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1.1 NMEPINHWH

Mpoéogata, évag HEYAAOG OPIOUOC METOANAEEWY TIOLU aVIXVELONKOV O€
pIToxovoplokd yovidla tRNA €xel ouvdeBel Ye TN EUPAVION ECOIPETIKA ETEPOYEVWOV
0C0EVEIV MPE TIOIKIAQ KAIVIKA CUUTITWUOTO oTov avOpwto. O AGyo¢ yio TOV OTIoio
OuMPaIVEL OUTO EYKEITOI OTOV KEVIPIKO POAO Twv Hopiwv tRNA ot HItoxovoplakn
TIPWTEIVOOUVOEDN OTIOU EUTIAEKOVTOl GTNV oLVOeon ev{UPWV OTIOPAITNTWY Yyia TOV
EVEPYEIOKO PETARBOAICUO. TNV TIAEIOYNEIO TWV UITOXOVOPIaKWY Hopiwv tRNA éxouv
TIopatNPENOei TGO TTOAUPOPQIKEG METOANAEEIG, OG0 KAl PETAAAAEEIC Ol OTIOIEC £XOUV
XOpoKTNPIoOel w¢ maboydveg. Ol TIPWTEG dev TNPEALOLVY T JOUIKI] OKEPAIOTNTA N TN
AEITOLPYIKOTNTA TWV PITOX0VOPIoKwY tRNAS Kal eUTTAOUTI(OUV TOV TTANBUGHO LE VEQ
VEVETIKA] TIOIKIAOTNTA, TAVW OTnv oToid 6o dpACOUV CUCTNUATIKEG [l TUXOIEC
Olepyaaieq. XTn TOpoUoa PEAETN €EETACTNKE N UTIAPEN TETOIWV TIOAUUOPQICHWY KOl
OT0 22 MITOXOVOPIOKA YOvidlad o€ €AANVIKO TIANBUCOUO (QUOIOAOYIKWY OTOPWV.
EidIkotepa, amo  deiypata  OAIKOU  aipato¢ 32  oTOUwv, OTTOPoVMONKav Kol
gvioxuonkav pe aAuoidwTt avtidpaon ToAupepdon (PCR) ta mopamdvw yovidla
KaBWE Kal TUNUOTA TWV TIOPOKEIUEVWVY Yovidiwv Toug. AKOAOUBWC, N avixveuan twv
TIOAVUOPPIOU®WY  oTa  Tipoiovta PCR  TIpayudtommoinénke pPe TNV TEXVIKA TOU
TTIOAUHOP@ICHOU JIATAENG YovNC aAuaidag (SSCP) Kal n TepAITEPW TAUTOTIOINGT TOUG
EMETELXON Uotepa amd Tavtoroinon g DNA aAAnAouxiog Ttoug (sequencing).
JUVOAKKQ, avixvelBnkav 12 Adn TOUTOTIOINPEVOI TIOAUPOP@ICHOI OTI0 TOUG OTI0IoUG
HOVO ol TEoaepI evtoTti(ovTal o€ yovidla tRNA, eve ol UTIOAOITION OKTW EVTOTTI(ovTal
0€ TIOPOKEiMEVA yovidla. To yeyovog OTI Povo 10 12,5% Twv (QUGCIOAOYIKWY OUTWV
OTOMWV EP@AVICeEl TO PAIVOUEVO TNG CULYKANPOVOUNGCNC evioXVeEl TNV avtiBeon tng
OUVUTTOPENG TIOAAQTIAWY TIOAUMOPQICUWY OE @QUOIOAOYIKA ATOUO KOl 0oBeveic e
OlA@OPO  KAIVIKA CUUTITWMOTO, OTIOU OTa TEAELTAia PPeOnkKe OTI QVEPXETAl OTO
T0000T0 Tou 37,5%.



1.2 ABSTRACT

Mitochondrial tRNA genes undergo a high rate of mutations, which in recent
reports have been accused for resulting to extremely heterogeneous diseases of
various clinical symptoms. This can be explained by the central role of tRNAs in
mitochondrial protein synthesis of enzymes involved in energy metabolism. Both
polymorphic and pathogenic mutations have been reported for the vast majority of
tRNA genes. Polymorphic neutral mutations however, seem not to affect the
structural integrity of the functional role of mtRNAs but rather enhance the population
with new genetic diversity on which will act systematic or eventual fermentations. In
the present study we examined the sequence variation of all the 22 mitochodrial genes
in a Greek population of healthy individuals. Specifically, we examined blood
samples from 32 individuals using the method of polymerase chain reaction (PCR) in
order to enhance the genes in question, as well as parts of their neighbouring genes.
Furthermore, we used the method of single stranded conformation polymorphism
(SSCP) in order to detect any possible changes in the patterns and performed direct
sequencing in order to identify the exact location of these changes. We detected 12
already known polymorphisms from which only four are detected on tRNA genes
whereas the rest eight are detected on their neighbouring genes. The fact that, only
12,5% of the healthy individuals present coinheritance, amplify the contrast of
multiple polymorphisms coexistence between healthy individuals and patients with
various clinical features in which the percentange was found to arise to 37,5%.



2. EIZAIQIrH

2.1 TA MITOXONAPIA

Ta pItoxovopla (Uitog + XO6vdpog, KOKKOC) avaKOADPONKAV w¢ OCLUOTATIKA TOU
KuTtdpou 1o 1886 amo Tov Altmann. To 1898 o Benda €lgdyel TOV 0p0 «UITOXOVOPIO»,
T0 1904 0 Meves TepIypd@el T0 MUITOXOVOPIO OTO QUTIKA KOTTOpO Kol to0 1934 ol
Bensley kol Hoerr amopovavouv TA Opyowvidlo HJE  UTIEPQULYOKEVTPNGON. H
AETITOPEPEIOKT AETITA OOMN], OUWC, EYIVE YVWOTA APKETA XPOVIO apyotepd, UETA TNV
KOTOOKELN] TOU NAEKTPOVIKOU HIKPOOKOTIIOU Kal XAPN OTIC TIPWTOTIOPIOKES EPEUVEG
Twv G. Palade, K.R. Porter, F. Sjostrand kol GAAwv, 10 1952, emérpeds TNV
KOTOVONGN TWV BIOXNMIKWY UNXOVICUWY KAl TN CLUOXETION S0MNG KAl AEITOLPYIaC Twv
ONUOVTIKOTEPWVY  OUTWV  KUTTOPIKWY  opyavidiwv. Eival woedrp opyavidla, e
dlaotdoelg 1-10 uni o€ pnko¢ Kat 0,3-1 unt o€ JIAUETPO, ATIOTEAOLV OULVNBwWC TOo 18-
20% TOU OUVOAIKOU KUTTOPOTIAGCUOTIKOU OYKOU KAl 0 OpIBPOG Toug¢ OTOo KOTTAPO
TIOIKIAEL avAAOYO PE TOV 10TO KOl TOV Opyaviouo. Ta KOTtopd, PE TNV €EEAIKTIKNA
dladIKagia EKATOUULPIWVY €TV, yia TN dlatpnaon g (wng, TTPOCAPUOCTNKAV GTO Va
Tapayouv  (KUTTOAPIKA OvVaTIVON) KOl VO XPNOIYOTIOIOUV EVEPYEID HE TN HOPON
TPIPWOPOPIKNG adevoaivng (ATP), peydAda Tood 1n¢ oToiag Tapdyovial oTo
MITOXOVOPIO YI' OUTO CUXVA TIEPIYPAPOVTOl WC «EPYOTTACIA TIAPAYWYIC KUTTAPIKAC
EVEPYEIOG». EPTIAEKOVTOI €101 0€ €va €UPog OIAdIKACIWY, OTWG Eival N HETAYwWY
ONUOTOC, N KUTTOPIKN Ola@OPOTIoiNG, 0 KUTTOPIKOC BAvaTOoC KOBWG Kal atn puBUIoN
TOU KUTTOPIKOU KUKAOUL KOl TNG KUTTOPIKNG avénong. Emiong mapouaialouvy pia
YEVETIKA NUIKUTOVOUIO KABWE QEPOLY TA SIKA TOUG AVEEAPTNTA YovIdlwuaTd. TEAOC,
OUUEWVO PE TNV €EVOOCUUPIWTIKN Bewpia, T PITOXOVOPIO TIPOEPXOVTOL ATIO apXaia
BOKTIAPIO TIOU EYKOATIWONKOV GE TIPOYOVOUC EVKAPUWTIKWY KUTTAPWY, TIPIV OTIO €va
EKATOUMUPIO XPOvIa.

2.1.1 AOMH MITOXONAPIOY

H odopnl twv JITOXovdpiwv Eeival XapaKINPIOTIK, OTMW¢ @aivetal e
NAEKTPOVIKI MIKPOOKOTIION AETITWV TOHWV: TA MITOXOVOPIO TIEPIBAANOVTAL ATIO €va
oUOTNUO 000 PEURBPAVWY, HIOC EEWTEPIKAC HEUPPAVNC KOl HIOC ETWTEPIKNC HEUBPAVNC,
0l 0OTT0iEC JIOXWPICOLV TO ECWTEPIKO TWV UITOXOVOPIWV, TTIOU OVOUALETAL UNTPA, OTIO TO
KUTTOPOTIAOCMO. To JIACTNUA TIou ONUIOUPYEITal avAPESa OTIC 000 MEUPBPAVEQ
ovouadetal SIOUEPPRPAVIKOCXWPOC. H EWTEPIKN PEUBPAvVN dNUIOVPYEI aVASITIAWGCEIC,
TIOU OVOUAZOVTOI OKPOAOIEC.



N\- 1o avoAUTIKA:

O H e&wtepikn HeEUPPAVN TIEPIBAAAEL OAOKANPO TO HITOXOVOPIO OTIOUL Ol
TIPWTEiveC dlatdooovTial PE TETOIO TPOTIO WOTE va dNUIOUPYOLV TIOPOUC, Ol
OTIOi0l OIEUKOAUVOUV TO TIEPOCHO TWV TIPOIOVIWV TOU HETAPBOAICUOD UE
MOPIaKO PBAapog MIKPOTEPO Twv 10000 Daltons. Mia Tétoio dlATIEPATOTNTA
emPBePaiwveral omo Tt PloxnuikA olvBeon Tou SlAPEUBPAVIKOU XWPOU, N
OTIOIO GUYYEVEUEL JIE EKEIVN TOU KUTTAPOTIAACUATOC.

O O JloueUPBPAVIKOC YWPOC, €ival 0 XWPOC METAED TNG E0WTEPIKAG KOl
€EWTEPIKNG HEUPPAVNC, 0 OTT0I0¢ AGYw TNG JIATIEPATOTNTAC TNC EEWTEPIKIC
MEUBPAVNC TIEPIEXEL TIOALAPIBUA HIKPA IOVIA € I000UVAUEC TUYKEVIPWUOEIG
ME TO KUTTOPOTIAGGHO.

O H eowteplkn ueuBpdavn oe avtiBeon pe v €EWTEPIK HPEUPBPAVN eival
OdlaTIEPACTN G€ OAQ TO POPIA KA N ETUAEKTIKI] YETOPOPE TOUC PETA KOl £EW
améd I PATPO YIVETAlI HOVO PECW EIBIKWV UTIO0OXEWV. 21N MEPPPAvN auth
AauBavel xwpa n KUTTAPIKI OVOTIVON.

O O1 akpologieg eival ouvnBwC KABETEC TIPOC TOV ETTIUNKN G&ova Tou
MITOX0ovOpiov Kal oxnuati(ouv ateAn dla@PAyUaTa, To OTIoia 0 OIOKOTITOUV
TN OUuVEXela NG PATPAG. Emnpeddouv TN XNUEIOCHWTIKA AEITOLPYIO TNG
ECWTEPIKNAC PEUPBPAVNG Kal evIoXVOUV TNV IKAVOTNTA TNE va Ttapdyel ATP.

O H untpa. H TukvotnTd TNG TIOIKIAAEL AvAAOYQ UE TN AEITOUPYIKN KOTACTOON
TOU opyavidiou. Tn oTaBepr) XNUIKA GUVOEGT TOUC ATTOTEAOUV:

+ 1O POpPIa TOU PIToXovoplakol DNA,

+  TO MITOXOVOPIOKA piBocmuara,

¢  OKOVOVIOTO, TIUKVE CUOCWHATWUOTA, dlaPETpoL 50nm,
T OToid dnNUIOLPYOULVTAl 0TI TN CULCCWPELCN TWV
KOTIOVTIWV,

¢ OAa Ta évduua TIOU TIAIPVOULV GTOV KUKAO TOU KITPIKOU
0&€o¢ Kal atn PloclvOean TwV AITTAPWY 0&EWV.

EIKOVA 1: IXNUOTIKA OTIEIKOVION TG SOPAE TOU PITOXOVSPIoL JE TIOPAANAN @WToypa@ic
TOU MITOXOVOPIoL OTIWC QaiveTal aTtd NAEKTPOVIKO HIKPOTKOTIIO.



2.1.2 AEITOYPTIEZ MITOXONAPIOY

O1 BIOXNMIKEG aVTIOPACEIC, Ol OTIOIEC KATOANYOLV OTNV TIOPAYWYN EVEPYEIOG
Kal TN olvBeon tou ATP, €ival eKeIVEC TNG KUTTAPIKNC OVATIVONG, KOIWVEG O OAOUC
TOUC EUKOPUWTEC. Ta MITOXOVOPIO QTIOTEAOUV TO €EEIDIKELUEVO Opyavidla OTIoU
ETUTEAEITAI N KUTTOPIKI] AVATIVOR YI' OUTO KOl KOAOUVTOI TO EVEPYEIOKA KEVIPOA TWV
EVKOPUWTIKWY KUTTApwVY. H mapaywyn tou ATP eTTuyXAveTal Pe TV o&eidwan twv
BAGIKWV TIPOIOVTWV TNC YAUKOAUTIKNG TIOPEIAG: TO TTUPOCTOQUAIKO 080 Kol To NADH.
O KUKAOG TOU KITPIKOU 0&E0¢, YVWOTOG Kal WG KUKAOC Tou Krebs, atmoteAei 10 pwto
OTAOIO OTNV KUTTOPIKI aVATIVON, TNV O@QipeC NAEKTPOVIWYV LPNANG EVEPYEIOG aTIO
TIC TINYEC KAUOIUWY OPYOVIKWV  HOPiwv-  apivogEwv, AMTOpwY 0&Ewv  Kal
LOOTAVOPAKWY. AUTA TA NAEKTPOVIO AVAYOLV TO OELYOVO yia va dnuioupyndei pia
Babuidwan ouyKEVTPWONG TIPWTOVIWY, TIOU XPNCIYOTIOIEITAl Yo TNV Ttapaywyn ATP.
H avaywyrq tou ofuydvou Kal n cbvBeon Tou ATP amaptidouv TNV O&EIOWTIKN
PWOPOPLAIWGTN.

H avaywyikn evépyela amd ta NADH kalt FADIE peta@épetal oto HOpIo Tou
o&uyovou (CF) pe dladoxIKa Bruata PYéow TNG OVATIVELCTIKNC OAUGIdAC 1] aAuaidag
METOQOPAC NAEKTpOVILWV. Ta TIPWTIEVIKA CUOUTIAOKO TNG €0WTEPIKNAG HEMPBPAVNG
{NADH oa@ubdpoyovaaon, KUTOXPWHMIKA 0OvOywydon Kol KUTOXPWHIKN 0&El0aan)
KOTOADOLV TN HETOQOPA KOl TNV OTIEAEUBEPWON NG OVOYWYIKNG EVEPYEIOG, TIOU
XPNOIYOTIOIEITAl YIO VO OVIARCEL TIPWIOVIO OTO OIOUEUPPAVIKO X0ipo. Kabwg n
TIPWTOVIOKN CUYKEVTPWOT ALEAVETAL, TIOPAYETAL £V IGXUPO NAEKTPOXNMUIKO dUVAUIKO
KOTA PNAKOG TNG E0WTEPIKAC MEURPAVNG. Ta TIPWTOVIO ETIICTPEPOLY OTN UATPA PECW
TOU €V{UUIKOU GULWPTIAGKOUL TN¢ ATP ouvBdong Kol TO EVEPYEIOKO OULVAUIKO TOUC
Xpnoldottoleital yia mn ovvBeon ATP amé ADP Kal avopyavo @wao@opiko aiag (Pi).
H diadikaaio auti ovouddeTal XNUEIOOHUWAOT Kal TIOPATNPHONKE TIpwTa amo tov Peter
Mitchell, ou tipnBnke pe 10 BpaBeio Nobel o 1978 yia v gpyaaia auty.

EIKOVO 2: IXNUOTIKA OTIEIKOVION TNE OVATIVELOTIKAC aAucidac. To olutioko | (NADH agudpoyovdon)
avayel 10 NADH, avtAei H+ kal tpogdidel e atnv oAvcida. To cvpmioko Il (apudpoyovdaon Tou NAEKTPIKOV)
déxetal € amd 10 FADH2 kat 1o petagépel oto ovumioko Il (kutoxpwyikn avaywydon), pHECw TOL
ouvevlOpov Q. Ta € HPETAPEPOVTAl OTN CUVEXEIM OTo OUPTIAOKO I\/ (KUTOXPwIK 0&EIdAan), HECW TOL
KUTOXPWUOTOG T. TéAog, 10 olumhoko V (ATP ouvBdon) katoAlel ) petatpor) 1ou ADP o ATP, 10

0TI0i0 PETa@EPETAL €€ ATIO TN IATPA PECW aVIAIOV (AINT) yia va a&lortoindei 6mou XpelddeTal.



2.1.3 MPOEANAEYZH TOY MITOXONAPIOY

To yeyovog Oxl Ta HITOXOVOPIO TIOPOUGCIAJOUV TIOAAEC OMOIOTNTEG HE TOUC
TIPOKOPUWTIKOUG OpYyaviIoUoUC O0ONynoe OtV  OVATITLEN TNC €VOOCUMPBIWTIKIG
TIPOEAELONG TWV UITOXOVOPIWVY. H JITIAN PEUBPAVN TOU UITOXOVOPIOL, TO KUKAIKO TOU
YOVIOiwpa Kal 0 €I0IKOC PNXOVICUOG MITOXOVOPIOKNC METAYPOPAG KOl PETAPPOCNG
ouvNyopoLV yI' auTO TO EVOEXOUEVO. KEVTPIKO anpeio NG evOOOUUPBIWTIKNC Bewpiag
gival o1l Ta pItoXovopla TPONABaY CUUPBIWTIKA aTI0 £va TIPOYOVIKO TUTIO PBakTnpiou
ouolo pe Ta onuepiva Daptobacter kai Bdellovibrio, mou diafiwve €AevBepo Kail
OTIEKTNOE TNV IKAVOTNTO TNG OTIOOO0TIKNC KUTTOPIKAG OVaTIVONG. ZhPEPD, E€ival
OTTIOOEKTH 1 TMNUOTIKY EVOOCUMPPBIWTIKA Bewpia mou avarmrtuée n Lynn Margulis 10
1981, oUP@Wva pPe TNV OTIoId N €EEAIEN TWV EUKOPUWTWY OTO TOUC TIPOKOPUWTEG
TIEPIEAGUBAVE TN CUUPIWTIKNA EVWAT TIOAWV TIPOYEVECTEPWV AVEEAPTNTWY TIPOYOVWV.
TIC TIPOYOVIKEG OUTEC HOPPEC OTTIOTEAODCOV TO KUTTOPO-EEVIOTAC, 0 TIPOYOVOG TWV
MITOXOVOpPiwV, 0 TIPAYOVOC TV XAWPOTIAACTWY KAl EVOC TIPOKAPUWTIKOG OPYAVIGHOG
(o TIEPIOTOTEPO AUPIAEYOUEVOC), TIOU JIEOETE TIC OOMEC TIOL CUEPO e€aa@aAiI{ouv TNV
KUTTOPIKN Kivnon. ZOu@wva pe T Bewpia, TO aApPXIKO TIPOKAPUWTIKO KUTTAPO-
geviotng Nrav éva apxoioBaktipio Ouolo Ye 10 anuepivo Thermoplasma, Tou €ival
OVOEKTIKO gg LWNAEC BepuoKkpaaieg Kal OEIVEC OUVONKEG. To KUTTOPO-EEVIOTHC O&V
€XE (PWTOOULVOETIKA IKAVOTNTO OUTE NTAV IKAVO VO XPNOIUOTIOIE] OTTOTEAECUATIKA TO
ofuyovo. Ta TeAeutaia, OUWC, XPOvia avarmtoxenke amd Tou¢ Martin kol Muller
(1998) pia véa evdOOULUBIWTIKN Bewpia yia TNV TIPOEAELCN TWV MITOXOVOPIWY TIoU
OVOUAOTNKE «UTIOBean o&uyovou». ZUPQWVA HE aUTH T Bewpia TO TPWTO
EVKAPUWTIKO KOTTAPO OV OXNUATIOTNKE amAd omd  "atoxnua“, OoAAG Atav
OTIOTEAECUO OKOTIUNG €vwong METAEL TOU apPXaIOBOKINPIOKOU KUTTAPOUL-EEVIOTH,
€VOC peBavIoyOvou TIOU KaTavaAwve vdPoyovo Kal d1o&eidlo Tou GvBpaka yia Tnv
Topaywyr PeBaviou Kal Tou PEAAOVTIKOU HITOXOVOPIOKOU OULPBIWTN, 0 O0TI0iog
artéBaAe LOPOYOVO Kal OIOEEidI0 TOu AVOpOKO wC TIPOIOVTO TOU avaEPORIoV
MeTOBOAICHOU. ETOl, &v® 0 OLUBIDTNG €iXe mBAVOV IKOVOTNTO GCTNV agPOBIa
avarvory, n ouuBiwon ApXIoE wC OTIOTEAECUO TwV TIPOIOVIWV TOU avaegPOPIou
METOBOAIOUOU. H €€dptnon tou EEVIOTH OTI6 TO UOPOYOVO TIOL TIAPNYOYE 0 CUMPBIWTNG
aVOyVWPIoTNKE WC N apxn €TAOYNAG TIOU OTOOEPOTIOINCE TOV KOIVO TIPOYOVO TWV
EVKOPLWTIKWV KUTTAPwWY. TEAOC, Mo Tpitn Bewpia avartuxOnke amd toug Lopez-
Garcia kal Moreira (1998), n oToio OVOUACTNKE «LTIOOECT] TUVTPOPIKOTNTAC», OTIOU
Bewpeital 0TI n apxiki ouuBiwon TPAyUOTOTIOINONKE HETAEL €voC pPeBavIoydvou
OPXOIOBAKTINEIOL Kal EVOC TIPOYOVIKOU OEATO-TIPWTOBOKTINPIOL, TIOU XPNOIUOTIoIoVaE
Beio yia v avarvon tou.



2.2 TO MITOXONAPIAKO INONIAIQMA (mt DNA)

To 1981 dNUOCIEVTNKE N TIPWTOTAYNC OO TOU AVOPWTIIVOU MITOXOVOPIOKOU
DNA (mt DNA). Eival éva KUKAIKO dikAwvo (kAwvog H kot kKhwvog L) popio DNA
peyéBoug 16.569 kb, 1o omoio kwdikoTtolei 37 yovidia: 13 yovidla Twv GUPTIAOKGV |,
1, 1V kal V ¢ avarmveuoTIKAG aAuaidag, 22 pitoxovoplakd tRNA kal 2 rRNA (12S
Kal 16S). Eidikotepa, 0 kKAwvo¢ H  kwdlkortolei 28 yovidla kal 0 KAwvog L
KWOIKOTIOIEL 9 yovidla, €K TWV OTI0IWV Ta 8 KWAIKOTIOIOUV UITOXOVOPIOKA popia tRNA.
OAOKANPO TO MOPIO CULVTOVIZETOI ATIO MIO PUOMICTIKN TIEPIOXK), N OTIOI0 TIEPIEXEL
onueia évapéng (origins of replication) 1600 yia tov KAwvo H, 6éco Kal L kAwvo.
KabBe pitoxovoplo mepihappBavel mepimou 2 €w¢ 10 avtiypa@a Tou yoviSIWHUATOC Tou.
AOY®w TNG KUTTOPOTIAGCUOTIKC TOU €VIOTIONG, TO HITOXOVOPIOKA  yovidiwuo
KANPOVOUEITOl ATIOKAEICTIKA UNTPIKA (Ta QPINA OTIEPUATOlWAPIO TIEPIEXOLV TIOAU
Alyo KuTttapOmAacua pe Aiya pitoxovopla). Q¢ ek ToUTOU, CUP@WVA UE TNV UNTPIKN
KANPOvVOuUNon HOvo Ta ONAUKA ATOMPO PTIOPOUV va HPETABIBACOULY TIC PETOANAYEC OE
OAOLC TOUG ATIOYOVOUG AVEEAPTATOL QUAOU.

ol e of @ g LL®

EIKOVO 3: IXnNuaTKr OmEkovion NG

] [ ]
UNTPIKAG KAnpovounong. To HIToXovdplakd
yovidiwpa  PETOBIBALETOl  OTIOKAEIOTIKA H OJ J p
UNTPIKA  0g  OAOULC  TOUG  OTIOYOVOUG

ave€aptiTou @UAOU.

O puBUOGC PETAANOYNC TOU MITOXOVOPIOKOD YOVIOKUUOTOC Eival TEPITIOV €ikool
(POPEC PEYOAUTEPOCG OTIO AUTOV TOU TILPNVIKOU YOVISIWUATOC, TIIBOVOV OEUTEPOYEVWG
AOYW TNC TOpaywyng METAAAEIyOvVwY eAeDBePwVY PIwV 0ELYOVOL OTO UITOXOVOPId,
OAAG KOl AOYW NG EAATIWMPEVNG TOUC IKAVOTNTAC yio emdiopbwon tou DNA. Q¢
OUVETTEID aUTOU €ival n auénuévn CUCCWPELGN TIOAUMOPQPICUWY Kal N onuioupyia
MEYAANC TIOIKINOHOP®IOG METOED TwV MITOXOVOPIWVY, OXI MOVO PETOED OIOPOPETIKWV
€0V, OAANG KAl avapeoa oto idlo €idog. Ta avBpwTva UITOXOVOPIaKA yovidia dev
TIEPIEXOLV  ETIAVOANYEIC KOl IVIPOVIO KOl  HETAYPAQPOVTOL W TIOAUYOVIOIOKA
METAYPO@A, TO OTIOI0 OTN CLVEXEID PATICOVTOI KOl TIOAUABEVIAIVOVTAL VIO VO 0WC0UV
wpipa NiRNAs. TEAOC TIPETIEL VA CNUEIWOBED OTI N TIAEIOPN@Ia TWV TIPWTEVWOY TIOU
gival amopaitnTeg yia m PITOXOVOPIOKA AEITOUPYIO KWOIKOTIOIEITAl OTI6 TO TIUPNVIKO
Kal OX1 aTtd TO MITOXOVOPIaKA YovIdiwa.
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Pro

EIKOVA 4: To pitoxovdpiakd yovidiwpa. Me kitpivo areikovidovtal to tRNA 110U TIPOKOTITOUV OTIO T
HETAYPA@I] TOU KAWVOUL L, €V PE UTTAE QUTA TIOU TIPOKUTITOLV ATIO T HETAYPOPH TOL KAWvVoL H.

2.2.1 ANTITPA®H, METATPA®H KAI META®PAZH TOY mtDNA

AvTiypa@n

H avuypoery tou mt DNA yivetal Pe nUICLVTNPENTIKO TPOTIO KOl Ogv
Tieplopidetal povo otn @don S NG Yeco@aong, dnAadn avTlypda@EeTal aveEAPTNTA aTO
TOV KUTTOPIKO KUKAO. ZTO EUKOPUWTIKA KOTTOPA UTIAPXEl OUWC KATIOIOC UNXOVIGUOC
pLOUIONC TNG MITOXOVOPIOKAG QVTIYPOQNC WG ATIAVINGT OTIC EVEPYEIOKEC OVAYKEC TOU
KUTTApou. ‘OTav Ol EVEPYEIOKEC QVAYKEC TOU KUTTAPOU E€ival LYNAEG TOTE TO
pIToxovdpia av&dvovtal Kal dlaipolvial, €vw TO aviiBeTo cuufaivel Otav 10
EVEPYEIOKO (POPTIO TOU KUTTAPOU Eival XauNAG. H pIToxovdplakr TToALPEPAan apXilel
TNV QvTlypo@r] amod Kabopliouévo onueio €vap&ng tou OIiKAWVOU KUKAIKOU popiou.
Metd v armodIdtogn YyiveTal avilypa@r Tou €vog POVOoV amd Toug OU0 YOVIKOU(G
KAWVOUCG, TOL KAWvVOUL H, yia tn PlocbvBeon Buyatplkov KAwvou L. H aviiypaon
TIPOXWPOAEI OE OXETIKA Alyd VOUKAEOTIOIO KOl HPE OUTOV TOV TPOTIO EKTOTTIETON O
YOVIKOC KAwvoC L, mou Topapével HOVOKAwvOC. H OAn dlopdp@waon g TEPIOXNC

1



ovopudletal Bpdyxog D (D loop). O HIKPOC BuYOTPIKOC KAWVOC L €XEl TIAVTOTE £va Kol
10 auTo 5'-Akpo. AvtiBeta, To0 3'-AKPO UTIOPEL va gival SIAQOPETIKO, YIATI N apXIKN
QaVTIypO@r] Tou KAWvVOU H uropei va teppatiosl oe Tpia 1 t1€ooepa OlOPOPETIKA
anueia. O BuyatpIKOG AUTOC KAWVOC gival aoTabng, cuvriBwg dlaoTIATAl, AAAA YiVETal
TIAAL oUVBeCT) TOL yia va dIATNPEEITal OVOIXTO TO ONueEio Evapéng g aviypaenc.
Inuelvetal o6t n avuypagrn Tou mt DNA Bpioketal KATw omd Tov EAeyX0 TOU
Trupnvikou DNA kaBwg n pitoxovdplaky DNA TtoAupepdon Kal GANEC ATTIAPAITNTEC
TIPWTEIVEC Y TNV avTiypagr] Tou mt DNA KwdIkoTtolo0vTal and 1o TTupnvikd DNA.

H 60An dladikaaia TG avtypa@nc SIOPKEI pia TTEPITIOL wpa, YEYovOC Tou JEIXVEL TIWG N
Tax0TNTa avtypa@ng Tou mt DNA eival ekatd @opeg BpaduTtepn OTO €KEIV TOU TTUPNVIKOU
DNA. Mia akoun dia@opd JeTagld Tng MITOXOVOPIOKNAE Kal TIUPNVIKAC avTlypa@nc eival 0TI atny
TIPWTN OTIoUaIAdel n eTdIOPBwan AaBwv amd T dpdcn eEwVOUKAEAONG NG MITOXOVOPIOKNAC
DNA moAugepdong. Autd oonyei ae uPnAdTEPO PUBUO PETOANOEIYEVEDNC OTO UITOXOVOPIOKD
YOVIQIWMO OTI0 OTI OTO TIUPNVIKO, PE CUVETIEID TO TIPWTO Va eEENITTETAI EEQUPETIKA Ypryopa.

H pitoxovdpiokry DNA TtoAupepAan XPNGOIMOTIOIVTAC WG UNTPA TOV KAwvo H
TIPOCHETEl VOUKAOTIOIO GTO 3'-AKPO TOU MIKPOU KAWvVOUL Tou Bpoyxou D. O yovikog
KAWVOG L guvexilel va TTOPAPEVEL HOVOKAWVYOCG, HEXPL OTOU N OVTIYPA® TOU KAWVOU
H @Bdoel ota 2/3 ToU pPEYEBOULG TOU KUKAIKOU POpPIoU Kal armokoAu@Bei to onueio
Evapéng NG avTypa@rc tou kKAwvou L. ATO TO OnueEio autd Kal ETEITO pia
pitoxovoploky DNA TIoOAUPEPAGN XPNOIUOTIOIVTAC WG WNTPO ToV KAWvVO L Kal e
avTifeTn KatebOLVON aAVTIYPAPC CUVOETEL BLYATPIKO KAWVO H. ETeldr) kabuaoTepei n
£vapén NG avtypa@rg Tou KAWVOU L, yI' auto OTav OAOKANPWVETAIL N aVTIYPAQr) TOU
kKAwvou H, n olvbeon tou BuyatplikoL KAwvou H €xel TipoXwpnasl povo 30-40%. X
OUTO TO OTAdIO, OTIO TN MIA PEPIA LTIAPXEL Eva TIAAPEC KUKAIKO OiKAWVO BuyaTpIko
HOPIO Kal aTd TNV AAAN éva TIOU €ival HEPIKA HOVOKAWVO KOl HEPIKA dikAwvVOo. TeAIKA
OAOKANPWVETOL KAl N avTlypa@r] Tou KAwvou L Kal TTpokOTITouv 800 Opola BuyoTpIKA
KUKAIKG JITOXOVOPIOKA YOVISIWMATA.

Metaypaen

210 mt DNA n petaypaen apxicel pyévo amo d00 Tipoaywyeic, Evav yia KAbe
CUUTIANPWTIKA 0Augida. H petaypagr €ival oxXeddv GUPUETPIKI Kol KAOE KAWVOC
METAYPAPETAl O€ €va peydAo poplo RNA. Autd Ta 000 peydAd TIPWTAPXIKA Hopla
RNA diaoTwvtal Ye ) 0paan evOOVOUKAEAONG Kal dnuioupyouvtal Ta (dpipa popla
RNA. H petaypagr] tou KAwvou H divel tpodpopo poplo RNA 1ou peTd 1 didoTioon
TOU OTIO0 VOUKAEQOEG TIPOKUTITOUV: 2 Hopla rRNA, 14 podpia tRNA kot 12 popia
MRNA. Avrtifeta, n petaypoa@rn Tou KAwvou L kail n diacmacn tou divel 8 popia
tRNA kal éva popio mRNA. To uttohoiro Tpddpouo poplo, apa Kal 10 DNA, iowg
0ev €xel TANpogopiec. O1 aAAnAouxieq Tou kabopidouvv popia tRNA Bpiokovtal
avapeca oTIC oAAnAouxieg¢ mou kaBopidouv popia MRNA kai rRNA, xwpi¢ va
UTTAPXEl MECOJIACTNUIKO DNA PETOED TOug, AAAG OUTE KOl OAANAouXieg-oruota
TEPUATICPOU Kal €vapéng METAED ToucC. Ta Tipddpoupa popia MRNA dev €xouv
KOAAWOEC GKPO, OAAG 0UTE KWOIKOVIO TEPUATIOPOU. Ta TEAEUTAIa dnuIoLPYOUVTAIL PE

12



NV TTPOCBNKN Twv aAANAoUXIWV poly-A. Ta mMRNA £xouv Kwdikovia evaping (AUG,
AUA, AUU) akpiBw¢ oto 5' AKpo TouC 1 PEPIKEG Baaelg PETA amo autd. Avtifeta,
O€V OTIOKTOUV TIOTE TN O0uN TOU 5 KOAUUUOTOC.

Metagppaon

Ta pIToXovdpla €X0uV TO OIKO TOUCG PNXOVIOHO TIPWTEIVIKNG olvBeonc. 'ETol
oev givar Tapadoéo Tmou  €xouv  piocwuata. AT dlo@Eépouv  OaTd  TA
KUTTOPOTIAQCUOTIKA PIBOCWOUATO OTO PEYEDOC, OTO OUVTEAECDTH KaBi{nong, ota €idn
rRNA Kal 0Tou¢ avaoToAEi¢ g TipwTteivoaguvBeong. Ta MITOXoVOPIOKA pIBocwuata
€XOUV OIOMOPETIKO HEYEBOC avAloya HE TO €i00C. ZTIC TIEPICOOTEPEC TIEPITITWOEIC
attouatadel 1o 5 kai 5,8 S rRNA. ‘ETol ouvrBwg tTa mt pIBOcOPATO aTTOTEAOUVTAL OTIO
0U0 Avioeg LTIOUOVAdEG e Eva poplo rRNA. To avBpwtiivo rRNA 1wy pIBocWUATWY
€Xel ouvteAeaT KaBidnong 16S kai 12S. O1 YITOXOVOPIOKEC PIBOCWHIKEG TIPWIEIVEG
gival dIOPOPETIKEG OTIO TIC TIPWTEIVEC TWV KUTTOPOTIAOCGHATIKWY PIBOCWUATWY Kal
kaBopidovtal amo TupnVIKA yovidla. H &vapén g PETAQPACNC OTa MITOXOVOPIOKA
piBocwpota YOIALEl PE EKEIVN TWV EUKAPLUWTWVY. MapOAo autd n MPwIEivoouvOEan
apxicel pye fmet. Ta pIToXovopIoKA pIBocwUoTa BpicKovIal 0T PITOXOVOPIOKN UNTpa
eite eAelBepa €iTe oLVOEdEPEVA OTIC PITIXOVOPIOKEG OKPOAO®ieC. H TipwieivoolvBean
OTO MITOXOVOPIOKA PIBOCMUATO OVOCTEAAETAL ATIO TN XAWPOUEQAIVIKOAN, €VW OTd
KUTTOPOTIAQCUOTIKA PIBOCWHATA aTI0 TO KUKAOEEOMIOI0. TETOIEC OIOQOPEC OTNV
€vaIOONGia ETIITPETTOLY VA TIPOCBIOPIOTEL av Kal KATA TT0C0 TIPWTEIVEG TIOU BpPicKovTal
OTa HITOXOVOPIO KWOIKOTIOIOUVTAl amo TIUPNVIKA 1} UITOXOVOPIOKA yovidla. ATO Ta
TiponyolPeva, OAANG KOl PE GANQ  OTOIXEiQ, TIPOKUTITEL OTl N MITOXOVOPIOKN
TIPWTEIVOOUVOEGN €XEl OPKETA KOIVA onueia pe ™ Pokmnplokr. TéAog, Ta
TIOAUTIETTTIOIN TIOU KaBopidovTal amd To PITOXOVOPIOKA yovidiwpa armoteAolv 10 5-
10% TOU GUVOAOU TWV HITOXOVOPIAKWY TIPWTEVWY. Ol UTIOAOITIEG TIPWIEIVEG TIOU Eival
OTTIOPAITNTEG VIO TN PIOYEVECT] TWV MITOXOVOPIWV KWOIKOTIOIOUVTAI OTI0 TO TTUPNVIKO
yovidiwpa, HeTag@pAalovial oTa KUTTAPOTIAQCGUOTIKA PIBOCWUATO KOl HETAPEPOVTAL
oTO PITOXOVapIa.
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2.2.2 TIOIKINOMOP®IA 2TO N'ENETIKO KQAIKA

To 1979 epeuvniég TOU MEAETOVOOV TA AVOPWTIIVA HITOXOVOPIOKA yovidla
OVOKAAUYOV OTI N HITOXOVOPIOKN TIPWTEWVOOUVOETIKY) PNXavr Olo@EPel amd v
KUTTOPOTIAGCMOTIKN. Mw¢ OPwG TPOTIOTOINONKE 0 KWOIKAG TOU HITOXOVOPIOKOU
yovidlwpotog; Mo Kol 0 HITOXOVOPIOKOG KWOIIKAG €ival amAo0oTEPO Omd Tov
TTOYKOOUI0, Hla aTtoyn Ttou SIaTUTIWONKE €ival OTI AVTITIPOCWTIEVEL £VA TTIO TIPWTOYOVO
TIPOTLTIO. AUTH N Aamoyn iocwg Ba pmopolae va IGXVEL Yo T0 Kwdlkovio UGA - Tou
padi pe 10 UGG - kaBopidouv 10 apivoéd tpurto@avn. Katd pia GAAn ekdoxn, o
OTIAOUCTEPOC UITOXOVOPIOKOG YEVETIKOG KWOIKOC MTIOPEl va €xel e&eAixBei w¢
OVTOTIOKPION OTIC EIOIKEC OVAYKEC TIPWTEIVOGUVOECNC TOU UITOXOVOPIoL. ZUU@WVa e
IO Tpitn amoyn, TA TPOTIOTIOINHEVA KWOIKOVIO OVTITIPOOWTIEVOLY  EEEAIKTIKA
aTuUXNMatTa, TO OToia OpWG dloTnNPENONKAV YIOTi CUPMETEXOLY Ot PloolvBeon
ENAXIOTWV TIPWTEVWY Kal €ival KATA CULVETIEID aBAafr ylia ta opyavidla Kal 1o
KOTTapa. [eyovog e€ival Ouw¢ TwG Ol Adyol yid TOUC OTIoiouC OlOPEPEL 0
MITOXOVOPIOKOG KWOIKOGC amd TOV [POKINPEIOKO KAl TOV TIUPNVIKO TIOPOPEVOLV
AyvwoTol. TEAIKA OAO TO TIEIPOUATIKA ded0OUEVO OLVNYOPOUV UTIEP TNC Amoyng OTI n
TIPOEAEUCT TWV MITOXOVOPIwV TIPONABE amod pia Jop@r evoocuLUPiwong YE BoKthpla.
AMOQYEC OTOV TIOYKOOUIO YEVETIKO KWOIKA £yIVO PETA TOV dlaXWPICHO Twv €1dwv. Ol
OAOYEC O@eidovTal Ot METOANAKTIKEG TIECEIC 1] OIKOVOMIKOTEPN XPNon Twv
KWOIKOVIWV TOL YyovISIWPOTOC. 'ETOl Ta PITOXOVOPIOKA YOVidlo XpNnoIYoTIoIoUY Evav
EVOAOKTIKO KQOAIKO G€ aVTiOEDT HYE TOV TIAYKOOUIO YEVETIKO KWAIKA. Ol TIapaANayEC
amé TOV TIOYKOOUIO YEVETIKO Kwolka (universal genetic code) cuvowilovtal otov
Ttivaka 1.

MINAKAZ 1
Maykoauiog
Opyaviouog Kwdlkovio VEVETIKOC Mitoxovopla
KWOIKOC
KwdIKOVIo
UGA . TpuTtto@Aavn
AN&ng
OnNAACTIKA AUA* looAgukKivn MeBeglovivn
Kwdikévio
AGA, AGG Apyivivn .
AN&ng

* Ta KWAIKOVIO A UA, AUG kat AUU gival 0Aa eTHITPETITA KWAIKOVIO EVapEng

MivXKXCG 1: MopoAAayEC OTO YEVETIKO KOBSIKA TWV HITOXOVSPIwV oTa BnAACTIKA.
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2.3 TA MOPIA tRNAs

To petagopikd RNA {transfer RNA 1} tRNA) artoteAei 10 popio KAeIdi, 6oov
0@opPd TNV OTIOKWOIKOTIOINGN TwWV «AEEEWV», TIOU PETa@EPEl TO MRNA a@ol Kabe
OMIVOED €xel To OIKO Tou TUTIO tRNA. EIdIKOTEPQ, KABE tRNA €Xel JITTAN AEiToupyia.
AEITOLPYEI W TIPOCAPUOCTIKO POPIO TO OTIOI0 OEGHEVETAl OE £va EIOIKO KWOIKOVIO
oto MRNA kal @épel padi Tou éva apivogl yia EVOWUATWAOT G HIO TIOAUTIETTTIONKNA
oAugida. To owoto tRNA pE TO TIPOCOEDEUEVO TOU AUIVOED ETTIAEYETAl O€ KABE Brjua
KaBWC KABe €10IKO tRNA TIEPIEXEL MIa aAAnAouxia tpiwv PBacewv TIou ovouddetal
OVTIKWOIKOVIO TIOU OXNUOTi{el deopo0g PE T CGUUTIANPWUATIKA NG oto MRNA.
Edkotepa, T1a tRNAs e€ival piKpad pOpio PE 73-93 VOUKAEOTIOIO Kal  €10IKNA
OTEPEODIATOEN TIOU ETUTPETIEL, PECW MIAC EIOIKNG TPITIAETOC BACEWY, TNV AVayv@PIoH
NG avtioTtoixng TPIMAETAE oto MRNA pe Baoikr) apxn:

Kwodlkovio mMRNA=a.vTiK(00iKOvio tRNA=auivogL

E&aitiag Tou €EKQUAICUOU TOU YEVETIKOU KWOAIKA, LTIAPXOUV TIEPIOCGOTEPA aATIO
20 dlo@opeTIKa €idn popiwv tRNA, eva apketd tRNA xpnoipormolioly yia Tnv
OVOYVWPION TOU OVTIoTOIXOU Kwdlkoviou MRNA povo Tig d0o oo TI¢ TPEIC Bdoelc. H
opacon armokwdlkotoint] Twv tRNAs Baoiletal otnv tpIodidototn doun Toug Kal
OTTOITEl ETTIONG TN CUPMETOXN TWV OUIVO-OKUAO-tRNA CLUVOETOOWY TIOU PETAPEPOLV
T0 €10IKO auIVOED oTo KOTAAANAo tRNA, kabw¢ oavayvwpifouv TIC ONAIEC TOL
OVTIKWOIKOVIOU KOl Tou¢ PBpoaxioveg umodoxng Ttwv tRNA. Kd&bBe éva tRNA
avayvwpiletal amd pia pévo amd g 20 apivo-akuAo-tRNA cuvBetdoeg. Kabe éva
amd autd ta €vduua TIPoadével eva amd ta 20 apivoééa ae éva dedopevo tRNA
ONUIOLPYWVTAC ETCI €V APIVO-OKUAO-tRNA.

2.3.1 AOMH TOY tRNA

MpwTto¢ o Robert Holley mpoadiopioe 10 1965 tnv aAAniouxia Bacswv evog
popiou tRNA (¢ OTTOKOPUQWUO ETITOETOVC TIPOCTIABEI0NG. Ol PEAETEC TOU HE TO
oAavuAo-tRNA JUHOPUKNATWY €0woav TNV TIPWTN OAANAOULXIO VOUKAEIKOU 0&£0C.
AUTO TO TIPOCOPUOCTIKO YOPIO €ival pia povr) aAuaida 76 PIBOVOUKAEOTIOIWY WE TO
5-4Kp0 QWO @OPLAIWPEVO (PG), evw To 3'-GKPO €XEl Mia eAe0Bepn LOPOELAIKN
opada. H Béan déapeuong Tou auIvoééog eivai n 3'-udPOELAIKI) OUAda TOU KATOAOITIOU
adevoaivng oto 3'-aKpo To popiou. H aAAnAouxia IGC otn Yéon ToU POPIoL ATTOTEAEI
TO QVTIKWOIKOVIO, KAl €ival CUUTIANPWHATIKO pe To GCG, éva amd ta KwIKOVIO TNG
oAavivng.

O1 oAAnAouxieg¢ HeEPIKWV GAMwv popiwv tRNA Tpoadlopiotnkav  Aiyo
OpyoTEPA. ZNUEPO EiVOl YVWOTEC EKATOVTADEC TETOIEC OAANAOUXIEC. H evTuTIwaIoKA
avakoAuyn €ivar 0TI OAe¢ PTIoOpoLV va dlaTACCOoVTOl KOATA €va TIPOTUTIO oXAUd
TPIPUAAIOU  (deuTePOTOYNC OOMN) OTO OTI0I0 T MIOA TIEPITIOU VOUKAEOTIOIKA
KatdAoita eival ouvdedepéva pe (evyn Pacewv. Emopévwg, ta popia tRNA €xouv
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TIOMA KOIVA OOHIKA XOPOKTNPIOTIKA. H avakdAuvyn autr Oev NTav armpocdoKnTn,
O10TI 6Aa Ta popla tRNA Tpémel va €ival IKAvA va aAANAETIOPOUV KATA TOV idlo
oXed0V TPOTIO ME Ta piBocwuata, e To MRNA Kal PJE TOUG TIPWTEIVIKOUE TTOPAYOVTEC
TIOU CUMMETEXOLV OTN PETAPPOOTN.

OAa 10 yvwotd popla peta@opikod RNA otn deutepotayry douny €xouv T
TIOPOKATW XOPAKTNPIOTIKA:

1. To k@Be €éva eival pio POVOKAwVN OALcida TIOU TIEPIEXEl amo 73 €wg 93
piBovoukAeoTidla (~ 25kd).
2. Mepiéxouv TOAEC aouviBioTeg BACEIC, auvNBwC aTo 7 €w¢ 15 ava poplo. MEPIKEC
aTo OUTEG €ival PeBULAIPEVA i} dlueBLAILUEVA TTopaywya Twv A, U, C kol G Kal
oxnuatiovtalr pe ev{UMIKN) TPOTIOTIOINGN €vOC TIPOdpPoUoL popiov tRNA. H
peBLAIWON euTtodilel TOV OXNUOTIOUO OpIoPEVWY (VYWY PBACEWV Kal £TCl KOBIOTA
MEPIKEC amd TIC PACEIC AUTEC TIPOOITEC OE GAAEC OAANAETUdPACEIC. EmumAéov, n
peBLAIWGON TIPOCdidEl Evav LOPOPORO XAPOKTNPA OE OPICUEVEG TIEPIOXEC TwV tRNA, ol
OTIOIEC UTTOPEL Va €ival ONUAVTIKEG yia TNV OGAANAETTIOPAGT] TOUG PE GUVOETAOEC Kal
PIBOCWUATIKEG TIPWTEIVEC.
3. Mepimov 10 PICA Ao TO VOUKAEOTIOIO Twv popiwv tRNA guvdéovtal Pe (evyn
Bdoeswv oxnuatiovtag JITIAEG ENIKEG. MevTe opadeg Pacewv dev gival (ELYOPWUEVEC
HE TOV TPOTIO OUTO:

i. H meploxy tou 3'-dkpou
CCA, n oToia €ival TuARUA ¢ TIEPIOXNC
TOUL Bpaxiova vTtodoxn¢ (acceptor stem).

ii. H én\id  Ty/C, n oToia
TIAPE TO OVOPA TNG OTO TNV aAAnAouxia
p1BoBuLIVNG-PELDOOLPAKIANG-
KuTOGivnC.

Hi. O «emmAéov Bpaxiovac», o
OTIoIoC TIEPIEXEL €vaV TIOIKIAO aplBuo
KOTOAOITIWV.

itA  H BnAaid  d1udpooupakiAng
(6nAia DHU), n oToia TtePIEXEl PEPIKA
KaTtaAoITta dludpooLPAKIANG.

V. H BnAid n oroia TeplExEl
T0 OVTIKWOAIKOVIO.

ElkOva 5: H dsutepotayrc doup ou tRNA. daipovtal n 8éon

déopeuong Tou apivoééog oto 3 -dkpo, N BnAIG TipC, o emTAéOV

«Bpaxiovag», n ONAIG avtikwdikoviou kat n Bnkid DHU.

H dOuIKN TIOIKIAOJOP@Ia TIOU dNUIOVPYEITAL E OIUTOV TOV GLVOUACUO TWV EAIKWVY Kal
OnNAIOV KOl TIOU TTEPIEXEL TPOTIOTIOINUEVEG PBACEIC JIATEAAICEl TNV OTIOTEAECHATIKI)
OIAKPION TOU KABe popiou tRNA péoa amo éva gUVoA0 SOUIKA TIAPOUOIWY HOPIwV.
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4. To 5'-akpo evog popiou tRNA gival @ua@OPUAIWPEVO KOl TO 5'-TEAIKO KOTAAOITIO
gival auvndwg pG.

5. To &VEPYOTIOINUEVO OUIVOED Eival GUVOEDEUEVO HE MIa UOPOEULAIKI] Oudda Tou
KOTOAOITIOU adegvoaivng, To otoio Bpioketal ato 3'-AKpo TN aAAnAouxia¢ CCA tou
Bpaxiova umodoxnc. H meploxy auty oto 3-AKpo wpIhwv popiwv tRNA egival
MOVOKAWVN.

6. To avTIKWAIKOVIO BpioKeTal o€ P BNAIA KOVTIA OTO KEVTIPO TNG aAAnAovxiac.

H tpiodidotatn dopr evog popiov tRNA TIpoadIopioTnKeE yia TIPWTN @opd T
1974 pe PEAETEC KPUGTAANOYPOA@IOG PE OKTIVEG X TIOU €yIVOV OTO EPYOACTHPIA TWV
Alexander Rich kai Aaron Klug. H dopr] Tou TIpocdIopioTnKe MTOv €KEIV TOU
@aivuAoAavulo- tRNA Tng 0OPNC Kol EVIUTIWCIOKA OpOIO e OAEC TIC OOMEC OAAWV
popiwv tRNA 10U TTPOCdIOPICTNKAV OTN GUVEXEIQ.

/V Ol1 TIIo GNUOVTIKEC IB10TNTEC TNE TPITOTayoLS doung Tou tRNA civat:

1. To poplo €xel TO GXNUa TOL ypAupatogT.

2. YTapxouv 000 €U@AVAC CUVEX TUAMOTA SITTANC EAIKAC. Ta TUNPATA AuTd Eival
popoencg A, onwg 1o DNA. To {euvydpwua Twv BACEwWV TIOU TIPOPRAETIETON ATIO TNV
oAANAovxia Twv PBdoewv eival cwotd. H €Aka Tou TepiExel ta 5'- kol 3'-Gkpa
Bpioketal emAvw amd TNV EAIKA TIOU TEAEIWVEL YE TN OnAia Ty/C, oxnuatiovtag tov
évav Bpaxiova Tou . O1 UTTOAOITIEG dU0 EAIKEC oXNUaTI(OLV TOV GAAOV Bpaxiova.

3. O1 TeploootepeC PACEIC TWV UN  €AIKOEIDWV TIEPIOXWY GCUMMETEXOLV  OE
OAANAETUIIOPACEIC OECHUWY LAPOYOVOU, OAKOWPN KOl av Ol OAANAETUOPACEIC QUTEC OEV
potadouv pe ekeiveg Twv (euywv Bacewv Twv Watson-Crick.

4. To akpo CCA T1ou TIEPIEXEI TN BEaN OECUELONCG TOU APIVOEEOC TIPOEEEXEL OTIO TO £Va
GKpo Tou . AUTI N PMOVOKAWVN TIEPIOXN UTTOPED va aAAGLel OTEPEODIATAEN KATA TNV
EVEPYOTIOINGN TOU APIVOEEDC KOl TN oUVOECN TIPWTEIVV.

5. H 6nAid Tou avtikwdikoviou PBpioketal oto GAAO GKpPO Tou [, TO OTIoi0 KABIoTA
TIPOGITEG TIC TPEIC BACEIC IOV OXNUATIOLY TO OVTIKWOAIKOVIO.

ETopévwg, 1N  OPXITEKTOVIKI  TWV
tRNA avtomokpivetal KaAd otov
POAO NG WC TIPOCAPHOCTIKA. Me
GAAO AOYIO, TO QVTIKWOIKOVIO €ival
Ol0BE0IHO VO OAANAETIIOPG PE €va
KATOAANAO KwOIKOVIO 010 INRNA,
EVW TO GKPO TIOLU CUVOEETAl MPE £va
EVEPYOTIOINUEVO (o (VI\We}30] gival
TOTIOBETNUEVO  KOTAAANAO WOTE va
UTIOPEl  va  OUMHETEXEL oTov
OXNUOTICUO TIETTTIOIKWY OEGHWV.

Eikova 6: H tprotayng dopri tou tRNA pe 10
XOPOKINPIOTIKO oxAa M. 210 éva dkpo tou I Bpioketal n Béon
S¢0PEVONG TOU OUIVOEEDG, EVW OTO GANO GKPO TOU N BnAld TOU
AVTIKWAIKOVIOU. 17



2.3.2 YINOBGEZH TANANTEYZHX

To 1966 Francis Crick avakdAuvpe Ot HePIKA KaBapd popia tRNA ummopolv
va avoyvwpidouv TepIooOTepa om0 éva kwdlkovia. O1 d0o TpwteC PACE Twv
KWOIKOVIWV auTwv gival ol idleg, evw n Tpitn €ival dI0QOPETIKA. To TPOTUTIO TOU
EKQUAIOPOU TOU YEVETIKOU KWAIKO LTIOONAWVEL OTI N avayvwpion NG Titng Bdaong
EVOC KWOIKOVIOU uTIopel va €ival PEPIKEC @OPEC AlyOTEPO E€10IKR OO O,T1 )
avayvopion twv AAwv 000, Kwdikovia tou tomou XYU kai XYC maviote
KWOIKOTIOIOUV TO id10 apIvo&y, evw Tou TUTIou XYA Kal XY G cuvifwg KWAIKOTIOIoOUV
1O 010 apvoéd. O Francis Crick umtéBeoe amo Ta dedopéva autd OTI T OTEPEOXNUIKA
KpItnpla Ba pmopovoav va gival Alyotepo auotnpd yia 1o {Euydpwua aTnv Tpitn
Bdaon omo 0,11 OTIG AAAEC dVO. MOVTEAQ JlOPOPWVY (ELYWV BACEWV KOTAOCGKELAOTNKOV
yla va Tipoadlopicouy TTol0 OTtd auTd NTaV Opola pe Ta Kavovikd A-U kat G-C og
OXEON ME TNV ATIOCTACT KOl TN Ywvia PHETAED Twv YAUKOJTIKWY deapwv. H voaivn (1)
OUUTIEPIANNQONKE OTIC MEAETEC QUTEC OIOTI EPPAVI{OTOV OE MPEPIKA QVTIKWAIKOVIA.
YTmoBetovtag OTI LTIAPXEl KATIOIO GTEPEOXNUIKY EAeLOEpia (TaAdvTevon — «wobble)
oto {euvydpwua Me TNV TPITN PACN TOL OVTIKWOIKOVIOU, Ol GUVOUOGCHOI TIOU
onueliwvovtal otnv Eikova 7 @dvnkav mibavoi. H vmébeon taAdvieuong (wobble
hypothesis) anuepa €xel yivel TANPWE amtodekt. Ta AVTIKWOIKOVIO Twv Hopiwv tRNA
YVWOTAG aAAnAouxiag oeopelovtal OTO TIPOPAETIONEVO KWOAIKOVIA HE Baon TNV
LTIO6EDN QULTH.

3 Wobble bases
5 tRNA C A G U
MRNA G U C A C
U G A
U
Wobble bases
MRNA C A G u
tRNA G U C A
Wobble ! ! u G
position !

Elkova 7: Mapouciaon g umdbeong Tardvtevons. To JELYdpwHO KWSIKOVIOU-AVTIKWSIKOVIOU TIEPINAUBAVEL
TaAdvteuon otnv Tpitn Béon. H mpd1 Bdon 1toU aviikwdikoviou Tipoadiopilel T BEcn 1o avayvwpiletal atnv
TPiTN 60N TOL KWBIKOVIOU. TUYKEKPIPEVA:

av n Bdaon otnv TPt B¢on 10U KWdIKoviou gival C, TOTE n Bdaon otnv Tpitn B€on ToL KWSIKOVIOL PTTOPEI Va ival
uévo G,

av n Baon otnv TPpWIn B£0n 10U KWIKoVIou gival A, TOTE n BAacn otnv Tpitn B¢0n ToU KWJSIKOVIOL PTTIOPE( va
givail povo U,

av n Baon otnv mPpWIN B£0n Touv KwdlKoviou gival G, TOTE N Bdon oTnv Tpitn 6£0n 10U KWJAIKOVIOL PTTOPEI Va
eival eite C gite U,

av n Bdon oy Tpwin Béon 10U KwdIKoviou gival U, tote n Bdaon otnv Tpitn Béon 10U KWdIKOVIOu YTTOPE( va
sival site /\ site G,

av n Bdon otnv PN 00N Tou KWdIKoviov gival I, TOTe N Bdon otnv Tpitn Béon 10U KWAIKOViou PTToPEi Va gival

eite C eite A eite U.
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/V M1opo0v va yivouv OU0 YEVIKEDCEIG YO TIC OAANAETUOPACEIC KWAIKOVIOU-
OVTIKWOIKOVIOU:

1. O1 000 TIPWTEG BATCEIC EVOC KWAIKOVIOL (ELYOPWVOLV KATA TO ouVNBIoUEVO TPOTIO.
H avayvopion €ivar akpifrig. ETopévwg, KwOIKOVIO TIoU dIO@EPOLV OE OTIOIOONTIOTE
amo TIC OU0 TIPWTEC PACEIC Ba TIPETEL va avayvwpilovtal omo dIa@OPETIKG tRNA.
Mapadeiypatog xapv, 10 UUA Kal 1o CUA KWAIKOTIOIOUV AEUKIVI aAAG dlaBdalovTal
aTto SIaPOPETIKA tRNA.

2. H mp®tn BAcn tou avTiKwdIKoviou TIpoadiopilel To €av éva 1Idlaitepo popio tRNA
dloBadel éva, d00 N Tpia €idn €idn kwdlkoviwv: C 1 A (éva kwdikovio), U n G (dvo
KwAIKOVIA), | (Tpia KwdIkovia). Apd, HEPOC OTIO TOV EKPUAICUO TOU YEVETIKOU KWOIKA
TIPOKOTITEL amd TNV avakpiBela (toAdvteuon) oto evydpwua NG TPIC BAcng Tou
KWOIKOVIOU PE TNV TIPWTN BACN TOU OVTIKWAIKOVIOU.

Emopévwg, kal ta 22 tRNA TIou KWAIKOTIOIoUVTAl OTO UITOXOVIPIO ETIOPKOUY
ylo TNV QVTIOTOIXN HUITOXOVOPIOKY HETAPPAON:

0 ¢va tRNA €101KO yia KaBéva amd Ta OEKOOKTW OUIVOEEQ,
0 000 tRNA €181kda yia mn oepivn (tRNASer(AGY ' kat tRNAScr(UCN)),

0 Kai 000 tRNA e181ka yia tn AeUkiv (tRNALeu(UUR) kot tRNALeuiCUN,).

233 NMAGOIONEZX KAI OYAETEPEZX (MOAYMOP®IZMOI)
METAANNAZEIZ ZE MITOXONAPIAKA TONIAIA tRNA

Onw¢ appodel oe va opyavidlo Tou gival TOGO ATIAPAITNTO GTNV TIOPAYwWYN
METAPBOAIKNC €veEPYEIOG, N OUCAEITOLPYIO TWV HITOXOVOPIWV UTIOPED va 0dnynoel ae
TIAO0AOYIKEG KATAOTACEIC. O aplBuoOg 1wV VOONUATWY TI0U UTIopoLV va artodobolv ae
MITOXOVOPIOKEC METOANGEEIC OULEAVETAl OIOPKWE, TIOPAAANAG HE TNV avéavouevn
KOATOovonaon oo PEPOUC Pag TNE BIOXNUEIOG Kal TNE YEVETIKNC TwV HITOXoVOpiwy. ATO
T0 1988, OTOV XOPOKINPIOTNKOV Ol TIPWIEC METAAAAEEIC TIOU CUCXETIOTNKOV ME
maboyévele¢, TAvw amd 200 €€ OUTWV aVOYVWPICTNKOV OT0 HITOXOVOPIAKO
yovidiwpa. MNePIoaOTEPEC ATIO TIC MICEC METOANAEEIC eVTOTTII(OVTAl OTA UITOXOVOPIOKA
tRNA yovidla, yeyovog aéloonueiwto kabwg ol tRNA aAAnAouxie¢ ouviotolv Pyoévo 1o
10% TOU GUVOAIKOU HITOXOVOPIaKOU yovidiwuoto. Ta yovidia tRNA eival e€alpetikd
TIOAUMOP@IKA HOPIO, KAl N TIAEIOYPN@IO TOUC CUYKEVIPWVEL TOCO TIOB0YOvVEC 0G0 Kal
OUOETEPEC METOANAGEEIC. TMobBoydveg HETAAAGEEIC evtoTti(ovial o€ OAa 1o tRNA
yovidla, €KTOG €Keivou NG apywvivng, kol oxedov 10 50% OAWV TWV YVWGOTWOV
TIOBOYyOVWY PETOANGEEWY evToTtideTal og Tpia yovidia tRNA (tRNALeu(UUR), tRNALys
kal tRNAlle). TouvavTtiov oudETEPEG PETOANGEEIG 1] TIOALUOPQICUOI BpiokovTtal ag OAa
10 tRNA yovidia, gival Katé KOpov CNUEINKEC AVTIKOTAOTACEIC, OEV ETINPEAJOLY TN
OOUIKN OKEPAIOTNTA N TN AEITOLPYIKOTNTA TWV MITOXOoVOpIoKwY tRNA  Kal
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OUVEICPEPOLY  OTN  TIOIKIAOMOP®Ia  PETOED Twv  avBpwTiivwy  TIANBucuwv. Ol
TIEPICOOTEPEC METAAAAEEIG €ival PETATITWOEIC (TTLPIYIdIVN OE TLPIUISIVN/ TToLpiIVN CE
TI0LPIVN) TIAPA PETOTPOTIEG (TTLPIUISIVI CE TTOLPIVN KOl AVTICTPO@A) KAl KATAVEUOVTAI
OUOIOHOPPO GE OAOKANPO TO HOpIo Twv tRNA, 1000 OToUug PBpaxioveg 600 Kal OTIG
OnAIEC. ALTEC Tou evtortidovial OTOUG Ppaxioveg OIOTOPACCGOUY TO (PUOIOAOYIKO
(evydpwua TV Pacewv ToOU €xel dlOTLTIWOEI om6 Toug Watson kai Crick, Kai
ouvnBw¢ epavidovial wg C-A 1 G-U. ‘Ocov a@opd TN TPITIAETO TOU OVTIKWAIKOVIOU,
OTIOU TO KOTAAOITIO €ival EEEAIKTIKA GUVTNPENUEVA KOl OTIOIOONTIOTE aAAayn Bdoewg
Ba prropovoe va amofei polpaia yia TN dladIKacia TN TPWTEIVOoUVOEDNC, EKAEITIOLV
OXeO0V TIANPWC Ol PETOANGEEIG. TIPETIEl v onUEIWBE] OTI 01 TIEPIOGOTEPEG TTOBOYOVEQ
METOAANAEEIG eTINPEALOLY VOUKAEOTIOIO TIOL £x0LV d€i&el LPNAO BaBud cuvtpnong Pe
TO XPOVO, EVW Ol TIEPIOCOTEPOI TIOAVUOPQPIOUOI GTOXEVDOLY OXI O€ TOGO CULVTNPNUEVA
KOTAAOITIO, Xwpi¢ OPwWE aUTO va gival aTOAUTO.

To TI0GOCTO TWV MITOXOVOPIWVY, TIOU QPEPOUV OTO YEVETIKO TOUG ULAIKO TN
METAAANOEN, WTIOPEl va Jla@EPEl ONUAVTIKA METOED OIOQOPETIKWY CWUATIKWVY
KUTTAPWVY KOl 10TwV, OedOUEVOU OTI TO MITOXOVOPIOKO Yovidiwua SITAacIdleTal
auTévopa Kal aveEdpTNTa aTIO0 TO TIUPNVIKO YoVvIdiwua, Kal OTI T MITOXOVOPIN
dlaxwpidovtal ot BuyaTpIKA KUTTOPO aVeEAPTNTO OTIO TA TIUPNVIKA XPWUOCWUOTO.
AUt n €tEpOyEvEId OVOUALETal ETEPOTIACCUIO Kal TIaidel onUOVTIKO POAO OTO
@OIVOTUTIO MIOC MITOXOVOPIOKAG VOOOU, TIOU KOTA Kavova XopaKtnpiletal oo
TIOIKIAOJOP@IO KOl IOTOEIDIKOTNTO.

. . - EIKOva 8: O moMamniacioouog twv mt DAM kai o
o Normal mitochondria ~_j Normal phenotype Hos

- Mutant mitochondria O Disease phenotype Tuxalec dlaxpiopée Touc.

* 'Eva KOTTOPO UTIOPE'l Va €XEl HEPIKA MITOXOVOPIO TIOU
mtDNA proliferation va €Xouv p'ia HETAANOEN oto mt DNA Kal pspu('a TI0U
va unv éxouv. AUTO opiletal w¢ ETEPOTIAOCHIa. H
avoAoyio TwV UETOANOYHEVWVY popiwy mt DNA
s©% I\ KaBopilel Kal TNV JIEICSUTIKOTNTA KAl TNV coBapotnta

(A OOJ o) J NG €KQPAONG KATIOIWV OOOEVEIWV.
- H opomAaopia amodidstal og éva KOTIApo TO 0T0i0

\/®% €xel pia eviaio cuMoyp mt DNA popiwv, eite OAa

Tou Ta mt DNA gival @UOIOAOYIKA €ite OAa Tou To mt

)y
< OC% DNA sgival petoAaypéva.
\9 rﬁ) 4}300/0 * Ze KOTTOPO PE ETEPOTIAOCHIO, KABE BLyATPIKO KUTTOPO
Rand duvatal  va  TIPOCAAREl  OIOQ@OPETIK  avaAoyia
naom
Segareggtion MITOXOVOpiwV  @EPOVTOC KOl (QUOIOAOYIKA KOl

peTOANaYypéEVa popla mt DNA.

EtepomAacpia Aoimtov, €ival n ouvOTapén QUGCIOAOYIKOU Kal PETOAAOypEVOU DNA
OT0 KOTTOPO, TIOU OnuIovpyEiTal DOTEPA OO TN KUTTOPIKN Jlaipeon OTIoU T
MITOXOVOPIa KAl TA  YOVISIWUOTA TOUC KATAVEUOVTAl TuXaia oTa BuyaTPIKA KOTTOPA.
H avoloyia twv PETOAAYUEVWY EVaVTl TwV QualoAoyikwv MDNA kaBopilel v
EK@pacon Kal ooBapotnta Tou voonuotoC. Ol Tafoyovel HETOANGEEIC Twv tRNA
yovIdiwv gival ouvndwe ETEPOTIAACUIKEG, EVMW Ol TIOAULIOP@ICHOI Eival OLOTIAQCUIKOI.
EmumpooBeta, o1 10Toi dlo@EéPOLY WG TIPOG TNV EEAPTNGCT TOUG OO TNV OEEIdWTIKN
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PWOEOPULAIWGCN, HME TNV KAPJId, TOUC OKEAETIKOUC HUEC KOl O KEVIPIKO VELPIKO
o0oTnuUa va  gival 1o o €€aptnuéva. ‘ETCl, T UITOXOVOPIOKA voonuata
XOpaKTnpidovtal guxva oTI0 HUOTIABEIEG KOl EYKEPAAOTIAOEIEG.

MINAKAZX 2
tRNA Ap1Buo¢ toboyoviov Ap1Buog
HETAAMAEEEWVY TIOAULOPPICHWV
tRNALeu(LLR) 28 7
tRNAL)S 14 9
tRNAIlc 14 7
tRNAL™ (<L'N) 10 1
tRNAThHr 8 29
tRNAScr(L<:N) 7 10
tRNADBI 7 10
tRNAVal 6 10
tRN AlrP 6 13
tRNAL; v 5 12
tRNAL" 4 7
tRNAPr0 4 9
tRNAAsn 4 7
tRNAC(INn 3 15
tRNA™ 3 1
tRNAMt 3 6
tRNAA 3 1
tRNASer(AGY) 3 13
tRNAG 3 9
tRNAC)s 2 16
tRNAAsr 2 11
tRNAArs 0 9
OAIKG 139 243

Mivakag 2: MaBoydveg Kal 0USETEPEG METAANGEEIC T OVBPWTTIVA UITOXOVSPIAKA
tRNA yovidia. MaBoyoveg PETAANGEEIG evToTTi{ovTal o€ OAa To tRNA yovidia,
EKTOG EKEIVOL TNGAPYIVIVNG, KAl GUVOAIKA aplBuolvtal o 139 PETAANGEEIG, VW OL
243 TauTOTIOINUEVOL TIOAUHOP@IoHOI eVTOTTIEOVTAL 08 OAa Ta tRNA yovidia.

MNnyég: (www.mitomab.orv kat www.nnpat.uu.se/miDBI
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Eikova 9: Maboyoveg Kal TIOAUMOPQIKEC LETOANGEEIC aTa avBpwTTIVO HIToXovoplakd tRNA. Ol
ToBoydvee PETAAGEEIC OTTEIKOVI(OVTal PE KOKKIVO €V Ol TIOAUMOP@IoUOl pe umAe. Ol
oAAnAouxiec twv tRNA Tapbnkav amd Ttnv Pacn dedopévwy avagopdg www.tRNA.uni-
bayreuth.de kai ol TTaBoydveg Ko TIOAULOPQIKEC METAAAGEEIC oM TIC www.mitoinap.org Kal
www.genpat.uu.se/mtDB Bacelq dedopEvwY. ZTO OXAUO aVOQEPOVTOI ETTIONC Ol 00BEVEIEC TIOU
o@eilovtal og aUTEG TIC HETOANGEEIG. ADPD: Nooog Alzheimer kai Parkinson, AISA: ETtiktntn
1010TI00N¢  o1dNPoBAACTIKY avaipia, AP: ACUUTITWUOTIKA Tipwteivoupia, BD: AITTOAIKN
olatapayr, CIPO: Xpovia evieplkr] Yeudoomdgpasn, CPEO: Xpdvia Tpoodeutikr £Ew
o@BoAyotAnyia, DCM: AlotokTiKf Kapdloyuvortdbeln, DEAF: MnNTtpikd KAnpovopoUuevn
KQ@wan, DM: Zakxapwdng oapAtng, DMDF: KAnpovopoUuevog oakxapwong Siapntng He
KQ@wan, ECM: eykepalokapdionvomd.Beia, EEM: Eykepahogviepopvornabela, El: Mn avoxn
otnv doknan, EM: Eyke@oA,opvomdbela, FSGS: Eidog veppitidag pe poPANUa ‘€0TIOOUEVO ' OF
TUNUO TWV VEQPIKWV OTIEpaPdTv, GDM: Zokxapwdng SapAmng oe mepiodo eykupoauvng,
KSS: Z0vopopo Kearns-Sayre, LA: Tahoktikr offwon, LHON: KAnpovopikf OTITIKN
veuportdbelo Tou Leber, LIMM: ©avatn@opoc Bpe@ikn puomabela, LS: Zovdpouo Leigh,
MELAS: MItoXuvdpIaKr eyKEQAAOUUOTIGOEID, YOAOKTIKY) 0&EWaOT KOl EYKEPOAIKA ETEITAdIA,
MEPR: MuokAoVIKr| €TANYI pe WuxokKivnTiK kabuatépnan, MERRF: MuokAovikr] emuAnwio
ME OVOUOAEC €pLBPEC pUIKEG iveq, MERME: emkdAuyn twv ouvdpopwvy MERRF/MELAS,
MHCM: Mntpikd KkAnpovopoUuevn  UTIEPTPOQIKT  Kapdiopvomdbeia, MICM:  Mntpika
KANPOVoUoUUeVN KopdlopvotaBela,  M1D: Mntpikd KkAnpovououpevog oSlapAtng, MM:
Mitoxovdplakry puomddein, MNGIE: HIToXovdpIaKr) VEUPOYOOTPOEVIEPIKH EYKEQPOUAOTIOOEID,
MS: ZkAfpuvon katd TAdkac, MSL: ToAhamAn Aimopdtwon, PEM:  TMpoodeuTiki
eyke@aAopvomdbeln, PEO: mpoodeutik €Ew  o@BaiuorAnyia, SNHL: NeupoaioBntipia
KWQWan.
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2.4 Ol TENETIKOI MOAYMOP®IZMOI

H KAQOOIK] MEVIEAIK] Bewpnon Tou YovIdIWUOTOC Xapaktnpidel ta
OAANAGUOP@A TWV YOVIdIWV EiTE w¢ AypIov TUTIOV, €iTE WC YETOAAAYUEVA. ZTNn TopEia
OVaYVWPICTNKE N OTIOPEN TIOAAATIAWY OAANAOUOPQWV yia K&Be yovidlo, kabBéva amo
T0 OToia €xel  OIOQOPETIKY €Tidpacn OT0 @AIVOTUTIO. H  UTapén TTOAATIAGY
oAAnAouopewv (multiple alleles) evocg yevetikoD T0TIOU (genetic locus) avag@épeTal wg
YEVETIKOC TIOALHOPQIoUOG (polymorphism). Kd&Be 1OTIOC yia TOV OTIOi0 UTTAPXOUV
TIOAMOTIAG  OAANAOUOP@O O OTOBEPEC CUXVOTNTEC PECA OTO TIANBUOUO Eeival €&
0OpIoPoU TIOAUMOPQIKOC. 'Eva aAANAOUOP@Oo Bewpeital TTIOAVPOPPIKO €AV aTIOVTATAI
010 TIANBuopd ot cuxvotnta >1%. Ta petaAldaypéva oAAnAduop@a eival ermiong
TIOAUHOP@IKA, OUWC OTN TIEPITITWON LTI OAANOIWVETAL N AEITOLPYia TNG TIPWTEIVNG
TIOU TTIOPAYETAl OTIO TO YOVIOI0 KOl Apa PETABAAAETAl 0 @OIVOTUTIOC. AKOMPN Eival
TIOAUHOP@IKA KOl T OAANAGUOP@a dyplou TOTIOU OTIWG YIVETOI GUECO AVTIANTITO OTIO
TO QAIVOTUTIO. AIOQOPETIKEC TIAPAANAYEC EVOG AAANAOUOPPOU AypIoy TOTIOU UTIOPEI va
SlaKPIBoUV pPETAEL Toug amd dlOPOoPEC ATV OAAnAouxia Toug. AUTEC, WOTOCO, OEV
ETNPEALOLY TN AEITOUPYIKOTNTO TOU OAANAOUOP@OL KOl KOTA OUVETIEID gV 0dnyolv
0¢ (@QOVOTUTIIKEG OAAayEC. ‘Evag TANBuouog JTIoOpEl va  gu@avilel EKTETOUEVO
TIOAUUOPPICUO OTO ETTIED0 TOU YOVOTUTIOU. X& KABE YEVETIKO TOTIO €ival duvatdv va
UTIAPXOUV TIOAAEC OIO@OPETIKEG TIOPOAAAYEC TNG OAAnAouxiag. MEepPIKEC aTIO OULTEC
gival Tipo@aveic, €medr) MNPEALOLY TO QAIVOTUTIO, VW AAAEC UTIOPEL VO gival KPUPEC,
XWPIC TTOPOTNPICIUEC CUVETTEIEC.

/1. Emopévwg KATIolEG aAAayEC TIC aAAnAouxiag Tou DNA:

a) dev aAAGdouv TNV oAAnAouxia g TPWTEivng,

B) aAAAadouv TNV aAAnAouxio Xwpic va enNPeadouy TN AEITOLPYIKOTNTA TNC,
y) dnuiovpyolv TIPWTEIVEG PE DIOPOPETIKY AEITOLPYIA,

d) SNUIOLPYOULV [N AEITOVPYIKEC TIPWTEIVEC.

241 TMNOAYMOP®IZMOI MONOY NOYKAEOTIAIOY (SNPs) &
MOAYMOP®IZMOI MHKOYXZ TMHMATQN MEPIOPIZMOY (RFLPS)

Otav 10 aAANAGUop@a dlOPEPOLVY HOVO Ot éva voukAeotidlo (A,G,C,T) 10
(QOIVOPEVO KOAEITOl TIOALPOPQICUOC HovoU VOUKAEOTIdiov (Single Noucleotide
Polymorphism). H aguxvotnta TETolwvV aANaywv OTo0 avBp@Tivo yovidiwua €ival
Tiepimou pia avd -1.330 Pdoeic. Kabe avBpwrog XapakInpiletal amd €va HovadIKo
TPOTUTIO SNP. O1 aAAAYEG OUTEC CUUPBAIVOLV EITE OTIC KWOIKEG TIEPIOXEG TWV YOVISiwY,
€iTe OTIC TIEPIOXEC avapeoa TouG. ‘Evag SNP dev 0dnyei OTTOKAEIOTIKA OTNV OAAOyR
¢ apIvo&IKAG aAAnAouxiag g mapayduevng TPwIEivng, e&aitio Tou EKQUAICHOD
TOU YEVETIKOU KWOIKA. Edv n aAhayn dev emnpedoel T olvOean TN mPpWIEivng TOTE
OVOMAZETal GLVOVUUN (TIOAAEC POPEC KOAEITOL CIWTINAR METAAAOEN), EVW €AV EXEl WC
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OTIOTEAECHUA TN OUVOECN pvag OIO@OPETIKIC OALCIONG OVOUAJETAl [N-CUVWVUUN.
EmumAéov, ol aAAOYEC Tou dev eTINPEAOLY TIEPIOXEC TIOU KWOIKOTIOIOUV TIPWTEIVEC,
UTIOPEl va eTNPealouy 10 MATIOUA Twv Yovidiwv, T oUVOECN TwV HETOYPOQIKWDVY
TIOPAyOVIWY 1] TNV adAAnAouxia Tou pn Kwdikod RNA. O1 Ttohugop@iopoi SNP ptopei
va TIPOCdIopIoToUV  HPE  OlAPOopouC TPOTIOUG, OMwC ME aTmevbeiag  olyKplon
OAANAOLXIWV, HE @oaopatookoTtia palag 1 BIOXNUIKEG PEBOOOLC TIOL OVIXVELOULV
Ol0QOPEC GE TIOAUPOPWPIKEG BECEIC EVIOG PIAGC CULYKEKPIPEVNG TiEpIoXNG. Me Bdon
TIOPATNPOUMPEVN CULXVOTNTA TOUG OTO Yovidiwpa uvTtoAoyiletal 0Tl T0 GUVOAO TOU
avBpwtivou TIANBuopoL Ba TIpéTEl va  TiEplExel >10 ekatoppupla SNPs, Tou
OTIOVTWVTOL HE GUXVOTNTO >1%. 'HON €xouv avayvwploTei >1 eKATOPPOPIO TETOIOI
TIOAUUOP@IOUOI KOl -90% TNG VOUKAEOTIOIKNG TIOIKIAOTNTOC METAED TWV ATOMWVY
opeiAetal ¢’ auUTOUC TOUC TIOAUMOPQIOUOUG. MEpPIKOI  TTOAUPOP@IGUOL  TOU
YyovISIWUaTOC €ival duvatdv va avixveuBbolv pe oUYKPION TwV XOPTWV TIEPIOPICHOU
TIOU TIOPAYOVTal UE AVAALCN TOU YOVISIWHOTIKOU DNA Sl0@QOpPETIKWY atOHwv. To
KPITNPIO €ival N aAAOy OTO TIPOTUTIO TWV TUNUATWY TIOU TIApAyovTal amd tn Teyn Je
éva €V(UPO TIEPIOPICHOU. Ta TUNUOTO apPXIKA TIETITOVTOL OTI0 TO €V{UUO TIEPIOPITHOU,
OoTn ouvéxela dlaxwpidovtal BAcEl TOU PAKOUC TOUGC O NAEKTPOEOPNCN TINKTAC
ayapoldng Kol TEAIKA PETOQEPOVTIAl COE MIO PEUPPAVN HECW TNG TEXVIKAG Southern
Blot. H uBpidoTtoinon ¢ YePPPAavNg Pe éva anuacpévo avixveut) DNA kaBopidel
TO PEYEDOC TWV TUNUATWY TIOU €iVOIl GUUTIANPWHOTIKA PE TOV AVIXVEUTH.

O1 d10popEC avApesa oToug XAPTEG TIEPIOPICKOU dV0 OTOUWY OTTOKAAOUVTAL
TIOAUPOP@ICUOI PAKOG TUNMUATWY TiEplopiopol (Restriction Fragment Length
Polymorphisms). OuclaoTtiké évac RFLP eival évag¢ SNP mou evtottietal ot 6éon
avayvwpiong evog év{upou Teplopiopol. 'Evag RFLP prmopei va xpnoigomoinBei wg
VEVETIKOC OeiKTnNg e TOV idI0 OKPIBWC TPOTIO TIOU XPNOIUOTIOIEITOl OTIOI0CONTIOTE
OAAOG  TIOAUHOPQIKOG  OceiktnG. AVTIi va  €EETACOUPE  KATIOIO  (QOIVOTUTIIKO
XOPOKTNPIOTIKO UTIOPOUKE va avaADGoUUE aTtevdeiag To YovOTUTIO e T Bonesia tou
xaptn Teplopiopol. O1 RFLP xpnoiyelouy yia 1 TOUTOTIOINCN OTOHWY (YEVETIKO
OTIOTUTIWHO), YIO TOV KOTNYOPNMOTIKO TIPOCGJIOPIOUO TNG TATPOTNTOC, YIO TO
XOPOKTINPIOUO TNC YEVETIKNC TIOIKIAOTNTAG METOED TIANBLOHPWY, VIO TN YEVETIKI
XOPTOYPAENON KOl YEVETIKI] avaAuan JIAQOoPwV OC0BEVEIV OVAPESA OTa  HEAN
OIKOYEVEIDIV.
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2.4.2 MITOXONAPIAKOI MOAYMOP®IZMOI

KaBw¢ n €EEAIKTIKN] 1OTOPIa  €ival OTIOTUTIWHEVN OTIC VOUKAEOTIOIKECG
oAAnAouxie¢ tou DNA, yovidloKeEG dla@opéC METAED TANBUCU®WY TOU avBpPWTIOU
MTTOPEI va avTOVAKAOUY TNV €EEAIKTIKI] TOUC I0TOpIa. PO TO OKOTIO QUTOV UEAETATAI
Aemttopepeatepa 10 MEDNA (gite 10 TLUPNVIKO €ite TO TePITTO €ite TOo DNA 10U Y
XPWHOOWUOTOE). O PUBUOE TWV CUVWVUHWY VOUKAEOTIOIKWV UTIOKATOOTACEWVY OTO
MtDNA twv OnAaCTIKWV LTTOAOYIlETAl i00¢ pE 5,7 X 10" UTTOKOTAOTACEIC ava BEan,
ava povada xpovou' évag pubuog Tepiouv 10 QopéC PEYOADTEPOC OTIO TOV AVTIOTOIXO
TIOU TTOPATNEEITAI OTIC TIUPNVIKEG TIEPIOXEC KWAIKOTIoINONC. Ooov agopd To pubuo
OTIC YN OUVGWVUUEG LTIOKOTOOTAOEIC, OV KOl TIOPATNPEITAl YA TIOIKIAIO PETAED Twv
SI0QOPWVY TIEPIOXWV KWAIKOTIoINGNG Tou MIDNA, €ival Kal autog OXETIKA LYPNAOC.
MaoteveTal 0TI ol PnAoi autoi pubuoi utopoly va amodoBolv eVKOAA Gt dpdan NG
METAAAOENG TTAPA TNC (PUOIKNG ETIIAOYNAC, OV KOl €£XOUV OTIOKOAUQOE( TIEPITITWOEIG
oOU@WVA UE TIC OTIOIEC OPIOUEVOIL ATTAGTUTION OVTIOPOUV TN QUOIKN ETTIAOYN. Mg Tov
0p0  «OTTAOTUTIOC»  QVAPEPOUACTE CE MO OPAdA AAANAOUOPPWVY  YyoVIdiwv
OIOPOPETIKWY YEVETIKWVY TOTIWV OTEVA OUVOESEUEVWY TIOU GUYKANPOVOUOUVTAL OTO
€V AGTOPO OTOUCG aToyovoug Tou' Xpnolyoroieital yio 10 mtDNA Kabw¢ eival
OTTAOEIOEG, OAA TA YOVIdIA TOU Eival oUVOEDEUEVA KOl KANPOVOUEITal gav adIGoTiaoTn
povada. Ol amAOTUTION £X0LV EVPEIA XPrON OTNV KOTACGKEL UNTPIKWVY QUAOYEVETIKWV
O0évtpwv, a@ol 10 MtDNA TIpogpxetal Omo T MPNTEPA. [EVIKA, YeVEOAOYIKA, 1
€EENIKTIKA, O&VIPA €ival OXEDIOYPAUUOTO TA OTIOI0 OTTEIKOVI(OLV TIC EEEAIKTIKEC
OXEOeIg METAED BIAPOoPwY PBIOAOYIKWVY EIBWV TIOU TIPOEPXOVTAI OTI6 KOIVO TIPOYOVOo. T
«OEVTPO» OUTA KABE «KAODI», I KOUBOC, QVTITIPOOWTIEVEI £VaV KOIVO TIPOYOVO KOl
KOTOANYEl OE «TIOPAKAGSIO» TIOU QVTITIPOCWTIEDOUV TOUG OTIoyovoug Tou. KaBe
KOUBOg ovouddeTal TA&IVOUIKN HOVAdO KOl TO WNKOC TOU QVTIOTOIXEI OTO XPOVIKO
dldotnua 1ou dlavidn. Ta TIPOTUTIA TIOU OTIEIKOVI(OVTOl HE TO YEVEOAOYIKA OEVTpa
XPNOIUOTIOIOUVTAL VIO TNV €EAYWYI] CUUTIEPOCGUATWVY VIO TNV EEEAIKTIKI TIOPEID TwV
O10@opwv  TAnBucpodv. Mapddeypya alomoinong Tou mMtDNA  ofotedei o
TIPOGAIOPICUOC TNG TIPOEAELONC TNE aVOPWTIOTNTOC, OTIOU OKOAOUBWVTAC TO HOVOTIATI
NG €EEAIENG TOU HIToXovdplokol DNA Kal Hovo TN YPOPun NG PNTPIKAC YEVEAC,
OTTOOEIKVUETAL OTI N YIToXovdplakn Eva gival o 1o Tipda@atog Kovog Tipoyovoc OAwv
TV CLUYXPOVWY OVOPWTIWV KOl TIPOEPXETAL Ao TNV AQPKA"). o Tov TIPoCadIopIoUo
OUTO aTtaIteital  OAANAOUXION Hiag 1N TIEPICOOTEPWY €K TWV ULTIEPHUETARANTWV
puBuiotikwv Teploxwv  (hypervariable control regions) ToL avBpPWTIIVOU
piIroxovdplakou yovidiopatog (HVR1 1 HVR2). H HVR1 mepioxr armoteAsital amnd
Teploootepa amod 440 {elyn BACEwWvV, TWV OTIOIWV Ol TIOAUPOP@IOUOI PTTopolV va
OUYKPIBOUV PE PLUBUICTIKEG TIEPIOXEC AAAWY OTOUWVY (EITE TIPAYHUATIKWOV OTOHWVY EiTE
amo BAcEIC OEdOUEVWVY), VIO VO KABOPIOTEL N ypauun TNG MNTPIKNAG YEVEAC.
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Eikova 10: H pubuioTikr Tepioxr (control
region) 1 OAANWG PN KWJSIKOTIOIOLOO  TIEPIOXN
v MtDNA aTmoteleital anmd d0o LWNAG

TIOAUHOPIKEG TIEPIOXEG TIC H\V/1 kat HV 2.

Ev toutoIg, TO piToxovdplakd DNA avTumtpoowteDel TV I0TOPIO PHOVO TwV
ONAUKWV ATOPWV TOU TIANBUCUOU. ZULVETIWC OEV UTIOPEI VO QVTTIPOCWTIEVCEl TNV
IoTopia Tou TANBUOPOU w¢ oUVoAo. levikd, yia va e€axBoUv AVTITIPOCWTIEVTIKA
CUUTIEPACUOTO VIO TNV IOTOPIK €EEAIEN €vOG TIANBLCHOU Ba TIPETIEl va PEAETNOEI
TG00 TO HITOXOVOPIOKO 600 KOl TO TIUPNVIKO Yovidiwua.

2.4.2 ANOPQITINA MITOXONAPIAKA HAPLOGROUPS

KaBe davBpwto¢ €xel €va povadikd cuvdvacpd SNP kot RFLP. O
OUYKEKPIUEVOC OUVOLOOUOG TIOAVMOPPIKQWY Béoewv TIOU  PBpiokovial o€ pIa
KOBOPICPEVN XPWHOCWUIKN TIEPIOXN KOAEITAl OTTAOTUTTIOC KOl Eival €vag YOVOTUTIOC O€
Mikpoypagia. O amAdTuTiog opideTal emiong, OTWG avaEEPBNKE TOPATIAVW, W OPAda
OTEVA OUVOEdEUEVWY YOVIOiwY TIOU €XOUV TNV TAGN OUYKANPOVOUNONG Kal To
pItoxovoplokd DNA KANpOvouEital w¢ €vag AmAOTUTIOC. ZTIG €EEAIKTIKEG MEAETEQ
yivetal xprion Twv ommAoopddwv 1 haplogroups, ol omoieg €ival opddeg Tou
OTIOTEAOUVTAl OTIO TTOPEUPEPEIC OTIAGTUTIOUC TIOU TIPOEPXOVTOL OTIO €vav  KOIVO
TIPOYOVO Kal UE TOV oTIoio poipdlovtal kolvoug SNP. Ta ovouata Twv haplogroups
OVTIOTOIXOUV 0€ OLVOLOOUOUG KOBOPICUEVWY  YPOAUMATWY TN¢ OAQARNTOL  Kal
aplBuwv. Ta avOpwTtiva pitoxovdplaokd DNA haplogroups eival amAoouddeg mou
KaBopilovtal amo dlo@opéc oto avepwtiivo mt DNA. Ta teAeutaia 0drynoav Toug
EPELVNTEC OTO VA EVIOTTIOOULV TN HNTPIKA YEVEA TwV CUYXPOVWY avOpwTIwV OTNV
AQpIKA. To oUVOAO TWV OUAdWY OUTWV TIEPIYPAPETAl HE TA OKOAOULBA KWOIKA
ypauuata: A, B, C, CZ, D, E, F, G, H, pre-HV, HV, I, J, pre-JT, JT, K, LO, LI, L2,
L3. L4, L5, L6, L7, M, N, P, Q, R, S, T, U, UK, V, W, X, Y kat Z. Ta mtDNA
haplogroups €ivai emiong kaBopiopéva Baaoel yewypagiog. Mo mopddelyua:
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1 Agpikavoi: L, LI, L2, L3

1 NoTtiosupwTttaiot: J, K

1 Kevipoevpwrtaiol: H, V

1 Bopelosupwraior: T, U, X

1 Aciateg: A,B,C,D,E,F,G kat M (6mou M: C,D,E,G)
1 Aativoauepikavol: A,B,C,D kal JEPIKEG Popég X

MtDNA haplogroup distribution

MiddleEast

North America

North Africa
South Asia

,Oceania

iub-Saharan Africa i
South America

f
O O = O OO = OO B O O
A B C d € F G H HV* 1 J K LI
OO0 o =0 B OOOO B O
v L3 M N* P Q R T Ulineages pre-vVv W X Y z

EIKOVX 11: YTI0BETIKOC XAPTNG Twv avBprmiviwvy mMtDNA haplogroups Tou artelkovilgl T TIpogAeuon

TWV aVOPWTIWV aTtd TNV A@PIKF KOOWE KAl TNV UETETIETA €EATIAWOT TOUG G€ OAOKANPN TNV LOPOYEIO.

10 0pIOTEPA TIOPOULCIALETAL ETTIONG TO EEEAIKTIKO TOUG SEVEPO OTIOU @AIVETAL 0 KOIVOG TIPOYOVOC OAWY
1wV haplogroups amoé Tov L anmAdtuto tgAQ@PIKNG.
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2.5 ZKOMNOX THX EPIrAzIAX

O OKOTIO¢ TNC TapoUaaC €PyOdiag €ival n avixveuon Kal n TautoTtoinon
TIOAUPOPQPIOPWV G PITOXOVOPIOKA yovidia tRNA. H peAétn €yive mavw g€ Yo opada
(UCIOAOYIKOU (XWPIC KAIVIKA CUPTITOUATA) avOp®TIIVOU €AANVIKOU TtAnBucuol 32
oTopwv. MeAetiBnkav oAa ta tRNA yovidla KaBw¢ Kol TIOPOKEIJEVA TUNHAT TWV
yovidiwv. O oguvduaoudg PCR-SSCP rfitav n TEXVIKA TIOU XPNOIKMOTIOINBNKE yio TV
QVIXVELON TWV TIOAVMOPPIOUWY. H &v AOyw HEAETN €yive TIAPAAANAG HE MIA
avTioTolXn, OKOTIO¢ TnG OToiag ATav N avixveuon Tmaboyovwy HPETOANAEEWY o€
aoBeveiq e aoBua Kal GAAa dIAPOoPa KAIVIKA CUUTITWHATO JE OTIOTEAECUO va Eival
duvatr] N oUYKPION TWV (QUOCIOAOYIKWV OEIYUATWY He Ta Taboyova. Ta deiyuata ta
oTtoia Ttapouaialav dIOPOPEC CUYKPITIKA PE TOV OVAPEVOUEVO (PUOCIOAOYIKO TIPOTUTIO,
ECTAANCAV Yia AAANAOUXION TIPOKEIMEVOU VA TAUTOTIOINBEl 0 TTOALPOPEIOUOG. H
TIOPOUCa EPYATIa ATIOTEAE GUVEXEIQ TNG TIPWTNG TIPOCTIABEIAC TIOU TIPAYHUOTOTIOINONKE
T0 2008 gg EANOOIKO XWPO KOl €XEl WC OTOXO VA OTIOTEAECEl GNUEI0 ava@opAC Kal
oUYKpIONG Yio PEAETEC TIOBOYEVEING OO0V 0QOPA TO «UITOXOVOPIOKA VOCHHOTO.
ETumAéov, €dv 0 aplBPoC Tou deiyhatog ATAV TIOAU PEYOAUTEPOC KOl KOTA GULVETIEI
TIEPIOCOTEPO OVTITIPOCWTIEVTIKOG, Ba PTtopoloe va Xpnolyottoindei yia tnv eaywyn
(PUAOYEVETIKWV GUUTIEPACUATWV.
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3. YAIKA & MEGOAOI

3.1 BIOANAOIIKO YAIKO

21N Tapolca TIEIPOUATIKI MEAETN XPNOIUOTIOMBNKE w¢ BIOAOYIKO UAIKO OAIKO

aipa (OTo OTI0I0 TIPONYOUUEVWC £XEI TIPOOTEDEI AVTITINKTIKO) OTIO éva GUVOAO 32 LYIWV
OTOUWV amd TNV euplTEPN TIEPIOXN TNG OcoooAioc. Ta ATOHO ETIAEXONKAV TUXAIO KAl
ogv gival ouyyevn petagd toug. Ta deiypata aipatog diatnprénkav ae Beppokpaaia
-20 °C péxpl Vv gpapuoyn g dladikaaiag amopovwonc DNA.

3.2 ATTOMONQ>H DNA

To TPWTO Brua yia TN MEAETN aviXveuong METOAAGEEWY KAl TIOAUUOPQPICUWY

0€ YOVIOIOKO ETTITIEDO, ATIOTEAEI N ATIOPOVWAON TOU HITOXOoVOPIakoD DNA armod 10 OAIKO

aipa.

G W e

©®~N o

12.
13.
14.

15.
16.

/\- H diodikaoia mov akoAovBnBnke gival n €€Ng .

AvapiEn 0,5 mL oAikoU aipatog pge | mL SSC Ix o€ eppendorf tou 1,5 mL.
Avadeuon OTo vortex Kal uUYoKEVTpnaon yia 3 Aemtta oti¢ 13.000 rpm.
ATmtopdkpuvaon | mL tou uTtepkeipevou kai didAucon tou 1Idfuatog o ImL SSC Ix.
Avadeuan aTo vortex Kal UYOKEVTpNon yia | Aemtd otig 13.000 rpm.
ATIOPJOKPUVON TO UTIEPKEIYEVOL Kal dldAucn Ttou 1{Auatog &ava oe 0,5 mL
NaOAc 0,2M kat 50 pi SDS 5%, mpooBétoviag 10 pL mpwrteivaong K
(10mg/mL). H mpwreivdon K guvteAei oTnv ammodIaTon Twv TPWTEVQV.

Emwaon twv detypdtwy atoug 55 °C yia 1 wpa.

MpooBnkn 0,5 mL @aivoAng kai 0,5 mL xAwpo@opuiou.

Avddeuan oTo vortex Kal QUYoKEVTPNOT yia 5 AeTtta oTi¢ 13.000 rpm.

Meta@opd Tou UuTiepkeiyevou o€ véa eppendorf kot TpooBrikn 1 mL
XAWPOQPOpPUiov.

. 'Hma avakivnon kai guyokévipnaon yia 10 Aemttd otig 13.000 rpm.
11.

Metagopd TOU UTIEPKEiYEVOL ot véa eppendorf kol Tpoobrkn 1| mL
ICOTIPOTIOVOANG.

En®aon twv delyudtwy otoug -20 °C yia 15 AeTtta.

duyokévipnon yia 10 Aetttd otig 13.000 rpm.

ATIOPAKPULVON TOU UTIEPKEIIEVOL Kal Tpoadnkn ImL maywpévng aibavoing 70%
(€101 TIpaypaTOTIOEITAl  KOTOKPNUVION WOvo Ttou DNA, A0yo) tng HEYAANG
OINAEKTPIKNC oTaBEPOC TNG).

duyokévipnon yia 10 Aemttd otig 13.000 rpm.

ATIOPAKPUVAT TOU UTIEPKEIPEVOU.
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17. Enmwaon-&npavan tou 1Inuatog (ta eppendorf pe avoixtd Kamokl) yia 1 opa
otoug 37 UC.
18. MpoaoBnkn 100 dd ELO kai mapayovr] overnight atoug 4 °C yia didAvaon.

19. Tnv emopevn pépa, Ta Oeiypata NAEKTPOQOPOUVTAl GE TINKTA ayopolng 1% pe
OKOTIO TNV TIOIOTIKI] avixveuon tou mtDNA.

r [a v mopackeur] TINKING ayapoldng 1% xpnoiuoTtolovvral
1 40 mL TAE Ix *

1 0,3 gr ayapodng

1 3 pL Bpwuiovxo aibidlo

ZuyiCovtal kal TortoBgtovvtal 0,3 gr ayapodng o€ KWvIKA @IAAn twv 100 mL
Kal Tipoctifevial o auvtd 40 mL TAE. To piyya Oegppaivetal (o€ @oUpvo
MIKPOKUMATWVY) VIO TIEPITIOU 1-2 AETITA PEXPL N ayapdln va dlaAuBei TTANpwC, Kal atn
OULVEXEID TIPOCTIOevVTal TIPOOEKTIKA 3 pL Bpwuiolxou aiBidiov. To Bpwpuiovxo aibidlo
(BrEt) €xel Tnv XapOoKINPIOTIKA 1010TNTa va  @Bopilel OTo UTIEPIDEC KABWC
TIapPEUPAAAETON PETOED Twv PBdoswv Tou DNA. 'ETol divel mpotuna {WVWOCEWV TIOU
QaVTIOTOIXOUV OtV 1toadtnta Tov DNA Tou déopevoe 10 BrEt. To didAuvpa, a@ol £xel
METOQEPOEI og KATAAANAN TIAGKO OPI{OVTIOC NAEKTOPOPNAONG Kal £X0UV TIPOCTEDEL Ol
KOTAAANAEG XTEVEC YIO TO OXNMOTIOPO TINyadiwv, aTtaitei mepimou 20-30 Aemtd yio va
TINEEl TANPWC.

* To puBuicTikd didAvpa TAE Ix mapoaokevddetal amod stock didAvpa 50x. Avapign
20 mL 50xTAE + 980ml dd-H20.
Ta 500 mL tou 50x TAE mepiExouv

n Tris 121 gr
1 O%&IKO 080 28,5mL
1 EDTAO05M 50mL
* dd-H20 péxpl ta 500mL

H @optwon tou deiypatog otn TNKTH ayapolng Yivetal a@ol GUUTIANPWOEI N
OUOKEUN HE TO id10 d1dAupa TAE Ix péxpt n TNkt va gival TARpwe Pubicuévn oto
OoldAvpya autd. AkohouBei avauign 3pL loading buffer pye 5 pL deiypotog Kai
TOTI00£TNON TOUG TIPOCEKTIKA O€ KABE TINYadAKI TNC TINKTNC.

To loading buffer (6x) 10 mL TteplEXEL

1| mL XpwoTIK UTIAE TNC BPWHOPAIVOANG

1 5 mL yAukepOAn, cupPBdaAAel atnv KaBi{non Tou deiypatog uéaa ata TnyadaKia
1 0,5 mL TBE 20y

1 3,5 mL dd-H20
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H taon mou epappoletarl eival 100V Kal Ta SEiyPaTa «TPEXOLV» OTO TINKIWHA
¢w¢ va dlavugouv Ta 2/3 ¢ oladpoung (yia mepimou 20-30 Aemttd). TEAOC, TO
TINKTWUO Ttapatnpeital ge guokeur] UV. Oca deiypota divouv O€TIKO QATIOTEAECUA
(avixvevon {wvwv) XpnoIYoTIololVIal CGTNV OAUGCIOWTH OVTIOPACN TIOAUMEPATNC
(PCR).

3.3 ANYZIAQTH ANTIAPAZH NMOAYMEPAZHZ (PCR)

H oAuvcidwt avrtidpaon ToAvpepacnc (Polymerase Chain Reaction)
TIPWTOEPPAVICTNKE amd TNV ouada twv egpeuvntwv Mullis, Fallona kai Saiki g
eTaipiag Cetus Kal amoteAei avap@iBoAa pio onuUavTikn €EEAIEN OTNV TEXVOAOYIO TOU
DNA 1ou €xel TEPACTIEC ETUTITWOEIC OTN PACIKI) €PELVA KAl TN YEVETIKI JI0YVWOTIK),
KaBWC TIAPEXEL TNV IKAVOTNTA VO TIOAAATIAOGIAZEl KAVEIG Plo PIKP aAAnAouxio DNA
aTo €va TTOAUTIAOKO Hiypa. AUTO ETUTPETIEL TNV AVAAUGH €VOC €10IKOU TUAuaTog DNA
XWPIC Vo KAWVOTIOINBEI TIpWTa, TIPAYHO TO OTI0I0 ALEAVEI TNUAVTIKA TNV TaxX0TNTA TNG
avaAuong. To Bpapeio Nouteh Xnueioag ameveundn otov Ap. K Mullis tov Oktwfplo
Tou 1993, yio TNV KABOPIOTIKA TOU GUMPBOAN OTNV OvakGALWN Kol OVATITuén Tng
TEXVIKNC PCR.

3.3.1. APXH THXZ ME©OAQOY

Me tnv PCR emituyxavetal n olvBeon evog tunuoto¢ DNA, avegaptrtou
TIPOEAEVTEWC, in Vitro. & XPOVIKO dIACTNUA OAlywWV WPWV, N CUYKEKPIUEVN TIEPIOXN
Tou DNA mou emekteivetal (DNA o10x0¢), TToOAATIAACIAZETal GE éva PEYAAO OpIOuUO
avTIypaQwv. ETeldn katd tnv teXVIKN ¢ PCR yivetal ToAAammAacioouog tov DNA, n
OPXIKN TIOCOTNTA TIOU ATTAITEITAl Eival TIOAD HIKPK), OKOUN Kal éva popio DNA apkei.
O apIBuog Twv avtypd@wy EAPTATOIL OTI0 TwV APIOUO TwWV KUKAWV NG avtidpaonc. H
apxn ™ HEBOdOU PBagciletal OTNV KIVNTIKN ETTOVOCUVOECNG TWV ATIOdIOTAYUEVWV
CUUTIANPWTIKWY 0AUCIBWVY SIKAWVOL VOUKAEIKOU 0&£0C, TTOU avETTTLEAV Ol Britten kal
Kohne ota t€An Tou 1960.

To TUAPO TOU YOVIdIOL TIOU TIPOKEITAI VO EVIOXLOE( pTopel va eival éva
MOVadIKO yovidlo, €va PEPOC €VOC YOVISIOU 1 PIa PN KWAIK aAAnAouxia. Ma v
avTidpaaon amaitolvTal:

‘Eva tunua DNA «¢ ekpayeio.

3P 'Evog 1| TIEPICOOTEPOI EKKIVNTEG (primers), cUVOETIKA OAlYOVOUKAEOTIOIO 15-25
Bdoewv, TIOU €XOUV OOMUN CUUTIANPWHMOTIKY TIPOG TIC TIAEUPIKEC OAANAOUXIEG
Tou DNA otdxou, T0 KaBEva avTIoTOIXO TIPOC TOV £Va KAWVO TOU GTOXOUL Kal
pE avtiBetn katevBuvan.
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I TpoGEXOLUE Va UNV EXOLYV CUUTTIANPWHUATIKEG OAANAOUXiEG UETAED TOUG WATE Va
OTIOQEVYETON O OXNUOTIOUOC dIUEPWV , N TIEPIEKTIKOTNTAG o¢ GC va pnv
Eemepvael 10 50% Twv emAeyOpevav  PBdoswy, va €xouv  Tapaminiola
Beppokpaaia Eewg (Tin, melting temperature) -n Beppokpacia TEEWC gival
auTA OTNV OTIOI, OTATIOTIKA, TO PIOG POPIA TOU EKKIVNTI] {EVYOPWVOUVY UE TNV
aAAnAouxia-oTdxo, v Ta GANA PIOG 0 OTOBEPOTIOIOUVTAI TIAVW GE AUTH Kal
TIOPaUEVOUY EAEVBEPA- KOl N omdoTacn Toug va eival peyaAltepn Twv 100
BACEWV WAOTE VA ETITPETIETOI 0 OXNUOTIOUOC TOU VEOU KAWVOU DNA.

. Mia DNA moAuvuepdaon, omwg n Tag TtoAupepAaon, Tou €ival Bepuodvioxn
DNA moAupepdon n oroia amopovwdnke amd 1o Baktripio Thermus aquatiqus
(Tag) mou el 010 vepd o€ Bepuokpaaia 75 °C Kal €xel TNV 1O10TNTA va PNV
aTIodI0TACOETAl 0 LWNAEG Beppokpaaieg, pe PBEATIOTN Beppokpacia 72 °C,
EVW €ival apKETA aTabepry akOUN Kal otoug 95 °C, TIApAPEVOVTOC £TOL EVEPYN
o€ OAn N JIAPKEID TWV KOKAWVY TOU TTIOAAATIAQCIOGHOU.

[ Tpipwao@oplikd deofuvoukAeolidla (dNTPs), ta oroia armoteAolv Ta OOUIKG
OUCTOTIKG oTo Ta ortoia  DNA TIoAuPEPAON CUVOETEL TOUC VEOUC KAWVOUC
DNA.

PuBuiotikd didAvpa (buffer solution), To omoio dnuiovpyei éva KATAAANAO
XNUIKO TIEPIBAAAOV yia TN BEATIOTN OPACTIKOTNTO Kal atafepdtnta tTng DNA
TIoALPEPAONC.

AloBevn KOTIOVTA, Kupiw¢ Mg+2 Kal Mn+2, €K TwWV OTIOIWV TIPOTILATOL KLPIWC
T0 TIPWTO, TO OTIOiO ETIOPOUV CTNV EIBIKOTNTA TN avtidpacng Kal otnv
evalodnaia kal otabepoTtololv To dikAwvo DNA.

H avtidpaon ekteAesital Kupiwg o€ 0yko 15-100 pi oe eppendorf twv 0.2-0.5
ml o€ BePUIKO KUKAOTIOINTI, 0 OoTToiog pubuilel Tn diadoxIkn Bépuavon kai Puin twv
delyudtwyv oe KGBe otadio. Ta otddia evioxuong yia tnv PCR otov Ogpuiko
KUKAOTIOINTI ATaV Ta akOAouBa (ta atddia 2-4 emavaiauBdvovtal yio 35 KUKAOUK):

1. ApXIKO OTAdI0: XTOo OTAdI0 auTd n Beppokpacia aveépxetal otoug 95 °C Kal
dlatnpeital yia 4 AeTtd.

2. Ztadlo amodlataéng (denaturation): 10 OTASIO OUTO N BEPUOKPAGIa AVEPXETAI
otou¢ 95 °C yia 30 deutepOAETITA. TO yeyovoC aUTO TIPOKAAE( TAEN Tou TURuoTog DNA
KOBwWC¢ dIOCTIWVTOL 0l OEGUOI LOPOYOVOU UETAED TWV CUUTIANPWHATIKWY BACEWY TWV
000 KAQOVWV, dNUIOLPYWVTAC OVoUC KAwWvoug DNA.

3. Ztadlo uvBpidicpol (annealing): ZT0 OTAdIO AUTO N BEPUOKPACIO KATEPXETAI
otou¢ 55°C yia 40 OEUTEPOAETITA, ETIITPETIOVTOC TNV LRPIOOTIOINGN TWV EKKIVNTWVY, Ol
oTtoiol Bpiokovtal og Tiepicoela, Pe TO POVOKAwWvVO DNA-ekuayeio. Oo0 TEPIGAOTEPO
GUUTIANPWHATIKN €ival N aAANAOLXIO TWV EKKIVNTWV PE TNV O0AANAOUXIO TOU EKUAyEiov,
1000 0T0BePOGTEPOI dETHOi LOpoydvou axnuatiovtal Petaéy touc. H DNA moAupepdon
TIPOCGOEVETAl OTO LPPIOIO EKUAYEID-EKKIVNTEC KOl EEKIVA TN aUvBean Tov véou DNA.
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5' 3

atfod1oTa&Tt 95°C
3 LT 5
LBPIBICUOC P2 ~50°C
5 3'
EMIPAKLVAN
72°C

EIkOva 12: IXnNUaTIKr aTEIKOVION ToU KUKAOUL NG TEXVIKAC PCR. ATTOSIATAEN 0TOUC

95 °C, uBp1dlopog otoug ~50 °C Kal eTIPAKLYON otoug 72 °C.

4, Z1Ad10 emunKuvaonc (extention): 1o otAdlo AUTO N BeppoKpaaia avépxetal Eava
otouC 72 °C yia 40 deLTEPOAETITA, OTIOL N Tag TIOAUUEPAON Acitoupyei BéATIoTa. H
DNA moAupepdion ouvBétel To véo kKAwvo DNA, mtapouaio MgCh, mpocBétoviag dNTPs
GUUTIANPWHOTIKA PE TOV KAWVO-EKUaYEio, Ye KatebBuvan 5' - 3' guuTukvwvovtag tn 5'-
QPWOEOPIK opada Twv dNTPs pe v 3'-udpofulopdda pPE TO TEAOC TOU
VEOOULVTIOEUEVOU KAwvou. H DNA TOAUUEPACN OUVOETEL TO VEO KAWVO UE EKOETIKO
pubuo, TtoAupepilovtag Tepittov 1.000 BACEIC ava AETTTO.

5. ZTAdI0 TEAIKNG ETIUNKUVONG: XTO OTAJIO aUTO N BEPUOKPAGIa TIAPAPEVEL OTOUG
72 °C yia 10 Aemtd, Ootepa amd TOV TEAEUTAIO KUKAO PCR. AUTO -yivetal ym va
e€ao@aAIoBei 0TI To aTopEvov HoVOKAwVO DNA €xel TTAPWC TIOAUUEPIOTEL

6. TEAIKO oTAdIO: XTO OTAdIO OUTO 1N BegppoKpacia KatEpxetal atoug 4 °C. 'ETol 10
PCR dciyya ptopei va  Tapapeivel Bpaxumpobeopa «ammoBnkeupévo» otov BEPUIKO
KUKAOTIOINTA YIO 600 XPOVO ETTIBUO0OUUE, PHEXPI TNV EQOAPUOYI TNG ETIOPEVNC TEXVIKNC.

Aldpkela: KOTd YEco 6po TiePiTouv dU0 WPEC.



3.3.2 TIONANATINAZIAZMOZ TQN tRNA TONIAIQN

Eviox06nkav 13 turuoata DNA 1ou TepIEKAEIOV Kal Ta 22 yovidla tRNA.
Ztov Tivaka 3 Tapouaiddovtal ta {e0yn TwV primers TIou XPNOIYOTIOINOnKav, n

VOUKAEOTIOIKI] TOUG B€an KABWC KAl TO PNKOC TOUC.

tRNA

Phe

tRNA

Val

tRNA

Leu(UUR)

tRNA

lle-GIn-Met

tRNA

Trp-Ala

MINAKAX 3

FW Primer5' -3
CAGCACACACACACCGCTGC

RV Primer5' - 3
GAGCTGCATTGCTGCGTGCT

FW Primer5' - 3'
GTACTGGAAAGTCCACTTGG

RV Primer 5' - 3'
GGTTGTCTGGTAGTAAGG

FW Primer 5' - 3'
AGGACAAGAGAAATAAGGCC

RV Primer 5' - 3'
CACGTTGGGGCCTTTGCGTA

FW Primer 5' - 3'
CCAGCATTCCCCCTCAAACC

RV Primer 5’ - 3'
TGGGCCAGGGGATTAATTA

FW Primer 5’ - 3
CGCTACTCCTACCTATCTCC

RV Primer 5* - 3'
TTAGGGTGCTTAGCTGTTAC

VOUKAEOTIDIKN

Béan

(FW 511-530)
(RV 780-761)

VOUKAEOTISIKNA

Béan

(FW 1576-1595)
(RV 1715-1698)

VOUKAEOTIDIKN

Béan

(FW 3130-3149)
(RV 3423-3404)

VOUKAEOTIDIKN

Béan

(FW 4241-4260)
(RV 4486-4468)

VOUKAEOTISIKNA

Béan

(FW 5470-5489)
(RV 5711-5691)

prkog(0p)

280

prKog(Op)

140

prikog()p)

294

prkog(p)

246

HAKo<(I>p)

242
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tRNA

Asn-Cys-Tyr

tRNA

Ser(UCN)-Asp

tRNA

Lys

tRNA

Gly

tRNA

Arg

tRNA

His-
Ser(AGY)-
Leu(CUN)

FW Primer5' - 3'

CAATGGGACTTAAACCCACAA

RV Primer 5' - 3'
GCGAACATCAGTGGGGGTGA

FW Primer5' - 3
ATTCGAAGAACCCGTATACA

RV Primer 5' - 3’
GCTCTTCTATGATAGGGGAA

FW Primer 5' - 3'
GCTCTGAAATCTGTGGAGCA

RV Primer5' - 3
ACGGTAGTATTTAGTTGGGG

FW Primer 5' - 3'
CCATCTATTGATGAGGGTCT

RV Primer 5' - 3'

GGATATAGGGTCCAAGCCGCA

FW Primer 5’ - 3
GCCCTACAAACAACTAACCT

RV Primer 5’ - 3'
AGTGAGATGGTAAATGCTAG

FW Primer5' - 3'
CATCATTACCGGGTTTTCCT

RV Primer 5' - 3'
TGGTTATAGTAGTGTGCATG

VOUKAEOTISIKNA
0éon

(FW 5663-5683)
(RV 5911-5892)

VOUKAEOTIDIKN
0éon

(FW 7415-7434)
(RV 7643-7624)

VOUKAEOTISIKN B€0n

(FW 8172-8191)
(RV 8388-8369)

VOUKAEOTIOIKN B¢on

(FW 9970-9989)
(RV 10193-10173)

VOUKAEOTIDOIKN Béon

(FW 10290-10309)
(RV 10516-10497)

VOUKAEOTIDIKN 6¢0n

(FW 12115-12134)
(RV 12361-12342)

pnkog(ip)

294

miKodbp)

229

pnkog(lip)

217

prkog(6p)

224

prkog(p)

227

HKog(Op)

247
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FW Primer 5’ - 3
tRNA CCCACACTCAACAGAAACA VOUKAEOTIOIKII B¢an ,
urikog(6p)

(FW 14642-14660)

Glu
H ' 1 122
RV Primer 5' - 3 (RV 14763-14745)
TTGCGTATTGGGGTCATTG
FW Primer5' - 3'
tRNA CTAATACCAACTATCTCCCT VOUKAEOTIOIKII B¢an .
miKog(bp)
. FW 15839-15858
Thr-Pro ( ) 212

RV Primer 5’ - 3' (RV 16050-16031)
ACCCAAATCTGCTTCCCCAT

MNna pia avtidpaon PCR twv 50pL xpnoigottoirénkav:

DNA (mepimtou 200 ngr) 2-3 pL
50 pmol armo tov K&Be primer 1+ 1 pL
Ix PCR Buffer (amo | Ox) 5 pL
800 uM dNTPs (am6 40 mM) | pL
2 mM MgCI2 (ato 50 mM) 2 pL
1U Taq moAvpepdon (5U/plL) 0,2 pL
dd H20 péxpt ta 50 pL 37-38 pL
-
350¢ KUKAOG
<:

s
2 =34 dioekatoppipla

8 avtiypaga 16 avtiypaga )
avtiypo@a

EIKOVa 13: IXnuatik TTopdoTtoon Tou eKOETIKOU TIOAATAACIaoHod Tou DNA
HEOW TNG TEXVIKNG TNG PCR. 'ETTEITA a6 N KUKAOUC TIPOKUTITOUV 2" avTiypo@a.
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3.3.3 MOIOTIKOZ MPOZAIOPIZMOZ TQN PCR NMPOIONTQN

Metd 1o mépag ¢ avrtidpaong PCR yivetal nAsktpopopnon twv PCR
TIPOIOVTWV € TINKTWHA ayapolng 2% (0,6gr + 30ml TAE 1x), yia tnv diariotwaon tng
ETUITUXOUC evioxuong. H nNAeKTpo@opnan YIiveTal KOTd avaAoyo TPOTIO HE EKEIVN TIOU
TIPOYUOTOTIOIOUUE YIO TO TIPOIOVTIO aTmopdvwong, Tapoucia pdptupa (blank). H
Ttapouacia Tou pdptupa KaBiotatal oavaykaio kabwg €ival o pévog TPOTog yio va
gipaote oiyoupol 6Tl 6ev evioxubnkav pn edIKA TIpoiovia. ‘Oca dciypata divouv
BeTikO amotédeopa (avixveuon {wvwv) XPNOILMOTIOIOUVTOl CTNV TIOIOTIKI avAAUGH
TIOAUUOPQPICUWV UE TN PYEBodo SSCP.

3.4 ANAAYZH MOAYMOP®IZMOY MONOKAQNHSE AAYSIAAS
(SSCP)

H avdAuon TOALPOPEICUOU HOVOKAWVNG OAvcidag (Single Stranded
Conformation Polymorphism) xpnolgotoiionke mpwtn @opa 1to 1989 Ko OTTOTEAE
Ml @Bnvr), evaioBntn Kol agioToTn HYEBOdO yia TOV TIPOGJIOPICHO TNG YEVETIKNG
TIOIKINOPOP®IOG.  ZTNpPIeTal  OTOV  NAEKTPOPOPNTIKO  SIAXWPICHO  HOVOKAWVWV
VOUKAEIKWV 0&EWV BACEL MIKPWV dIO@OPWV GTNV AAANAOUXIO TOUC, Ol OTIOIEC £X0LV WG
OTTOTEAECUO TO OXNUATIOUO PIOG JIAQ@OPETIKNE OEVTEPOTAYOUC JOUNCG, KOBWE Kal HIa
METpioIUn dlo@opd OTn KIVNTIKOTNTA TWV HOPiwV autwv Péca g TIAKTwMA. H
KIVNTIKOTNTO Twv diKAwvwVY Hopiwv DNA péoca gg éva NAEKTPOQOPNTIKO TIAKTWUA
egaptatal amd 1o PEyeBOC Kal TO PAKOC TOU POoPiou Kal ival OXETIKA aveEApTNTN amnd
TNV OAAnAouxia twv voukAeoTidiwv Tou. Ev TO0TOIC, N KIVNTIKOTNTA ETtnpeddeTal
aloOnTd otav cupPBaivouv MIKPEC OANAYEC OTNV VOUKAEOTIOIKI OAANAOULXIO, OTWC
gival ol moAupop@iopoi SNP. AuTO cupfaivel Aoyw Tng aotabol¢ @OoNG Tou
HMovOKAwvou DNA: armouasio GUUTIANPWHATIKOU KAWVOU, 0 HOVOC KAWVOC duvatal va
oxnuartioel evdopoplakolg deapolg, Ol OTIoIol £X0UV WC ATIOTEAECHUA TN dnuIovpyia
OVOBITIAWCEWY KOl BnAciwv, TPOadidovVTIOg TOU Wi XOPOKINPIOTIKA TPIoAOIACTOTN
ooun. H pébodog SSCP eKUETAAAEDETAN AKPIBWE OUTH TNV IOIOTNTA TOU HJOVOKAWVOU
DNA. Tunuota DNA £wg 300-600 bp avaAUovtal ETITUXWG. TPOTIOTIOIVTAG
OLVONKEC OTIWC N Bepuokpaaia, n abvBean Touv pubUIcTIKOL dloAvuatoc (buffer) kai
TOU TINKTWUOTOC KOBWC Kal TIC CUVONKEG TIOU TPEXOLV TA Oeiyyata, UTTOPOUME va
TIAPOUE TIANPOPOPIEC YIO OAEC TIG DIOPOPEC TIOU TIPOKVTITOUV PETAED TwV OEYUATWVY.
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Double Stranded DMA

GCTACTT CATGACTA.

CGATGAA 3TAGTGAT.

.GCTAC CATGACTA..
CGATOAy GTAGTGAT.

grand 1.Samp,eA

[rand 1.Samp,eB

EIKOVa 14: IxnuoTikh avamapdotaon Tng ovaAuang
SSCP. Ta desiyyota DMA A kai B Tmpémer va
UTTOOTOUV OTIOSIATOEN TIPIV TNV NAEKTPOPOPNCT TOUG OTO
TINKTWPA  TIOAUVAKPIAOPISIOU. Miol onuelakr) PETAAAOEN
gival Ikavr] va TTpocdwael ot HOVOKAWVYN OAUCida TETOIA
HOVASIKN SIOHOP@WOT WOTE UETA TNV NAEKTPOPOPNAN, 1O
npdétuTo NG avtiotoixng {wvng va Slapépel ota d0o

Sla@OpPETIKA deiypata.

3.4.1 MAPAZKEYH NMHKTHZ MOAYAKPYAAMIAIOY

JuVNOwWE ETIIAEYOVTOI GUYKEVIPWOEIC OT0 8% £wg 12%. ‘O00 TO MIKPO OF
MRKOG €ival TO TPAPO TOu €EETAOPEVOL HOVOKAWVOU HOPIoU, TOOO TIIO TTUKVO Ba
TIPETIEL VA Eival TO TIAKTWUA TTIOAVOKPUAOUIOIOU. XTN TTOPo0Cd PEAETN 1 CUYKEVTPWON
TOU TIOAUOKPUAOISIOU TIOU ETTIAEXONKE va XpnoigortoinBei ntav 10%, kabw¢ KpiBnke
1l KATOAANAOTEPN, UCTEPO aTIO OOKIUEG, TIOU ETIETPETIE TNV KOAUTEPN QAVAYVWOT TWV

OTIOTEAEGUATWV.

/\ a2 inktopata ukvotntag 10% kail 125mL xpnoipoTtomenkav:

cr- 12,5 gr AKkpuAapidlo

0,33 gr AIG-0KPLAOUIdIO

10 mL
12,5 mL

TBE 10x

Ta TmnKIwuata  dnuioupyolvial  0otepa  amo)
TIOAUHEPIOUO TWV 000 avTiIdpacTnpiwv. To peyebog
TWV TOPWV TOU TIOAUMEPOUC TIOU TIPOKUTITEL Eival
oLvVaPTNON Tou Babuol Tou TIOAUPERIOHOU, 0 OTIoI0G
TIOIKIAEL avOAOya HE TIC OUYKEVIPWOEIC TwV
OVOUEPWV.

H mpooBrkn yAUKEPOANG OTO  TIAKTWHA
ENATIWVEL TNV TIUN TOU pH TOU BIOAUMOTOC

FALKEPOAN 50% nAekTpuEOPNONG Tou Kabopiletal oméd TNV

TIOPOUCia Tou PUBUIOTIKOU dlalwuato¢ TBE,
M€ OTIOTEAETUO v AULEAVETOIL N Evalddnaia NG
SSCP avaoAwong kol vo AopBdvovtal o
€ULOIAKPITO ATIOTEAECLATOL.
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210 onueio autd akoAouvBei diNBnon Kal cupTAnpwaon pe H20 éw¢ ta 125 mL kal

ETIETO TIPOOOEDT TWV:

120 pL TEMED
or 650 pL APS 20%

H avtidpaon moAupepiopold apXilel ue TNV TTPOTONKN ToU

uTtePOEikoL aupwviov  (APS: ammonium persulfate)

TIoU dnuIoVPYei eEAeVBepPEC piceg : SoOp — 2 S04 *' Tou
padi pe  TO QWTOXNUIKGO  KatoAutn  N,N'
teTpapeburoaiBuievodiapivn (TEMED) diadidovtal ato
o0OCTNUO TTIOAUKEPIOHOD.

A@oUL TIpooTeBOUV 01 KATAAANAEG XTEVEC (2mm) yia TO GXNUATICUO TINYadIQV,
TO PEVUCTO TINKTIWMPA TIOAVOKPUAOUISIOL aTtaitei Tepimou 30 Aemtd yio va TNl
TIANPWC. 'ETIEITA TO TOTIOBETOUUE GTNV KATAAANAN GUGCKELN KABETNG NAEKTPOPOPNONG.

3.4.2 MPOETOIMAZIA KAl HAEKTPO®OPHZH TQN PCR NMPOIONTQN

KaBw¢ avapévoue va TINEEL TO TINKTWHO TTOAVOKPUAOUIOIOU TIPOETOINALOUE
ta PCR mpoiovia mou €dwoav BeTIKO atotédecua. 2e eppendorf twv 0,5 pL
TIPOCOETOUE:

+ 5 pL deiypatog Kal
+ 10pL amodiataktikoy dioAvpatog (denaturation buffer).

ATTIOdIOTAKTIKO AldAvpa (Denaturation Buffer) /ota 3 mL:

95% @oppapidio (2,85 mL)

20 mM EDTA
10 mM NaOH

0.05% kuavo Tou EuAéviou (1,5 pL)
0.05% kuavd NG Bpwpo@aIvoAng (1,5 pL)

AkoAoUBwWC, Ta deiypata TOTTIOOETOUVTAI GTN CUCOKEUN TOU BEPUOKUKAOTIOINTA,
oUTWC WOTE VA TIPAYHATOTIOMOEL N TIANPNG aTtodIATOEN TwV dikAwvwy popiwv DNA
ETUAEYOVTAC TO OKOAOUBO TIPOYPAUUOL:

92 ° C yia 2 AeTtia
95 °C yia 2 Aemttd

97 ° C yia 7 Aemtd. (Ta Ociyyata TPV TO TEAOG TOU 70U AETIToU €€Ep)OVTal TNG
OUOKEUNC KOl TOTIOBETOUVTOl OPECWC O TIAYO TIPOKEIUEVOU Vva ATIOQPELXOED N

ETIOVOCUVOEDT] TWV JOVOKAWVWV Hopiwv DNA).
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TEANOG, Ta amodlatayuéva JEiYHaTa QOPTWVOVTAl OTO TINKIWHO TIOAUOKPUAGUISIOU
a@oU TIPWTA OTN CUCKELH TIPooTeBel puBuIoTIKO didAvpa TBE 0,5x (I0OmL TBE 10
+ 1900mL H20). E@appoletal tdon 220V kal 1o deiyyata NAEKTPOQPOPOLVTOIl OTO
TINKTWUO yia 22 ©peg (overnight) e Bepuokpaacia 4°C. Ma ™ AW amoteAeCUATWY
OKOAOUBEI XpWan TOL TINKTWHOTOC PE VITPIKO APYLPO.

3.4.3 XPQZH NITPIKOY API'YPOY (SILVER STAINING)
/V T1a 2 TINKTWUOTO XPNOIKJOTIOI0VVTAL:

1 A/pa | 800mL dd-H20 + 20mL Et100% + | mL CH3COOH
1 Alya 2 400mL AgNO3 Igr/ L (Igr AgNO3 oe | L dd-H20)
1 A/ya 3 : 6gr NaOH, + 0,02gr NaBH4 + 2 mL HCHO kai dd-H20 €w¢ 400mL

Ta dloAVpOTa eUTTOTIOVTOI OTA TINKTWHOTO 0To EeTTAEvovTal pe dd-H20 10 Kabe
éva Pe TNV oKOAoLON aelpa:
1. A' gumotiopog pe 200 mL tou A/patog | yia 3 min & 1Abon pe dd-H20
2. B' eymotiopog pe 200 mL tou A/patog ! yia 3 min & mAvon pe dd-H20
3. Epmotiopog pe 200 mL touv A/patog 2 yia 20 min & OItAR tAvon pe dd-H20
4. Epmotopog pe 200 mL tou A/patog 3 €w¢ TNV EPEAVION XpwUaTo¢ & TIAUGN ME
dd-H20

3.5 TAYTONOIHZH THZ AANNHAOYXIAZ DNA (DNA SEQUENCING)

Ta dciypata ekeiva TOU EUEAVICAV OIOPOPETIKA TIPOTUTIA CUYKPITIKA HE TO
ociyyata control  (deiypota  PE  @UOIOAOYIKO  TIPOTUTIO), QTIOCTEAAOVIOL  YIO
TavtoToinon g DNA aAAnAouxiag toug (DNA sequencing), a@ol TIPONYOUUEVWG
UTTIOOTOUV KOTAAANAO KOBAPIGHO.

35.1 KAGAPIZMOZ PCR NMPOIONTQN

MNa tov kabapioud twv PCR Tpoioviwy xpnaipottoienkav atnieg QlAquick
SpinR. O AGYO¢ TTOU TIPAYUOTOTIOIEITON EiVal YIO VO OTIOPAKPUVOOUV 01 EAeVBEPOIL r/Kal
dluepIoPEVOL primers, To VOUKAeOTiIOI, oI DNA TTOAUPEPATEG KOl GAATO TIOU TUXOV
uTIApPYoUV OTo dldALPa padi ye Ta PCR mpoidvta, oUTwC WOTE VA [N TIPOKAAECOULV
TPoBANuUaTa avdyvwaong Katd tn dladikaoio tou sequencing. AKOAouBnBnke To
TIOPOKATW TIPWTOKOAAO KOBOPIGHOU:
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. TomoB<tnon Twv otnAwv QlAquick Spin ae eppendorf twv 1,5 mL.

2. MpooBnkn 250 pL amd 10 S1dAuvpa cuAAoyn¢ (capture buffer) kat 50 pL PCR
TIPOIOGVTOC OTIC OTHAEC QIAquick Spin.

3. duyoKEVTPNON TOU TIEPIEXOMEVOL TwV CGTNAWV yia | Aemto otug 13.000 rpm. e
QUTO TO BrHO TIPAYMUATOTIOIEITOL N TIPOGOECN TwWV ETIOUUNTWV OAANAOULXIOV TIOVW
oTn GTHAN.

4. ATIOPGKPUVON TOU €KAOUCMOTOG KOl ETIOVOTOTIONETNON TWV OCTNAWV  OTd
eppendorf.

5. MpocOnrkn 750 pL om6 10 SidAupa TAOoNG (wash buffer) ot otAeg Kal
(QUYOKEVTPNON yia 1 Aemtto ot 13.000 rpm.

6. ATIOMAOKPUVCOT TOU EKAODCUATOC, ETTOVATOTIONETNON TwV dtnAoov ota eppendorf
Kal &avd @uyokévipnaon vyio | Aemto otg 13.000 rpm. To Prjpa auto eival
ONUAVTIKO, K.BW¢ €ival avaykaio va oTTopoKpuveEel TIANPwC n alBavoAn amd 1o
SlGAvpa TIADONG UéCO, OTN OTAAN.

7. EK véou TtomoBétnon twv otnAwv QIlAquick Spin ot amooteipuyéva eppendorf
Twv 1,5 mL.

8. TMpoobnkn 50 pL amd 10 didAvpa ékAouon¢ (elution buffer) kal emwaon Twv
OEIYMATWV YyIa TIEPITIO | AeTTTO.

9. TéNog, @uyokévipnon vyia 15 Aemtd ot 13.000 rpm yia QvdKInon Tou
kaBapiopévou DNA a6 ta eppendorf.

2T OULVEXEID, OKOAOUBEI LTTOAOYIOUOC TG TtoooTNnTaC Tovu PCR Tpoidvtog
TIOCOTIKA peE @wTtopeTpo (IpL kal 49pL dd-H20) 1 TTOI0TIKA PE NAEKTPOPOPNON OF
TINKTA ayapodng 2%. EvOEielc @wtopeTpou yipw ota 100ng/pL gival IKOVOTIOINTIKEG.

To DNA mou oTéAvETAl Yo aAANAOUXION TIPETIEL va €ival 0 OTEPEA HOPON
(ilnua) kal 6x1 o dldALA. AUTO ETUTUYXAVETAlL PE KaTaKpriuvion tou DNA pe
a18avoAn kait CHICOONa (sodium acetate). Na 50pL deiypa amaitovvtal 500pL Et
Kal 5pL CEECOONa. Ta dgiypata pévouv overnight otoug -20 °C KOl TNV ETTOUEVN
MEPO @UYOKeVTIpwvTal oTIC 13.000 rpm, yia 20 Aemttd, otoug 4 °C. To UTIEPKEIUEVO
OTTOMAKPUVETAIl TIPOCEKTIKA Kal TO i¢nua TottoBeteitan atoug 37 °C yia | wpa. TEAoOC,
TIOPAAANAC PE TO OEiYHOTO, OTIOCTEAAOVTAL ETTIONG YIO OAANAOUXION KOl Ol primers
TIOU XpnolyoTtoiénkav Katd tnv avtidpacn PCR. O1 primers apaiwvovtal 1/10 g
TEAIKO Oyko 40 pL (4pL primer + 36pL H20).
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3.5.2 MEOGOAOZ TEPMATIZMOY NOYKAEOTIAIKHZ AAYZIAAZX ME
AIAEO=YNOKAEOTIAIA (MEGOAOZ SANGER)

H pébodoc Sanger, yvwot] w¢ OI0e0&U-PEBOOOC, N TIAEOV OIOOEDOUEVN
pEBOJOC yia TOV TIPOCAIOPIOPO TNG VOUKAEOTIOIKNC aAAnAouxiog popiwv DNA,
Baoiletal oTov POCE0-EIOIKO TEPUATIOPO HIAC €VIUHIKA KOTOALOUEVNG OVTIOPOONG
ETIEKTOONG EKKIVNTA. TECOEPIC EEXWPIOTEC QVTIOPACEIC YivovTal TAUTOXPOVA, TIOU
OAeg TepiEXouv ekkivntr), DNA-pNTpa, £v{uPo TTOAVPEPIOUOU Kal T TEaoepa OE0&U-
VouKAeoTidla (dATP, dGTP, dCTP, dTTP), aA\d& KABe pia TepIEXeEl Kal &va
TPOTIOTIOINUEVO VOUKAEOTIOIO, TO OTIOI0 CTAMOTA TNV ETTEKTACT] TNC CUUTIANPWUOTIKIC
oAugidac. To VOUKAEOTIOIO auTod gival eva d10e0EU-voukAeoTidlo (ddNTP), to oroio
UTIOPEl KOl EVOWUOTWVETOlI OTNV VEOCUVTIOEUEVN OALCIdO, OUWG OV WTIOPEL va
OXNUATIOEl QWOQPOJIECTEPIKO OECUO HE ETIOPEVO VOUKAEOTIOIO, VYIOTI AgiTel T10
VOPOEVAIO OtV 3'0éon. Zuvemwg, C€ KABe avtidpacn TapAyeTal &va  diypa
Bpavapdtwy Tou 0Aa TEPPOTI(OUV OTO idI0 TPOTIOTIOINUEVO VOUKAEOTISI0. ‘Otav 1o
TIPOIGVTA OUTWV TWV AVTIOPACEWY NAEKTPO@OPNOB0LY aTtn Celpd, N 0koAoubBia e Tnv
OTIOI0 TO VOUKAEOTIOIO TIPOOTIOevTal OTOV €KKIVNTH HTIOpPEl va Ppebei amo 1a
auavopevou peyéBoug SladoxIka Bpalouata TIoU TIPOKUTITOUV OTIC TECOEPIC OEIPEC
TOU TINKTIOPOATOC NAEKTPOPOPNCNG. H B€an Twv BpauCUATWY OUTWV ATIOKOADTITETOI HE
N onuavar toug (padievepyry N @Bopifouca), Tpv N KAtd TN SIAPKEIA TwWV
OVTIOPACEWV ETIEKTACNC.

/\ H peBodoloyia gival n akoAoubn:

1. To oceiyya DNA mou BOéAoupe va ovOAUOOOUUE VYIVETOL HOVOKAWVO Kal
Xwpiletal o t€ooepa deiyuarta.

2. ZnUaivoupE PE KATIOIO TPOTIO TOV EKKIVNTI] 1} KATIOIO VOUKAEOTIOIO.

3. XZe KABe dceiypa TIPOOTIBEVTAI 0 EKKIVNTIG, T TETOEPa OeOEL-VOUKAEQTIOIA,
DNA toAupepdan Kal éva amo Ta teéooepa OIOEOEV-VOUKAEOTIOIO (QUTO OF
TIEPIOPICHEV TIOCOTNTO).

4. AkoAouBei n eméktaon tou DNA, n oroia teppatieTanl 6TaV EVOWUATWOEN TO
010€0&L-VOUKAEOTIOI0  (BivovTag €tol Tunpota DNA  dla@opwv  peyebov,
ovaAoya pE TO TIOTE EVOWHATWONKE TO d10£0EU-VOUKAEQTIDIO).

5. To DNA  amodlatdooetal KAl NAEKTPOQOPEITal  C0E  TINKTWHO
TTIOAVOKPUAOUIBIOU, OTIOL T KOPUATIO dlaxwpidovtal Bdon peyéboug.

6. H ommkortoinon yivetal og @IAY auTopadIoypPa@iag, av n Chuavan €yive Je
POOBIEVEPYELD, I O€ UTIEPIWOEG PWE, AV N anuavaon Eyive Pe BopIauO.
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NOUKAeOTISI0 A

dATP
dTTP
ddTTP
dGTP
dCTP

Meiypa vou-
KAEOTISiLOV

Mpoo6rikn DNA
TIOAUPEPAONG

w

« -GCTACATGCAGATCC:-

I»»CGAT
l«»CGATG

AikAwvo [««CGATGTACGTCTAGG»»
DMA |. . GCTACATGCAGATCC « »

Anpiovpyio HOVOKAWVNG

unTpag

=«GCTACATGCAGATCC:-

MpaypatoTtoinon TEcodpwv

AVTIdPATEWY

dATP
ddATP
dTTP
dGTP
dCTP

k«CGATGTAI
» «CGATGTACGTCTAI

dATP
dTTP
dGTP
dCTP
ddCTP

*GCTACATGCAGATCC: - - «<GCTACATGCAGATCC:-

|- «CGAITGTAC~
I» «CGAITGTACGTCI

dATP
dTTP
dGTP
ddGTP
dCTP

rrict M WAffW.TCTAM *1

I» «CGAITG.
» »CGAITGTACG

ElKOva 15: Ixnuatikn amekévion g dadikaoiag oAAniovxion¢ DNA pe 1t pébodo Sanger.

Movokdwvo DNA egvioxVetal mapoucio Wlopiloviwv onuoopévwy ddNTPs mou teppati(ouv v

avtidpaon Kal onuaivouv Ao ta tuApata DAM mou mapdyovial. Ta tuApota DAM ot cuvéxela

Slaxwpidovtal YEoou NAEKTPOWOPNONG TIOAUVOKPUAAUISIOL Kal TEAOG, N oAANAouxia «dIoBAZETa» HECW HIOG

aktivog laser kat evog LTIOAOYIOTH.
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3.5.3 ®POOPIZOYZA TAYTOINOIHZH THXZ AANNHANAOYXIAYX DNA (DYE
TERMINATION SEQUENCING)

Mia eVOANOKTIKN PEB0BOC TOU TEPUATIOUOV OALCidag aroteAei n @Bopilovoa
aAAnAovxion DNA (dye-termination sequencing). H avdmtuén twv dla@opwv
@BoPIlOLOWV  XPWOTIKWV  €XEl  eTUTPEYEl TNV  €&EAIEN NG MEBOdOL  Sanger.
ZNUaiVOVTOC TO VOUKAEOTIOIO TEPUOTIOUOU, OXI HE PAJIEVEPYEID, OAAA UE XPWOTIKEC
TIOU UTIOPOUV VA EKTIEUTIOLV QOOPICUO OE BIAPOPETIKA PNKN KOUOTOG, €ival duvatov
va NAEKTpo@opnBolV ol T€aoepig avTIdPATEIC aTtnv idla diadpoun. ‘Etol n pébodocg
yivetal o ypriyopn Kal €UKOAN. To KABe TPOoidv Pe TNV 10K XPWOTIKN Yio KABE
VOUKAEOTIOI0, OlEyeipeTal amo eva AEI(EP KOl N XPWOTIKN €KADEI aKTIVOPBOAia aTO
XOPOAKINPIOTIKO NG UNKoC. ‘Eva clatnua tepiBAacng dloxwpidel TIC EKTIOUTIEG TwV
KUUATWVY, Ol OTIoiEC aviXvelovTal OO UIO OUCKELN OVIXVELONC KOl Ol OAANAOUXIEG
OTIOKWOIKOTIOIOUVTAl amd évav LTIOAOYIOTH. Ol oUYyXPOVEG CUOKELEC AAANAOUXIONG
uTIOpPOoUV va avaAloouV €w¢ Kol 384 deiypyota onuacuéva pe @BopIoUo ae éva
"TPEEINO" KOl PTIOPOLV va TPEEOLV 24 @opEC deiypata ae pia nuépa. Mrmopolv va
avaAuBoUv €wg Katl 1000 {elyn BAcewv UKo alAnAouxiac.
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4. ATTIOTENAEZMATA

2ta 32 @QUOIOAOYIKA ATOUO TIOU HEAETAONKOV evioTtioTnKav 12 1o
TAUTOTIOINUEVOI TIOAUHOP@PICUOI OTIWC ava@épovTal oTn JIKTLAKL BAon dEdOUEVWY Yia
TO MITOXOVOPIO www.mitomap.org. MOvo TEGOEPIC €K TWV OUTWV EVIOTIIOVTAl OF
yovidila tRNA (oto tRNALeu(CUN| kot oto tRNAThr) &v® Ol UTIOAOITIOl OKTW
EVTOTTI(OVTOI 0 KWOIKOTIOINOVOEG KAl PN KWOIKOTIOINOVUGEC TIEPIOXKEC TIOPAKEIIEVOV
yovidiwv TIou PBpiokovtal Og TUNUATO €KOATEPWOEY Twv Yyovidiwv tRNA. Néol
TIOAUUOP@PIOHOI OV EVIOTTIOTNKAY. AVOAUTIKOTEPOL:

4.1 TONIAIO tRNAAg & MAPAKEIMENA ITONIAIA TON ND3 KAI ND4L
YIMMOMONAAQN TOY ZYMIMANAOKOY |

JUYKEKPIPEVA yIa TO TUAMA Twv Tou KwdlkoTtolei 10 tRNAArg kabwg Kal
TUAUOTO TV  TIOPAKEIYEVWY  yovidiwv Ttwv ND3 kai ND4L uvrmopovddwv Tou
GUUTIAOKOU | TNC OVATIVEUCTIKAG aAUGIdOC, EVTOTTIOTNKE | JIOQOPETIKO TIPOTUTIO CE 6
ociypata pe t pEBodo tou SSCP.

MINAKAZX 4
Mivakag 4:  >tov  Mivaka
Atopa (6) HO)\UUOp(pIO-”Oi QATIEIKOVIZETAL PHE KLOVO XPWHA 0 AdN

TOUTOTIOINUEVOC TIOAVHOPPIONOC OTNV

No 28.2, 28.3 ND3 , .
ND3 vmopovdda Ttou cuutAdkou |
28.7, 28.8 A10398G , o
NG AVATIVEUOTIKAG OAUGIdOG  OTIWG
2.3.1,8.3.1

avo@épeTal ot SIKTLOKN  PBdon

dedopévav Tou mitomap.

EikOva 16: ATtelkovion Pe v avaAuon

SSCP touv TmpotTIOU  TOU  YoOvIdiou

tRNAAS  kai yia 1o Topokeipeva

TUAPOTO TOU O€ TINKTK) TIOAVOKPUAQUISIOU

10%. To MPOTUTIO TWV 4 SEIYPATWVY TI0U

@épouv  TOv ToAUpOp@Iopd  A10398G

omv ND3 vnopovéda cuykpivovtal pe

Ta  TIPOTUTIA  OUYKEKPIUEVWVY  JEIYHUATWV

control (deiypata ota oToia amoualdlouv

Ol TIOAUUOP®@ICHOI KOl TwWV OToiwv 1A

TPOTUTIA  OVTIOTOIXOUV O€  (QUCIOAOYIKO

@aIVOTUTIO).
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Mo NV OTOTIOTIKN €TIEEEPYOTIO TWV OTIOTEAECUATWV TWV OEO0UEVWY TOU
sequencing XpnolJoTIononkav ta Tipoypduuata BlomAnpo@opikne: BIOEDIT 7.0 kal
CLUSTALX 1.81. To mMpwto XPNOCIUEVEL OTNV «aVAYVWON» TN¢ aAAnAouxiag Tou
KABE yovidiou TIOU ATIEIKOVIETAI OE HOPQI XPWHATOYPOPIUATOC, e KABE Kopu@r Tou
VO QVTIOTOIXE( KOl O€ IO GUYKEKPIPEVN BdAarn. Me Tov TPOTIO AUTO GLYKPIVOVTOC TN
nNTolpEVN OAANAOUXIO HE MIO TIPOTUTIN, EVTOTII(OUUE TN ONUEIOKI PETAAAQEN, TNV
Poadnkn 1 TNV EAAelPn PBdoel Twv dl0PoPwV OTIC KOPUPEC TOuC. To OelTEPO
XPNOIUEVEL yIa TNV EKTEAECT) TIOANATIANG opoTTIOpABeang TNG {NTOLPEVNC aAAnAouxiag
ME Hla TIPOTUTIN, wC eMIBePaiwon NG opbng «avayvwaone» Tng aAAnAouxiag pe 1o
BIOEDIT. EmmAéov, pe 10 CLUSTALX urmopoUue va TIPOCdIopicOUE KOl av n
ONUEIAKN PETAANQEN 0dNYyEl oe aAAayn 1 OXI TOU apXIKOU VONUATOG TNE aAAnAouxiag.

EIkova 17: Xpwyatoypdenua sequencing THAPATOC Tou yovidiou thg ND3 uTtopovadag Tou CUPTIAGKOU TNC
QAVOTIVEVOTIKAG aAvaidag, og atopo control (/\) Kal ag TIOAATAG dtopa (B). Eival gu@avig n getdmiwon A—*G

otn 6éon 10398.
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4.2 TONIAIO tRNALeulUUR) & TMAPAKEIMENA TONIAIA THXZ 16S
PIBOZOQOMIKHZ YINOMONAAAZ KAI THX ND1 YINOMONAAAXYX TOY
ZYMIMNOKOYI

JUYKEKPIYEVA YIa TO TPAUO Twv 296 bp 1ou KwdlkoTiolei 1o tRNAU'U<uuK,
KOBW¢ Kol TUAMOTA TWV TIAPOKEIUEVWVY YovIdiwy TNC 16S pPIBOCWHUIKNG LTTOPOVADOC
Kat tn¢ ND1 umopovddag TOU CUMPTIAOKOU | NG OVATIVEUCTIKAG OAULGidag,
EVTOTTIOTNKOV 2 JI0@OPETIKA TIPOTUTIO [E TN PEB0dO Tou SSCP.

MINAKAX 5
Mivakag 5: Zto Mivaka oTfelikovidovial PE  Kuovo
ATO[JC( (2) HO)\UIJOQ([JIO'UO( XPWHO 0ol AdN TOUTOTIOINKEVOL TIOAUHOP@ICHOL  OTIWG
avag@épovial ot JIKTVOK Bdon  dedopévwv  ToU
No 28.1 16S rRNA mitomap. ZUyKeKpPIEva:
T3197C St 16S  pIBOCWUIKY  UTIOHOVAdA: 1 YVWOTOG
TIOAUHOPQPIOHOG.
No 28.8 ND1 T3394C Ztnv ND1 vumopovdda 10U OUpTIAGkoL I NG

QVOTIVEVOTIKNG OAUGISOG 1 YVWOTOG TIOAUHOPPICHOG.

Eikova 18: 10 TINKTWOPA
TIOAVOKPUAOUIBIOU  10% SSCP g
€lKOVAC aTtelkoviovtal PE TO AEUKO
BeAAKI TO TIPOTUTIO TOU TIOAUHOPQPICHOV
16S rRNA T3197C kal pe 10 pwp
BeAGKI TO TIPATUTIO TOU TIOAUHOPQIOHOD
ND21 T3394C. og olykpion pe Td

TIapamAfcIo TIPOTUTIA control.
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Eikova 19: Xpwpatoypd@nua sequencing TUAWOTOC Tou yovidiovieS rRNA, os dtopo control (A) Kal 010

dtopo 28.1 (B). Eival gpgavng n getamniwon T—+C otn 6éon 3197.
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4.3 TONIAIO tRNALys & NMAPAKEIMENA TONIAIA ENOX MEPOYZ TOY

ZYMIMAOKOY I

MNa 1o THAUa Twv 217 bp Tou KWAIKOTIOIEI TO yovidlo tRNALYs Kol PHEPOC TOU
ouuTtAOKou COIl TG avaTIVELCTIKNG OAUCISOC, EVIOTIOTNKE | JIAPOPETIKO TIPOTUTIO

he TN YéBodo tou SSCP.

MINAKAZ 6
Atoua (1) MoAvpoppiouoi
No 14.3.1 NC7 - COIll
G8251A

Mivakog 6: Stov Mivoka
QATIEIKOVIZETAL PE KLOVO XPWHA 0 1dN
TAUTOTIOINUEVOG TIOAVPOPQICUAG aTNV

NC7 meploxy Touv oupumAdkou COII

NG QVOTIVEUOTIKNG OAULGIdAG  OTIWG

ot JIKtuok  Bdon

SedOPEVEV TOL mitomap.

Eikova 21: >10 TIKTWHO
TIOAVOKPLAOUIBIOL  10% SSCP  1ng
elKOVOC aTelkovilovtal PE TO AEUKO
BeAAKI TO TIPOTUTIO TOU TTOALHOPPIGUOV
NC7-COIl G8251A ot clykpion

ME Ta TtapamAniola pdtuTa control.
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ElkOva 22: Xpwuatoypdenua sequencing evog TuApatog e NC7-COll Tiepioxrc, o dtopo control (A) Kai
010 atopo 14.3.1 (B). Eival gpgavig n petamntwon G—>A otn 8éon 8251.

4.4 TONIAIA tRNAHi, tRNASer(AGY), tRNALeulCUN) & TTAPAKEIMENA
FONIAIA TQN ND4 KAI ND5 YTTIOMONAAQN TOY XYMIAOKOY |

Mo 1o TAPO Twv 246 bp oL KwdIKoTtolel Ta yovidla tRNAHN tRNA'SU(AGY),
IRNALeUICUN) kKaBw¢ Kal TUAMOTO TWV TIOPAKEINEVWY yovidiwv twv ND4 kot ND5
UTIOJOVAdWV TOU GCUMPTIAGKOU | TNG QVOTIVEUOTIKNC OALGIdOC, €EVIOTIOTNKE |
OlOQOPETIKO TIPOTUTIO pE TN PEB0SO Tou SSCP.

MINAKAZ 7
Atopa (2) MoAvpop@liopoi Mivakag 7: Ztov  Mivoka
QATTIEIKOVIZETAL HE KLAVS XPWHA 0 AdN
No 28.7 kal tRNAIeu(CUN) TOUTOTIOINKEVOG TIOAUHOP@ICUAG OTO
28.20 Al12308G yovidlo /KNANAX OTwg

avo@épetal ot SIKTLOKA  Bdon

dedopévwy Tou mitomap.
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Eikova 23: 10 TIRKTWHA
TIOAUOKPUAQUIdIoU  10% SSCP  1ng
€IKOVOC OQTIEIKOVIZETAl JE TO AEUKO
BeAGKI 10 TPATUTIO TOU TIOAUHOPQICHOV
tRNALcCu(CUN) A12308G, ot
oUyKplon HPE TO TIOPATIARCIO TIPOTUTIO

control.

EIKOvVa 24: Xpwuatoypd@nua sequencing TUAPATOG Tou yovidiou tRNALM(CUNI, og dtopo control (A) kol ota

dtopa 28.7 kai 28.20 (B). Eival ep@avig n pyetdntwon A—*G ot 6éon 12308.

4.5 TONIAIA tRNATp KAI tRNAAa & NMAPAKEIMENA TONIAIA THZ ND2

YINMOMONAAAZ TOY ZYMIAOKOY |

MNa to uRua twv 221 bp mou kwdlkoTttolel Ta yovidla tRNATIp kot tRNAAI
KOBWE KOl TUNHO TwV TIAPOKEIMEVWY yovidiwv Tng ND2 uttopovadag ToU GUPTIAGKOU |
NG QVOTIVEUCTIKAC OAUCIOAC, EVIOTIIOTNKE | JIAQPOPETIKO TIPOTUTIO YE TN PEBODO TOU
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MINAKAX 8

Mivakag 8: Ztov Mivaka oTteikovietal

ATOIJG (1) ﬂo}\uuop(plo'”oi ME KLAVO XPWHO 0 NdN TAUTOTIOINKEVOG
TIOAUHOPQIoPOG otnv NC3 TiepIoxr) Tou

No 13.3.1 NC3-COIll OUUTIAOKOU |1 TNG AVATIVEUCTIKNC OAUGISAG
G5585A OMwG ava@épetal ot SIKTLOKN PBdon

dedopEVV Tou mitomap.

Eikova 25: 10 TIKTWHA
TIOAUOKPLAOUISIoL  10% SSCP g
€IKOVOG OTIEIKOVICETOl JE TO AEULKO
BeAAKI 10 TIPATUTIO TOU TTOAUHOPPIGHOU
NC3-COIll G5585A. os olykpion

ME Ta TIOPATIARCIO TIPOTUTIO control.

ElkOva 26: Xpwuatoypdenua sequencing evog tunuatog e NC3-COlI mieploxng os dtopo control (A) kal

oto atopo 13.3.1 (B). Eival epgavig n petantwon GNA otn 8éon 5585.

56



4.6 TONIAIA tRNAThr KAI tRNAPr0 & NMAPAKEIMENA TONIAIA TOY
KYTOXPQMATOZ b KAI TOY BPOIXOY D

MNa 1o tuRUa twv 216 bp mou KwdlkoTtolei Ta yovidla tRNATh kal tRNAPP
KOBWC KOl TUAMOTO TwWV TIOPOKEIMEVWY YOVISiwV TOU KUTOXPWHOTOC b Kal Ttou
Bpoyxou D, evioTtictnkav 4 SIa@OPETIKA TIPOTUTIO e TN MEB0dO Tou SSCP.

MINAKAX 9

Atoua (6) MoAvpopopliouoi

Mivakag 9: Zto Mivaka oTtelkovilovtal pe

No 28.7 tRNAThr KuOVO  Xpwua ol N3N TOUTOTIOINUEVOL
A15924G TIOAUJOP@IOHOI BTG avo@épovial — OTn
SIKTUOKN Bdon dedopévwv Tou  mitomap.
No 28.? tRNATIr SUYKEKPIPEVQ:
G15927A 310 tRNAT,r vyovidlo: 3 yvwoToi
TIOAUHOPQIOHOI.
No 4.3.1, tRNAThr

Ztnv mepioxr) NC10 peTad Twv yovidiwv

11.3.1, G15928A tRX. 1M"  kor tRNAPw: 1 yvwotog
13.3.1 .
TIOAUPOPPIOHOC.
No 16.3.1 NC10 - tRNAThr/Pro
A15954C

EIKOVA 27: 310 TIAKTWUA TIOAOKPULAAUISIOU 10% SSCP armelkoviZovtal JE T0 ASUKO BEAGKI TO TIPOTUTIO TOU
moivpopgiopod tRNArhr G15928A kot pe 10 umAe BeAdki To Tpdtumo Ttou ToAupop@iopod NC10-
tRNAThr/Pro A15954C, oe clOykpion pe Ta TTAPATIARGIO TTPATUTIA control.
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ElkOva 28: Xpwpatoypd@nua sequencing TUAUaAtog tou yovidiov tRNATIr og dtopo control (A) Kal ot

TIWA)-.amAd atopa (B). Eival epgavig n petamtwon GNA otn 8éon 15928.

EikOva 29: Xpwpotoypdenua sequencing TUAUATOC Twv yovidiwv tRNATI- kai tRNAPn og dtouo control

( 1) kat oto dropo 16.3.1(B). Eival epgavig n petdmiwon A-~NC ot Béon 15954,
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Elkova 30: Xpwuotoypd@nua sequencing TUAUATOC Tou yovidiou iIKNATT" og dtopo control (A) Kal 010 GTopo

28.7 (B). Eival gp@avig n petamtwon A—>G otn 6éon 15924.

Eikova 31: Xpwpatoypdenua sequencing TUAUOTOC Tou yovidiov tRNAThr o€ dtopo control (A) Kol oTo GTopo

28.? (B). Eival epoavig n petdmntwon G—+A otn 6éon 15927.

59



4.7 TONIAIO tRNAPhe & TTAPAKEIMENA TONIAIA @ THX 12S
PIBOZQMIKHZ YTIOMONAAAZ KAI TOY BPOI'XOY D

Ma 1o TuAPa twv 258 bp mTOU KWAIKOTIOIEI TO yovidlo tRNAPhe kaBwg Kal
TUNMOTA TWV TIAPAKEIMEVWY yovidiwv NG 12S PIBOCWUIKAG LTIOPOVAdOC KAl TOU
Bpoyxou D, evtoriotnkav 2 dI0@OPETIKA TIPOTUTIO e TN YEBodo Tou SSCP.

MINAKAZ 10
Mivakac 10: Zto Mivaka areikoviovtal Pe
Atopa (6) HO}\UIJOp(plO'HOl KUOVO  XpWHA ol  NHdn  TOUTOTIOINMEVOL

TIOAUHOP@IOHOl  OTIWG  OVO@EPOVTOL 0T

No 28.4, 28.5, 12S rRNA
SIKTUOKN Pdon dedopévwy TOou  mitomap.
131,231 A750G
ZUYKEKPIPEVA:
21N 12S piBoowyikn vTtogovada: 1 yvwaotoq
TIOAUHOPQIOUOG.
No 28.7, 12S rRNA A750G Z10v Bpdyxo D: 1 yvwaoTtog TIOAUHOPPIGUOG,.
28.8 &

D-loop A574G

ElkOva 32: S10 TIAKIWPO TIOAAKPUAAUISIOU 10% SSCP NG £IKOVAC OTIEIKOVIZOVTAl E TO ASUKO BEAAKI TO
mpdtuTto Tou ToALpop@Iopol 12S rRNA A750G kail pe 10 polBeldki 1o ipotwrno 12S rRNA A750G padi

pe D-loop A574G. og olOykpion PE TO TIAPOTIARCIO TIPOTUTTA control.
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EilkOva 33: Xpwuatoypd@nua sequencing TUAPATOG ToL yovidiou 12S rRNA, ot dtopo control (A) kal ot

TOMaTAd dropa (B). Eival gp@avig n petamtwon A—*G otn 8éan 750.

Elkova 34: Xpwuotoypdenua sequencing TuARpatog tou Bpdyxou D, og dtopo control (A) Kal ota dtopa 28.7

Kal 28.8 (B). Eival gppavng n petantwon A—*G otn 6éon 574.
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4.8 YINOANOIIMNA ITONIAIA & TTAPAKEIMENA TONIAIA

‘Ooov a@opd Ta LTTOAOITIA YOVIdIa KABWC KAl yovidla TIOPAKEINEVWY TUNUATWY

TouC, TIoU sival:

«°

10 yovidio tRNAVal Kal TUAPOTO TwV TIOPAKEIMEVWVY YoVIdiwy Twv 12S Kal 16S
PIBOCWHUIKWY UTIOPOVASWVY,

T0 yovidlo tRNAcClU Kal TUAPOTO TWV TIOPOKEINEVWY yovidiwv ¢ ND6
UTTOPOVABOC TOU CUUTIAOKOU | TNG OVATIVEUCTIKAG OALGidag¢ Kal Tou
KuTOXpwHaTOoC b,

T0 yovidlo tRNACly Kal TUAPOTO TwV TIOPAKEIUEVWY YOVIdIWV TOU GUUTIAGKOU
Il ka1 tTn¢ ND3 uTmtopovAadag Tou GUUTIAGKOU | TNE avaTIVELOTIKNC aALCIdaC,
Ta yoviola tRNAAsn, RNACys kat RNATyr Kal TUAPO TwV TIAPOKEINEVWV
YOVISIwWV TOU GUUTIAOKOU | TN aVATIVELGTIKAG aALTidaC,

Ta yovidla tRNAIlle, RNAGIh kot RNAMct Kol TUAPOTA Twv TIOPOKEIUEVWY
yovidiwv Twv ND1 kai ND2 uTtopovadwyv Tou GUUTIAOKOU | TN¢ avaTtvELCTIKNG
oAvoidag,

Ta yovidla tRNASC(UCN) kat RNAAsp Kal TUAPOTA TwV TIOPAKEIHEVWVY YOVISiwV
TwV ouuTAoKwV | Kat Il ¢ avaTmveuaTiKAG aAuaidag,

OEV EVTOTTIOTNKOV TIOAUHOPQICHOI.
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49 >ZYNOWH ANMOTEAEZXMATQN

MINAKAX 11

Ap1BoCg
, NOUKAEOTIBIKN) ATIOTéEAEG PO Ap1Buog , VOUKAEOTIDI
(C) tRNA
["ovidio AMay aANayAC aMaycov £0N OTO 0L OO Haplogroup
tRNA
MetapAnTh
! , , 44
tRNALe"<CUN) A12308G KOSIKOTIOIO0G 2 oG K,U
OnAid
IRNATH AI5924G KwdIKoTtoloLoO 1 AVTIKWOIKOVIOU 39 T
tRNATH G15927A , I Onka 42 T
KwOIKoTIoI10000 AVTIKWAIKOViOL
On\ia
. , 43
tRNATH G15928A KWAIKOTIOI0VG 3 AVTIKwOIKOViou T
D-loop A574G . 2 - - .
KWAIKOTIOI0VG
12S rRNA A750G OUVOIVETIKN 6 - - .
pn B _
16S rRNA T3197C KOSIKOTIOI0T 1 U
ND1 T3394G Tyr - His 1 - - -
- pn ) } B
NC3-COll G5585A KOBIKOTIOIODG l
NC7-COll G8251A GLVAOVLN 1 - - !
ND3 A10398G Thr - Ala 6 - - J K
NC10 A15954C Hn 1 ; - U

KwdIKoTIoI000x

Mivakag 11: SUYKEVTIPWTIKOG THIVAKAG E TOUG i2 TIOAUHOP@ITUOUC TIOU EVTOTIIOTNKAV OTa 32 QUGOIOAOYIKA ATopa TIoU PEAETABNKAV. Avaypd@ovTal
ol Béoeiq Kol ol aplBpoi oToug oToioug TrOPATNPEOUVTAL OI aANaYEC, KABWG Koi Ta haplogroups ota ommoior OVAKOUY TO ATOMO TTIOU (QEPOLV TOUG

TIOAUHOP@IGHOUC aUTOUC.

MINAKAZ 12

a/a MoAvuopgiopoi
D-loop 12SrRNA  ND1  NC3-COlIl ND3 tRNALeUCUN)  tRNAThr  IRNAThr
A574G A750G T3394C  G5585A  A10398G A12308G A15924G  G15928A
28.7 / / / y y
28.8 / y
2.3.1 / y
1331 Yy

Mivakag 12: MNivokag PE To QUGIOAOYIKG GTOUN OTO OTIOI0 EVTOTTICTAKOV TIOAATIAOL TTOAUHOP@ICHOT (> 1 TTOAULOPPICHOI).
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MINAKAZ 13

EVTOTIIOPOC 0€ ATOO TNG @e0oOAiag

) 2 € UOCIOAOYIKA & a00evei¢ Ye d1APOPOLE KAIVIKOUC @AIVOTOTIOUS
MoAvHOPPIGHOC
dtoua
1 &obua (7/26)
2. oTpaflopog Kat oTtacpoi 10 €TV
tRNAU'U<CUN) 26/182 3. PFAPPA
A12308G
4. OKANPLVON KOTA TIAAKOG
5. dlafnTng, LTIOBUVPEOEISICUO, TIPORAAUOTA OMIAING
IRNAThr 1/62 1. otpapiopdg kat omacpoi 10 €TV
A15924G
IRNAI” 3/62
G15927A )
1. d&obua (2/26)
2. eYKEQAAIKO 45 €10V
tRNAThr
GI15928A 8/62 3. oppubuieg, omaopoi 18 TV
4. VeUPOUUIKA TIPOBAAMATA 5 ETGV
D-loop
A574G 2162 i
1. doBua (13/26)
2. VELPOAOYIKO GUVIPOUO
3. EYKEQOAIKO 32 €TV
4.  gyKe@AAIKO 50 €TV
12S rRNA 21/62
A750G 5 EYKEPANIKO 58 €TV
6.  VELPOUUIKA TIPORBAAHATO 5 ETWV
7. ouyyevng KapdloTadela | €Toug
8.  WuxokivNnTiKA Kabuotépnan
1/182 1.  d&oBpa (1/26)
16S rRNA
T.3197C 2. oTpaBIopog Kal oTtacpoi 10 €TV
NDI 3/182 1. OTPABIOPOC Kal OTIAoWOi 10 ETWV
T3394G
NC3-COll 132
G5585A )
NC7-COll 4/182
G8251A )
1. doBua (2/26)
ND3 2. olvdpopo Down
AI0398G
6/32 3. EYKEPANIKO 32 ETCWV
1. &obua (1/26)
NCIO 2. PFAPPA
A15954C ) o
1/62 3. OKAPULVOI KOTA TIAGKOC

Mivakag 13: ZuyKpITIKOC TVAKOG UE TOUC 12 TTOAUPOPPICHUOUE TTIOU EVIOTIICTNKOV G€ OXE0T UE (PUCIOAOYIKG ATOP

Kol 3IAQOPOUC 0oBEVELC.
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5. 2YZHTHZH

ZInV Tapouca gpyacia, OTou HeEAeTONkav OAa ta tRNA yovidla 32
(PUCIOAOYIKWV ATOUWY (XWPIC KAIVIKA CUPTITWHATA), EVIOTIOTNKE PE TN XPNON ATmA®Y
MOPIOKWV  TEXVIKWV €vag a&loonueiwtog aplBpog TmoAuvpop@iopwy. Kabwg ol
EKKIVNTEG TIOU XPnolJoTIomOnkav dgv evioxuav e€MakpIBwg Tta yovidla Twv tRNA,
OAG  evioxuav KOl  KOMMATIO  TWV  TIOPOKEIUEVWY  yovidiwv  TOug, OTOU(
TIOAUUOP@ICPOUE TIOU PEAETAUE CUUTIEPIAOUBAVOVTAl KOl OANAYEC OTA TTOPOKEIPEVO
yovidla. ZUYKEKPIUEVA, EVIOTUIOTNKOV 12 TIOAUHOP@IKEG BECEIg 26 @opég. ATO TIg 12
QUTEG BEoEIC POVOo o1 4 agopouv popia tRNA, n pia ato yovidio tRNALeu(CUN) kat ot
GAAeg 3 oT1o yovidlo tRNA\, evi 01 UTIONOITIEC 8 TIOAVUOPQPIKEG BECEIC EVIOTTIOTNKAV
O€ TUNMOTA TIOPOKEIPEVWVY YoVIdiwv.

AVOAUTIKOTEPA, o©To Yyovidio tRNALCU(CUN) evrtortiotnke oe 00O ATOpO N
METOAAOYN] A12308G, n omoia cOP@WvA HE TN OIKTLOKNA [Bdon Oed0PEVWV TOU
mitomap OTIOTEAEI TOUTOTIOINKEVO TIOALUOPQIOPO O OToiog Oev  eTnpPeddel Tov
EVEPYEIOKO METAPBOAICUO TOU KUTTAPOU. AUTO CULUPBAIVEL ETEIDN N VOUKAEOTIOIKI)
aAAayn NG adevivng o€ youavivn oTn CLYKEKPIYEVN B€an NG PETABANTAC BNAIAG dgv
lOTOPACCEl CNUAVTIKA TN OOMN TOU POPIOL KOl CUVETIWG OeV ETINPEALEl TN AEITOUPYIa
Tou. [lepitou 10 6% TWV VOUKAEOTIdIWV OTO avBpWTIIVO PITOXOVOPIOKA tRNA
TPOTIOTIOIOUVTOI HETO-UETAYPAPIKA KOl Ol BNAIEC €ival ouvhBwg Ol TIEPIOXEC AUTWV
TWV TPOTIOTIOINCEWY. ZTO VOUKAEOTIOIO OUTA OTIOdIOETAl €vag SOUIKOC POAOC KOBWC
€ival KOTA KOPOV CLUVTNPNUEVA. SUYKEKPIUEVA, OAEC OI BNAIEC Twv popiwv tRNA gival
0€ TIOAU PEYOAUTEPO POBUO CULUVINPNUEVEC OTIO AAAEC CUVWVULIEG TIEPIOXEC OE yovidia
TIOU KIOBIKOTIOIOUV TIPWTEIVEC. H PETAPBANTH BNAIAG gival N AlyOTEPO GUVTNPNUEVN OTIO
OA&C.

210 yovidlo tRNATh avixvedTnkav 3 OIO@OPETIKOI 1dN TOUTOTIOINHEVOL
TIOAUPOP@PIOUOI OTIOUL KAl Ol TPEIG evToTti(ovtal atn OnAld tou aviikwdikoviov. Eival
Ol JETOANOYEC A15924G (oe | atouo) G15927A (oe | dtopo) kal G15928A (oe 3
ATopQ) PE TNV TIPWTN va €XEl avaAuBei 0TI eTtnpeddel To TeEAeVTaiIo {eVYOC BACEWVY TOU
OTEAEXOUC TOU OVTIKWOIKOVIOU TIOU Ppioketal Tapakeiyeva pe ) ONAIG Tou
QVTIKWOIKOVIOL. H avixveuon auTtwv Twv TTIOAUPOPPICHWY EPXETAl GE AVTIBEDON PE TNV
Bewpia OTI N BNAIG TOL AVTIKWAIKOVIOL €ival N TO cuVINPNUEVN, TIAPOAO aUTA Ol
METOAANQYEC QUTEC Oev emnpeddouv T OOMIKA akepalotnta Tou tRNATh' kai kot
ETIEKTOON TNV GAANAETTIOPOCT] TOU ME TIG PIBOCWHIKESG UTIOPOVADEC.

210V Bpoyxo D, 0 0oT0i0¢ OTTOTEAEL PN KWOAIKOTIOIOUOO TIEPIOXH KOl EP@AVICEL
pHeEyGAOL BaBpol PETAPBANTOTNTA TNG VOUKAEOTISIKNG TOU OAANAOUXIOC, €VIOTIIOTNKE
g€ 2 ATOPA 0 TIOALPOPPICPOC AS74G. 2NV 12S pIBOCWUIKA LTIOPOVAdO OE 6 ATOMO
QVIXVEUTNKE 0 10N TAUTOTIOINPEVOC TIOAUHOP@PICHOG A 750G, 1 VOUKAEOTIOIKI] OAAOYT)
TOU OTIOIOU EiVOI CUVOIVETIKA KOl ETTOPEVWC OEV TIPOKOAEL KATIOIO QUCAEITOLPYIO TNG
PIBOCWUIKNG LTIOPOVADdAC. ZTNV 16S PIBOCWIKI UTTOPOVAdO EVIOTIICTNKE OE | GTOMO
0 NAON TOUTOTIOINUEVOG TIOAUMOPQICUOG T3197C. Kobwg to 16S rRNA aTttoteAei
MEPOC NG MHIKPNG PIBOCWHIKAG uTtopovadag dladpapartiel Kpiolpo poAo oTn
TIploteivoolvOeon a@ol uBUlveTal yia T olbvdeon e Ta tRNA Tou peTa@épouv
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auvo&éa. H petaAAayr autr) OPwWC ATIOTEAE YN KWAIKOTIOIOVO A OAAOYH, CUVETIQC dEV
ETINPEALEL TN oM NG PIBOCWHIKNAG LTTOUOVASOC.

Ztnv ND1 vuropovdda TOU GCUMPTIAOKOU | NG QVOTIVEUOTIKAG OAUGISAC
EVIOTIIOTNKE O | ATOMO O NON TOUTOTIOINUEVOC TIOAUMOP@ICHOG T3394G 0 0Ttoiog
TIPOKOAEL OAAQYT TNG TPITIAETAG TIOU KWOAIKOTIOIED (PUCIOAOYIKA TO apIvOEL Tupoaivn
pE aTtoTéAECUa va KwdIKoTIolEl lotdivr. A@evog OPwC n aAlayr] autr) odnyei o€
OVTIKOTAOTOON €VOC TIOAIKOU QMIVOEEOC MPE €VA TIOAIKO KOI O@ETEPOU  OTTOTEAEI
ONUEIOKN HETAAAOEN O Pn KOUPIKO onueio tng TTpwIeivng, oTtote dev emnPEALel T
pIodIdoTaTn OOMN TNC. ZUVETIWG, OV EMNPEALEl ONUAVTIKA TN AEITOUPYIKOTNTA TOU
OUMTIAOKOU KOl KAT' ETIEKTOCH TNV OMPOAN AEITOLPYIO TG OVOTIVEUCTIKNG OAUGIOAC.
Z1nv ND3 uropovada Tou GUPTIAOKOU | TNG OVATIVEUCTIKNG OAUGIdOC EVIOTIIOTNKE OF
6 QTopa 0 1dn TOUTOTIOINUEVOCG TIOAUPOP@ICHOC Al0398G. H petoAAayr auth
OTIOTEAEL £vav TTIOAUPOPPICHO HOoVoD VOUKAEOTISIOUL (SNP) o oToiog TtpoKaAei aAhayn
NG TPITIAETAC TIOU KWOIKOTIOIE PUGIOAOYIKA TO OIVOED OpPeovivn PE ATIOTEAECUA VO
KWOIKOTIOIEl AAavivn Kal eTINPEeAdel Ta emimeda Ca+2 Twv UITOXovOpiwv.

Emiong evrtortioTnkav TIOAUPOP@ICUOI KOl O PN KWOIKOTIOIOVOEC TIEPIOXEC.
JuyKkekplueva, otnv NC3 T1eploxf) Tou GLUTIAOKOL |l NG aVATIVELOTIKAG OAUGIOAC
evioTtioTnke o€ | ATOopo 0 NON TOUTOTIOINPEVOC TIOAUPOP@PICUOC G5585A 110U
KOTOANYEl Of PN KWOIKOTIOIOLOO aAAayr], &vw otnv NC7 T1eploxy tou idilou
CGUUTIAOKOU 0 ETTIONG rdN TAUTOTIOINUEVOC TIOAUUOPQICHOC G8251A, 0 OTtoiog odnyei
0€ OUVWVLUN OAAOYN KOl CUVETIWC Ogv €TINPEALEl dIOAOU TN OO TOU CUUTTAGKOU.
TENOG, aVIXVEUTNKE €vag OKOUN NON TOUTOTIOINUEVOS TIOAUHMOPQICUOC OTnv TIEPIOXN
METOEL TOUL TEAOULC TOL yovidiou tRNATH Kal tng apxrg Tou yovidiov tRNAPI® (NCIO
TIEPIOXN), TIOU €ival 1  MeETOAAOyr] Al5954C, mou Kol autl dev odnysi o€
KWAIKOTIOI0UCO OAAAYT).

nDNA-encoded: ~30 ~8 4 ~6 ~13

mtDNA-encoded: 7 A «< > 3 1

Eikova 35: Ol GUVOAMIKEC UTIOMOVAJEG TWV CUMPTIAOKWV TNG OVATIVEUOTIKAC OAucidac. H ékgpaon Ttou
piItoxovdplakol yovidiwpatog odnyei ot olvBeon 2 popiwv rRNA, 22 popiwv iIKNA kol 13
moAuTEETMTdI. Ta 13 moAumemtidia  TtepIaUBAvoLY 7 UTIoMovadeC TnG agudpoyovacne NADH, 3
UTTOMOVAdEC TNC KUTOXPWHIKAG avaywydong, 2 utopovadeg tng ATP ocuvBdong Kal 10 KUtoxpwua b. To
OUVOAO TWV GCUUTIAOKWV TNG OVOTIVEUOTIKNC OAUGIOOC CUYKPOTEITAl OO UTIOPOVADEC TIoU €KPPALOVTal GTO
MITOXOVOPIO OAAG Kal aTo TIupnvikd DNA, yeyovog TIou QOVEPWVEL TNV €EAPTNOTN TOL PIToXovdpiou amd Tov
TUPAVA yIa TN 0waoTh dleéaywyn NG Tapaywyng EVEPYEIDG.
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ATIO T dedopEva TOU Trivaka 12 TTapoTnPOoUuE OTI Yovo 10 12,5% (4 atopa
OTi0 T 32 ATOMA TIOU HPEAETNONKAV) TIOPOULGCIAlOLVY TO QAIVOUEVO GUYKANPOVOUNONG
TIOMOTIAQV TIOAUPOP@ICHMV. ZUYKEKPIPEVA, OTO ATOPO 28.7 OULYKANpopouLvtal 5
TIOAULOPQIOUOI, OTO ATOPO 28.8 CUYKANPOPOULVTAL 4 TIOAUPOPPICHOI EK TWV OTIOIWV Ol
TPEIG €ival Ol (1ol Y auTwv Tou aTopoL 28.7, To ATopo 2.3.1 @EPel TOug dVO aTo
OUTOUC TOUC TIOAUMOPQIOUOUG €&vw OT0 atopo 13.3.1 ouvuTtdpxouv 2 GAAOL
OlOQOPETIKOI TIOAUPOPQPICHOI. ZTA LTIOAOITIA 28 ATOMUO AUTHC TNG MEAETNG Ot BpeOnKe
TETOIO TAGN OUYKANPOVOUNONG, OAG Ot 00O ATOMPO EVIOTHOTNKAV TIOAUPOP@ICHOI
€QepAV POVO €vaV TIOAUHUOP@IOUO. ZUVETIWG, MTIOPOUKPE VA CULUUTIEPAVOUME OTI T
(PUOCIOAOYIKG  ATtopa O Oeixvouv  ULYPNAEC TACEIC  OUYKANPOVOPNONG  Twv
TIOAUUOP@ICHUWY, YEYOVO( TIOU EVIOXVETOL KAl OTIO TO OEQOUEVA PEAETNG TIOU £YIVE OF
150 uaioloylkd atopa [0TIou PEAETONKavV povo ta yovidila tRNAHIs, tRNASe'(AGY,,
tRNAUU(CUN), tRNALys kat tRNALeu(UUR)], 6tou pévo a€ 2 ATOUA CUYKEVIPWOAVY TIAVW
a1t0 600 TTOAUHOPPICUOUG.

O mivakag 13 OTIOTEAED Evav GULYKPITIKO TTivaka OT1ou Ttapouaidlovtal ol 12
TIOAULIOP@IGHOI TIOU QVIXVEUTNKAV OTNV TIOPOUCO HUEAETN OE GXEQN HE QUOIOAOYIKA
ATOPO OAAG KOl PE OOBEVEIC pE dIAPOPOLE KAIVIKOUCG QAIVOTUTIOUC. ZUYKEKPIUEVA:
¢ YIO TO (PUOCIOAOYIKA ATOPO Ta OeAOUEVA OVTAVOKAOUV O€:

182 atoua yia ta yovidla tRNALeu(CUN), tRNALys kar tRNALeu<UUR) kaBw¢ Kal

TIOPOKEIPEVA YOVIdIa TUNUATWY EKATEPWOEV AUTWV,

62 datopa yia 1o yovidla tRNAPhe, tRNAThI kai tRNAp° kabwg Kal

TIOPOKEIPYEVA YOVIdIO TUNHATWY EKATEPWOEV aUTWV,

32 dropa yia ta yovidla  tRNAAlg, tRNATp kot tRNAAd kabBwg Kal

TIOPOKEIPEVA YOVIdIO TUNUATWY EKATEPWOEV AUTWV.

*  ylO TOUG JIAQOPOUC OOBEVEIC Ta OEAOUEVA OVIOVOKAOUV OE:

26 atopa e Gobpa ylia OAa Ta yovidla KaBw¢ Kol Ttapakeipeva yovidla

TUNUATWV EKATEPWOEV AUTWV,

30 datopa pe SIAPOPOULC KAIVIKOUC @AIVOTUTIOUC yia Ta yovidia tRNApIK,

tRNAThr, tRNAPro, tRNAArg, tRNATrp, tRNAAla, tRNAUu(CUN,Kai tRNAUU(UUR)

KOBWC KAl TIOPAKEIIEVO YOVIdIa TUNHATWY EKATEPWOEV aUTWV.

O 10 KOIVOG TIOAUMOPPICHOC @aivetal va gival o A750G oto 12S rRNA
KOBWC EVIOTIIGTNKE HUE TTIOCOCTO TIOU AVEPXETAl 0To 33,9%, OnAadr o€ 21 amod ta 62
(PUOIOAOYIKA  ATOUO, OANG KAl o€ T0000TO0 35,7% 0f dlAQOPOUE  KAIVIKOUG
@AIVOTUTIOUG TIOU CUMTIEPIAOUPBAVOUV aoBeveic pe aocBua (13/26), eyKEQAAIKA,
PUXOKIVNTIK] KOBULOTEPNAT, VELUPOAOYIKO CUVOPOMPO, VELPOUUIKA TIPOPBAAUOTO KOl
OUYYEVIG KOPOIOTIABEID. ZUVETIWC OTIOTEAEI HIO KOV HPETOAAayH. MapoAo autd o
OUYKEKPIPEVOCG TIOAUHOPQPIOUOC deixvel LYNAR TAGN GULYKANPOVOUNGCNG HE GAAOULG
TIOAUPOPQIOPOUG 1] METOANGEEIC evw oOTtavia  peTapifadetal povog Tou. 2ta 2
(PUCIOAOYIKA ATOHO OTIOU OVIXVEUTNKE 0 TIOAUHMOPQIOUOC A574G otov Bpoyxo D, o
TIOAUPOPQIOUOG peTapiBadetal povaxa padi pJe Tov TIOAUPOP@ICHO A750G oto 12S
rRNA, evw otoug Odla@opou aoBeveic petafipadletal ouvvnbwg padi pe TOV
TIOAUPOPQPIoUO G709A oto 12S rRNA.
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Emiong peydAn ocuxvotnta tapoucoialel 0 TIOAUPOPPICUOC A12308G oto tRNA
NG AguKivng<<uN) KaBw¢ eVToTTiIoTNKE 0€ 26 a0 Ta 182 QUOIOAOYIKA ATOUA, TTOCOCTO
mou @tavel oto 14,3%. MapAAANAO OUWC OVO@EPETAL KOl WG MPETAAAAEN OTIoU
QVIXVEVTNKE 0 aoBeveic Pe aoBua (7/26) oA Kal g GAAOUCG JIA@POPOLE KAIVIKOUC
QOIVOTUTIOUG PJE OUVOAIKO TT0C0CTO evioTiiong 19,6%.

210 yovidlo tRNA, 10 O0T0i0 HEAETNONKE O0€ 62 @EUOIOAOYIKA ATOUQ,
EVTOTTIOTNKOV Ol TPEIC TIOAUPOP@IoUOI A15924G, G15927A kai G15928A, pPE TOV
TEAELTAIO VO AVIXVEVETAI O LYNAOTEPN CUXVOTNTA (O 8 ATOMA) OTIO TOUG GAAOULG
000. Ol VOUKAEOTIOIKEG OUTEC OANAYEC QAVOQEPOVTOlL KOl WG METAAANAEEIC ME TOV
TEAELTAIO KAl TIAAI VO €VTOTTIZETAI OE JIAPOPA KAIVIKA CUUTITWUATO.

Ol LTTIOAOITTIOl TIOAUPOP@PIGHOI EVTIOTIIOTNKAV OE TIAPOKEIPMEVA YOVIidIa THNUATWY
TIou Bpiokovtal eKatEPWOEeY Twv yovidiwv tRNA. 1diaitepo evdla@eépov TTapouaialel o
TIOAUPOPQPIOPOC A10398G otnv ND3 uTtopovAada ToL CUPTIAOKOU | TNG aVOTIVEUGTIKIG
oAugidag. ZTa 3 amo To 6 @PUOIOAOYIKA ATOMUO TIOU €VTIOTHOTNKE dgv MPETARIBAleTaI
MOVOC TOU OAAA OUVUTIAPXEL ME GAAOUG TIOAUPOP@ICUOUG. AUTO TO  @OIVOPEVO
OUYKANPOVOUNGCNG TIAPATNPEITal KOl g 000UC OC0OEVEIC EVIOTIIOTNKE N METOAAQYT
ouTr, dNAadN TIOTE deV KANPOVOEITAl POV TNG.

Emopévwg, amo Ta TIOPOTIAVE  OEQOMEVA  TIPOKUTITOUV Ta OU0 TIOPOKATW
CLUTIEPACHATA:
) N 1G0N CUYKANPOVOWPNGCNG OTA (PUOIOAOYIKA ATOPO €UE@AVICEl XOUNAO TI0C0CTO,
12,5%. og cOyKpIoN HE QUTO TWV JIAPOPWYV OGBEVWV TIOU OVEPXETAI OTO TTOCOCTO TOU
37,5%. ZUVETIWC, 0E QUOIOAOYIKOUC TIANBUGHOUC KABE TIOALPOPQPICUOC "TIPOTIHA" va
peTapiBadetal povog Tou.
I1) n avixvevon twv BV PETOANOY®V KAl OE QUOIOAOYIKA GTOUA KAl OF GTOPO WE
O1dpopeg aoBeveleq evioXVel TNV ATOYN TWG Ol CUYKEKPIPMEVEC METOAAAYEC OV
OLVOEOVTAIl WE AITIO TNG KABE SLOAEITOLPYINC OTOLC OOBEVEIC.

TENOC, @aiveTal OTIL n ETMIAOYN] TIOU OOKeital otn pitoxovdplokry DNA
oAANAovuxia 6oov a@opa doHIKA yovidla, OTiw autd twv tRNA, tou 12S kai tou 16S
rRNA, dev eival oudétepn. KabBiotatal 1o dUOKOAO va ektipnOei n Bdon yia tnv
apvnTIKA €TIAOYN OTn TEPITTIwOon Twv popiwv tRNA omd 0Tl ot TEPITTTIWCN TWV
YOVISiwV TIOU KWOIKOTIOIOUV CUPTIAOKO TNG OVATIVEUCTIKAG OAUCGidag. H apvnTikn
ETUAOYN WTIOpPEl va PBaaciletal o€ aAAAYEG OTN GUVOAIKN O0TaBepoTNTa TNG OdOPNAG TWV
tRNA, oto €0po¢ N TN TOOMNTIA TWV META-PETAPPAOTIKWY TPOTIOTIOIOEWV NG
oAANAouxiag Toug 1 oTnNV OAANAETIIOPAGCT TOUG ME OPIVOAKUAO-tRNA cuvBetdoec,
METOYPA@IKOUE TIOPAYOVIEG KOl PIBOCWHIKEG UTTOPOVAdEC. MapOAa auTd KATTOIOL
TIoOAUpOp@IoPoil  oTa yovidla twv tRNA @aivetal va pnv €ival oudeTePOl  Kal UTTOPEI
va e€ival duvnukd Armia  emupfAaBei¢. TO TEAEULTAIO OTOIXEIO TIPOKUTITEL OTIO
UTTIOAOYIOHOUG TNG EAEVBEPNC EVEPYEIOG OE PEYAAEC OAANAOULXIEC, Ol OTIOIOI PTTOPOUV
va TIOPEXOUV €va PECO Yyl TNV EKTiUNON tou duvapikou TtaBoyevelag Twv tRNA
TIOAUMOPPIOHWY, XWPIC OPWC aUTO va gival aTtOAUTA OKPIBEC.
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