTEPO EVOLOPEPOV TOV EMOGTNUOVOV GLYKEVIPOVOLV T mt-
tRNAS eautiog g avakdioyng HeEYAAOL aplOpoy CNUEK®OV UETOALAEEDV GTO
Yovidlo 7ov TO. KMOOIKOTOWOLV KOl TNG GLOYETIONG OLTOV TOV HETOAGEE®DV e
VEVPOUVIKEG Kol VEVPOEKPLAIGTIKESG dtoTapayss. ASloonueioto gival 1o yeyovog 0Tt
ota. tRNA yovidie tov pitoyovopiov, av kot oamoterovv HoAg 1o 10% tov
LLTOYOVIPLAKOD YOVISIOUATOG, GVYKEVIPOVOLV TAV® omd TG WOEG UETOAAAEELS TOV
mtDNA mov £yovv yapaktpiotel og maboydveg ko oyetilovion pe acévela. Méypt
onuepa, £xovv evromiotel kKot yapoktnplotel 139 naboydveg petarriaéelg ota 21 and
ta 22 tRNA yovidw (ITivaxag 1). H povn e€aipeon péypt otryung eivor to yoviolo
tRNAArg. A&ilel emiong va avagepOet 6t1 povo tpia tRNA yovidia (tRNALeu(UUR),
tRNALys, tRNAIle) pépovv 10 50% Orhov TV yvoot®v maboydvev petaAldEewmy
oTov GvOpmmo.

Ot mepiocldtepec maboydveg petaArdEelc €xovv  Ppebel o100 yovidlo
tRNALeu(UUR). Av ka1 1 Agukivn ivat 1o o cuyva ¥pnoyYLoTolovevo apvoéd oto
avOpomva putoxovopla (16%), 1o kwdikdévio UUR ypnoyomoteitar Aydtepo cuyvd
(12%) and 1o kwdwdvio CUN (88%). Avtd iowg eEnyel to yeyovog 0Tt o1 LETOAAAEELS
010 yovidlo tRNALeu(UUR) gaivetor va givar Arydtepo Boavoatn@dpeg Kot mo Kowveg
(Nakamura et al., 2000). Ot mepioootepec petorhiasels twv tRNA yovidiov eivol
petantooelg (oAhayéc Pacewv amd movpiveg oe movpiveg N amd mupyudiveg o€
TUPLULSiveEG) Kot €xovv opoldpopen Koatavoun otrn doun evog tRNA (1660 otovg
Bpayioveg 660 kat oTic OALES).

Ot petadhdéerg pmopel va mpokorécovy AdBoc 6to evdopoplaxd Cevydpopa
TV Bacewv mov cupPaivel 6tovg Ppayioves, Kupimg epgaviCovtor pe m popen C-A
N G-U. Yndpyer oyxeddv minpng omovcioc. HUETOAAAEE®V OTNV  TEPLOYN TOV
aVTIKOOIKOVIOL, e Hovo tpelg eEanpéoets, Tnv T12298C moivpopeikn LetdAlaén 6To
yovioro tRNALeu(CUN), v GI15990A maboydvo petdrraén oto tRNAPro yovidio
kot v G611A moboyovo petdAroén oto tRNAPhe yovidw. T'vopilovtag tov
OepeMmON pOAO TOV AVTIKMITKOVIOU €lval KATOVONTO Y10Tl TPOoTATEDETOL TOGO TOAD,

apoL 01 TEPIOCOTEPES AAANYES TOV Oa Tay Bovatneopec.
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ININAKAZX 1: TAOOTI'ENEIX KAI IOAYMOP®IKEYX XHMEIAKEX
METAAAAEEIX XTA tRNAs TOY ANOPQIIINOY MITOXONAPIOY

tRNA NaBoyeveig NoAvpopdropoi
MetaAAdagerg

1 tRNALeu(UUR) 28 7
2 tRNALys 14 9
3 tRNAIE 14 7
4 tRNALeu (cun) 10 11
5 tRNATH 8 29
6 tRNAserucn) 7 10
7 tRNAPhe 7 10
8 tRNAval 6 10
9 tRNATH 6 13
10 tRNAGly 5 12
11 tRNATyr 4 7
12 tRNAWPro 4 9
13 tRNAAsn 4 7
14 tRNAGIn 3 15
15 tRNAHIs 3 11
16 tRNAMet 3 6
17 tRNAAIa 3 11
18 tRNASserAGY) 3 13
19 tRNAGu 3 9
20 tRNACys 2 16
21 tRNAAsp 2 11
22 tRNAArg 0 9
ZYNOAO 139 243

[Mapd tov peydro apBpd tov petorrdéeonv ota tRNA yovidiw mov €youvv
oxetofel pe aoBéveleg, povo 1o 20% £xer amoderydel yopic apeiPorio 6Tt Tpokorel
v660. To 77% tov petaAldéemv avapépoviol 6To mitomap ¢ mbavd maboyovec,
eved 10 4% avtov, dev etvar EgkdBapo av avikovv oTig Taboyoveg PETAALAEELS 1)
OTOVG TOAVUOPPIoHOVS. AvTO o@eileTol GTO YEYOVOC OTL Ol UETOAAAEELS TOL
ptoyovoplakoh DNA pmopovv vo onpovpyodvtar avfopunta e peydin cuyvotnta
KOl 01 TEPLGGOTEPES AAAAYES TOV YOVIOIOUATOG EIVOL OVOETEPOL TOAVLOPPIGHOL YWPIG
KAk onpacio. I' avtd Exovv dnuovpyndel opiopévorl Kavoveg COLPOVO. LLE TOVG
omoiovg oamodewkvoetor 1 moboyévelo piog véag HETAAAAENG TOL  UTOYXOVOPLOKOD
DNA.

[Ipwtov, N petdAraén dev OBa mpémel va elvol mopovoo G VY| ATOUO TOL
d1ov eBvikov voPabpov. Aghtepov, 1 peTdAialn Ba mpémel va dnpovpyel aAloyég
o€ éva TUa Tov pitoyovoplakov DNA 1o omoio gival cuvinpntikd oty eEEMEN Kot
KOTO GUVETELD OTLLOVTIKO AEITOVPYIKAL.

Tpitov, B mpémer va dnuovpyel pia 1 mepiocdTepeg PAEPec oty evivuxn
aAvcida g avamvong 1 PAaPeg otn ocvvBeon TOV HITOYOVIPLOK®OV TPMOTEIVOV.
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Tétaptov, Bo mpénel va vdpyel cuoyétion petald Tov Pabuod ¢ etepomiacuiog
Kol TG PapdTNTg TG KAVIKNG EKOVAS, KAODS Kot 6uoy£Tion petad tov Babuod e
ETEPOTAAGLIOG KOl TNG KVTTAPIKNG Taboroyiag (DiMauro et al., 2005). To tedevtaio
KPLTNPLO TAVTWOGS, OV €lval TOGO 10YLPO, APOL O GLGYETICUOG OV lval TavTo TOGO
avTImpooOneVTIkKos.  Emiong, mapatnpovvior oAANAETOPACEL; TOV TUPNVIKOV
yovidlov pe mepIBaAloviikovg mapdyovieg ol omoiol emmpedlovv T Papvunta g
vOoOov.

2.1 XAKXAPQAHX AIABHTHX

H ptoyovoplokn dvciettovpyia moailer onuoviikd polo omv maboyéveon
nowilov ocBeveldv, ot omoieg oyetiCovtar e OLGAELTOVPYIEC TOL KLTTOPLKOV
petafolopod kol Tov povomatidv emiPimong kot amdmtwons. Tétoleg acBéveleg
elval o1 VELPOEKPVAGTIKES, OPOPES MEPMTMOELS KapKivov kot o dwfntmg. Ot
OpAGEIC TOV KLTOKIVMV KOl TO GTPEG TPOKAAOVV OMOTTMOON TOV KLTTAPWOV KOl GTNV
nepintwon Tov SwfPnTn, amdTTOon TV P-KVTTdpwv Tov maykpéatog. EmmAéov
JTOPAGGETAL 1] PUGIOAOYIKY TOPOY®YN Kol €KKplon wwoovAivng (Szabadkai et al.
2009). H cwot Asttovpyio tov putoxovopiov givor omapaitnn yuo T QUGLOAOYIKN
TOPAYOYN Kot EKKPLOT) IVGOVAIVIG amtd Ta ToryKpeaTikd kuttapa. BAaPeg oto mtDNA
TOL KANPOVOLOVVTOL UNTPIKA Kol SOTOPAGGOVV TN (PLGLOAOYIKT UITOYXOVOPLOKN
Aerrovpyia, 0dnyovv otny gpeavion dwfntn (Lowell et all. 2005).

O caxyap®mong drafnng etvar pa xpodvia vocog mov yapoktnpiletor amod
dwtapayn Tov UETAPOAICHOD TG YALKOLNG Kol T®MV LIOAOW®V TNYDOV EVEPYELNG,
KoOADG Kot omd TNV EULPAVIOT] AYYELIKADV KOl VEVPOAOYIKMY EMTAOKADV Kot OPEIAeTAL
oV éMAewym, N avemdpkelo voovAivng. H tvoovivn etvan pia oppovn otikng
onpoaciog mov ekkKpiveTon amd To B-KOTTAPO TOV TAYKPEATOS KO dPU GE VITOOOYEIS TNG
010 Mmap, Omov emdyel TV TPOSANYN yAvkolng. H datmpnon tov emmédwv g
yAvkOng amattel T dpAon £vOG EVOOYEVOLG OVIXVEVLTY| YAVKOLNG OTO TOYKPEATIKA 3-
KOTTOPO, O 0TTOT10G TVPOSOTEL TNV AVENUEVT] EKKPLOT VGOLAIVIG, OTaV YpetdleTat.

H dwtrpnon g opotdctacng e YAvkolng otov avlpamivo opyovicud
amoTeEAEl 1GOPPOTILO AVALEGH GTNV ELPAVIOT) KO TNV amopdkpuven TS yAvkolng. H
eupavion g YAukolng otnv kukhoeopia kabopiletar and v TpOSANYN TPOPNS, T
@OoN TOV OPENTIKOV CLOTUTIKOV, TIC TOPOUETPOVS TEYNG KOl TNV TOPAY®YN
yAvkolng amd 1o Nmap. Otav 6to avOhpOTIVO GO OVIXVEDOVTOL CTUAVTIKEG
OTOKMGELS omd TN PLGIOAOYIKA EMIMEON GLYKEVTPMOONS NG YALVKOING, pvOuileTon
éKkpiomn voovAivng. BAaPeg ot drodikocio TayKpeaTIkng EKKPLoNg WGOVAIVIG Kot 1
dpdon NG VGOVAIVIG OTO NP KOl TOVG TEPLPEPIKOVS 1GTOVG, 0OTYOUV GTNV
eupdvion owpnm. Ta nratikd kitropa StbéTovy VTOdoYEN VGOVAIVIC.

O owPnng avikel oe po. KaTnyopio dTtapay®v, OTI OmMOieg evEyoviot
dwpopetikol  maboyeveTikol pnyoOvVicpoi, HE KOWO TOPOVOUAOTH TNV Ypovia
vrepyilvkaipio (Maassen et all. 2004). H éhdetyn tvooviivig éxetl factkd poOAO GTIG
petaoAtkég olatapayég mov oyetiCovror pe To SaffTn Kot 1 VITEPYAVKALio LE T
oelpd TG, £xel Pactkd poOAO OTNV EUEAVION TOV EMTAOKOV TNng vocov. O
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caxyopmong owpnme oxetileron pe PAaPeg ota patio, oto veEPd, GTO OLLOPOP
ayyeio, 0TO KEVIPIKO VELPIKO GUOTNUO KOl GTNV KavOTnTo Uddnong kot pvhiung.
EmnAéov, otovg Swpntikovg mapdyovion elevbepeg pileg, ov omoieg mpokaAoHv
onuoavtikn PAAPN oto DNA tov kuttdpmv Toug.

211 ZAKXAPQAHX ATABHTHX TYIIOY I

O dwpnmg tomov I avtictoyet oto 5-10% twv dSwPnrikdv acbevov. H
vIEPYALKOALUIN €IVl YOPAKTNPIOTIKO GTOXEl0 TOL dtoafntn TOToL | Kot N epedvion
MG OQEILETOL OTNV OWTOAVOOCT] KOTAGTPOPT MOV VLOICTOVTOL TO TOYKPEUTIKE [-
kOttopa. Ot acBevelg pe ™ dwrtapayn avty yopoktnpilovtor amd mANpn EAiewym
WGOLAMYNG Kot veioTtovior woovAtvobepameion €p' dpov Long ouéowc HeTd ™
diryvoon g acBévelng: O dwfnng tomov I amoxaieiton kot dafnng veavikov
TOmov, o@PeileTol o€ SlATOPOYY TOV OVOCOAOYIKOD GUCTHUOTOS KOl UTOPEl va
exdnrwBel o omotadnmote nikio, aALd Tapovslaletar Kupimg o€ O Kot VEOPOVG
eviAkec. Xuvbwg, stvar cofapdtepog amd to Stafnt tomov I1.

2.1.2 ZAKXAPQAHX AIABHTHX TYIIOY 11

O Swprng tomov II eivon n cvyvdTepN Kot O €£TEPOYEVNG HOPPT| TNG VOGOV
kot avtiototyel oto 80-95% tov dafnticod TAnbvopov. Ot acbeveig Exovv pia
EATTOUEVT EVOOYEVT] IKOVOTNTO EKKPIONG VGOVLAIVIG kol Ogv eaptdvtol and v
woovAivn vy v dueon emPiomon. [Mop’ dAa avtd, pmopet va yperdlovion
woovlvoBepaneio yio va gréyEovv v vrepyivkoio. O dwpnng tomov Il
avartuooetol  ocLvHlwg apyd oty evnlkioon kol o@eileton o€ mOWKIAOLG
nepParloviikoig kot yevetucovg mapdyovtes (Cormio et al. 2009). H avBektikdtnta
o1V WoovAivn apyilel va avartocseton 10-20 xpdvia mpv v évapén g vocov. H
e€EMEN 1oL glval TPOOJELTIKN KOl UTOPEl PLEPIKES POPEG VO OVTILETOTICTEL He TN
dTpoe"| KoL TNV AoKN oM.

[Mapamnpeitoar andnTOoN TOV PB-KLTTAPOV TOV TOYKPEATOG, Yo TNV OToin
KOpLo poAo mailovv T puToXdVOpLa, HE TNV EVEPYOTOINGN TG KAGTAONS 3 KOl TNV
eCayoyn tov kvtoypopatog C. O dwapntng tomov II yapaktnpiotikd eppoviferot
petd v nlkio twv 40 etdVv Kot glvatl TOAD TO GLYVOS GE TOYVOAPKO ATOUO LLE EVOV
N Vo dwPnTikong yoveic. Amotelel kupla aition TOEA®GONG, veppomdOelag Kot YAoio
COUOTIKOD GKPOV.
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2.1.3 AAAOI EIAIKOI TYIIOI ATABHTH

[Tépa amd 11 0V0 Pacikéc katnyopieg oaPntn (tdmov I ko II), vdpyovv Ko
dlapopo. cvvopoua e Oafntrn, AOY® KATOWG €101KNG VOGO, ANYNG GapUAKOL T
GAANG KATAOTOONG. XTIC TEPIOCOTEPEG MEPIMTMOELS O GAKYOPDOONG dofnTNg Umopel
va tagvounfel pe khvika xprrfpuo. Mepikoi acBeveic umopodhv va eppavicovv
YOPOKTNPIOTIKG KOwd 1000 Tov Tomov I, 6co kot tov tomov II Swfnrn. Eivan
ocuvnbmg Un ToyLoOPKO GTOMO. KOl £XOVV HEmpEVN €kkplon tvoovAivng. [ToAroi
aPYIKE oVTOTOKPIVOVTOL GTO ovVTIOPNTIKG ApuaKe, OAAE pe TOo ¥POVO OTOLTOVV
WWGOLALVY.

2.1.4 ATABHTHX THX KYHXEQX

O coxyapdong dwpre g ximong eivarl po mddnon mov avanticceTol
KT TN SLAPKELD TNG EYKLUOGVLYNG OTOV 1 UNTEPQ EYEL VITEPPOAIKE PEYAAD TOGOGTA
caKyapov oto aipa Te. Xvvnbmg Bepanevetal amd HOvVog Tov aPOToL YeVvNOel To
nwpod, avtibeta amd dAlovg TuToLS d1afnTn oL dev Bepamedoviol ToTé amd pdvol
tovg (Lowell et al. 2005).

To yuvaikeio coOpa TPEMEL VO TAPAYEL TEPIGGOTEPT VGOVLAIVI] QpOV KOTA TNV
EYKLHOGUVT] M SpacTIKOTNTA TNG EAATTOVETOL, £OKEA A TO LEGO TNG EYKLLOGVLVNG
Kot peTd. Edv 1o oodpa dev pmopel va 10 KoTapEPEL anTO, TPOKVTTEL GOKYAPDOING
dwPng mmg xumong. O dwPfne e Kimong eppaviCetonr mepimov 6to 2% TV
KUNGE®V Kot GLVNOWG EKONADVETAL GTO OEVTEPO N GTO TPITO TPIUNVO KATA TO YPOVIKO
dloTnUe. OOV Ol OVTOYMVICTIKEG TNG WWGOVLAIVNG opudves mov oyetiCovior pe v
KONGON, PTAGOLY GTO VYNAOTEPO onueio Tovc. Metd Tov TokeTO, 1 avoyn ot YAvkoln
ocuvNBwg emoTpéPel oTa PLGLOAOYIKA emtineda. Eviovtolg, péoa oe 5-10 ypdvia, 10
30-40% ovomtoocovy Sty tomov Il Kdmoleg @opég m kdnon umopet vo
EMTOYVVEL TNV ELOAVIGT TOL dtafrTn ToToL L.
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2.2 EPEYNA KAI XTATIXTIKEX I'lA TH NOXO

[Tovew amo 171 exatoppdpla avOpwmotl Tdoyovy omd Tov Gakyap®don dtopr T
tomov Il o 6lov Tov kOGO Kot avopévetatl o aptBpdc va duthaciaotel wg o 2030,
evad TV televtaia dexaetia 1 avénon frav 25%. Avaioyo 1GYOLOLY KOl GTN XOPO
pag. To kb6otog avipet@mons g v AOY® acBéveloc, mov etvar £Bdoun kotd cepd
attio Bavdrov, ektyndton 6t mpooeyyilet to 13%-14% tov cLuVoAlKoD OGOV Yo TNV
vyeia, pe dayvoouévoug dtafntikotg tepinov 8%.

Ytov tomo I ta B kdtTopa Tov mToyKpEaTog eV TOPAYOLV (APKETH) VGOLAIVT
kol yopic emyevn yopnynon g emépyetor o Odavatog. Xtov TOMO  avTOHV
OVOTTTOGOOVTOL OVTICMLOTO, KOl GUTOOVOGIO GTNV TAYKPEATIKY WWGOVAIvN. ['evetikég
UEAETEC OOVU®V £0e1&av OTL 1] GUUTTMOT va. TPOKANOEl acBévela kot ota dvo eivon
erdyotn, YU avtd o KAnpovoukdg mapdyovtag Oswpeiton pkpds. H mabnon
amodideTan o€ mEPPAALOVTIKOVS TAPAYOVTES, TOAVOV GE AVTIYOVA 1DV.

O tomog II elvanr mepimov 10 @opég mo cuyvog and tov tomo I, my., oty
Apepwikn kot avtmposonevel yevikd to 90%-95% tov dSwpnrikov. H mdOnon
OVTOVOKAG TNV advvopio peTafoAlocpnod Tomv voatavOpdkmv Kot av dgv eleyydel
umopel vo mpokoAEécel TOAEG opyovikés PAdPeg, OT®MG  TOPA®OMN, VEEPIKN
AVETAPKELD, OKPOTNPLOOoUOVS KTA. H glattopatik) avtidpaon g VGOVAIivG LE T
Opyoavo-oTdYovg (HVG, OLKMTL, AMTOONG 16TOG) KOl 1 GLVAKOAOVON OVETAPKNG
amoppOPN Y| TNG, YVOGCTY KOl G OVTIGTOGT GTNV WWGOLAIVT, 0dNYEl TOV OpYaVIGUO GE
VYNAOTEPESG OMOUTNGELS WWGOVAIVIG, e Ta TTpoavapepBEvTa KuTTOpO Vo TECovToL Yo
M 6VvBeoT peyaAlTEPNS TOGATNTAG AOY® NG ££00HEVNLLEVIC OVOYT|S TOL OPYOVIGHLOD
oTN YAUKOIN Kot TEMKA TNV KATAPPELGT] TOVG,.

O tomoc 11 dev vanpye ovcwaotikd mpy amd 100 ypoévia. elvar mpoidv Tov
GLYYPOVOL TOMTIGHOD HOG, TEPPAALOVTIKNG TPOKANGNS ONAMOT GLVOVACTIKG [
TPOLTAPYOVGA YEVETIKY| TPOOIAOEST OV TOIKIAAEL LETAED EOVIKOV OUAd®V - e TOVG
Wayeveic Apepikavotg kot Iomavovg, m.y., va delyvouv Go@r] mpodldheon Kot Tovg
Kavkdolovg, Mehavriciong kot Eokipmovg pkpotepn. Ta vynid mocootd
SwPNTIK®OV v ToV KOGUO Kot To, cLVAKOAOVOO KOGTN £Y0VV PEPEL TNV OvOyKALOTNTO
NG YEVETIKNG OLOAELKOVONG TG 060EVELNG KOl TV TEPPUAAOVTIKOV TUPAUETPOV LE
T1G omoieg Qaivetal va, GuvaEeTal (SLTPOPY|, TOYLSOPKIN, EAATNG COUOTIKY ACKN O,
GTPEG) OE MPAOTN YPOUUT].

210 YeVETIKO emimedo Alya NTov YVOOTA TPy and eAdyiota ypovia. O TpmdTEG
peAétec KAUGIKNG Tpooéyyions Paciloviav otnv aElomoincn YEVEAAOYIKOV OEVTIPMV.
Ta apyiKd CLUTEPAGLATO 0ONYNOOV GTOV YEVETIKO TPOGOIOPICUO TNG acOEvelag ¢
HEVTEMKOD OUTOCMUATIKOD YOPOKTNPM, W] CLVOEOEUEVOL ONANON UE TO  QUAO.
Qot660 T0 TPAyHoTo dOgv eitvar 1660 amhd Kabmg 0 TEPPAALOVTIKOC EMNPEACIOG KO
10 YeveTIKO VTOPabpo €xovv onuavtikd poro. I't' avtd ol Tpoondbeieg épacay ot
HEAETN adEAPOV Kot SOVU®Y oTa omoia. cuvekONAdveTol o€ T0cootd 80%-90%, ce
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HEAETEG CUVOEDONG LLE AVIXVEVCLLOVS HOPLOKOVG UAPTLPES KOl TEAELTAIN GE TO
OULYKEKPIUEVES YEVETIKEG LOPLOKEG OVOAVGELC.

210 MAaiclo avtd €yovv evoyomomBel mOAAE vIOYNELOL YOVIdl TPOKANGONG
owpnm II, xotdotoon mov vmodonimvel OtL 1 acBéveln €ivol TOALTOPAYOVTIKY|
oupPdArovy dNAadY TOAAG Yovidla , ywpic va €xel amokaAv@Oel kdmolo Kvpiopyo
yovidoro. Avaivon 30 yovidlopdtov evoyomotel, A.y., Tdveo omd 000 deKAdES Yovidla,
evplokopeva oe dapopa ypopooopato (1, 3, 8,12,17, 20, evd av cuvumoloylotoHv
KoL yovidlo Tov cuvdEovy TNV Tayvoapkia pe tov dwprtn I, o apBudg avédverar Kot
dArho. Tov ZemtéuPpro tov 2005 dmpoctevbnkav mo evolaPEPOVTIO GTOLEl TOL
OULYKEKPIUEVOTTOIOVV G oUTIOTO TapAyovto Tn OvoAsrtovpyio TV HITOXOVOPi®V,
0pYaVIdi®V TOL KLTTAPOL TO. OTOio TOPAyoLV EVEPYELD . 1 GoPapn amdkAlon otV
Tapaywyn evépyswag eatvetar va givor o kKAWL Tov TPoPANUATOG TOL 0dNYEL GTO
oLVOPOLO TNG avTioTaong otV WoovAivn Kot cvvokdiovBa otov dwfnrn 1L
dvoroloyiKd Toxo6Vopla avIOPOVY GTNV WOOLAIVI] Kol avEavouv i obhvOeon
evepyelokav popiov (ATP) katd 90% kot povo xotd 50% ce amoydvouvg dofnTikdv
pe avtiotaon oty tvoovAivn. H apywn proyxovoplakn Aowmdv  dvciertovpyio
eaivetol va givat évo onpa yro 6covg Ba ekdnimdcovy apydtepa dafn 1L

[To efewdwevpévn mPOcEYyoN TOL  TPOPANUOTOG, ONUOGLELUEVN  TOV
Avyovoto Tov 2005 oto meplodwd «Nature Genetics» and epgvvntég tov Ivotitovtov
Pasteur ot ToAAio oe ocvvepyaoio pe Apepikavovc, oveESElEe TN onuoacio g
TOPOAAOYNG HOG KOWNG TPOTEIVIG oL Qaivetor vo mailel Tpotapyikd poOAO GTOV
dwpnr I Xoapaktmpiotikd TOov GLVOPOUOVL OVTIGTOONG GTNV WGOLAIVN 7oL
empealer 50 ekatoppdplo  Apepwkovodc kot GAlovg TOc0ovg  Evpomaiovg,
HOPPOTOIDOVTAG TO AEYOUEVO UETOPOAIKO GUVOPOLO TOV GLVOEETOL LE T GTEPOVIOIN
vOGO, TNV LYNAN TEGN, TNV VYNATY YOANCTEPOAN Kot VYNAQ TpryAvKepidla amd ovTod
nhoyel £vag otovg técoeplc EAAnveg kan extipdron 6t to 2030 1 avaroyia Ba sivon 1
Tpog 2.

Tértoteg Pacikég epevvmrikéc mpooeyyioelg ivar avapgiBoia TOAD GNUAVTIKEG
KkaOdg to mpdPAnpa Tov Sapnn Il peyeBovetar moAd yopyd kou givor ovaykoio mo
amoteAecpaTikd @dppoka mov Bo otopatodv 1 Bo avactpéeovv v mopein g
acBéveroc. (K. Zrapdtne N. Aloyiotg, Kadnyntg g evetung kon [pHravng tov
[Mavemompiov [atpodv)
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2.3 ATABHTHX KAI MITOXONAPIAKH AEITOYPI'TA

Ta pitoydvopla ektelodv o TotkiAlo PlogvepyELOK®Y AEITOVPYIDV Ol OTTOTES
etvar voype®TIKEG Yoo TN POOUIOT NG EVOOKLTTAPING TOpAY®YNS evépyelag. H
aAloiwon TV PloevepyelokdV OpocTNPOTHTOV EVOEXETOL VO EXEL OPOUOTIKEG
OUVETEIEG Y10 TNV KLTTOPIKY] AETOovpYyic, HECH TNG SOTOPOYNS TOV EVEPYELOKOD
@OPTIOL KO TNG IGOPPOTLOG TOV KLTTAPOV.

Av ka1 1 dopn tov ptoyovoplakov DNA (mtDNA) weprypdotnke mpv and 45
ypovio (Clayton & Vinograd, 1967) kot ot ac0éveleg mov opsihovion oe PAdPec oto
povomdtt ¢ o&edmTikng Pwo@opviivong moAd vopitepa (Luft et al., 1962), ot
TaBOLOYIKEG HETAAMAEELS TOV UTOYXOVOPLOKOD YOVIOIOUOTOG OEV ElYOV TEPLYPAPTEL
uéypt to 1988 (Holt et al., 1988). To ovvépouo MELAS, ywo mopdadetyua,
TePLypaeTNKE Yoo TPMOTN opd 28 ypdvia mpv (Pavlakis et al., 1984), evdd moALEC
avaQopég dlacaPNnViCouy Kot TN oy€on UHETOED TNG UITOYOVOPLOKNG SVCAELTOVPYIOG
kot Tov owPnm. Ta tehevtaio ypdvia, €xel KOTOOTEL GOQES OTL AVAPESO OTIG
ptoyovoplakés achéveleg mepiapfavetor kot o coakyopddns dwfnng. Qotodco,
OploUEVOL  UNYavicpol Ttov pOAOL TOL UITOYOVOPioL Ge ovTHY TNV Taboloyia
e&axorovBoiv va ypetdlovtol Tepautépmw devkpivion.

H mo onuovtikny Asttovpyio Tov ptoyovopiov, OTmG TpoovaeépOnke, ivor M
TOPOYOYN EVEPYEWNG OTNV HOPON TPL®SEopikNG adevocivig (ATP), péowm tng
Aertovpylag g aAvoidag petopopds mAiektpoviov (ETC) ko ¢ 0&EO®TIKAG
QPOoEOpPLAI®oNG. O KOpLog UNYavIGHOS TOL 0dNYEL OTNV 0EEWMTIKY POCPOPLAI®GT
elvar o €€1¢ : nAexTpdVIa LYNAOD dvvoptkoD (e-) mov Tpoépyovtal and to NADH xo
FADH2 (Duchen, 2004), Kivobvtal Kotd PNKOS TNG OVOTVEVGTIKNG 0AVGIdaG 1 omoia
aroteleiton amd técoepa mpwteivikd coumioka (Complex I - IV) ko 600 emmAéov
petapopeic niektpovimv, to cuvévivpo Q (ovfikivovn), éva Likpod LoOPLo mov Kiveitol
eAebBepa 6TO E0MOTEPIKO TNG ULTOYOVOPLOKTG HEpUPpavng kat To kutoxpopa ¢ (Cyt ¢),
nov Ppioketor 6To SOUEUPPOVIKO YDPO KOl GLUVOEETOL LE TNV ECOTEPIKN LEUPPEvT.
Mé€pog g evépyelag OV ameEAELOEPOVETOL KATA T SLdIKAGIo LT XPTCLOTOLEITAL
and v aviAio tpotoviov N omoia petagépel mpotovie (H + ) and t pnqtpa oto
Slpeuppovikd yopo. XtV €0OTEPIKY] UHeUPpdvn  oynuatiletor MAEKTPOYNLUIKY|
Babuidwon miextpoviov. Ta mpwtdvia teivovv vor €MGTPEPOLY GTN UNTPA TOL
pitoyovopiov ®ote vo  amokotaotafel 1 100ppomiot  GTN  GLYKEVIPMOON TV
nAekTpovimv kol oTig mAEVPES NG pepPpdvnc. H emotpoen emtvyydvetor pécm
dwpepPpavikod Tpoteivikod coumidkov - ATP cvvBetdon - kot n evépysla mov

napdyetal ypnotponoteitot yuo v cvvleon ATP and ADP kot avopyovov ¢ocpopov
Pi).

Ymv mepintmon tov dafn moapatnpeitor adénon Tov 00TdV NAEKTpOVimV
(NADH ka1 FADH2), mov emdyeton omd tnv vmepyAvkoio, pE OmOTEAEGUA TNV
avénon g poNg NAEKTPOVIOV HEGO OO TN HITOYOVOPLOKN OAVGIdN UETOPOPAC
niextpoviov. H avaroyioo ATP/ADP av&avetal Kot mopotnpeitor VIEPTOA®OT NG
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HeUPPavNc TV ptoyovopiov (d1apopd NAEKTPOYNUKOD SLVOLLKOV). AVt 1 VYNAR
dlpopd  MAeKTPOYNUIKOL dvvapikohd mov Onovpyeitor amd T Pabuidwon
TPOTOVIOV 00NYel G€ UEPIKN OVACTOAN 1TNG UETAPOPAS TOV MAEKTPOVI®V GTO
ovumioko III (Complex III), pe amotédecua tnv avEnuévn por] NAEKTPOVI®V TPOS TO
ovvévlupo Q. Avtd pe TN oEpd Tov, 0dMNYEl o€ peptkn| avaywyn tov O&uydvov (02 )
Yo TV Tapaymyn eAevBepov pilov avidvtog vrepoéediov. Emtaydveton 1 avaymyn
oV ovveviopov Q kot n mapoaywyn Tov ROS, ta omola miotedeton 6T amotelobv ™
Baotkn myn yio ) ducAertovpyia TV ptoxovopinv 1 omoia cuuPdArel KabopioTikd
oV eueavion petafolkadv ocuvopouwv mov oxetiCovior pe to  daPnm
(LabieniecWatala et al., 2012).
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3.XKOIIOX THX EPTAXIAX

O okomdg Mg mopovcag epyaciog sivor va avigveboovpe v Vmapén
uetoldéemv oto proyovdplakd yovidio tRNA V3 oe o opddo achevdv mov
nhoyovv amd dwpnt. H €pevuva emkevipovetol 6To HITOYOVOPLOKO Yovidlo O10Tt
elvarl e£apeTikd TOAVUOPPIKO LOPLO KOl YPNGULOTOLEITOL EVPVTATO GE PLAOYEVETIKEG
perétrec. Ta tedevtaia ypoévia 1M aviyxvevon peydiov oaptBpov petoArdéemv ot
prtoyovoplokd tRNAs kot n mboviy cvuoyétion avtdv TOV HETOAAEEDV UE TIC
dlTapayes mov ToPOLCIALOVIOL GTOV OvVOPAOTIVO Oopyovioud £xel 0dNYNoEL TO
EVOLPEPOV TNG EMIGTNLOVIKTG KOWVOTNTOS 6TO ptoyovoplakd DNA.

O1 QaVOTUTIKEG EKPPAGELS TOV HTOYOVOPLIKMV HETOAAAEEDV TTEPLAALBAVOLY
Kuplwg dvsiertovpyieg o€ dpyava kot 16To0¢ mov e€aptdviot o€ peyaro Babud and
TNV HTOYOVOPLOKT AgtTovpyia OTmg etvar 1 Kapold, 0 YKEPAAOG KoL Ot HOEG.
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4. YAIKA KAI MEO®OAOI
4.1 AEII'MA KAI AITIOMONQXH DNA

Ta delypoto oipatog mov ypnoyomomdnKay oTnv mTOPOLGH  EPYACia
napoyopnonkov oand 1o Ileprpepelaxd IMovemomuokd Nocokopeio Adpioog.
SolMéynkov 16 deiypoto  aipotog omd  acBevelg pe dwPntm, To  omoia
anobnkevnkov otovg -20 °C péypt v Evapén tov mepapatoc.

AIIOMONOQYH OAIKOY DNA

[Ma v aropdveon oAtkod DNA and aipo epappdécOnke n mopakatm
dwadkacio :

= TIpocBétovpe oe cowiveg eppendorf tov 2 ml, 0,5 ml aipa kor 1 ml SSC
(Standard Saline Citrate) 1X. AkoAovBel évtovn avadevon kot puyokEvTpnon
ot 13000 rpm ywo 3 Aemtd.

»  Amopokpvvoope 1o vmepkeipevo, mpocHétovpe 1 ml SSC 1X, akolovOel
évtovn avadevon kot puyokévipnon otig 13000 rpm yua 1 Aemto.

»  Amopokpvvoope t0 vmepkeipevo, mpoobHétovpue 0,5 ml NaOAc 0,2 M
akohlovBei évtovn avdadevon, mpocsOétovpe 50 pl SDS (Oeuxd dmdekLAKO
vatpro) 5% xor Sul proteinase K (20 ng/pl). To SDS 5% sivar aviovtikod
OOPPLTAVTIKO OV  KOTAOTPEQPEL OAEG oYedOV TG UM OULOLOTOMKEG
aAAniemidpdoelc, mpokoAel PNEN TOV TUPNVIKOV KOl TOV  KLTTOPIKOV
peuppavov kot dwivpatomolel TG mpowteives. H mpoteivaon K elvan
TPOTEOATIKO évivpo 10 omoio xataotpépel Ti¢ DNAdoeg, Ponbovrog €tot
oV aneAevBépmon tov DNA. Balovpe ta delypata yio Endocn 610 povpvo,
otovg 55 °C, yu 1 dpoa.

=  TIpocBétovpe 0,5 ml @ovorln kar 0,5 ml yAowpopdpuo. H @ovoln kot 1o
YAOPOPOPLLO ATOTELOVV 0PYOVIKOVG SHADTES Y1 TV €KYOAOT TOV HElypaTog
KOl TNV AmopdKpLuVeTn Tov Tpateivay kot Tov RNA. Zvykekpipuéva, n @otvoin
kaBapiler 0 DNA amd 11¢ mpwteiveg. To YAwpo@OpU0  amOUAKPOVEL
vroAgippaTo @avoAnc. AkolovBel €vtovn avadevomn Kol pUYOKEVTPNON OTIG
13000 rpm ywa 7 Aemtd.

=  Meragpépovpe to vrepkeipevo og véa eppendorf twv 2 ml, mpocBétovpe 1 ml
YADPOPOPLLO Kot akoAoLBel ehappd avakivnon kot puyokévepion otig 13000
rpm yw 10 Aemtd.

= Metagépovpe to vrepkeipevo o véa eppendorf Twv 2 ml ko mpocBétovpe 1
ml wonponavorn. H wonponavoin copfdiiel otnv katakpnuvion tov DNA.
BaCovue ta delypata otovg -20 °C yuo 15 Aentd. AkolovBei puyokévipnon
o115 13000 rpm yia 20 Aemtd.

= AmopokpOvoupe to vrepkeipevo, tpocHétovpe 1 ml mayouévn aboavoin 70%
v ékmivon tov 1npotoc. AkolovBel puyokévipnon otig 13000 rpm yia 10
AemTa.

"  ATOMOKPUVOVUE TO LEEPKEILEVO Kot TOTMOBeTOVE TO OElYUATO GTO POVPVO,
otovg 37 °C, yw Enpavon.

=  [IpocOétovue 100 pl ddH20, dote va emavadiaivbei 1o DNA mov Bpioketon
v TN popen WNHaTOG.
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*  Ta detypata dtutnpovvrar otovg 4 °C yia 1-2 nuépec, £mg 6Tov oAokAnpmOEel
N enavadidivon tov DNA kot énetta puAdccovtal otovg -20 °C.

= Metd Vv olokANpwon g amopovoong tov DNA, eiéyyovion S5 pul
dtdvpatog DNA and kdébe detypo, pe niextpoeodpnon oe it oyapoing
ovykévipoons 1% ota 100 V. Epocov n mosétnta kot | mototnta tov DNA
etvar wkavomomtikég ko 10 DNA, akoiovBel evioyvon pe t pébodo g
AAVCIOMTNG avTIOPAOT G TNG TOAVUEPACNG,.

4.2 AAYXZIAQTH ANTIAPAXH THX IIOAYMEPAXHX

H odvoidwt avtidpaon moivpepdons (Polymerase chain reaction, PCR) eivan
tomg N evplTEpa Ypnoomotovpevn HEB0d0g TG poplakng Proroyiac, pe ovapiBunteg
EPAPLOYEG TOCO GE EPEVVNTIKO OGO KOl G JAYVOOTIKO eminedo. AvaxkoAivednke To
1983 and tov Proymukd Karry Mullis, mov epyaldtav oe po etoupeio Proteyvoroyiog
mg Koahmeopviog. T v avokdivyn avty tyundnke 10 ypovia apydtepa pe to
BpaPeio Noumed. H PCR eivar pia evlopukn pébodog evioyvong cuykekpuévov
TUNUATOV YEVETIKOL LAKOD in vitro. Kotd ) didpreta piog tumikng avtidpaocng PCR
10 emBountd TUNUO  YEVETIKOU VAIKOL TOAAOmAMGLAleTon  péypt Ko  éva
TPIGEKATOUUVPLO POPES, YEYOVOS OV Elval OTOPOATNTO Yo UETEMELTO YEPIGHOVG,
omwg M mMAektpoedpnom, M mEWN pe Eviopo TEPLOPIGUOV, T AvVAYVMOOT  TNG
aAAnAovyiog Baoeswv K.4.

Ta mpoidvta ¢ PCR pmopodv va avaivBodv axoloObmg pe dtbpopeg
uefoooLg MoTE Vo dlepevvnOovv:

o) M TopoLGia e VYNAN evaicOncia gvdoyevoig 1 eEmyevoug DNA 1 RNA pe

NAEKTPOPHPMON TOV TPOIOVTOG

B) petaforég yevetikoh VAIKOD

Y) OmOAEES YEVETIKOD VAIKOD (7t.). pe moAlamAd PCR).

H avrtidpaon PCR mpoaypoatomorweiton o¢ 7tpio otddwe, T0 omoio
enavoiapupavovrar o100 IKa

1. Amodrataln: Ot 800 alvcideg tov DNA dwywpilovion (amodiatdocovTon)
ue Bépuavon o Bepuoxpacio 94-95° C yia nepinov 30 sec Emg 1 min,

2. YPpruowopog ekkivntdv: Me peimon g Oeppoxpaciog otovg 55-65° C yia
nepimov 30 sec €wg 1 min, ot ekkivntég LVPPOILOVTOL GTIC CUUTANPOUATIKEG TOVG
aAAniovyieg oto ekpaysio DNA.

3. Emypukvven: To ™ obvBeon g véag oAvcidag ov&avovps 1
Bepurokpacio otovg 72° C, m Pértiom Oeppokpacio dpdong g Taq moivpepdong.
H molvpepdon  emunkdver  tovg  eKKVNTEG  €10GYOVTOC — TPLOOCPOPIKE
deo&vpBovovkieotidla (Deoxynucleotide triphosphates, ANTPs) ypnoiponowdvrog
ocvumAnpopotiky aAAniovyioc DNA g skpoayeio. H taydmmra odvBeong g véog
aAvcidag eivor g TaEng Twv 1000 bp avd Aewto.

Ta mopamdve otadw emavorappavovtar ond 25 €wg 35 @opés. H PCR
ekteleitor otov Oepukd kvkiomowmtny (Thermal cycler), ocvokev mov @Eépet
Beppovopevn mAdko mov umopel vo evoAAdoosl Beppokpacieg pe ToyLTNTO KoL
akpifeta. O Oeppkodg KukKAomomg eivor pia TpoypoppatilOUEVN GLUGKELY, GTNV
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omoio pmwopovpe vo pvOuicovpe v emBounty Bepuoxpacio kot T OdpKeEln KOO
01010V aAAG KoL TN 010001 TOVC.

RESEARCH METHOD

|
|
1

f
'/\/\i/\/\/\/\i /\?/\

/ s = ‘
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Primer New \ . — .=

G me——
" Ym———

Target New %F_,
sequence DNA CE—
]uunu\ | / > =
%

!

|
|
|

|
@ 2001 Sinauer Associates, Inc.

Eixova 3:Tpomog Jerrovpyios s PCR. H dikiwvy élika DNA avodiotdooetor oc
KaTOAANAN Oepuokpacio, o1 EKKIVHTES GDVIEOVTOL 0T OVTIOTOLYO. GOUTANPOUATIKG TUHUOTA TOD
kabe rKlovov kar n Taq moAvuspaon ovvOetel TOVG COUTANPWUOTIKODS KADVOVS, CEKIVOVTOG
OO TOVG EKKIVHTEG.

Ta pacika cvetaTika Yo T devépyela TG avtiopaocns PCR sivau:

1. DNA moAlvpepaon

2. OAryovouKAEOTIOKOL EKKIVI|TEG

3. 'eveTkd vAk6 — aiiniovyio 6T6y0G

4. PvOpiotiko owdivpa tng avriopaocng ko Mg2+
5. Novkhieotiore (ANTPS)

DNA molvpegpdon H DNA moivpepdon eivar évivpo mov vrapyel oe GAovg
TOUG OPYOVICHOVS (EVKAPVMOTIKOL, TPOKAPLMOTIKOT Kot 101) KOl GUUUETEXEL OTNV
avtrypoer] Ttov DNA. Aev umopet va cuvBéoet éva véo popro DNA, umopel dpmg va
avtiypdyetl éva vdpyov mov ypnotipomoteitol ®¢g ekpayeio. H moAvpepdon mov
ypnowuonoleitar oty PCR éyel amopovwbel and to Poaktipro Thermus aquaticus

(Taq).

Exixawvnrtég O exkivntég (Primers) givon oMyovovkAieotidwa mov oprofeTovv 1o
tuuoe DNA mov mpoxettor voo mordamhiactootel. O ocwotdg oyedlacpos tv
eEKKIYNTOV emnpealel onuovtikd to amotélecua g PCR.

Ievetikd vko (eArnrovyio otéyog) Qc apywkd VAKO pmopel va
ypnoporombei DNA 1o omoio Oa €yel petaypagpel oty mo otabepn popen| tov. o
™ PBértiom anddoon g PCR to DNA mpémetl va glvan pakpopoplokd kot Vynang
kaBopdtnTog, araAlaypévo omd vroAsippata abavoing 1 aAdTOV TOL UTOPOVV Vo
avacTeilovyv TV avTidpoo).

PuOpmotiké dwdivpa g avriopacng kot cvykévrpoon Mg2+ To SidAvpa
g avtidpaong dwutnpel To PH kot ™ cvykévipwon ordtov ot PEATIOTEG CLUVONKES
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deEaymyng g avtiopaonc. Ilepiéyetr emiong dvia Mg2+, mov eivor amapoitntog
ovumapdyovrog g DNA moivpepdonc. Ta 16via Mg2+ oynuatiCovv doivtd
ocvoumioka pe to ANTPs, to DNA ekpayeio Kot Toug ekKivntég,.

NovkAieotiowe To Sopkd pOplo TOV YPMOLLOTOOVLVTAL Yo TN cLVOESN NG
véag aivoidag sival ta Tppwoeopikd  deo&vpiPovovkieotiow (deoxynucleotide
triphosphates, dNTPs). Ta dNTPS ypnotpuonotodviol o¢ 1GOHOPLOKO UiyHo TmV
teoodpov vovkieotdiov (ATP, TTP, CTP kat GTP) og GLYKEVIPMOOEI TOL
Kopaivovrot ota 80-800 Mp

Exkivnmic kot aAAnlovyio 1ov ovoyvopilel

A/A TRna FW Primer NovkieoTiowny | Mikog
Rv Primer 0som (bp)

1 Val GCT TGT CTG GTA GTA AGG 1576-1595 140
GTA CTG GAA AGT GCACTT GG 1715-1698

0 0YKOg TOV YNUIKAOV OVTIOPACTNPIMV TOV OTULTOVVTAV ava deiyna Yo
v avridopecn PCR yia Ta dciypora DNA

AvTtidpactiplo ‘Oykog (ml) Telkn cvykévrpoon
DNA 1(50-100 ng) 1-2 ng/ul
PuOuiotikd diéiopa 5 1X
(Buffer10x)

MgCI2 (50 mM) 1 ImM

dNTPS (AdAvpo 1 0,004 mM
deo&uvovkieoTidinv): 70 Kobéva,

[opackevdletor amd
dATP,dCTP,dGTP xot dTTP pe pi&n
oV ooV amd Eeywplotd StaAduaTo
stocK am6 0,2mM kabevog ANTP

FW primer (50pmo1/ul) 1 Ipmol/pul
RV primer (50pmo1/ul) 1 Ipmol/ul
Taq pol (SU/ul) 0,2 0.02 U/ul
H20 39
Telkog dykog 50

28

Institutional Repository - Library & Information Centre - University of Thessaly
27/07/2024 07:48:28 EEST - 13.58.149.34



O 6UVONKES TOL TPOYPAUIOTOS TOV OEPUIKOD KUKAOTTOMTI] Y10 TV EVIGYVLOT]
TOV OTOLTOVUEVOL TuNnatos Tov DNA

>1d010 Oepuokpacio Xpoévog Koihot
1. Amodidtoén 95°C 4min 1

2. Amodidtoén 95°C 30 sec

3. YBpdiopde 50° 40 sec 35
4. TToAvpeptopog 72°C 40 sec

5. Emunkovon 72°C 10 sec 1

Kotd v mpoetopacio g avtidpaong PCR mpémer va divetar diaitepn
Tpocoyn ot Beprokpacio TV avTIdPAcTNPI®VY, 0ALY Kol 6TOV KIVOUVO ETUOAVVOTG.
I avt6 ta avtidpactipla TonobeTovvToL 6€ Thyo Katd T deaymyn TOL TEPALATOG.
Ocov agopd TV empdivvon, sivol pio amd TIC TO ONUOVTIKEG Kol ouvnBEoTepeg
TapapéTpovg mov emnpealovy apvntikd 1o amotéieoua g PCR. T va yiveton
avTIANTTA TUYOV EMUOAVVON oTa Ostypota Oo cvumepiAdfoope Eva paptupa eAEYYOV.
Avtog mepiéyel OAa To yMukd avtiwdpactipla, TAnv tov DNA. Av otov éleyyo g
PCR mapatnpnbei Lovn oto paptopa eAEyyov (TPAO), TOTE LIAPYEL EMUOAVLVON.
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4.3 HAEKTPO®OPHXH XE ITIHKTH ATAPOZHX

INa tov éleyyo ¢ oamopudvoong DNA «kou towv mpoidvtov PCR
YPNOOTOIEITOL 1 TEYVIKT TNG NAEKTPOPOPNONG o8 KT ayapodlns. H texvikn avt
elval o dwdwosio n omoio dwoywpiler koppdtioo DNA. To péyebog twv mopwv
e€aptatat and tn cvykévipmon| tg. Ot Tdpot gival avtol Tov emTPETOLY T d1éAEVON
TV TUNpdTeov Tov DNA avauesd toug.

4

IHopaocksun INKTNS AYapO cuYKEvIpowong 196

1. Etowdlovpe 10 KOAOOTL KAEIVOVTOG TPOCEKTIKA TO GKPO TOL KOl
TOMODETOVTOG TIG KTEVEG.

2. TomoBetobue oe kwvikny euaAn 40 ml pvOuotikov dwivuatoc TAE 1X.
AxoiovBel mpocOnkn 0,4 gr ayopolng (yio éleyyo DNA) 11 0,6 gr ayoapdling (v
éheyyo PCR mpoidviov)

3. Ogpuaivoovpe 1o dtdlvpa yio 1 -2 AenTd 6€ POVPVO UIKPOKVUATOV.

4. Tlpootibevtor 4 pl Bpoptovyo abidio (10 ng/ml)

5. To didhvpo avakiveiton Kodd Kot adeldleTe 6TOV VTOJOYEA.

6. Aprvoupe TV TNKT va et

7. Aparpohvtar ot Tavieg amd Ta AKPO TOL VTOJSOYXEN KOt Ol KTEVES, (DOTE VO
amoKaALEHOVV TO TNYUdAKIAL.

8. To mixtouo Ttomobeteitol ©TN GLOKELY] MAEKPOPOPNONG, TNV OMOoid
veuiloope pe TAE 1X.

9. Axolovbei to poptoua TV detypdtov. Doptdvovtor 5 pl and kdbe delypa
ooV pmta avaperyBodv pe 2 pl ypootikng (loading buffer). Mali pe ta delypata
QOPTMOVETOL Kol £VOG HAPTLPOS YL TOV VTOAOYIGUO TOL HOPLOKoD Pdapovg tmv
npoidvtov e PCR.

10. H mnkt) mAektpogopeitor oe oploévtia cvokevn ota 100-130 V. To
anotéleopa tapatnpeitan o€ Tpdmelo UV kot ot cuvéyela potoypapileTor.

21 ovykekpévn pébodo mpootifeton Ppopodyo abido (EtBr) oty i
ayapolng. To Bpoptodyo abido pe po TAevpikn opada Tov meptEyel mapeuPaiietan
petald yerrovikav Bdoewv tov DNA kot ¢Bopiler 6tov axtivoPolieiton pe vrepudon
aKTvoPoAia. Xvykekpiuévo 1 vTeEPLOONS aKTvoBoAia mTov amoppopdtar and o DNA
Mota 260 nm peta@épetar 6N YPOOTIKY.

H teyvikn ™c mAektpoedpnong Poaciletor otnv 101010 TOV OPVNTIKA
QOPTICUEVOV POCPOPIKADV OULAO®MV VO KIVOUVTOL TPOG TO BETIKO TOAO TOL NAEKTPIKOV
nediov.
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2001001 OLEADNATOV

TAE 50X
Y¢ 500 mI ddH20 mpootifevra:
o Tris-base 121 gr
e Acetic acid 28,5 ml
e EDTA 0,5M,pH8 50ml
Mo mv mapackevr TAE 1X apaidvoovpe 20 mI TAE 50X og 980 mI ddH20.

LOADING BUFFER 6X
Y¢ éva falcon tov 50 ml tpootibevron:
IMuokepodn 25 ml
Bromophenol Blue 5 ml
TBE 10X 5ml
ddH2 O  15ml
V1ed =50 ml

TBE 10X
Ye 1 L ddH20 mpoortibevtat:
Tris-base 60,5 gr
Boric acid 30,85 gr
EDTA 0,5M 40 ml
Vtweh=1L
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4.4 MEOOAQOXZ ANAAYXZHX IIOAYMOPOIEMOY MONOKAQNIKHXE
ATAMOP®QXHEX (Single Strand Conformation Polymorphism- SSCP)

H pébodog SSCP avomtoybnke yw v aviyvevorn poplox®v PAafov oe
YOVIOLOKOVG TOTOVGS, TOPEXOVTOS £Vl EUPETIKO, OmAd Kol TayD cVOTNUO aviYVeELONG
HETOAAGEEDY  pE  YOUNAO KOGTOG Asttovpylog Kot  HE  SuvaTOTNTO  EVKOANG
OLTOMOTOTTOINONG, MOTE Vo, €lval duvath 1 OVOAVOT UEYAAOL apPlBUOL JEYUATOV
DNA péca oe pkpd ypovo.

H ovykekpyévn péBodog emtpémel v Toyelon Kot TOLTOXPOVY aviyvevon
SLAPOP®V VOUKAEOTIOIKAOV TAPUALAYDV, UE TOGOGTO OViXVELONS TOL TANGCLALEL TO
100%.

H avdivon SSCP Bosciletonr oty aAvcidwt) avtiopacn moivuepaong (PCR)
Kol 6TO yeyovog OTL 1 TayhTNTo HETOKIVIIONG TOV TUNUATOV povokAwvov DNA pe
OYETIKA WKPO pNKog e€aptdton Oyl uovo amd to péyefodg tovg, oAAG kol amd v
aAniovyia tovg. ‘Etot, petd amd evioyvom pog dedopévng aAiniovyiog DNA, ta
evioyvpéva tuuata DNA vrofdilovtol oe amodidtaln eite pe Béppavon eite pe
ANUIKOVG Tapdyovteg, OTmG To eopuapidro. ‘Ereita ta anodatayuéva tunpoate DNA
NAEKTPOPOPOVVTOL GE U] OATOOOTOKTIKO TAKTOUO TOALOKPLAauiong. Katd tnv
nAektpoedpnon, to povokiovo tufuate. DNA  maipvouv €va  cuykeKpluévo
TPIGOLAGTOTO YN0, OVAAOYO LE TN VOUKAEOTIOKY TOLS OAANAOVYIO Kol OTOKTOOV
dpopeTikn dwpopewon. Me Baon 115 apyéc avtéc, sivor caeéc OTL TUNUATO LE
dwpopd €o0t® kol oe pion povo PAocr, OmOKTOLV OlOPOPETIKY SLUUOPPMOOT Kot
LETAKIVOOVTOL LE OLOPOPETIKO TPOTO KATA TNV NAEKTPOPOPNOT).

H avéivon SSCP mapovstdletl moAAd TAEOVEKTLOTO VIO TOV YPNYOPO MoK
EAEYYXO YVOOTAOV YOVIOLOK®OV TOT®OV Yo PeTaAAdEelc, kabmg elvar goypnotm, degv
amoutel YpNon PASIEVEPYADV OLGLOV Y. TNV OVixvevon Kot 0ev yperdletol €101k
eComMoo. Amd v GAAn mhevpd, n SSCP dev Bewpeitor néBodog exhoyng yo v
aviAVon AYVOOTOV OAANAOLYI®V, KOOOS 0ev LIdpyel PEYPL OTIYUNG TO BewpnTikd
vdPabpo mov Ba emttpéyet va mpoPrepBel  akpPng NAEKTPOPOPNTIKY KIVITIKOTNTO
evog dedopévou tunuatog DNA, pe Bdon v ariniovyia tov. Qotoco, a&ilel va
onuewdel mog n avaivon SSCP €xet yvopicel tepdotia emtuyios 6TV AvoyvdPLoT
TapoALay®v otnv aAiniovyia tpoidvtov DNA mov egetdokay.
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HAPAMETPOI HAEKTPO®OPHYH> SSCP

Exto¢ amd 10 péyebog tov tunpatog DNA kot v meplektikdtntad tov o GC,
GAAEG TapAUETPOL IOV emnpedlovy TV evatcOncio g avdivong SSCP eivau:

e Y00TaON TOL TNKTOUATOS To Mo kowd mMNKTOUO, HE TNV  €upvTEPN
amodoyn, eivar to dlaocvvoedepévo molvuepés akpviapdiov (8-12 %). To ukpd
Léyehog TV TOPOV TOV TNKTMUOTOG AVTOV, TO KOOIGTA 100VIKO Y10, VYNAY SOKPLTIKY
KavOTNTO Kot avAAVoT), aKOUO Kol GE EMIMESO VOUKAEOTIOIMV. AkOpo vymAdTEPN
SLOKPITIKY TKOVOTNTO ETITVYYXAVETOL [LE TNV TPOCSONKT Gakyapoing 1 YALKEPOANG e
n0cooto 10- 15 %.

e Xvotaon tov puviuotikod Swidpatog: H mpooOnkn 50% yAvkepoing
petovel o pH kol glottdvel v nAektpootatikn andbnon petald tov apvnTika
QOPTIGUEVOV  POCPOPIKOV OUAO®Y TOV OKEAETOD TWV VOUKAEIKOV 0EEMV,
EMTPENOVTOG £TGL LYNAATEPT SLVATOTNTO SLAKPIONG UETAED TOV HETOAAAYUEVOV Kot
TV Quolodoyik®v tunpdtov DNA. Emiong ot dopég oapdpowong mbavoév va
KOTOGTOVOV TTo cLpumayeic av avEndei n cvykévipmon tov GANTOG.

e MnKoc mnkT®patog kol dwdpkeld mAekpoeopnong: O ypdvog g
niektpo@dpnong €aptdtar amd TO PAKOG TOV TNKIMUOTOS KoL TNV TACT TOL
epappoletar. Efvar mpotipdtepo va Eekiviioetl 11 NAEKTPOQOPNON LE CYETIKA YOUNAN
tdon, n onoia Ba awéndel poALg Ta Tpata g PCR épouvv e10éAbetl oto mktopa. To
UNKOG Tov TNKTOUOTOS pUmopel vo kopaivetor ond 10- 40 cm. Koatd kavova, 6Go
HEYOADTEPO €lval TO UNKOC TOL TNKTOUOTOC, TOGO KAALTEPN &ival 1 SLOKPITIKY
wKavoTTa, KoBmg GLuyVE ot dlpopég 0T OLUUOPP®GT) TOV PUGLOAOYIKOV KOl TOV
petoAraypévov povokiovov DNA givol 1060 puKkpég, OCTE Vo LETOKIVOOVTOL GE
pKpt| andoTacn HETAED TOVC.

o O¢ppoxpacio: H Beppoxpacio mailer onuoviikd porlo otig aAloyég
dwpopemong tov tunudtov DNA. Extoc and ™ peimon tov pH, €xel dtomotmOel
o6t ko 1 peimon g Beppokpociog otovg 4 °C Pektidver ) otobepoTNTAL TNG
SpOPE®ON G omotovdnmote povoxkimvou tunuatog DNA.

e Yuykévipoon tov DNA: Yyniéc cvykevipwoelg DNA odnyobv cuyva ot
peiwon g €WKNG ocvykévipoong tov povokhovov DNA. Axdpo ko petd tnv
mpocOnKn eopuapdiov, €xel amodeyBel 0T, 6 VYNAEG GLYKEVTPAOGCELS, TO OVO
povokAmva popla tetvovv va emavacuvoedodv kot va oynuaticovv dikiwvo DNA.
Yvvenmg, koAd elvor va datnpeitor oyeTikd younAn ovykévipoon DNA oto
PLOGTIKO StV POPTMOONG.
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4.5 IAPAYXKEYH IHKTQMATOX [IOAYAKPYAAMIAIOY

MMoc0tNTES AVTIOPAGTNPIOV Y10 TV TUPUCKELY] TNKTONOTOS TOAVAKPLAGULOIOV
12%.

ANTIAPAXTHPIA IMocotnTeg
Axporopion 15gr

Bis- AkpvAapuion 0,375 gr
TBE 10X 10 ml
IMokepoin 50% 12,5 ml
TEMED 125 pl
APS 20% 650 pl

[Tpootifeton ddH20 péxpt o tehkdg dyKog va yiver 125 ml.

Acrylamide/Bis-Acrylamide (N,N'-methylenebisacrylamide):Ta
TNKTOUATO TOAVAKPLAAUOI0V S1ovpyodVTOL LE TOV TOAVUEPIGHO TOV
aKpLAOUIS1oV Kot Tov N,N'-LeBvAeVo-01G-aKpLAQpIdIOL.

TBE 10X: PvOuiotikd dtdhvpa yioo KaAOTEPT oy@YILOTNTA.

I'hokegporn 50% : Eiattover v 1wy tov pH 1tov  SoAddpoarog
niekTpoPdpMoNg Kot aw&avel v evarcnoio tng pebosov.

APS 20% (ammonium persulfate: vrepOeukd appdvio): Eekiva v
aVTIOpOoT TOAVUEPIGHLOV LE TO Vo dnpovpyel erebBepec piles.

TEMED (9oTtoynmukog katarvtng): Kotaivel tnv avtidpaon

* To mktdpota movv o 30 Min wepimov.
* 21 ovokevn nAektpoeopnong npocsbétovpe TBE 0,5X ko tomoBetovpe ta
TKTOUATO LOALG THEOLV.
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4.6 ATIOAIATAZH KAI ®OPTQMA TQN AEI'MATQN

Y eppendorf 0.5ml npocBétovpe 5 pl amd 10 mpoiov PCR kan 10 pl
puButotikd drdAvpo anodidtaéng (Denaturation Buffer).

e Oeppkd Kvukdomom e epapproyn e101Ko0 TPoypApUaTOS 0modtdToén:

2 emtd otovg 92 °C

2 Aemtd otovg 95 °C

7 Aemtd otovg 97 °C

amodataccovtol TANpms ta dikiwva popwoe DNA. TIpwv oloxinpwbei to
TEAELTAI0 OTAO10 TO Oetypato eE€pyovTal amd TN GLOKELT] Kot TOTOOETOVVTAL AUECWHG
o€ TAyo, Y10 TNV OmoPLYN TG ETOVIIATAENS TV HovoKAOvVeV popiov DNA.

Ta detypota OPTOVOVIOL GTO TNKTOUOTA, T 07T0i0, fpioKovTal 6T GLOKELN
NAEKTPOPOHPMNONG, TV OTOL0 TOTOOETOVE GTO YLYEID Kot NAEKTpOPOpovVTOL Yia 16-
22 h ota 220 V.

4.7 XPQXH ME AIAAYMA NITPIKOY API'YPOY (Silver Staining)

Me 1o mépag ™S NAEKTPOPOPNONG, AKOAOVOEL 1 ¥pOON TOV TNKTOUATOV, N
omoia mepthapPdvel TAVGELS e Tpia S1opopeTikd StaAdpoTOL:

o 2 mkropere:

1° Sughopa:
e TIpocBétovpe og oykopeTpikd koAwvdpo 780 ml ddH20, 20 ml abavorn

100% o 1 ml o&kd 0&D.
- In wdon: TIpocsHétovpe 200 ml og kGOe mKTOUO Yoo 3 Min.
Amopdxpovon.
- 21 oo : [IpocBétovpe 200 ml oe kKabe mKTOUA Yior 3 Min.
Amopdxpovon.
- EemAévoupe to mnktopoto pe ddH20.

(]

2° swdlopa:

e TIpocOétovpe og oykopeTpikd kKOAdpo 400 ml didAvpa vitpucov apyvpov (1
gr silver staining / L ddH20).

- IIpocbétovpe 200 ml og kGO mAKTOUA Yo 20 Min.

- EemAévoupe 600 Qopég ta mnktmdpoto pe ddH20.

3° drddvpa:

e IIpocOétovpe oe motnpt (éoewg 6 gr NaOH, 0,02 gr NaBH4, 2 ml
QOpLaAOEDON Ko copuminpdvovpe pe ddH20 péypt va yivel o tehkdg 6ykog
Tov dtodvportog 400 ml.

- IIpocOétovpe 200 ml Swddpatog ce kdbe TAKTOHO HEYPL TNV
epeavion tav ovov.
- Amopdxpovon tov dtoAdpotog kot tivon pe ddH20.
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Yt0o téhog ¢ Owdikociog  ovokevalovpe  TOL  TNKTOUOTO
ToAVOKPLAOUIOL o Olapoavelc  peuPpdveg  Kou  ouykpivovpe  To
amoteAéoparo. Emiéyovpe ta delypota mov epeavicoy SopopeTikd TpdTuTa
NAEKTPOQOPNONG O OYE0M UE TO QUOLOAOYIKA VIO eE€Taom dTopo Kot
akolovBel mn  Swdwocio tov kobapiopov twv PCR  mpoidoviov  tov
EMAEYUEVOV OELYLATOV, DOTE VAL GTOAOVV Y10, AAANAOVYION.

4.8 KAAAPIZTMOZX ITPOIONTOQN PCR

O kaBapiopdg Tov PCR mpoidviov tov detypdtov mov emeAéynoov
éywe pe QIAquick Spin® PCR Purification Kit, xotdAAnio vy tnv
ATOUAKPLVOT EKKIVIITMOV, VOUKAEOTIOI®OV, TOADUEPAC®Y, OAATOV Kol GAAQ
nov &yovv amopetver pali pe ta PCR mpoidvta petd v avtidpaon PCR. H
avakton tov DNA eivor 90 — 95%. Ta vAikd mov amottodvtor yio
dwdkacio kabapiopod eaivovror otov Iivaxa 1.

Iivaxaeg 1: AvriopacTipra yie Tov kefapiopnod Tov npoiovrov PCR

PB Buffer Awglopa cvrloyng (capture buffer)

Emtpénet mv OTTOTEAEGLOITIKT
déopevon mpoidvroc PCR axdpa ki av
givar oAy pkpd (100 bp) ot v
nocotikn (99,5%) amopdkpuven tv
ekkivntav £o¢ kot 40 vovkAeoTidimv

PE Buffer
Awdlopoe  mhvong (wash  buffer)

[Tepéyer a1favoin Ko
xpnoomoteitan yoo EEMAvpa Kot TV

OTTOLAKPVVGT] TOV OAATOV

EB Buffer (10 mM Tris-Cl, pH 8,5) | Avéivpa ékhove elution buffer
E&dyer o DNA

H dwowkacio keBapiopov givar 1 g€ng:

e [IpocBétovpe oe véa eppendorf (1,5 1 2 ml) 200 ul PB buffer ko 50
ul poiév PCR.

e [IpocBétovpe 50 ul PB buffer ota eppendorf mov elyape to mpoidv
PCR, avappopovue pe myv mméta yoo EEMAvpo kol mpocsOétovpe OAN v
nocoTNTO. oTa apyka eppendorf.

o Metagépovpe OAN v mocoOTNTA 0O To. apywd eppendorf ota
eppendorf pe v QIAquick otiin (Ewdva 10) kot akorovbei puyoxévrpnon
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otic 13000 rpm ywoe 1 min. Amouaxpdvovpe to vypo. TomoBetodue v
QIAquick otiAn oo 1610 eppendorf culioyrg.

e [IpocOétovue 750 ul PE buffer. Axolovbei uyokévipnon otig
13000 rpm yio. 1 min.

e Amopoakpovovpe 1o vypd. TomoBetobpue v QIAquick otiAn oto
1o eppendorf cuAloyng. Balovue ta deiypato katevbeiov yioo uyokévipnon
otic 13000 rpm yio. 1 min.

e Metapépovpe v QIAquick ot)in o kabapd kavovpla eppendorf
(1,51 2 ml) kou onpeidvovue Tov aplBud Tov delyHoTog Kot To yovidio.

e [IpocOétovpe 50 ul Buffer EB (10 mM Tris-Cl, pH 8.5) npocextikd
oto kévtpo ¢ QIAquick pepfpavng, mepuévoovpe mepimov 3 min Kot
akoAovOel puyokévtpnon otic 13000 rpm yia 1 min.

o [letgue v QIAquick otqAn amnd «dOe deiypa kot Kpatdue to
eppendorf ywo v otadodv.

4.9 ITPOXAIOPIEMOX THX NOYKAEOTIAIKHE AAAHAOYXIAX MOPIQN
DNA (SEQUENCING)

Avo  Sapopetikég péBodol  avamtOyOnkav oxeddv  cLYYPOVLS Y. TOV
TPOGOOPIGHO TNG aAANAoLYiog EvOC KAmvoromuévou tunpatog DNA.

H teyvoloyum emavdotaom otig HeBOOOVG avAALONG TOV YEVETIKOD VAKOD
Eexivnoe to 1977, 6tav ot Maxam & Gilbert mepiéypoayav pio pébodo avédivong g
oAANAovyiog pe €K yMUKN amotkodounon tov Pacewv. H ymuun  pébodog
(Maxam ond Gilbert) onuepa ondvio ypnoyomoteitat.

Tov 1010 ypoévo o Sanger pe TOVG GLVEPYATES TOL TPOHTEWVOV piot EVOLUIKN
pébodo  ywo  avdyvoon ¢ aAAniovyiag tov  DNA  ypnoipomoidvrog
dweo&uvovkieotiote (dANTP'S), ta omoion 0dnyohv GTOV TPO®PO TEPUATICUO TNG
voukAeikng ovvleong . H evlopukr pébodog (Sanger) amartetl povokiwvo DNA, mov
YPNOWOTOEITOL Gav UATPAL Yo TV GUVOEST POOIOGUAGUEVIG GUUTANPOUOTIKNG
aAvcidag in vitro. H avtidpaon avt emtvyydvetor pe v DNA molvpepdon g E.
coli otV mapovcia TV tescdpwv dcosvvovkieotdiov (dATP, dTTP, dGTP, dCTP,
éva amd to omoio ivor padlOCTUAGHEVO) KOl VOGS GLVOETIKOD OMYOVOLKAEOTIOIOV
mov elvarl cvpumAnpopatikd 6to DNA ptpa kot ypnotpedel wg ekkivnmie. Téooepeg
KaTA T GAAO OpoleG avTdpdoelg ohvOeoN G avapElyvoovTol Pe TposHnkn otV Kabe
pio pikpng moodtnTog vog otapopetikov 2',3'-dtdeo&uvovkieotidiov (ddATP, ddGTP
KAt.). H evooudtoon evog ddNMP ot0 3' dkpo UGG ovTypagOpevng aAvcidog
OTOUOTAEL TNV TEPALTEP® GVVOEST, Yol Ogv vrdpyet ma 3' -OH ywo mpoéktacn g
aAvcidag. ‘Etot kabe avtidpaon KataAnyel vo TepLEyel Liyo TEPATOUEVOV OAVGIOWV,
OAeg o€ dlopopeTikn mepiotacn mov cuvavtdtal A, G, C 1 T, avaroya pe to dANTP
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OV GLUTEPIANPONKE. MeTd amd NAEKTPOPOPNON O THKTMUN TOAVOKPVLAALIONG Ko
avtopadloypapio propovpe va dtafdcovpe v aAiniovyio tov DNA.

Ot 8v0 avtég péhodot mapdyovv TANOLGUOVE CNUAGUEVEOV TOAVVOVKAEOTIOIMV
o omoion apyilovv amd €va GLYKEKPIUEVO OMUEID Kol TEAEWDVOLV ©E OmMpeia
eCaptdpeva amd 1 0€om oG CLYKEKPILEVIC BACGNC TOVL OPYLIKOD KADVOUL.

Ta televtaio ypovia €govv ovomTuyOel ALTOLATOL OVOALTEG TOV UEUDVOLV
eEapeTikd o Ypovo ariniovyons. Ta onupacuéva tunpota oo DNA aviyvevovtal
amd pio wyn laser xou ta dedopéva amobnkevovol yioo va avaivbodv. Orot ot
OLTOUATOL OVOALTEG TTEPLEXOVY TPOYPAUUOTO TEPUITEP® EMEEEPYOTING N EMTPETOVY
mv eEaymyn TV dedouEvev Y. avdAvon oe GAAo mpoypaupote emeSepyociog
VOUKAEIVIKOV OAANAOVYIDV.
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5. AIIOTEAEXEMATA

211 Topovoa EPYAGIO YPNCLLOTOMGOLE Yo TNV deEaymyr| Tov mepdpatog 16
delypata acBevadyv tov dwfntn, mpoomabmvtog va peletnoovpe v vVIopén
petaArééemv oto ptoyovdprakd tRNA V3 o otig mopakeipeveg meployéc ovtov.

Mo v aviyvevon kol towtomoinon TOV HETOAAAEEDV oKOoAovONGauE €va
TEPOUOTIKO KOKAO 7oL apyikd mepleAduPave v oamopdvmon tov DNA oand ta
KOTTOPO. TOV OILOTOG, TNV EVIOYLON TOV TUNUATOV TOV OPYIKOV OEYUOTOV HE TN
1é0odo g PCR ypnouomoimvtac tovg ekkvntéc tov tRNA YV ko ot cvvéysia
TpaypatoromOnke avaivon pe ™ pnéBodo e SSCP yia nv katdtaln tov detypudtov
KaOdC kol aviyvevorn peToAAGEE®V. MeTd TV OAOKANP®GN TOL KUKAOL TV
dtdkactdv ta delypato ota omoia aviyvedbnke petdAialn tovtomomdnKoy pe
néBodo avtdHOTNG aAANAOVYIONG Yo TOV gvIomiopd g axping 0éong e Ta 3
delypata otéAOnkav oto Tunuo lotpikng Oeocoriog yio oAAniovyion yw TOv
EVIOTICUO HETAANAEEDV.

ENIZXYXH ME TH MEOQOAO PCR

Apyké ypnopomomoape to {evyog tmwv ekkivntdv tov tRNA V3 - FW Val
kot Ry Val yio va evicydoovpe 1o Tuue tov proyovdpioxod yovidiov tRNA V3 v
Serypdtov. To mroyovépraké tRNA V2 amotelel 1o yovidio mov Oa eetdoovpe yia
Vv Ymapén petaArdcemv mov unopel va oxetilovtal Le TNV ELPAVIGT) TOV CAKYOPDON
Swpn.

To tufuo Tov yovidiov mov evieybdnke ko mephapfdéver o tRNA VA givar
évo, tpfuo prkovg 140 bp tov pwroyovdpilaxod yovidiwpotog. To tRNA V3 yovidio

Bpioketar ot Oon 1602-1670 ot0 putoYovoploKkd yovidiopo HETOEL TV 2
rRNA,tov 16S rRna kat 12S rRno.
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B Transfer RNA genes

@ Complex | NADH
dehydrogenase genes

tRNAL=Y

tRNALeY
tRNASe"
tRNAHIS

1 Complex 11l Coenzyme Q—
cytochrome c reductase genes

[ Complex IV Cytochrome ¢
oxidase genes

tRNA'®
tRNAGY
tRNAMet

tRNATP
tRN AAI.
tRNAASP
tRNACYS
tRNATY"

[ ATP synthase genes
1 Noncoding DNA

tRNASe"

tRNALY spNnALYS

B I

Eixova, 4:Mitoyovdpiowd yovidiwua. Oéon tov uitoyovopiaxod yovidioo tRnava.,
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AIABHTHX

Val

Doroypagia 1: Gel myxtic ayopdlns mov mepiéyel ta eviayvuévo. oo tv deryudtwv A1-48, anoteléouaza e
PCR mov epapucobtnxe.

AIABHTHX

J ST

Val

Doroypagia 2: Gel myrtic ayopolne mov mepiéyer ta eviayouéve qufuote twv deyudtmv A8-416, aroteléouaza
¢ PCR mov epopudoOnke.
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EIIEEEPT'AYIA AEITMATON ME TH MEOOA P KAI THN
EYPEXH AAAHAOYXIAY

Me ™ pébodo g SSCP kot g avtopatng aAiniodylong tavtomomonkay
KoL aviyvedTnKay ot HETOAAGEELS oy peletiOnkay 6to pitoyovoplokd yovido 12S
Rrva tov deiypdtov mov mopovciacav mpotumn mopeion mAektpopdpiong. [
aAAniovyion otdAdnkav 3 deiypata Al, A8, A9.

Me ™ ypnon tov mpoypoappdtov MITOMAP ki CLUSTALX 1.8,
TPAYUOTOTOWONKE OTUTIOTIKY] ENEEEPYOTIO TOV AMOTEAECUATOV TNG AAANAOVYIONC.
Me ) ¥pnon 1oL TPOYPAUUATOS EMTVYXAVETOL 1] «OVAYVOSO» NG aAAniovyiog Tov
YOVIdiov T0 OTOl0 EVIGYVCALE KOl TO OTOI0 AGY® EUPAVIONS SLOPOPETIKOD TPOTVLITOV
petd ond mpaypatomoinon SSCP, kpivaue 6t énpene va otaAel Yoo aAAniodyon. H
aAniovyia Ppioketar VIO HOPEYT YPOUATOYPOPNLOATOS, OMOV G€ KAOE KOopLON
avtioToryel kot pa Béon g aAiniovyiog.

Dwroypagia 3 : Gel TolvarplAouiong emeito. amo NAEKTPOPOPLoN TV OeLyUdTwV yio. 14
wpeg ota 200 V.Me férog amercovilovtar to. dtyuota wov mopovoialovy mpoTony
wopeia kot otaldnkoy yio aAlnlodyion.
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Amd to detypota mov oTdAOnKav yio aAiniovyion pdévo oto detypo A9
gvioniomke petdAroln. To yovidio tRNAVA Bpicketon otn 0éon 1602-1670 oto
ptoyovoplaxko yovidiopa petabd tov Rrna, 16S r Rna kot 12s r Rna. Xto yovidio
tRNAV3 Jev evtomiomke petdrraén. H petdAhaén G1598A aviyvedtnke pe T
puébooo SSCP ot 0éom 1598 tov delypatoc A9, mapakeipevn mepoyq 12S rRna.
[Tapovoidotnke yovidrokn aAloyn Ko Bpeédnke petdiroin ot 0éon 1598 omov n G
(Yovavivn) petatpannke o€ A (adevivn), Eixova S.

Fw Rv
1576-1595 1698-1715

 12S rRNA 16S rRNA

G1598A

Eixéva 5 : Aneikdvion g petdAraéng mov aviyvehnke otnv Tapakeievn mepoyn
12S Rrna om 0éon G1598A.

Merdrhaln oto 12S r Rna

T'ONIAIO METAAAAEZEH APIOGMOX MMOXOXTO
AXOENQON
12Sr Rna G1598A 1/16 6%
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Eiwxova 6: Tunuo ypouotoypdpions oiiniovyions e mepioyns tov t RNA yovidiov. To A avtiotoiyel o¢
@Vo10A0YIKO dTopo, T0 B avtiotolyel o aobevii Tov caxyapwon owfn. Metarntwon e G(yovavivy) oe
A(odevivn).
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6. XYZHTHXH

O péhog TtV utoyovdpiv otov opyaviopd, sivor koaiplog, epdcovV
eumAékovtal o€ Pacikég Yo TOV Opyovioud AErtovpyieg, OTmMG O petafoAouos, M
OmOTTMON Kol O KLTTOPKOG moAdamAiactoopnog. H dmapén kor tovtomoinon
UETOAAAEEDV GTO UITOYOVOPLO 0OMYEL TOV EMOTNUOVIKO KOGLO GE GLVEYOUEVN EPELVL
YOpw omd TOo HITOYOVOPLE, Ko o€ 0c0évelec mov gpgavifovrol kol oyetiCovror pe
ovtd. MetaAldlelg o010 UITOXOVOPLO €YOVV CLGYETICOEL e TNV EUEAVIOT TOL
COKY0PMOOLS O TN KabdG Kot TOAADY UITOYOVOPIOKADV VOST|LATMOV.

Méoco amd 10 TOPOV TEIpA, OVIXVEVCOUE WHETOAAAEELS ©TO, (OOTE VO
eléyEovpe TNV TOOVOTNTA TETOEG LETOAAAEELS VAL OTOTEAOVY TTAPAYOVTES TPOKANONG
TOV COKYOP®OIOVS dfrytn. ZTnv €pyacio Tov TPAYLATOTOMONKE, EPELVNCOLLE,
aviyvedoape Kol TOLTOTOWGAE TV Vapén piog petdAraing oto 12S rRna kot o
ovykekpipéva ot Béon G1598A tov delypatog A9.

H perédrroén G1598A: H 0éom 6mov evromiotnke 1 petdiialn Ppickeror 6to
12S rRNA ,t0 omoio amoteiel mopakeipevn mepoy] Tov HTOYOVIPLOKOD YOVIdiov

tRNAVY vovidwov. H petdhholn epgovioke oe évo povo deiypo, A9, omd 16
delypata acBevodv tov cakyapmdoovg owPnt. To mocooTd EUEAVIONG  TNG
petdAlaéng oto ocbvoro TV derypdtov eivar (1/16). Zopeova pe ™ Biproypapio
mov  &yel  avaeepbel ot Odwtvakn Pdon  dedopéveov Yoo TO  HTOYXOVOPLO
(www.mitomap.org) n petdAroén ot 0éon GI598A €yel, eppavictel cvyvad oe
detypota mAnBvopmv. H 0éon evromopov kabdg kot 1 cuyvotnta REAvVIon TG
petdAraéng G1598A v kabiotd morvpopeiopd kot Oxt maboyovo petdiraln. H
netddhoén dev Ppioketon oto yovidio tRNAVY emopévag Sev emnpedlel dpeco v
Aertovpyio Tov ovykekpyévov yovidiov. H Béon mov epeaviCetor n petdAroén dev
KaO1oTd PN Aettovpywkd 10 yovidro. Ta amoTeAéspoTO TOV TEWPAUATOS OTOTEAOVV
UIKPO TOGOGTO Yo TNV SleEaymyn aoPOADY GUUTEPUGUATOV.

H meportépo perétn tov omotelecudtov o epyaoctnplokd emimedo Oa
00N YNGEL 6N OLOAEVKAVON TG PVONG TV PETAALAEEDV OV ep@aviloviot cuyva GTO
pitoyovoplokd tRNA. H pedétn xor n epoappoyn mepapdtov coveyiletal yuou v
aviyvevon ¢ attiog TOV HITOYOVOPLOK®OV' VOGNUATOV 7OV OTOTEAOVV TIG O
ocuovnBopéve acBéveleg xor TANTTOLY TOAD pEYOAO UEPOC TOL  TANBLGHOV
aveEaptnTmg NAMKiog.

45

Institutional Repository - Library & Information Centre - University of Thessaly
27/07/2024 07:48:28 EEST - 13.58.149.34



7.BIBAIOT'PA®PIA

Anderson S., BanKier A.T, Barrell B.G., Bruijn M.H., Coulson A.R., Drouin
J.Eperon I.C., Nierlich D.P., Roe B.A., Sanger F., Schreier P.H., Smith A.J., Staden
R.Young I.G., Sequence and organization of the human mitochondrial genome,
Nature 1981, 290:457-65

AntonellaCormio, FrancescoMilella, Maurizio Marra, Maria Pala,Angela Maria
Serena Lezza, Anna Rita Bonfigli, Claudio Franceschi,Palmiro Cantatore, Maria
Nicola Gadaleta, Variations at the H-strand replication origins of mitochondrial DNA
and mitochondrial DNA content in the blood of type 2 diabetes patients

Volume 1787, Issue 5, May 2009, Pages 547-552

Cortopassi, G. A., and Wang, E. (1996). "There is Substantial agreement among
interspecies estimates of DNA repair activity. " Mech Ageing Dev; 91 (3):211 -218

Coskun, P.E., Beal, M.F., Wallace, D.C., Somatic mitochondrial DNA control region
mutations are prevalent in Alzheimer Disease brainS, Proceedings of the National
Academy of Sciences of the united States of America, 2004, 101 : 10726-10731

DiMauro S, Davidzon G. Mitochondrial DNA and disease. Ann Med 2005; 37:222-
232.

Duchen, M.R. (2004). Mitochondria in health and disease: perspectives on a new
mitochondrial biology. Mol Aspects Med, pp. 365-451

Douglas C. Wallace et al. Mitochondrial Diseases in Man and Mouse. Science 1999 ;
283 : 1482.

Douglas C. Wallace. The pathophysiology of mitochondrial disease as modeled in the
mouse. Genes Dev. 2009; 23:1714-1736.

Fischer S.G., Leman L.S., DNA fragments differing by single base-pair substitutions
are Separated in denaturating gradient gels, Proc. Natl. Acad. Sci. USA, 1983,
80:1579-1583

Gyorgy Szabadkai & Michael R. Duchen Mitochondria mediated cell death in
diabetes Apoptosis volume 14, pages1405-1423(2009)

Holt PG, Stumbles PA, McWilliam AS. Functional studies on dendritic cells in the
respiratory tract and related mucosal tissues. J Leukoc Biol 1999; 66(2):272- 275.

J. Antonie Maassen, Leen. M. ‘t Hart, Einar van Essen, Rob J. Heine, Giel
Nijpels, Roshan S. Jahangir Tafrechi, Anton K. Raap, George M.C. Janssen and
Herman H.P.J. Lemkes Mitochondrial Diabetes Molecular Mechanisms and Clinical
Presentation Diabetes 2004 Feb; 53(suppl 1): S103-S109.

Ingman M, Kaessmann H, Paabo S, Gyllenstein U. Mitochondrial genome variation
and origin of modern humans. Nature 2000; 28:292.

46

Institutional Repository - Library & Information Centre - University of Thessaly
27/07/2024 07:48:28 EEST - 13.58.149.34


https://www.sciencedirect.com/science/article/pii/S000527280900019X#!
https://www.sciencedirect.com/science/article/pii/S000527280900019X#!
https://www.sciencedirect.com/science/article/pii/S000527280900019X#!
https://www.sciencedirect.com/science/article/pii/S000527280900019X#!
https://www.sciencedirect.com/science/article/pii/S000527280900019X#!
https://www.sciencedirect.com/science/article/pii/S000527280900019X#!
https://www.sciencedirect.com/science/article/pii/S000527280900019X#!
https://www.sciencedirect.com/science/article/pii/S000527280900019X#!
https://www.sciencedirect.com/science/article/pii/S000527280900019X#!
https://www.sciencedirect.com/science/article/pii/S000527280900019X#!
https://www.sciencedirect.com/science/article/pii/S000527280900019X#!
https://www.sciencedirect.com/science/journal/00052728/1787/5
https://link.springer.com/article/10.1007/s10495-009-0363-5#auth-1
https://link.springer.com/article/10.1007/s10495-009-0363-5#auth-2
https://link.springer.com/journal/10495

Labieniec M. & Watala C. (2010). Use of poly (amido).amine dendrimers in
prevention of early non-enzymatic modifications of biomacromolecules. Biochimie,
pp. 1296-1305

Margulis L., Origin of Eukaryotic Cells,1970, Yale University Press.
Margulis L., Early Life,1982, Science Books International.

Mitchell P, Moyle J., Chemiosmotic hypothesis of oxidative phosphorylation,
Nature,1967,213:137-9.

Mitchell P., Proton current now in mitochondrial systems, Natvre, 1967, 25: 1327-
1328.

Nature 1967 Nov 18;216(5116):652-7. doi: 10.1038/216652a0.Circular Dimer and
Catenate Forms of Mitochondrial DNA in Human Leukaemic Leucocytes
D A Clayton, J Vinograd

Lauber, J., Marsac, C., Kadenbach, B., Seibel, P., Mutations in mitochondrial tRNA
genes: o frequent cause of neuromuscular diseases, Nucleic Acids Research, 1991,
19:1393-1397.

Lowell, J. E., and Pillus, L. (1998). "Telomere tales: chromatin, telomerase
and telomere function in Saccharomyces cerevisiae."Cell Mol life
Sci. 54(1):32-49

Liu, V. W., Zhang, C., and Nagley, P. (1998). "Mutations in mitochondrial DNA
accumulate differentially in three different human tissues during ageing.” Nucleic
Acids Res 26(5):1268-1275

Luft R, Ikkos D, Palmieri G, Ernster L, Afzelius B (1962). A case of severe
hypermetabolism of nonthyroid origin with a defect in the maintenance of
mitochondrial respiratory control: a correlated clinical, biochemical, and
morphological study. J Clin Invest 41, pp. 1776-1804

Sanger F, Nicklen S, Coulson AR, DNA Sequencing with chain-terminating
Inhibitors Proc Natl Acad Sci USA,1977, 74:5463-5467

Ozawa, T., Tanaka, M., Sugiyama, S., Ino, H., Ohno, K, Hattori, K, Ohbayashi, T. Ito,
T., Deguchi, H., Kawamura K., Nakane, Y., Hashiba, K, Patienta with idiopathic
cardiomyopathy belong to the same mitochondrial DNA gene family of ParKinson’s
disease and mitochondrial encephalomyopathy. Biochemical and Biophysical
Research Communications.1991,177:518-525

Pavlakis SG, Phillips PC, DiMauro S, De Vivo DC,Rowland LP (1984).
Mitochondrial myopathy, encephalopathy, lactic acidosis, and strokelike episodes: a
distinctive clinical syndrome. Ann Neurol 16, pp.4818.

Yasukazu Nakamura, Takashi Gojobori, Toshimichi Ikemura Nucleic Acids
Research, Volume 28, Issue 1, 1 January 2000, Page 292

47

Institutional Repository - Library & Information Centre - University of Thessaly
27/07/2024 07:48:28 EEST - 13.58.149.34


https://pubmed.ncbi.nlm.nih.gov/?term=Clayton%2BDA&cauthor_id=6082459
https://pubmed.ncbi.nlm.nih.gov/?term=Clayton%2BDA&cauthor_id=6082459

Zifa E, Giannouli S, Theotokis P, Stamatis C, Mamuris Z, Stathopoulos
Mitochondrial tRNA motations: clinical. and functional perturbations. RNA Biol
(2007) Jan-Mar;4(1):38-66. Epub 2007 Jun 6.Department of Biochemistry ant
Biotechnology, university of Thessaly

Boowég apyéc kuttapikng Proroyiag twv Alberts, Bray, Hopkin, Johnson, Lewis,
Raff.,Roberts kou Walter

K. Ztopdtng N. Alayiomg, KaOnynmg g Tevetwkng ko I[pdtavng tov
[Havemotnpio Hatpav

AebBvvon Tevetikng (X. Kokotag /M. I'pnyopradov/T. Z. Koppég /A. Tavvovlia-
Kapavtava /M. B. Petersen)

SITES

http://w.mitomap.org/

www.genpat.uu.se/mtDB
http://wikipedia.qwika.com/en2el/Mitochondrial disease
http://lwww.tovima.gr/opinions/article/?aid=97423 _
http://www.intergenetics.eu/1525+M54a708de802.html
www.scienceinschool.org/evolution

48

Institutional Repository - Library & Information Centre - University of Thessaly
27/07/2024 07:48:28 EEST - 13.58.149.34


http://www.genpat.uu.se/mtDΒ
http://www.intergenetics.eu/1525%2BΜ54a708de802.html
http://www.intergenetics.eu/1525%2BΜ54a708de802.html

	Συσχέτιση του διαβήτη με μεταλλάξεις του μιτοχονδριακού DNA
	Συσχέτιση του διαβήτη με μεταλλάξεις του μιτοχονδριακού DNA Correlation of diabetes with mutations in mitochondrial DNA
	ΠΕΡΙΛΗΨΗ
	1. ΜΙΤΟΧΟΝΔΡΙΟ
	1.1 ΔΟΜΗ ΜΙΤΟΧΟΝΔΡΙΟΥ
	1.2 ΛΕΙΤΟΥΡΓΙΑ ΚΑΙ ΡΟΛΟΣ ΤΟΥ ΜΙΤΟΧΟΝΔΡΙΟΥ
	Ο κύκλος του κιτρικού οξέος
	Χημειωσμωτική σύζευξη
	1.3 ΜΙΤΟΧΟΝΔΡΙΑΚΟ ΓΟΝΙΔΙΩΜΑ
	2. ΜΕΤΑΛΛΑΞΕΙΣ mtDNA ΚΑΙ ΜΙΤΟΧΟΝΔΡΙΑΚΕΣ ΑΣΘΕΝΕΙΕΣ
	ΠΙΝΑΚΑΣ 1: ΠΑΘΟΓΕΝΕΙΣ ΚΑΙ ΠΟΛΥΜΟΡΦΙΚΕΣ ΣΗΜΕΙΑΚΕΣ ΜΕΤΑΛΛΑΞΕΙΣ ΣΤΑ tRNAs ΤΟΥ ΑΝΘΡΩΠΙΝΟΥ ΜΙΤΟΧΟΝΔΡΙΟΥ
	2.1 ΣΑΚΧΑΡΩΔΗΣ ΔΙΑΒΗΤΗΣ
	2.1.1. ΣΑΚΧΑΡΩΔΗΣ ΔΙΑΒΗΤΗΣ ΤΥΠΟΥ Ι
	2.1.3 ΑΛΛΟΙ ΕΙΔΙΚΟΙ ΤΥΠΟΙ ΔΙΑΒΗΤΗ
	2.1.4 ΔΙΑΒΗΤΗΣ ΤΗΣ ΚΥΗΣΕΩΣ
	2.2 ΕΡΕΥΝΑ ΚΑΙ ΣΤΑΤΙΣΤΙΚΕΣ ΓΙΑ ΤΗ ΝΟΣΟ
	2.3 ΔΙΑΒΗΤΗΣ ΚΑΙ ΜΙΤΟΧΟΝΔΡΙΑΚΗ ΛΕΙΤΟΥΡΓΙΑ
	3. ΣΚΟΠΟΣ ΤΗΣ ΕΡΓΑΣΙΑΣ
	4. ΥΛΙΚΑ ΚΑΙ ΜΕΘΟΔΟΙ
	ΑΠΟΜΟΝΩΣΗ ΟΛΙΚΟΥ DΝΑ
	4.2 ΑΛΥΣΙΔΩΤΗ ΑΝΤΙΔΡΑΣΗ ΤΗΣ ΠΟΛΥΜΕΡΑΣΗΣ
	Η αντίδραση PCR πραγματοποιείται σε τρία στάδια, τα οποία επαναλαμβάνονται διαδοχικά
	Τα βασικά συστατικά για τη διενέργεια της αντίδρασης PCR είναι:
	2. Ολιγονουκλεοτιδικοί εκκινητές
	4. Ρυθμιστικό διάλυμα της αντίδρασης και Mg2+
	Ο όγκος των χημικών αντιδραστηρίων που απαιτούνταν ανά δείγμα για την αντίδραση ΡCR για τα δείγματα DΝΑ
	4.3 ΗΛΕΚΤΡΟΦΟΡΗΣΗ ΣΕ ΠΗΚΤΗ ΑΓΑΡΟΖΗΣ
	Παρασκευή πηκτής αγαρόζης συγκέντρωσης 1%
	Σύσταση διαλυμάτων
	LΟΑDΙΝG ΒUFFΕR 6Χ
	ΤΒΕ 10Χ
	4.4 ΜΕΘΟΔΟΣ ΑΝΑΛΥΣΗΣ ΠΟΛΥΜΟΡΦΙΣΜΟΥ ΜΟΝΟΚΛΩΝΙΚΗΣ ΔΙΑΜΟΡΦΩΣΗΣ (SingΙe Strand Cοnfοrmatiοn Ροlymοrphism- SSCΡ)
	ΠΑΡΑΜΕΤΡΟΙ ΗΛΕΚΤΡΟΦΟΡΗΣΗΣ SSCP
	4.5 ΠΑΡΑΣΚΕΥΗ ΠΗΚΤΩΜΑΤΟΣ ΠΟΛΥΑΚΡΥΛΑΜΙΔΙΟΥ
	4.6 ΑΠΟΔΙΑΤΑΞΗ ΚΑΙ ΦΟΡΤΩΜΑ ΤΩΝ ΔΕΙΓΜΑΤΩΝ
	4.7 ΧΡΩΣΗ ΜΕ ΔΙΑΛΥΜΑ ΝΙΤΡΙΚΟY ΑΡΓΥΡΟΥ (Silver Staining)
	Για 2 πηκτώματα:
	2⁰ διάλυμα:
	3⁰ διάλυμα:
	4.8 ΚΑΘΑΡΙΣΜΟΣ ΠΡΟΪΟΝΤΩΝ PCR
	Πίνακας 1: Αντιδραστήρια για τον καθαρισμό των προϊόντων PCR
	4.9 ΠΡΟΣΔΙΟΡΙΣΜΟΣ ΤΗΣ ΝΟΥΚΛΕΟΤΙΔΙΚΗΣ ΑΛΛΗΛΟΥΧΙΑΣ ΜΟΡΙΩΝ DΝΑ (SEQUENCING)
	5. ΑΠΟΤΕΛΕΣΜΑΤΑ
	ΕΝΙΣΧΥΣΗ ΜΕ ΤΗ ΜΕΘΟΔΟ ΡCR
	Val
	Val (1)
	ΕΠΕΞΕΡΓΑΣΙΑ ΔΕΙΓΜΑΤΩΝ ΜΕ ΤΗ ΜΕΘΟΔΟ SSCΡ ΚΑΙ ΤΗΝ ΕΥΡΕΣΗ ΑΛΛΗΛΟΥΧΙΑΣ
	Μετάλλαξη στο 12S r Rna
	6. ΣΥΖΗΤΗΣΗ
	7. ΒΙΒΛΙΟΓΡΑΦΙΑ
	SΙΤΕS

