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Ofno 1A

Ailvovtol 000 OAVNOTE TO OTold TEPLEYOLV OrooopeTikd nopro DNA o xaOopn

Kotdotoon. To éva om0 avTd aronovaveTol o0 Boxtiplo Kot £YEL TEPLEKTIKOTNTO GE

GC 70% evo T0 0A)\0 OTONOVAVETOL 0TTO KUTTOPO ONAUGTIKOV Kl £YEL TEPLEKTIKOTNTA
cc AT 60%.

I. IIow am6 Ta 0V0o dweidpata £ysl Tnv vwnriotepn Tm ko yioTis

II. Ta 6v0 dwivnata Tov DNA THKOVTUL KOl 6T GUVEYELN OVOUELYVOOVTUL

poll ko aenvovral va. wuyOovv. Tv 0o coupPei;

To omdoipo g duthng éhkag tov DNA (double strand: dsDNA)
oe OVO povovg kAmvoug (single strand: ssDNA) ovopdleton
arodtatatn tov DNA. 'Eva €idoc amodidtaéng etvar 1 Oeppukn én
tov DNA (yiveton pe 6épuavon) ko ovoudlovue Oepuoxpacio
™éng (melting temperature | Ty,) TV Beppokpacio v omoia 10
50% tov dsDNA éyet dwaonaotel oe ssDNA. H T, e&aptdror amd

SAPOPOLG TOPAYOVTEG:



* A6 10 1060010 GC 010 Popo tov DNA. Ta G-C Levyn Bhoewv .

b

J '} J

oynpatifovv tpelg 0oV VOPOYOVOL (£vavTt 6v0 TV (gvydv A-

N NN
, , , . , D e D D
T) kow 6601 TEPIGGOTEPOL dEGHOT VIPOYOVOL TOGO duokordTEpL (HE )7 = CK(
N
LEYOADTEPT OaiTnON EVEPYELNG) OTAEL TO LOPLO. ¢ / £ 3
S (N
*» Amd 10 unKog ™ dikAmvng aAvcidag. asonA ssonA

* A6 ™ oLYKEVTIPMOOT TOV OAATOV GTNV AAVGIOA.

% AAAot Tapdyovteg OTmg 1 oAANAETIOpaoN pe TOV SLADT.

Avo Baocikoi oot divovv v Tm evoc popiov DNA:

1) To pkpd popa DNA (pe pkog <25 db) éyovpe tov kavova tov Wallace:
T,=[(x,+x;)2+(w.+2;)-4] °C

OTOV X 4,Y1,®™¢,Z¢ ot apBpoi tov A, T,C,G Bdoewv 6T0 HOp10.
2) T peyordtepa poplo (oe twég pH: 5...9, ywoti oe yaunAdtepo pH dev eivan
Buooiun n dsDNA) €yovpe tov tHmO:

T, =[16,6-log,[Na*1+041-(%GC)+81,5] 'C

7 + ) 4 J + I3
6mov [Na ' ]: n ovykévrpmon tov dtdvpartog o€ 1W6vta Na ', kot (%GC): 10 060616 —

TEPLEKTIKOTNTO, TOVL popiov o€ Pacelg G-C.

I. Mg Bdon to mopamdve dedopéva, Hag AEImeEL pi GUYKEKPIUEVT) TANPOPOPia Yoo va
Adoovpe to TPOPANUa: 0 unrog Twv popicwv DNA. Av Bewpricovpe 0Tt Ta 000 popioe DNA
€yovv 1o 1010 punKog 10te 10 DNA 10V Baktnpiov, Adym peyoridtepns cvykévipoons GC Ha
€xel mEPLOGOTEPOVS OEGHOVG VOPOYOVOL, dpa kot peyordtepn Tn. I'vopilovpe Opwmg 0Tt
Katd kovova ta DNAs tov gukapuvotdv (6nwg to Onlaoctikd) eivar peyodvtepa omd avtd
TOV TPOKaPLOTOV (0nw¢ To Paktpio). ‘Etot, prnopel, to mtocootd twv GC oto DNA tov
Baxtnpiov va elvor peyaddtepo aAld TEMKA, Utopel, 0 apltOpdc TV deGUOV VOPOYOVOL GTO
DNA tov Oniaotikov va vrepPaivel (AOyw pkovg) tov avtiotoyo apdud oto DNA tov
Bakmnpiov. Towg, Aomodv, va égovpe peyarvtepn Ty, oto DNA tov OnAactikon. @uoikd dAa
TO. TOPATAVED 16Y0OLV pe TV TTpobmdbeon va Exovpe kot Tig vrorowmeg cvvOnkes (pH,
GLYKEVTPAOOCELS KATIOVIMV, K.0l.) KOWES GTOL VO OHAV AT,

II. T'vopilovpe 611 0TOV M Begpuokpocio mécel kGt amd TV TN T, 10TE 01 SSDNA
alvoidec ovvoéovtar Eavd oe diklmveg Elkeg (dsSDNA). Avtd Ba cupPel Kot oo StaAdpaTd

pag. Ta DNAs Ba emavevoBodv kot Oa ddcovv T1g apykés dikiwveg dopég tov DNA tov



Baxtnpiov kot oo DNA 1tov OnAactikov. Opme, av vadpyovv Kowés aiiniovyieg Pdoewmv
ota 0Vo povokAwva DNAs (tov Baktnpiov kot Tov Oniactikon) vadpyel n ThavotT T VoL
evoBovv Kot va dmcovy éva vpdtkd DNA popo dumdng éakoc 6mov o évag KAdoog Oa

elvar tov Paktnpiov kot 0 GAL0G TOL ONAAGTIKOV.

BBE



Ofno 1B

2vuykpivere Tnv DNA moivuepdon I ko tnv RNA molvpgpaon oo tnv E.coli oc wpoc

TIC TOPUKATO LOLOTNTEC:

a. Aoy vropovaomy,

B. evepyomomuévo TPOOPOIO VOVKAEOTIONO,

v. Katevvouven emunkovenc,

0. EVEPYOTNTA VOUKAEGGTC.

DNA IToivuepaon I

H DNA moivpepdon I eivon éva évlopo mov emunkdver v oAvcida tov DNA og

katevBuvon 5'—37, mpocbiétovrog KatdAAnia vovkieotidle oto dkpo 3°. Koataiver v

avtiopoaon (DNA), +dNTP < (DNA),,, + PPi, 6nov dNTP: omowodnmote Ttpiomc@optkod

n+l
deovpipovovkreotioto koaw PPi: mupopwopopikny ouddo. KatevBdvetor amd exuayeio
(aAAnrovyic DNA 1 RNA) mov odnyel mn obvOeon piog COPUTANPOUATIKNAG dAANAovYioG.
"Etot cvvtifeton povo évag kKhwvog DNA evd o dAlog cuvtifetarl amd v 1010 toAvpepdon
pe «momPelovian (backstitching): oe dradoykd, acvveyn wkpd tunpota, oard to 5° dkpo
pe koatevbuvon 5S'—=37. Ta tpuqpoata avtd eivar yvootd og khaopota Okazaki. O mpmtog
KA®VOG ovopdletal TpomopevoOUeEVOg Kal 0 0evTeEPOC Kabvotepnuévog (leading ko lagging
strand).

[Mopdrho mov M mowdtmra g oviypagng tov DNA eaceariletor amd v apyn g
CUUTANPOUATIKOTNTOS TOV PAcEwV, N €€Taon dloPOpOY KPLOTIAMKOV dopdv towv DNA
TOAVUEPAC DY, £YOVV OEIEEL OTL OVTEC TEPLEYOVLV TOAMOVS EMTALOV UNYOVIGHOVS BerTivong
NG TOLOTNTOS ALVILYPOPNG.

H DNA molvpepdon I ftav m zmpot evlouikny Ooun mov
TPOCOOPICTNKE. LVYKEKPYEVO OTOHOVAOONKE o010 “Opavcua Tov

Klenow” tov Baxtnpiov E.coli mov mepiéyet dvo Pacikd pépn tov

TAMPOLG EVEOUOL Kol TNV HOVASO TNG TOAVUEPBEOTG.

TRUPOTROPIKD
deofuvourheooidio

H molvpepdon powaler pe de&l yépt, pe Oopukég sw
] ad

LOVASES TTOL VOl YVOOTES OC dUKTLAM, TOAGUN KoL

SOVTEEIDOGH
avtiyelpas. Ot dOUIKEG TEPLOYEG TV OUKTUA®MY Ko KAdvoc-
ERUOYEID

oL ovtiyelpo ToAlyovtor yopw amd 1o DNA kot 1o

GLYKPOTOUV KOTA UKOS TOL €VvEPYOD KEVIPOL TOL e B -.
FREX R [ # VEOOUVTIBEUEVDG
Khuvog

evlbpov.



To évlopo amoteleitar, watd Paocel, omd Sl €, ‘Prriepas
KOTALOUTOL OptVOEEMV TNG SOUIKTC TEPIOYNG TG

TOAGUNG.

Eniong oto Opavopa Klenow mepirappaveton
Kol €vog TOUENS OpACTIKOTNTAS EEMVOVKAEAONS
3’55 mov evBiveton yo Tov €AEyyo Kol TN

dopbwon Tov TeEAMKOD TPOIdVTOC.

EEwvoukAeaon

e Apdon wg 5" eEwvovkdledon: vIpdAvon Tov ekkivnTikod RNA tov 7ponyovduevov

koppotiov Okazaki

¢ Apdon ®G TOALUEPAST: CUUTANP®OT KEVOD Kot emipfkvuven tov DNA tov emopévou

koppotiov Okazaki

e Apdon eléyyov avirypaong: dpdon og 5° 1 37 eEwvovkiedon: vdpdAvon Tov AdBovg

VOUKAEOTIO10V Kol TOTOBETNON TOV CWGTOV
1. Apaon ws 5™ eCwvovkiedon: S1OOTACT) OEGUOV G€ dikAmVI aAvcida
il. dpaon wg 3" elwvovkiedon: S1AoTACT] OEGUMOV GTO TEMKO GKPO TNG GUVTIOEUEVTG

aAvGidag

€

RNA ITolvugpdon

H RNA molvpepdon g E.coli eivar éva moAd peydro (mepimov 400 kd popiaxn pdlo)
noAvovuvleto évlupo. Tlapdyet RNA ypnowomoidvrag ta yovidie tov DNA w¢ npdtuma
(neTaypogn).

Amoteleiton and 4 €idn vmopovddwv pe cvotaot axffo. Katd
oelpd peyédoug: )
s B° vmopovdda: mepEEL HEPOC TOL EVEPYOL KEVTPOL KOl l

dAlovg mapdyovieg mov elvar  kaboploTikol Yy TIG

aAniemopdceig DNA-RNA

¢ B vropovada: TEPLEYEL TO VTOAOITO EVEPYO UEPOG KOl TOVG VITOAOITOVG KaHOPIoTIKODG

Tapdyovteg yia tig aAinAemdpdosig DNA-RNA



% o vmopovada: dvo TuApate, To o kot o, Kabéva amnd avtd mepiéyetl 8o Topeic: tov
aNTP (mov mepi€yetl Toug kabopiotikoHg Tapdyovieg yio T ovvOeon tov RNA kot tov
aCTD mov mepiéyel Tovg KaBOPIoTIKOVG TOPAYOVTES Yo TV OAANAETIOpAON LE TO
mpodymv DNA.

¢ G VTOUOVAdA: SIELKOAVLVGT| BT GLVAPLOAOYNGN Kot oTabepomoinon tov RNAP.

Ovoudlovpue mopnve tov evldpov 10 TUNUO oBP° ko exel 3
TEPEXETOAL TO KOATAALTIKO KEVTPO, TO omoio potdlel pe avtd g
DNA molvpepdong (otn OpacTIK) TOV TEPLOYN TEPEXEL OLO
UETOAAKE 10VTOL.

Ot ovvolkég dopég DNA & RNA molvuepdong eivor tedeiog

dweopetikéc. Ta mapopown evepyd kévipa eivor  mpoidvta

ovykAivovcag eEEMENC.

H RNA molvuepdon mpoodévetor yorapd oto DNA. H o olvcida avayvopiler tov
«moxwvnty, meployn 40-100 Bacewv mpwv to onueio Evapéng g petaypaens. Metd v
avayvopton, 1 RNA molvpepdon ocvvoéetar ioyvpdtepa oto  DNA, amodiatdoer v
dikAwvn aAvoida, amopaKpOVETOL N 6 aAVGIO Kol EEKIVAEL 1] LETAYPa®T.

Koatevbovon g petaypaenc tov RNA eivar emiong m 537 pe omodudtaln kot
enavadldtaén tov DNA katd ™ @opd ¢ petaypoens. Katd m dwdikacio avtm, poévo

puikpo pépog tov DNA eivar omodiatetaypévo, evad mapaiinia o £vag KAMvVog ivorl vPpowd

ouvoedepévog pe 1o RNA.
e rAelOTa BmAr| Elxa
ANA noAupepdorn wOayevIas DNA
! "
Eavaridypa — TRIpWOPOpIKd
DNA .+ pipovourieooibia
_______ ¥
4,
KareuBuvon Mg
HETOYPOPHG
KMAOTC; \ 1 cﬁpl.awﬂ
USRIV Slavhog | evepyd TPUPLOPOPIKIHY
f5  ekoBoutou |  wévipo piBovourhsomBiwy
’ RANA )

VEOOUWTEBEILEVD Bpax Tunpa uBpbikng
ANA petaypagpo £hxac DNA/RNA

H anelevfépmon tov RNA and to DNA, evd Bpioketan og e£€MEN N 6OvOeon Tov, pag divel
peyain mopaymyn avirypdeov RNA ce oyetikd pikpod ypovo. H covbeon kdbe emduevov
RNA &exwvdetr mpv amd v oAokApwon tov wponyovpevov. 'Etotl éva pétpro yovidio (1500
nepimov {evymv voukAeotdimv) petaypdpeton omd o RNA moAivpepdon oe mepimov 50

SEC.



H RNA molvuepdon dev éxel dpaoctikoOtnta. vovkAedong. Avtifeta pe v DNA
TOAVUEPAGCT], Ogv O10pOBMOVEL TN VEOCSLVTIOEUEV] TOAVVOLKAEOTIOKY] 0ALGIdn. Apa 1
TGTOTNTO TNG HETAYPOUPTS EIVOL OPKETE LIKPOTEPT] QIO OLTNV TNG AVILYPAPNG (GUYVOTNTA
opépatoc cvovBeong RNA= 1 AdPoc/10* vovkheotidia, cuxvoTNTo GOAALOTOS GOVOESTC
DNA= 1 Ad00c/10” vovikheotida). H pukpy motdmta oty ohvheon tov RNA eivor avekth

ywti dev petafipdletor 6Tovg amoyovoug.

2

» 2OVOTTIKG, GUYKPIVOVTAS TIG 0D0 TOADUEPCOES EYODUE:

DNA ITolvugpaon I RNA ITolvpgpaon

Kotaibovv ovsrootikd v 1d1a avtidopaon

Kotaibetl ) ohvdeon Kotaivetl ™ ohvoeon

deo&vpipovovkieoTidimv P1oVOLKAEOTIO WV

Evepyomomuéva mpddpopo voukAeotioa:

Tprpwopopikd-5-deo&uvovkieotidwn Tprpwopopucoi ptpovovkieoliteg
(dATP, dTTP, dGTP, dCTP) (ATP, UTP, GTP, CTP)
AVEyK™N EKKIVITH Y10 TV OVTLYPApY| TOL Mn avayxkn KKyt Yo TV HETOYPOP
DNA tov RNA
Axpprc avrrypaen (1:107) Mn axpipiic petoypaen (1:10%)

Koatevbuvon covbeong: 5 —3°

Emypnovon povo mpovmdpyovcag
Emnymrxovon 1 €€ apyng ovovieon RNA

alvoidag DNA

Eleyktucm kot d1opOotikn tkavotnto On

VOUKAEAGNG

X TTAEL POTPOOIETTEPIKOVS OETUOVS e Aev amiEl PEPOOIETTEPIKODS VEGUODS
Agv EgTuliyel TV 01N Ko ZeTuAlyel TNV SN EMkol

oAV oTaEl OEGUODS DOPOYOVOD 0 TT0EL OETUODS DOPOYOVOD

Aoun:  ovtixelpoc-molaun-oeiktng Aoun: opp’c

BBE



Ofpo 2

Eion RNAs: Biwocovlson kol poroc kKo ypReelc Tove otic Prosmotnuec. Na yivel Kot

6y£010 padquaroc yio nadntéc tne I'' Avkeiov.

‘Eva moAd onuovtikd voukieikd o&L (extog tov DNA) eivon to RNA: ribonucleic acid —
ppovovkieikd 0&V. H onuacio Tov 6tovg 1006 givar 0Tt amotehel TO YEVETIKO TOVS LAKO,
EVAD GE OPYOVICULOVS TTOV TO YEVETIKO TOLG VAKO gival to DNA, 1 onuocio tov RNA eivan

TG 01 YEVETIKEG TANpoopieg petatpémovion e RNA dote vo KaTaoTohv AEITOVPYIKEG 1|

TPOGPACILEC.

H yevucy tov dopn: elvar ypappukd moAlvpepés, amoteAoOUeEVO Omd emavoropuPovopeva

LLOVOLLEPT] VOLKAEOTIBI0L EVOLEVDL e 35 QOmOPOSIESTEPIKOVS SEGLOVC .

pP1ROLN, éva ewoeopikd avidv kot po Bdon petagd
TEGGAPOV EVOAOKTIKOV: Adevivng (A), lovavivng (G),

Kvtooivng (C) kot Ovpakiing (U).

Kabe povouepéc amoteheitor amd €vo olkyopo, ™

B
0

DWoPOPIKE

NH,

Abevivn (A)

Movavivn (G)

NH.

NH2

Kutooivn (C)

Qupaxikn (V)

To RNA &ivan ocvvnbwg povokiwovo (oe avtiBeon pe 1o dikAwvo DNA). Ymdpyoovv
nepmTOoElS dikAwvov tunudtov tov RNA pe (evyopopata Baceov: A-U & C-G. To

Cevydpopo ovtd diver molvmhokeg RNA Oouég pe ovvbeteg dpactikdtnreg (6mwg 1

KOTAALO)).




Tpeig etvar o1 Bacikoi péAot tov RNA 610 KdTTOpO:

A) HETAPOPA TOV YEVETIKOV TANPOQOpPI®V amd to DNA oTIc TpmTEIvES: avitypapn Tov
DNA oe mRNA (ayyshio@dpo) ko petdppacr tov mRNA cg mpoteivn.

B) Aeutovpyel ®g mpocapuootng, petagpalovtag mANpogopiec oty oAAnAovyio
voukAeoTdimv tov mMRNA og dAleg mAnpoeopieg kabopiopod TV aAANAOLYLOV TO®V
TPOTEIVIKOV GLOTATIKMV.

I') omotehodv onuovtikKd JSOopIKA ovoTaTiKd TeVv pifocopdtov Kot kabopilovv tnv

dtodkacio g HeTdepaonc.

O ovvolacpdg OAmV TV Topamdve pog oclyvel 6tt to RNA énouée onupovtikd poro otnv
eEEMEN TNC LTS HEGOL OTOV JPOVO™.

Yrapyovv molké Sagopetikd £idn RNAs 610 avOpdrvo yovidiopa’. Avtd yopilovio oe
000 peybrec katnyopieg: a) to kmowkd (coding) RNAs (mov eivar 1o mRNA) ot
petappalovror oe mpwteiveg kot B) Ta pun Kodwkd (non coding) RNAs (6Aa to vrdAouta)

OV 0EV HETAPPALOVTOL GE TPOTEIVECS:

emRNA (messenger, ayyeMo@Op0): HETAPEPEL TNV TANPOQOpPia TG TpmTEIVOSLVOESNG Ao

10 DNA (mupnvag) ota prpocodpata (KuTtopdnAaciio.)

orRNA (ribosomal, pifoocouikd): péco ota prpocodpata, mpwteivoohvieon (Sopkog Kot
KATOAVTIKOG pOAOG)

o tRNA (transfer, peta@épov): petapopd apvoléwv oto prpocopata, to oroio Bo evwbodv

OTIG TPWTEIVECG

ehnRNA (nuclear heterogeneous, mupnvikd €TtePOYEVEC): TEPIEXEL OAEC TIC TPOOPOLES

HOPPES TOV RNA*

esnRNA (small nuclear, pikpd mopnvikd): cHvoeon He TPOTEIVEG Kol GYNUATICUOG UIKPDV

PIBOVOVKAEOTPOTEIVIKOV GONATISOV 0V KaToADOVY TNV 0pipaven Tov mRNA’

e snoRNA (pikp6 mopnviokiko): tpomroromcelc RNA

¢ TR RNA (tehopepdon): chvBeon TV AkpmV TV YPOUOCOUATOV

emiRNA (uikpo): otaBepotnta kot EAEYY0G TG LETAPPUONG
¢ siRNA: armokooounon RNA
erasiRNA, piRNA, natsiRNA, eRNA., PATs RNA, IncRNA, SRP RNA, tmRNA, crRNA,

guide RNA®

Ag ta dovpE avVOAVTIKE OPIGUEVA ATt QVTA. . .



mRNA

Messenger — AyyehMo@dopo RNA: petapépet Tig mAnpogopieg amd 10 DNA ota prpocopota

mote va yivel 1 ovvlBeon tov tpoteivov. H aAiniovyia tov Bdoewv oo DNA petagpépeton
w¢ aAnhovyio Baoewv oto RNA® kot amd exel petappileton og aAniovyio apvoELov e

TPOTEIVNG TOV TAPAYETAL.

DA censists of lwe base-pared sirands
top strand

2OUQOVO. e TOV YEVETIKO KOO,

Codon 1
lHNR

TGGACTG
tom strand
éva kmdovio (tpion voukAeotion) synihesis

Codon 2 5' AUGCCGUUAGACCGUUAGCGGACCUGAC 3°

(lV‘ClGTOlXSl: oe  éva (X},HVO(‘;I’). Ta FNA has same semuence as DNA (op strar

Codon 3 is complementary (o DNA bottom strand

I e FIGURE 2.13 RNA 15 synthesized by using ene stran
mRNAS egvat ol (Popglg TV TC}VT]PO(PO‘ of DNA a5 a Iamplat:'r:n-nmpanirp:W?a‘rl},l hr-?ﬁ-?-.:-a!:'n;,

Codon 4
POV 6TOV TOMO TPWTEIivoohvleong (ota plpocopota) eved v oo

Codon 5

codons TNV TPOTEIVOGVUVOEST] TNV avorapdvouy to tRNAS kot rRNAs.

coton7  2VVTIOETOL 0O RNA moAvpepdoeg mov kabodnyodvion and skpaysio

DNA. H por ¢ yevetieic minpogopiac (yovidiakn ékppaon) ivor’:

D N A ueraypody m R N A uemgpoon, alia RNAs N 7Z'pa)T6"l"V77

To mRNA mov éyetl petaypoeet and DNA, ovoudletar mpoédpopo mRNA (pre-mRNA) ko
GTY] GLVEYELD LITOPAALETAL OE SLAOIKOGTO OPOIPECTC U1 KMOOTKOTOINUEVOV OAAAOVYIDV TOL
ovopalovtol EcmVIL, MOTE VO TPOKVYEL TO MPYLO mRNA'"’.

2m ouvvégela 10 dppwo MRNA Pyaiver amd tov mUPNVO GTO KLTTOPOTAAGCUM, OTOV
akolovBel v mopeion mov mpoavaeépape. Otav dev vmbpyer mouprvag, OnmAadn oto
TpoKapLOTIKE KVTTapa, T0 MRNA cvvdéetal oto plpocOUATA EVD UETAYPAPETAL OO TO

DNA!

Transcription

DNA

ANA

Transiation

VAN A

Bibosome translates mBNA

FIGURE 2.15 Transcription and translation take place in
the same compartment in bacteria.



tRNA

Transfer — Metagopwkd RNA: pikpr] alvcida, mepimov 80 voukAeoTdlwv, TOV HETAPEPEL

KAmol0 (CLYKEKPIUEVO) OUIVOED GE U0 OVOTTUGGOUEVT] TOAVTENTIOKT 0ALGIOO TOV
PPOCOUATOG OOV YiveTol | TPOTEIVIKY oOvOeon (petdppaon). H ocbhvdeon tov tRNA pe to
apvo&D yiveton pe edikd évivpa mov ovopdiovtot apvokvkhoRNAcvvletdoec .

To tRNA £&yel Tpelg doUEG: TPOTOTAYNG, OELTEPOTAYNG KO TPLTOTOYNG, OAES TPIOOLACTATEG,
oynuatog L mov ywpdve otig A kon P 0éce1c tov prpocmparog.

To tRNA o610 éva dkpo tov taplalel pe TOV YEVETIKO KMOIKO G€ [0, aAAnAovyio Tpudv
VOUKAEOTIOI®VY, TOL OVORAleTat avTik®motkovio. To aviikmotkovio avtd, oynuatilel 3 (evyn
Baoewv pe 10 avtioctoyo kmokdévio tov MRNA kotd Vv mpowteiviky obvbeon. H
kodwonmoinon g mpwteivng and 1o MRNA vyivetor pe g oelpd and cvveyoueva
Kodwovia o ool avayvopilovtal and 1o cvykekpiuévo tRNA. To ddho dxpo tov tRNA

elval eVOLEVO 6TO apvoED TV avTIoTOLKEL 6TV aAAnhovyio Tov avikmdtcovion'.

tANA

Aminoacyl ends of IRNA
interact within large S Spdad
ribosome subunit

Anticodons are bound
to adjacent triplets on mANA
n small ribosome subunit

FIGURE 24.4 The P and A sites position the twe interact- FIGURE 24.6 tRNAand mRNA move through the ribosome
ing tRNAs across both ribosome subunits, in the same direction.

Emeon xabe tRNA pmopet va ocuvdebel povo pe évav tomo apuvoléog, vmdpyovv morioi
tomot tRNA otov opyavioud. Xt mepiocotepa kuttapo vmapyovv 40-50 tdmor. OAa
Tpoépyovtal amd mpddpopa popo pe VOLIIKT apaipecn VOukAeoTdimv oto 5™ kot 6to 3°
drpo. Amd 10 5° dkpo agoipel po evéovovkAiedon katl 10 3”7 Akpo TpomomoleiTol amd o
eEwvoukiedon. XZvykekpyévo 1 enelepyacio — wpipovon tov tRNA  meprhapPavet
agaipeon Tov wrpoviov (14 vovkieotiola), amopdakpuven _ amd to 57 dpo Ko

) e r ’ e ’ 14
avtikataotoon tov UU pe - 610 3" 4Kpo, OTMG POIVETOL GTO TOPAKAT® GYNUAL -

OBayos
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rRNA

Ribosomal — Pilocouikd RNA: eivar éva poplo oto p1Oocmpuo mov KaTaAVEL TO CYNUATIGUO

TOV TTENTIOWOV deapoD peTa&y dvo popiov tRNA pe mpocoptnpéva apvotéa: to éva tRNA
YOPIc T0 apvoéd M TV TOAVTERTOKY 0ALGId0 evdd 10 dAlo tRNA pe 10 apivo&y
Seopevetat oto ppdompa’.

Ta rRNAs kot tRNAs amotehovv HEPOG TNG «UNYOVIS TNG TPOTEIVOGUVOEGNC». ZuvtiBevTon
amd o éviopa RNA molvpepoeg mov kafodnyovvtor amd ta ekpoyeio tov DNAY

Ta ptocdOUATO TOV EVKOPLOTIKAOV KLTTAP®OV TEPEXOLY 4 dtapopetikd puopla rRNA, ta 5S,
5.8S, 18S xot 28S. O ovvovaopdc rRNA ko mpoteivdv diver to piocopa, o
vovkAeompwteivn. To pidcopa deouedetar amd 10 mRNA kot €161 mpaypatonoleital 1
npoteivooivheon. Xe éva popto mRNA pmopodv va cvvdeBoldv tovtdypova TOAAL
pocopata. To mRNA “ctpuodyvetor” avdpeco ot peydin (LSU) ko ot pikpn (SSU)
vropovada tov TRNA kot étor 10 piocopa Bonbdel Katolvtikd otn dnovpyio evog
TENTISK00 SeopoD petatd Vo apvocémv'®.

ApyIKd 01 ETGTAUOVES TIOTELOAVE OTL N TPMTEIVOGVVOEST d1evBvvovTay amd Tig PYROCOUIKES
npoteiveg kot 0Tt 0 TRNA elye o¢ xOpto poho va Aettovpyel ©G «OOUIKT] GKOAMGLAN.
INuepo ToTeVETOL TO OKPPOC avtifeto: PETA TNV avakdAvyrn Tov KotaAvtikov RNA
motevetor 0Tt To RNA mailel evepyd poAo otn piocopikyy Aettovpyio. ENMUOVTIKEG —
kopuPikég Béoelg péoa oto pocopa, amotelodviar cyeddv amokieiotikd amd RNA. Ou
TPOTEIVEC amd TNV GAAN cLpPGAoLY EAdytoTa .

To rRNA eniong, anoterel mepimov to 80% 10V RNA TV mpoKapuodTik®V KuTtépmv, Ue To
tRNAva elvar mepimov 10 15% wor 1o mRNA 10 vorowmo 5%. Ta vrorowma €ion RNAs

Ié Ié I4 r 7 3
katolopupdvouy pikpd tocootiaio kKAdopata tov 100% tov kuttapikod RNA”.

3' Minor domain




snRNA
Small Nuclear — Mwp6 INupnvikd RNA:

elvar oA €10m pikpov RNA (pe Ayodtepa
amd 300 vouvkAieotidwn). ZvpPoAiilovtor pe
Ul, U2, ... U6 xu mailovv poOro oTO
pbticpo tov  mpodpopuwv  mRNAs.
Yvvdéovtal o€ E101KEC TPOTEIVEG
oynuatioviag ovumioka, To ovopalopeva
piovovkieonpmteivikd coudtioe (snRNP),
yvootd kat o¢ snurps't. H ProcvvOetikn

dwdwkacio yioo v mapoaywyn tov snRNA

neplhopPdvet Ta €€Mg otado:
o1 RNA noAivpepaon I petaypaoet ta UL, U2, U4, US (ko to U1, U12, U4atac)
eot Sm mpwrteivec ovvrtiBevtar (amd pocopota) petappdlovtag Sm mRNA kot
amofnKeLOVTOL GTO KLTTOPOMANGHO ®G KUKAIKA cvumloko cvvdedepéva pe plCln
TPWOTEIVN
eta SNRNAs aAinAemdpovv pe v SMN mpoteivn kot v Gemins 2-6 (cGOumTAoKO
SMN)
¢ to. snRNPs cuvtiBevtot otov m)pf]valg’zo’zl.
Ta snRNAs amopakpdvouv ta esmvia amd 1o pre-mRNA. Kabodnyovv v gvbuypapuon
tov 0éoewv patiocpotog kot maipvouv uépog otnv Katdivon. Emiong or RNA ehikdoec,
pécm g vopoéAvong ATP, Eetvdiyovv evdtdpesa RNAs kot €161 SievkoAvveTot ) KatdAvon
kot amehevbepdvovtar popia snRNP a6 1o mRNA®.
M ypiion tov snRNA eivar 1 mopaywyn avtooviicopdtov Katd towv snRPNs tov idtov
TOL OOUOTOS. Avagepdpoote Kupiowg o€ anti-Sm 7OV GTOYELOLV TNV TPWOTEIVY] Sm

(MePIMTOON GLOTNUIKOD EPLONUATAOS ADKOV™).



snoRNA

Small Noucleolar — Mwkpd TMupnvickikd RNA: tponomotel 1o pre-rRNA o11g Acttovpyikég
tov vropovadeg 5.8S, 18S, 28S. TToAld snoRNAs eival omoTéAesHo TG TPOTOTOINGNG
KATOL®V 1vrpoviwv24. [Maveo omd 200 dwpopetikd snoRNAs €yovv avayvopiotel oto
OnAaotikd. Xtnv mieloynoeio Toug maipvouv puépoc ot pebBviiowon —box C/D— 1 oy
yevdoovpdviioon —box H/ACA— tov rRNAs™. Kafe snoRNA Aetrrovpyei o 0dnyog yuo
pia 1 dvo tpomomomoelg tov RNA-otdyov. Me ) ovvdeon tov snoRNA oto onueio tov
oTOYOV, Ol TPMTEIVEG OAMOKTOOV TN oMot B€om Yoo TNV KAALYM TNG TPOTOTMOINGNG TNG
“otoyevuévng” Baong.

Ta snoRNAS pmopovv va AEITovpyneovy Kot ¢ miRNAs™. Eniong pmopovv va £xovv kot
Aertovpyieg doyeteg pe ta rRNAs. 'Eva 1étoo mopddstypo amotedel m pvbuion oto
EVOALOKTIKO HATIoHO TNG trans YOVISIOKNG UETOYPOPTG, N omoia yivetar amd 1o snoRNA
HBII-52”". H andhrewa Tov HBII-52 oyetileton pe ta aitio tov ocuvdpopev Prader-Willi ko
Angelman. O cvoyeTIoHOG OPeileTan 6TO UN Kavoviko patiope Tov mRNA tov vrodoysa

™mg Gaporovivngzg.

miRNA

Micro — Mikpd RNA: pe pniroc 22 émg 24 voukAEoTIdi®mV, avaoTEAAOVY TV EKQPOCT] TOV

yovidiov pe v mpdcsdeon toug 6 MRNAS kol TeEAMKE EYOvpEe OVOCTOAN TNG UETAPPAONG

tov mRNASs e npmteivec.
Ta mpoto miRNAs ovokaAlveOnkav otov  opyoviopuo

C.elegans  (VNUOTOOKOANKOG) G  OMOTEAECUO. NG

aAnienidpaong petald tov puBuiotikod yovidiov lind ko Tt g

Tov target yovidiov lin14%. -
Ta miRNAs dev kwdwomowovv mpwteivec. Aviifétmg avayvopilovv Kol GTOYELOVV
ovykekpipéva mRNAS peltdvovtog tnv EKQpacn TV Yovidimv ToVG.

To 2-3% 1oV YOVIOIOUOTOS TOL

e OO

avOpodmov kwdwkomolel miRNAs.

H petaypaen vyivetar amd v

()
=
7
lcea»« RNA  molvpepéon 1L Ta
4 petdypopo  eivor  peydlo  og
@

péyebog, eivar moAvadevolMmpéva

AN fm./’\l S .\/';\ S 0 \/‘l\f\lf/ \\7& Ko dwbétovy 57 peboroyovavivn.

_ININSN 1}\/\ N\ . Ovopélovton pri-miRNAs.



2 ovvéyela M mopaynyn opyeov miRNAs mpoxvmtel amnd eviuuikn Kotepyoasio oVO
otadiwv: o) péoa otov Tupnve Tov evivpov Drosha pe mapaywyr| pre-miRNAs (60-70 bp),
B) ta pre-miRNAs Byaivovv and tov mupnva kot topdyovior miRNAs (20 bp) pe wéym and
v vovkAedon Dicer’® .

Ta miRNAs etvar tehkd dikhovo RNAs. H pio aAvcida eivor COUmANpOUOTIKY HE TURUO
™G 3”7 tov target mRNA mov evoopoatdvetor oe éva mpoteivikd cvoumioko (RISC: Rn4
Induced Silencing Complex). Avt0 €xel ®¢g omotéhespo T “ciyoon” Tov yovidiov kot v
amocod6pnon Tov target MRNA 1} TV avaoToA TG TPOTEIVOSHVOESTC .

O poéiog twv miRNAs eivor 1 pvOon tov yovidiov. I' avtd kor évo miRNA eivor
SLUTANPOUOTIKO o€ éva Tunua evoc mRNA (1 mepiocotépwv). Ta miRNAs wailovv pdro
oTNV apvnTikn poduon (vrofabon / amopdévmon / KataoToAn KaTtd TV petaypoaen}). Ynod
épevva givar to av mailovv poéro kot otn Betikn pvOUon (evepyomoinom peTaypagng /
petdppaong)™.

[ToAAég Bepameieg acbeveidv mov mbBavadg oyetiCovion pe too miRNAs Bpiokovtor oe
e&éMEn. Ta miRNAs Oewpeitonr 0TL oyetiCovion pe OpIGHEVOLE TOTOVS KAPKIVAV, PE TNV
mayvoapkio, pe T pUOUGTN TOL VEVPIKOD GLOTNUATOG, UE KANPOVOUIKES aoBEVELES KOl e

KopOKES TOONGELS.

siRNA

Small Interfering — Mwp6 IMopepuBorrdopevo RNA: dikhovo pikpd

Qicer

uopo RNA pe prkog mepinov 20-25 vovkheotidwe’™. H mapaywyh tov

. ’ ’ ’ / . , , mifRA
siRNAs katalvetan eniong and to évlopo Dicer. H katdAvon yiveton “mg do:dearandsd RNA
, , , , . 35 ‘
and paxpd dsRNA (dikAwvo RNA) kot pkpn govpkéta RNA™.

Ta siRNAs ypnoyomolovvior og «Opyovoy adpavomoinong EW0IKmV

yovidiov*® (kataotol yovidioknc ékepaonc). Enione napepPaiver ot @ i
Swadpopry ¢ RNA-mopépfacne (RNAi) pe v £kepocn edikov N&i?;f"g
YOVISI®V HE TN CUUTANPOUOTIKY) VOUKAEOTIOWY oAAnAovyia. Emdpd oTlm

emmiéov otg mopeieg ™¢ RNAI o¢ apvntikdg unyoviopoc, og
SiRNA
function

SLOUHOPPMTNG TNG YPOUOTIKNG OOUNG TOL Yovidiov, K.o. [Ti0avoAroysitar — miRnA

function

8 . perfect

n Oepamevtikny epoppoyn tov siRNAs. Mécom tov pnyoviopod g _”“”o/ﬁ“‘ 4 paiing

target cleavage

RNAI, ta siRNAs swéletor 60Tt pmopovv va ypnoipomrotnfovv yio tnv o TR, e
= L ' pairing

KOTAGTOAY EMAEYHEVOV Yovidiov (LTebBVVOV V1o Kdmoteg achévelec) ™. ransator eptescion



nastiRNA

Natural Antisense Short Interfering — ®vowd Avrivonuotikd Mikpd RNA IMopéuPaocnc:

npokertat yo évov tomo 1o siRNA. Eivaw evdoyeveic pvOuotég RNA pe pnkog 21-24 db.

Tovtifetar omd cvpminpopatikés petaypagéc mRNA mov kotaryovv oe siRNAY.

piRNA
piwi Interacting — piwi AAMnAemdpdv RNA: mpokerton yuoo por peydan opddo ncRNAs

epov peyéboug (og Loud kotTapa)’.

base

o 0
—0
I_

HO P
C 3’ OH OCH,

[TBavédg Tpomoc mapaywyng tov piRNAs givor o ovopaldpevog unyavioudg ping-pong: to
piRNAs avayvopilovv Tov¢ CUUTANPOUATIKOVS GTOYOVS Kl £TGL TPOKAAOVV T GCUAANYM

9 e o e o s e it

C TPOTEIVIG piwi® .

PIRNA cluster franscript aaTE [T armyia

O pdLog tovg givar n adpavomroinom yovidimv U dithirpeic
7 , , maternally deposited pocl Frert AL —_—
KOl GUYKEKPLUEVA 1 OiL®moN TV LETOOETOV SNl cotehan CIED T

(oynuatiopdg  tov  cvpmAdkov  RISC).

AMNAeTOPOHV e TPOTEIVES PIWI TOV dPOVV
GTOVG opyeLg TOV OniloocTtikdv

(omeppatoyéveon)™’ ko oyetiCovion pe v

avdmtuln  PAOCTIKOV KOl YEVVNTIKOV I ANA ping pong -.|

KUTTAPOV TOV 0GTOVOLAMV.

PFNA cluster ranscript

BB



XXEAIO MAOHMATOZX: BIOAOTI'TA I'" AYKFEIOY (OETIKHY KAT/EHY)

Avti Ilpoldyov: mopaxdatw Ba dcite 10 oyéoro uobnuaroc evogc @voikod (IIE04.01) mov dev Exel
oroacer IIOTE Bioloyia oty I Avkeiov ko [IOTE AEN mpokeitor va d1d6éel, apod to EAAnviro
Kparog tov to arayopedet!

»Awoktiky Evétnre: RNA: Bioctvleon / porog / ypnoeig

»>X10yoL: HeTd TNV OAOKANpmoN TG ddaoKoAog Thg evotntac, ot uadntég o mpénel va
elvan og Béom va:
i. meprypdoovv m doun tov RNA
ii. avayvopilouv TG Pacikég dtapopéc kot opoldTTég Tov e To DNA
iil. avaeépovv TIg oNUOVTIKOTEPEG AE1TOVPYIEG TOV
iv. owywpiCovv v vmapén dvo peydrov katnyopidv (CRNAs, ncRNAs)
v. ava@épovv to kKuplotepa ncRNAs
vi. Swywpilovv tovg pdhovg mov emterel kdbe eidoc RNA
vii. dwywpilovv T1g ypnoelg Tov kabevog eidovg RNA
viii. Katavorcovv 0tL 1 owkoyévela RNA dev éxet “kheioel” akdun kot Twg 1 cOyypovn

£peuva dLopK®S TPocsOETeL vEa LEAN.

» EKTIn@UEVOC YpOvoc: 2 — 4 S180KTIKEG MPEG

»Yhxoteyviky Ymodoun: 16avikd eivor 1o pddnua va yivel 610 €pyooTiplo QUOIKMOV

EMOTNUOV, OOTE Vo glval duvatn 1 xpnon tov H/Y, tov 61ad1ktdov (Yo TPOoGOHOIDCELS Kot
Bivteo) ko tov mpotléktopa mpoPfoinc. H yprion poviéhov atdépmv (kit pe ceapiow kot
PAPOoVG, Yoo TNV KATAOKELN TOV dOUKDOV Hovadwv Tov RNA: pipoln, eoceopikd, Pdoelg
A,G,C,U) 1 Tov povtédov tov DNA (wote va emderybei 10 avtiotoryo koppdtt tov RNA)

elvan emiong evmpoedekT.

>Ipocdokdueve _amotedéonata: npoeavac(!) n emitevén TV oTdOYOV Elvar T

Tpocdokmueve amoteréspata. Evag tpomog eAéyyov elvar puowd ) e&étaon, évag GAAog To
TpoOYepo test 1 TO0 Tpoewomomuévo dyovicpo. Ouwg €vog opketd KoAdS (ko
OOKIUAOUEVOG) TPOTOG €lvol Ta WIKPA test avatpopodotnons uobdnuetos: TPOKELTAL Yo

oAyolenta (To mWOAD S-Aemta) test pe ep@TNOELS KAEIGTOV TOMOL (TOAAATANG EMAOYNC,



GUUTANPOONG , OVTIGTOLYNONG Kot 6mGTOD — AGBOVG) oL divovtal 6Tovg HadNTEG aKkpPMC
TPV 10 TEAOG NG OWAKTIKNG ®pag. Me 1n onueiwon ott givon dev Pabuporoyodvtar, ot
HaOnTéG ELEYYOVV TV TPOGOYN KOl KOTAVONGT TOVG GTO HAOM L0 Kol QUGTKA EAEYYETOL KoL M)

Ol pog amddoon ¢ TPog T StdackaAia.

>Hopsio Avdockarioc:

o Eexvdpe mpoPdiiovtag oty 000V Lo E1KOVO GOV TV ETOUEVT], TOL THPALE 0T TO

dwdiktvo avalntavrog swoves pe titho: “DNA vs RNA”.

Cyt Cyt
’ osme"”‘ . :NUCIEQbases g Dsme“"’z .
Y
g
/\O QO
H H
Guanine . Guanine .
(e} Q
) H ) hH
E B “J)\NH 3 w)\ NH,
N Base pair i
Ad Ad
emneHlN IZI enlneHzN\ ]E
o o
< )"N ( i
N N
Uracil . Thymine .

Q
mﬂ
’ H

L
H

helix of
sugar-phosphates

Nucleobases

Nucleobases
of RNA of DNA

RNA DNA
Ribonucleic acid Deoxyribonucleic acid

Ta ypopato esivor opketd €viovo Kot €161 TO  EVOPEPOV TOV  UOONTOV
EMIKEVIPOVETOL EVKOAGTEPOA. Zntdpe amd Tovg pobntég va meprypdyovv 1o RNA
(ovykpivovtdg to pe to DNA mov €gouvv ddaybet Tig Tponyodeveg nUEPES).

o Atevkpwvilovpe o SOMIKA YOPOUKTNPIOTIKA UE EUPACT] OTIG £VVOleS “HOVOKA®MVO”,

29 <¢

“p1BOCn”, “ovpakiin”.

e Edd elvar ypnowo va £€yovue QTIAEEL pE TA

ocpapidl Ko TG papfoove, povtélo OA®V TV e —
gy e o
dopk®dv povédwv tov RNA (yuwri 6mmg kot va o °eC, 3¢, S

Kkévovpe 1o live givatl kKaAOTEPO Ao TNV E1KOVA. .. )

e X1 ovvéyela Eekvape pe Tov daywpiopd twv cRNAs (oniadn tov mRNA) and ta
ncRNAs.

e EEnyobue 1t Aettovpyio tov mRNA divovtog €upacn otov poAO TOL Yol TN

dwPifaocn tng yevetikng mAnpogopiag, poOA0 TOv TOAAOL TIGTEHOLY OTL KATEXEL TO



DNA. 'Etot to RNA amoxtd (oto pdtio tov pobntov) tov poAo Kot TV vIdoToon
oL TOV appolet.

e Mihdpe yu 11 ProovvBeon tov mRNA (avaeepopaote kot ot RNA moAivpepdon)
KOl KOVOVLUE avopOpd GTOV UN ONUOVTIKO pOAO TV AaB®OV Kot TN HeTaypoon,
a@o¥ avtd dev dwfifaloviar o€ amoydvouc.

o X1 cuvéyela avapepopoote oto. ncRNAs pe épeaon ota 600 Pacikd: tRNA kot
rRNA.

e Afvovpe 1010iTEPN TPOCOYN OTN OTOGAPNVION TNG TAPACKELNG TOV TPOTEIVAOV GTO
pocodaTe KOt 6TOV pOLO OV AVTEG O EMTELECOVV GTN GLVEYEL.

o AkolovBel n avapopd HaG GTNY VITOAOITN «OKOYEVELO) TV HKkpdv RNAs pe ta
YOPAKTNPIOTIKA, TIC Aettovpyieg Kot TiG (MBavEG 1 TPAYUATIKES) YPNOELS TOVG, TOGO
o1 Bewpntikn Broynueia, 6060 kot 6€ KAVIKEG EQUPUOYES.

e Eivol onuavtiko mpv v oAokAnpmon ¢ evotnrtog va 600t Epeacn toco otnv 6A0
Kot avEavopevn RNA okoyéveln, 060 kot o€ mOavEG YpNOES TOVE TOV LITOPOVV VL
amoPovV KOTOALTIKA ONUOVTIKEG Yo xpdvia TpoPAnpata g avlpondttog (HIV,
Kapkivog, K.a.)

o Kieivovtag pmopolpe va dGOVUE GTOVG HAONTEC Eva OAAO £PYOCIOG LE EPMOTNCELG
TOALOTTANG EMAOYNG, N VO GUUTANPADGOLV VAV EVVOIOAOYIKO XAPTN LE TIG OOUES TOV
RNA 7 onw¢ mpoavagépape 610 TéA0G KaBe dOaKTIKNG dpag (amd T1g 2 — 4 dpeg
oL Ba d1apkécel 1 evOTNTA) VO divov e Eva QOALO avaTpopoootnons uadnuatog.

e Katd t odpxeto g odaokoMag HaG, TPEMEL VO TNV EUTAOVTICOVUE HE EIKOVEC

(a6 To drdikTLO KVPIME) Ko Pivieo, evd o610 TEAOG TTpoTeivovpe va dgi&ovue TO

KotamAnkTiko Bivteo g NOVA yia to online moyviot eterna, émov oyxedidotnke and
Bloddyovg, alAdd amevBOveTon e 6lovg. TIpdkettan yio Ttov oyediacud potifov RNA
T OTTO10L OT1 CLVEYELD EAEYYOVTOL OTTO E101KOVG Y10, T ¥PNOIUOTNTA TOVS 1 UN).

To Pivteo avagépel Tog vrdpyer n mBavoétto To RNA mov évag tvyoaiog ypfiotng
oyeodlace, va gival avtd mov Bo kotamoiepnost tov HIV 1 Ba otopoatiost v
eEamlmon Tov kapkivov, 1 8o KAVEL «KATLY TOV KAVEIS LEYPL TOPO OEV OKEPTNKE OTL
yivetou!

Kotd ™ yvoun pog o tétola mpoomadeia a&ilet

vo, petagepbel otovg pabntéc pog kol givot DDeTe rna

olyovpo mwg (AMOy® TOL OYESIAGUOL NG, ®C

Mcke Molecules Advance Sclence

moyvior) Oa tpapnéet ToAd TV TPOGOYN TOVG.
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MEPIAHYH 2°Y OEMATOX

To RNA eivan éva povokAwvo voukAelkd ofh mov amoteleiton omd emavoarapPovouevo
vovkAeotidwn evouéva pe 3’5" pwoeodieotepikos Oecpovg. Kdbe voukieotidlo
amoteleiton and po poln (ocdiyopo), £va POGEOPIKO avidv Kot Uio €K TOV TEGCAPOV
Baocewv: adevivn, yovavivn, kutocivn, ovpaxiin. To RNA Asttovpyel g ayyeAo@dpog twv
YEVETIK®OV TANPOPOp1dY omd 10 DNA, ¢ HETAPPACTNG TANPOQOPIOV Kol O OOUKO
ovoTatikd TV pocopdtwv. Ot dvo Pacikég katnyopieg Tov RNA eivar ta kwdikd RNAs
(mov petappaloviar oe mpwteives kot ival To mRNAS) ko givor ta pun kodikd RNAs (mov
dev petagpalovran kot eivar OAa ta dALA). [To avaAivtikd Exovpe:

e mRNA: ayysho@dpo RNA, petaypdoetal ond to DNA kot peta@épet t1g mAnpopopieg tov
DNA ota ptpoocopata yia va yivel 1 mpoteivoohvieon. Xvvtifetar and RNA molvpuepdosg
(évlopa) mov kaBodnyovvror amd ta ekpayeio tov DNA.

o tRNA: petapopwcd RNA, petapéper €va cvykekpuyuévo, kdbe @opd, opvold oe o
OVOTTTUGOOUEVT TOAVTENTIONKY] 0ALG100 TOL PPOGHOUOTOG OOV YiVETOL 1] TPMOTEIVOGVUVOESDT.

¢ rRNA: pipocopikdé RNA, katadvel Tov oynUOTIGUO TOV TENTIOKOV deopol 6To pidcmla,
peta&y 0vo tRNAs pe 1o apvoééa tovg. Mali pe 1o tRNA Oewpeiton tunuo tov
TPOTEIVIKOL GLVOETIKOD punyovicpov. Atotedel emiong dopkd oTotyelo Tov PROCONATOC.

esnRNA: mkpd mopnvikdé RNA, oyxetiCeton pe to patiopo tov mpdopopmv mRNAs
(amopakpivel ta ecovia, kabodnysl v evbuypaupion tov Bécewv patiopatog, moilet
KOTAAVTIKO pOLO).

¢ snoRNA: pikp6d mopnvickikd RNA, tporonotei to pre-rRNA oTic Aettovpyikég vmopovadeg
S. Tlpoépyeton amd Tpomomoinon Kamowwv wripoviov. Mmopel vo €yel ko Agrtovpyieg
doyeteg pe Ta IRNAs.

e miRNA: pikpd RNA, avactélhel Tnv Ek@pacn Tov yovidiov otav tpocdévetar o€ mRNAS,
HE TEMKN avooToAn ¢ petdopaong tov mRNAs oe mpwteives. Eivarl dikAwvo RNA pe
TOAVES EQAPLOYEC OTNV KATATOAEUNON 0oOEVELDV.

¢ siRNA: wikpd mapepporiropevo RNA, kot avtd eivan dikAwvo RNA mov ypnoyonoteitan og
opyavo adpavomoinong €WK®V yovidiov kot Edeyyov g RNA — mapéuPaonc. ITbavég
OepamevTiKég EQaPUOYES.

enatsiRNA: euowd avtivonuatikd pikpd RNA moapéppaong, évag dAhog tomog tov siRNA
mov amotelel evdoyevn| puBoti) RNA.

¢ piRNA: piwi aAAniemdpodv RNA, oyetiletal, g mpog t ProchvOeon tov, Le TV TpmTEivN

piwi. 'Exet podo adpovomoinong yovidimv kot gipmong HETaOETOV.

BB



Ofpo 3

Eion neroihdemv ko pnetorro&oyovov topayovtoy. Poroc tovg otnv eEEMEN Kon oTn
Lo Tov Sufrov ovov

MetaAlaEelc KaAoOvTal ot oAAayés oto yovidiopa (Yevetikd vMKO) oTn SlIpKEWL TOL
xpévov. Agopobv HiKpNG N pHEYEANG KAlpakog oAhayéc ommv  aAAnAovyio ToV
VOUKAEOTS IOV . Ot HETOAMGEES KOTYOPLOTOODVTAL OVAAOYO. pE Tov TpOTo dnpovpyioag
TOLG 1 WG TPOG TN GVGTAGT TOV TPOIOVIMV TOVG,.

O emduevog mivaxag oelyvel Tic Pacikég Katnyopiec twv peTaALAEewY. DTIdyTKE (LE TO

npoypappo CorelDRAW 9) Bdoet v avapopdv mov Oa akoAovBcovY GTIC TEPLYPAPES:

METAAAAZEIX

Q¢ mpog Tov Tpomo uiovpyiag Tovg: Qc mpoc Ty froymuii cbetaey TV petaklaypdroy (npotdvroy petdhadnc):

Kot Robertson

1
I 1!
| 1
I I
! ' / ' ‘\\%.‘\UOI oo | :
! Enaybpsves (ond : | Xpouosonmkis
| petailooyévoung Katd myv : :
I napéyovres) avTrypagi Kata tov | | L
: Touv DNA  Surgmpiopd tov : : r_ﬂYEPMK,'
: EPOposOpaTOY | | (onuswkec)
! amb X I
| bl o and Axtwvofolisg & :’I AppnTucig
! L Pty 7 ull (Fsvotvmikég)
i ypoposopdtoy 7~ v R
: (Tovilovesc: -\'-Tl,/’/’ (Meraddhdtec
I Ay TUNIRABTOOT] (D{_:)tuggn kS Kartacrtohig) Hapexiivovsa
! paong aldayig ,J Evnhosibia
: E‘Ponommm] (U.V) lpaypartucég
aong ; i
: llq!?{mm o Eagvagopss Amhozibia
: Y A Enavagopés e (novorrhosrdiu)
! Iupsvﬁcﬂkq Sl ot Mporeives Agitepns Ofong ( A\ru_u—tha‘rd‘;w']
| pevdddain 77 : Holvmhosidia
: ,// (tmumhozidia,
i / * g ato DNA Elhaippa TETPUNIOELDIM,...)
: ot Authacracpog
I : 8 OTIC KOBIKES A
e évrtmrgc’mﬂ Xnuikég e 6TIC 1] KOBIKES AvacTpogt
| pacemv aldaryig MEPLOYES ) Avevmhosidia
i Hposisn i gric Bases Metatomen /
: —fll_ﬁB }:luzrrqpé; Movosopia
| Metdntoon SUGERY WBETEPES o
et mhaj
| ) Anapivoon ne At':Bo.,’ Nonpu
! Merastpogi ) Xwpig Nonpa Apotpaio Tpisopio
! Anromovpivoon —=Meratpomig 5
I i o Actupstpn
! ) VAPVOGTIKOD
: OadoTikng Miosion
I

Tpomomoiney

Q¢ mpog 1t Proynuiky oVCTOON TOV UETOAAOYUATOV EYOVUE TIG YOVIOLOKES KOl TIG
YPOUOCOUKES HETOMGEELC™:

»LCovidwkég: apopovv pikpd apdpd Paoswv e pia meproyn tov DNA mov avagépetat o
éval yovi6103. Xoapaktnpilovior kot og oNUELEKES (AVTIKOTAGTACT EVOG LOVO VOUKAEOTIO0V
omd éva ko).

>Xpoposopukic: apopovv peydio apdpud Baoemv (610 HEYEOC TOL YPOUOCHUATOC).




» O yoviduokég petaAldéelg yopilovral oe autéc o€ eminedo DNA, og avtéc o€ eminedo

TPOTEIVNG KO OTIC EXAVAUETOAAEELG:

Y¢ emintedoo DNA £yovpe:

* Avtikataotaon Cevyove Bacswv omd dAAro

Cebyoc Kou GLYKeKpEVE TIC Tepurthoe me - e A=Y LN
petdntoong (oaviikatdotoon movpivng omd ‘ l ] ‘
movpivn Kol Tupdivng amd mupyudivn) Kot &.C C-G C.G G.C
™G METOOTPOPNS (OVTIKATAOTOOY, TOVPIVIG  Meranmaoeig MeTaoTpoPEg
amd Topyudivn i Topyudivng omd movpivn)*.
*IlpocOnkn 1 Ancirorwer Bdoswv

Onz DNA template strand prior to DNA replication One DNA template strand priar to DMA replication
Katé ™V aviypoey tov DNA: 1, Presce 2) Prevess

and goes [ust past the TNRE.

DNA moAvpepdon oMcBaiver mpog

ONA replication begins
‘Halrpin forms In template stand
replication.

DNA
polymerase

R

= [EE8 et
ONA polymerase slips off % 5
the template strand and a
forms.

Lol BMNA replication acaurs and

ta wiow (splits off) ko oymuoatiCeTon
eovpkéta o1 véo oAvoida M

oMoBaivel mpog to eumpdc (splits ﬁﬁﬁﬁﬁﬁ

DNA polymerase siips over
the hairpin.

—

§ DNA polymersss reslimes
% | DN replication.

over) Kot n @ovpkéTa oynuatiferon

DNA repair oeeurs.

oV opywn aivcida. H dadikacio

lum\ repalr acaurs.

: TNRE is longer- . TNRE Is slmer.ﬁ -
mg  emdwOpbwong  diver v m«m | AR e s e

AL LA L L LR LG LI e L L L1

4 6
HST(X)\.)\,G&T] . (b) Mechanism of iriniicleatide repeat xpansion {€) Mechanism of trinuclectide repeat deletion

*Xnuikéc odhayéc eTic Bassig Tov dakpivovial og’:

P Anomovpiveon: anopdkpvven tovpivig amd to DNA. Av ) enididopbmon dev v

QVTIKOTOOTNOEL [e TNV 101 wovpivn, tote oadnmote Pdon pmopel va eveopoatmdel
Kot vo Eyovpe LeETAAAAE.

SAnapniveon: anopdkpuven apvopddas and pio Aot Kot HETOTPOTN TNG 6€ GAAN
Baon (my odevivy —Z4eo s oupokikn). Av 1 GAAn Baon Sev omopakpuvesi,
Cevyapaverl ko divet Eva véo (ebyoc Bhoewv.

L0&adotik)  Tpomomoinon: elevbepec pileg ovydvov (mapampoiovia Tov

KUTTOPIKOD peTafoAIoHOV) 0ALOIDVOLY OLEWMTIKA TIC PAcElS Le amoTtédeoua va

Exovpe aAlayéc oto Cevydpmud Toug.



S YE TPOTEIVIKO ETITEDO EYOVUE:

*og KMOKI mePLoyn) Tov DNA £yovv ¢ amoTéAEGa TV GAAAYT] TNG YOVIOLOKNG OOUNG

oV o1 ovvExel aAAAlEl M SoKOTTEL TNV apvoolikn akoAovBio Tov KMOKOTOLEL.

I ’ I r , J J 8.9 ’ .
Tehkd to mentioo mapdystor aAlolwpuévo 1 dev mapdyston kaBorov . Ta €idn avtov
TOV HETOALAEE®V etvat:

SX10mnAéc pETOAMAEELS: 00N YOVV 6€ KOAIKO Yia TO 1610 aptvo&D

DO0vééTepec neTaAAIEELS: 001 YOVV 6 KMOKO Y10 160dVVOO OUVOED

SMeroirdterc pe AMaBoc vonua: 0onyovv o K®OIKO yio, S10popeTikd apvo&y

S MetolhdEerc yopic vonua: odnyodv o€ Kmoikd AENG TG LETAPPAOTS

S Metolhderc NETOTOMIONS AVOYVOGTIKOV TAULGI0OV: 00NYOUV GE OAAAYT| TNG

oLOTACNG TNG TPMOTEIVIG amd To onueio mov mpootifetor 1M aapeitor To
VOUKAE0TIO0

*oe un KMo 1 oe pvOurotiky mepoyn tov DNA o1 puOBuiotikég meproyés eivon

vrevBuvveg Yoo TV EkEPOoM TOL yovidiov (Tnv mpaypotomoinom g petaypaens). ‘Etot
petdAraén oe £va T€T010 ONUELD, ATOTPEMEL TNV TOAVUEPAOT VO AVALYVIOPIGEL TNV TEPLOYN

KO VO TPALY L TOTOMGEL TNV uswypa(pﬁlo.

s Enavanetoiraéerc (back): mpokeitor yroo petaArld&els mov Aettovpyolv avtibeto omd Tig

. . . . ; 11
forward petaArda&elc mov adpavomrotovv to yovidia. Ot emavapetaAldéelg dtokpivovtol og

*TPOYROTIKEC ETOVOQOPES (true reversions) TANPNG OVTIKATAGTOOT TNG OPYIKNG

UETOAAOENG

*eavoQopéc oevTepPNC BEong (second-site reversions) amokatdotaomn Tng AEttovpyiog

™G TPAOTEIVIG 0md vEa PHETAAAAET GTO w70 M| 6€ AAAO YOVIOL0.
MetaALaEelc KaTaoTOM)S ovopdlovion ot axpiPels aviioTpoPEég TG apykng HeTdAlacng

oL 1VOVV TO TPMTOTVTIO YOVIO10.



» O xpoUOcOMKEG HETOANAEEIC YopilovTal 68 apBunTikéc Kot SOUKES:

4

e ApOuntikég 1 Tevotvmkés petaAlaéelc katd tig omoieg aAldler o apudg tov

I 12 ’
YpOHocOUdTOV . Alakpivovtaol G:

+[Hopekkrivovsa Evmhogidia 6mov £xove aAAAYEG OTO GDVOLO TV YPWUOTHUATWV KOL

dlakpiveron oe:
DAmhogrdio 1 LovoTAOELdi0 OTOV AEITEL L0l PO UOCOUIKT CEPQ
SIlolvmhosidia 6mov Eyovpe aHENCT TOV YPOUOCOUKOV GEPDOV (Tprmhogtdia: 3
GEPEC YPOUOCOUATOV, TETpomhoetdia: 4 oepés, KAm)'"
* Avevmhogdia Omov €yovue OAAYEG OTO OLVOAIKO OplOUO TWV  YPWOUOCHUATDV
(meprocdtepa 1 Aydtepa). XyetiCovion pe mpoPAnpate Ploctdtntog Kol StvonTIKiG
kabvotépnong (covdpopa Turner, Klinefelter, Down)'. Aapivetan oe:

SMovooopico (2n-1) arovcio vOg YpOUOCOUATOS 6T duThoeldn (2n) celpd

2 Tpsonio 2n+1) éva emmiéov ypoudowpo ot dmhosdn (2n) cepd

Turner's Syndrome Klinefelter Syndrome Down Syndrome - Trisomy 21

e e B
R RN TR N T R RN TN RTI (NN IR NIRRT

E) {13 1" 12 LS PR 1 % 12 13 14 n 12 1 4 15 16

ey S N
TRIBTRIET -;;'(U NIRRT u”s UR LR IR HATET I“l
7o iow o on W0 7w 9 B n n HEY LA T I S

 Aopikéc Metodraéerc 1 Avodtatdiars: mpoketat yio LETOAAGEELS oV peTafaiiovy )

, . 15,16
doun TOV YPOUOCOUATOV .
Breakage and rejoining Crossing-over between repetitive DNA
1 23 4
o M
1.2 a4 1 4 l
Deletion ! 2 bl P — 1 L 322 — Loss
=2
l 3ol 4 1 4
—_— -, .
Loss 1
i B 3 4 1 2 1 23 4 1 4
Deletion L “\2 P L F— . b A
ond 12 3 4 > 4 2 3 3 ) 1 23 23 4
duplication i £ ‘,;2“\ : L N 1,_'?3 4o 4 R Y i
L
i
Inversion ‘f’ 2 3“, 4 1 3 2 4 2l3
i i i A _> 1 ! i ! 5, "]
Z\\ Z} 1 32 4
B Y
12 3 4 1 2 8 9 10 1 2 3 a4 1 2 8 8 10
Translocation == “‘Z'/ I ‘ o v 5 o
s — /
P ks L W OB g 7oA 4 s o 7\e s w0 s & 7 a4

Z Chromosome break --= Joining of broken ends =# Repetitive DNA segments X Crossover ‘




Awxpivovtor 6€:

+*Elieippnora (deletions): andielo evog TUNHATOS TOV XPOUOCHHATOS. To YpopdOcmL

“omdel” og 600 onueia, TO EVOIAUESO TUNLO EVOVETOL G ONALE Kot YAVETOL Kot To. okpoio
TUNOTO ETOVEVAOVOVTOL.

*Awrhaocwoopoi (duplications): sivor n avtiypaen evOg TUNHOTOS TOV

YPOUOCOUATOS HEGH oT0 1010 10 Ypopodcopa. Eivoar onupaviwkol a a8
B Centromere [
) \\ \ .'I

pnyaviopol yio ™V e&EMEN Kat TV EMTEVEN KAVOVPLOV KUTTOPIKOV y ¥
M Paracentric g

AELTOVPYLADV. | ” m
Irk_“l

*Avaotpoéc (inversions): 1o ypopdcoua “ondel” og 6vo onueia, to &

EVOLANESO TUNUO OVTICTPEPETOL KOL EMUVEVOVETOL OTO Ot onpeio. .
AloKpivovTOL GE TOUPUKEVIPIKES (paracentrics) Kol WEPIKEVIPIKEG o o ‘
(pericentrics) avoloyo. pe TO av TO KEVTIPOUEPES efvar £Em 1| avdpeca | I. L
oY avaeTPoQr' .

*Mceront®ogls  (translocations): 10 ypopodcopo “omdel” oe 000 onueic KoL TO

EVOLAUESO TUNUO TPOGKOAAATAL € €va GAAO OMUEIO TOV YPOUOCHOUATOS 1| 0€ GAAO

Ypopocmua. Atakpivoviol Ge:

Baajriz a

DAmLéc (simple) petoffoels: to TUNUO TOL €vOC — WEMMEEE s

By e 43 2211
YPOLOCDUATOS EVOVETAL GTO AALO ;“" e
SQApofaicc  (reciprocals)  nerobicseic: M paapres 2112 9
, . , , ERCATED  recovca & ST
16OPPOTNUEVEG) OV0 YPOUOCOUATE OVIOALACGOVY 21 Tdoction” 432 11
e i gl

TUNUoTO "
DAcvunerpec nerabéosic: (1 Un 10OPPOTNUEVES) SNUIOVPYOVVTAL GE OITOYOVOVG

atopov pe apotPaieg petabéoelc kot yapoktnpilovrol and anmdAelo | SUTAUGLOGUO

, . , -18
OTUOVTIKOV TUNUAT®OV TOV YEVETIKOD TOVS VAKOD .

2MerorTonicec KoTa Robertson '’

Xypopocopky oovimén (fussion):
évoon 800 un oUOLOY®V e n

m‘ Lz rejoining \7 f
YPOHocOUdTOV  (oTNV  TEPLOYN  TOV

Fragment

KEVIPOUEPDY) KOL OYNUOTIOHOS  &VOC Demiro
Normal, nonhomologous, Robertsonian
acrocentric chromosomes translocation

VEOL YPOUOCOUATOC.
Xypopocouky daceraon (fission): Sidonacn evdg ypopoodpoTog (oTnV

TEPLOYN TOL KEVIPOUEPOVG) KOl GYNUOTIGHOS SVO0 VEWV YPOUOCOUATOV.



Down syndrome arising from a Robertsonian
, , , , translocation between chromosomes 21 and 14
Y TOPYEL  OQUECH  OLOYXETION ,ugraé‘ v TV

14q21q Three chromosome segregation patterns
. , translocation S PRGN e e
Robertsonlan UETATOTTIOEWV KOl TV heterozygote ™"
OVELTTAOELOV UETOAAGLEWV, 0TS fAémovue o | ‘ l ‘
, .21 Lo | 0
THV ETOUEVH] EIKOVA .
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METAAAAZEOI'ONOI ITAPATONTEX

Onwg avagépape oty apyn, otov “Tlivaxko tov MetaAldéewv” ot HeTaALAEELG Umopel va
elvar  avBopunteg (katd Vv avtiypaer]; tov DNA 71 katd Ttov Slo®piopd Tov
YPOUOCOUGTOV)?, aAAG prwopel va eivar kot emaydueves, SNAAST Vo TPOKAAOVVTOL OO
eEwTEPKOVS TOPAYOVTEG TOV OVOUALoVTOL HETALLAL0YOVoL Kal ivol O1 YNMUIKES 0VGIES Kot
ot axtwvoPorieg. Eivar dnAadn mepiforiovtikol (puoikol 1 ynuukol) mopdyovieg, mov eite
vdpyovv ot evon, ty UV aktivofolria, cuotatikd meptBAAlovioc, KOCUIKES OKTIVEG K.OL.,
elte givor avOpoOmva Kataokevaopata, Ty LoAvvon tov mepiPdiiovtog , axtiveg X, v Kot
oOUATIOOKEG akTives (a, B), vikoTivn, K.oL.

» Xnuikoi Metoirofoyovor Mapéyovres™*:

* Avaloyo Bace®V: yMUIKEG EVOGELG TOV 1) dopn TOVG HOLALEL LE aVTH TV PAcE®V TOV

DNA (my 5-Bpopoovpakiin, 2-apivo-movpivn). Mmopovv va evwbodv oto DNA ot

0éomn tov Pdoemv Kol vo TPOKAAEGOLV ovTIKaTAsTAoN Wog Bdong.

s Tpomomomréc BAGE®V: YNUIKEG EVMDGELS TOV TPOMOTMOWOVV ynukd Tig Bdosig (my

ViTpdoeg 0&D, vopolviapivn kot aikvMotikol mapdyovies: EMS, NG). AALalovv Tig

W010Teg ToV evyapdpatog Kot £tol ot Pdoelg (evyapmdvouy HE SOPOPETIKES TAEOV

Baoec. wou o
Proflavin | | |
<+ IopevOETIKOL TEPAYOVTES: YNUIKEC EVDOELG OV £XOVV ez s -
| ]u; ]L, 3|
dounn  memhotvopévov  popiov  (my  mpogrofivn, W i e
| |
moptokoddypovv g akpidivng, ICRs) ko mapeppariiovron " "
r r Ié . I3 Acridine orange H N i
avapeoa otic otolaypéves Phoelg mpokaidvtag Ty i6odo " "
\cf{_‘-“‘“cq/f(:-*“‘cf (',5‘“-:-(: -~
N_0omoAowpn omA®v vovkieoTidik®dv Cevydv. Ilpokodovv G 13@0& |
T *:;,(_/ “\.N& \(&'x'\l

UETOAAAEELS OVOLYVOOTIKOD TAOGIOV. Lo [N



*Megroirofoydvo mov aAlot@dvouvy BAcels: ynUIKEG EVAOELS TOL 1 OpAoT TOVG TAvVm

otig Pdoelg, mpokaAel aAloimwon| Tovg e amotédeoua va yivetal advvato to (evydpmud

tovc. Ztapatdel €tol n aviypaen tov DNA. H mo yvoot) tétown évaoon eivor m
apiato&ivn By.

s Koatopoikd Metolhaloyova: ynukég EVOOELS OV dgv givor ot 1d1eg petolAa&oyovec,

AL T KOTABOAKA TOVS TPOTOVTO. XOPAKTNPIOTIKY Eveon ivan To benzo(a)pyrene mov

éva omd T TPoidvTa ToV KOTaPOAMGHOD TOL gival TO O10AETOEEIDI0.

3

» Axtivofolisg:

+lovilovoeg AktivoBohrics: oxtivec-X kot Axtivec-y. IoviCovuv d1dpopa popio tov

KuTTdpov, Ty T0 VvePO, mapdyovrog eievbepec pilec, kvplwg pileg o&uydvov. Avtég

npocPailovv o DNA aldlowdvovtag po Baon 1 dnuovpydviog povokimva 1 dikimva
pNyuato (YPOUOCOUIKES HETOAAAEELS: KAaoToyovo). Mropel emniong (og yapmAég 60GE1g)

Vo TPOKOAEGOVY Kot onuelakée petadddéels. ‘Exovv opdon avaioya pe tn d00m Kot pe

akpoio amotédecpa 1o Odvato. H dpdon toug eivor mpocsHetikn Kor 0ev vIapyeL
KatOTEPO Op1lo d0omg! Xpnoyomotovviol Kol 6TIS akTvobepaneieg Kotd Tov KapKivov,

, , . . I 25,26
0POV HTOPOVV KOl KATAGTPEPOVY EMAEKTIKA TO KAPKIVIKA KOTTOPO .

+Yreprddne Aktwvoforio (U.V.): pe unkn xouatog 1-400 nm, eivor pior QUOIKA

axtivoPoMa mov mpoépyetor and tov ‘HAo. [IpooPdier to DNA, apold movpives ko
mopyudiveg amoppoeovv  éviova ota 260 nm. IIpokoAel opolomolikn ovOvoeon
TOPOKEIPUEVOV TUPUIOIVIKOV KOTAAOIT®V Katd UKo evog khdvov tov DNA. To dwuepég
TOV TUPLUIOVOV TOV TPOKVTTEL eV TOPLALEL 6T SuTAn EAka Kot £T61 1 avTypaen (dpa
., (1252627
KOl 1] YOVIOLOKT £€KQPOOT)) GTOUATAEL .
GACCAC
m o mmugm
CTGGTG
| uv

by S pemmn ENGE R CEme: )
GACLKAC
M0 W W nm
€TGGTS

=Q
=u
HEQ
yz%[
H=p
=N
/\ Avtypagpn) DNA

;. GATTAZC
Avriypagr DNA / \ TR i
T A A [Tpoxinom
GACCAC netaihalemy
W unmwmn m "
CTGGTG cT G amd v UV
P N S W N S
G A C, A C CTIVH A
Avrtiypagi DNA ‘ T )CH a & axtivofokic
CTAATG HET® TOV Ty
GACCAC - ;
mwommwm TIGHOD SipepmY
CTGGTG

KUTOTIVIG.



POAOY TON METAAAAEZEEQN
XTH ZOQH KAI YTHN EEEAIEH TOQN EMBIQN ONTON

»YXTHN _EEEAIZH: og¢ e&éMén opilovpe v oAhayn TOL GLVOAOL TOV YOVISI®V KATO0V

gldoovg 1 TANBvoUoY pe TV TAPOSO TOV YPHVOL, dEOOUEVOL OTL KAOE YOVIdlo (KANPOVOULKY|
Hovada) petaiBaletar avarlointo yio moAkéc yevesc™.

Ot perorraéers, mov arrdlovv T dopn TV yovidimv, yivovtor tuyoic, avbopunta M
enayopeva (amd eEmtepucods mapdyovteg). Mall pe v QUOIKN €mAOYY, TN YEVETIKY
EKTPOTI] KOL TOV GVOGVVOVAGHO OTOTEAOVV TOVG UNYOVIGHOVS TG EEMENG. MdAota ot
UETOAAGEEIS  OVIKOLY  GTO  TUNUO TOV  UNYOVICUOV 7oL  avEAVouv TNV  YEVETIKN
ToOTNTO .

Ot QUOIKES NETOAMGEELS ivan TUYAIES KoL 01 TEPLooOTEPES civar ovdétepec 1 PAaBepéc’.
Atyeg petodAdels etva xpNnopeg Kot TEAKA amoTeAovy Tov “kopud” g e&EMENG: o Toyaia
UETOALQYUEVOL €L0N TPOoTapuOlovTal KAADTEPA 0TO TEPLPALLOV TOVG, ETPLHOVOVY TEPLGTOTEPO,
ONULOVPYDVTAS TEPLOTOTEPOVS OTOYOVOVS (TOV PEPOVY T UeTdAraln tovg). Etol o tAnBoouog
TV  UETOALOYUEVY — EVTPOCGPUOGTOV OTOUMYV OVEAVETOL KOl ETIKPOTEL EVOVTL TV

VTOLOITWYV (PVOIKY ETILOYY).

»XTH ZQH: ot petadldéelg pmopet vo Exovv apvntikd 1 0etikd avtiktomo otn (N Tov
avOp®OToL. YTTApYouv TaBoA0oYIKEG KATAGTACEL TOV OPEIAOVTOL OTIG LETOALAEELG OALG KO

KOTAGTACELS TOL OLGLUGTIKA S1TPOVY TOV AvOpwmo ot (.

S Madoroyikéic KATAGTAGEC

*Meclaypouiky énpodepuia: 0c0éveln pe cofapn eotocvaictncia, déppa ENo Kot

peAavo kat e VYNAAQ Tocootd kapkivov tov déppatoc. Ipoxkodeitan amd petaAlaéelg
ota yovidila emdtdpBmaong tov DNA kot opeidetatl otnv UV aktivofolia.

*Xvvopoua_Down, Turner, Williams, Klinefelter: opcilovion oe petaAra&elg mov

oyetilovioan pe tovV aplud TOV YPOUOCOUATOV KOl TOPOVGIALOVYV OLGHOPPIES,
VONTIKT VOTEPNON, LIKPO TPOSIOKILO CmNG.

* Aywocoaipivordfsieg: (6nwg M Balacoaiuia) opeilovtal o€ ONUEINKEG HETOAAAEELS

YOVIOIOV TOV KOOIKELOVV TIG VROHOVAdES TG aipocpoipivng. 'Etol mpoxdmtovv
ToOoLOYIKEG apOcEapiveg He TPOPANUE 0T OéGHELON N TNV ATEAEVOEP®ON TOV

o&vuyovou.



*Apsmavokvrropiky _ avowio: ocbévelo  ToOv  ®G

YOPOKTNPIOTIKO €XE TNV OAAOYN TOL OYNUATOC T®V

gpuBpokvttdpov (oe dpemavoedr] popen). Ta kdTTopa

avtd tebaivouv ypnyopdtepa Kot ep@aviCeTon avarpioL.
Ymapyet duoAertovpyio opydvmv, TEPIMTMCELS EYKEPUAMK®DV EMEIGOOIOV 1| TPOUYLOV
Bavatov. Opsileton o€ onuetokn petdAratn A—T.

*lalaxtolouia: o0cOéveln katd tnv omoion Agimer éva amd to éviopo oL

petatpémovy T yohaktdln oe yAvkoln. Oesidetal oe petdAraén tov yovidiov mov
kwdwomnotet to évlupo. Eppavileton mvevpatikn kabvotépnon kot avtipetonileton pe
amoyn ol To YOAUKTOKOUKE TpoidvTal.

* Kapkivoc 7 _Neomlacio: vOGOC TOAVKLTTOP®V OPYOVICUAOV TOL gp@aviletol og

AvVOUAAOG Kol avEEEAEYKTOG TOALUTANCIAGIOC KUTTAP®Y. ZuvodeveTal cuviOmS Kot
pe avopoAn dagopomoinor. Opsiletal e petaAldEelg yovidiov mov puBuilovv v
avdrtuén tov Kuttdpov. Avo eivor ol KoTNyopleg aLTOV TOV UETOAANYUEVOV
YoVIdiwV: To. 0yKoYyovidla (Tov TpokaAovV Kapkivo) Kot To avtioyKoyovidwn (mov dgv

elvar mAéov o€ B€om va eAEYEOVY TOV TOALOTAAGIOGHO TMV KLTTAPWV).

S XpRiowec MeTalhGEac’:

* Aeitovpyio _TOV _avOGOTOMTIKOD GUGTHUATOS: OTNPILETOL OTIC UETOALAEES TOV

Aeppokvttapov. Ta aviicdpato Kot ot VTodoYElG Elval TPOTEIVEG TOV KMIKEVOVTOL
amd yovidia, To ooia OV VILAPYOVY OVTE GTOVS YOUETES, OVTE GTO GCOUATIKA KOTTOPO
Katd T yévvnon tov opyoviopod. H mowiddmmta twv vmodoxéwv tov T-
AELPOKVTTAPMOV KOl TOV OVIICOUATOV, OPEIAETAL GE LETOAAAEELS KO OVOGUVIVACUO

TOV OVTIOTOLY®V YOVIOIWV.

BBB
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MEPIAHYH 3°Y OEMATOX

MetaAldelc etvar o1 aAlayéc 010 yovidiopa, otn otdpkel Tov ypoévov. Xwpilovtor oe
YOVIOLWOKES KOl YPOUOCOUIKES, ovdioyo pe tov aplBpud tov Pdoswv mov aAlalovv
(Yovidrokéc: pkpog aptBpdc Bdoemv oe po meployn tov DNA Kot ¥poUOCOUKEG: HeYOAOG
aplBuodg Pacewv oe emimedo ypopoompatoc). To kabe eidog ywpileton oe vmoeion.
Yvuykekpyuévo ot yovidlokég ywpilovior oe avtég oe emimedo DNA (avtikatdotoon,
TPocONKN/amalolpn Kot ynUK oAdayr PAcewv), 6€ aVLTEG GE EMMESO MPOTEIVOV (CE
KOOWKEG M| UM KMOKES TEPLOYES) KOL OTIC EMOVOUETOANAEEIS 1 UETOAAAEES KATAGTOANG
(mpaypatikée Ko devtepng 0éomg). Ot ypouocoukés yopilovior oe dopké (EALEL,
OumAaG1aGHOG, AVOCTPOQY], LETATOMION) Kol 6€ aplOunTikéG, Ol OMOieC HE TN GEPE TOVG
yopiloviar og mapekkiivovoa gumroedia (amAogdio, TOAVTAOEWDIM) Kol GE OVELTAOELdTNL
(novooompia, tpioopia).

Ot petodddEelg umopel va eivanr avBopunteg 1 emayopeves, onAad” vo TPoKaAOVVTIOL Omd
petarra&oydvoug mapdyovtec. Tétotol eivar ot ynuikoi (avaAoyo/TpOTOTOGES/ AALOUDGELS
Baoewv, mapevBetikol mapdyovreg, katafoiwkd petaArlagoydva) Kot ot oKTivoPoAieg
(veprddelg kan wvitovoec: X, 7).

Mol pe T QUOIKN ETAOYN, TN YEVETIKY] EKTPOTN KOl TOV OVOCLVOLOAGHIO, Ol HETOAAGEELS
AmOTEAODV TOV PNYOVIGUO NG e£EMENG Kot BOCIKO avENTIKO UNYOVIOUO Yo TN YEVETIKN
TOWKILOTNTO. Mmopovv va éxovv Oetikd avtiktvmo ot (on (0nwg m Aettovpyio TOL
OVOGOTOMNTIKOV GUGTNUATOG) 1 opvNTIKO (OT®MG Ol 0cOEVELES: aOCPUIPIVOTTAOELES,
OpeEmOVOKLTTOPIKN avopia, yohaktoloio, kapkivog kor to ovvopoua: Turner, Down,

Williams, Klinefelter).

BBE



Ofno 4

HoOoProroyic 060sveEldVY — GUVOPOU®MV 7OV GLVOLOVTOL Ue TO perofooud TV
VOVKAETKDV 0EEMV

Ta vovkhieikd oféa (DNA xor RNA) omotehovvior amd oivoideg vovkAeotidiowv. O
UETOPOMGUOG TV VOUKAETKOV 0EEmV Tepthapavetl tov avafoicpd, dnAiadn m Proocvvieon

TOVG KOl TOV KATOPOAGHO, ONANOT| TNV ATOIKOOOUNGY| TOVG.
T H proocHvbeon (avafolopdg) Tov  vVOukAEoTdimV
Evepyornomuévn piBogn (PRPP) + Baon axolovbei dVo mopeieg: a) T mopeieg de novo, dmov N
l BlocvvOeon yivetal amd amAoboTEPES EVOGELS Kot B) TIg

NoukAeoTidlo

mopeiec mepicwong (salvage), OTOV TPOGYNUATIGUEVES

MOPEIA DE NOVO Baocelg avaktdvTal Kot cuvdovtal EavE Gg o Lovado
5 a ¥ r 1 , 7 I r
Evepvoronbern PR (FAPF + Aot 5186ing'. Kat ot Vo mopeieg mepihapBavovy ympkég
l avtwpacelg petald pog alwtodyoag Paonc, €vog
NouiksotiBio QPOOEOPIKOV 0&E0G Kol EVOG Gakyapov (Tevtolng).

H amowodopnon (katafoMcpoc) twv voukAeoTdiov (Tov yiveTor VOPOALTIKA) UTOPEL va
QPN OEL OVETOPO KATO10L TUNLLOTA MOTE VoL YiVEL €K VEOL GVUVOEDT).

['evikd o petafoMondg Tmv VOUKAETKOV 0EEMV gival pior KOTaAvTIKn dtepyacio, 1 omoia
aroutel €vlopa yio v olokAnpwon . Ot acBéveleg mov mpokLITOVV KOTO TOV
petafolopd avtd, opeihoviol katd KOplo Adyo o€ gAlelyelg 1 ehattodpoto ota Evivpo
KatdAvong.

INUaVTIKO POAO GTOV SLOY®PIGUO TV AGHEVEIDV TOV UETOPOAICHOD TV VOUKAETKOV 0EEWV
nailovv ot alwtovyes Paoelc. Avtég ywpilovtar o 600 Katnyopieg: Tic movpiveg (adevivn:
A, yovovivn: G) kar T1g Topdiveg (kvtooivn: C, Bopivn: T, ovpokiin: U). Xto DNA
vrapyovv ot A,G,C,T ka1 oto RNA ot A,G,C,U. To cakyapo tov DNA &ivar n deo&uppoln
evd Tov RNA 1 p1podn. Baon kot odxyapo pog divouv €éva voukAeosidlo. NoukAEosidlo Kot
QPOCEOPIKO pog 0tvouv VoukAeoTiowo. TToAAD voukAeoTidld, KOTAAANAG GULVOEOEUEVA LLE

, , . e es 23
QPOOPOJECTEPIKOVS OeGUOVS oG OTvouV Ta VOUKAETKE 0EEa ™.

PURINES

PYRIMIDINES

Pyrimidine Cytosine Uracil Thymine




Ytov avafBoloud ypnopomoleiton n pipoln PRPP, médveo omv omoio dopovvion to
vovkAeotidwn pe Tig de novo ko salvage mopeieg mov mpoavagEpape. XTov KaTaoAIoUO
eumiékovtal €101k Eviupa, o1 EVOOVOUKAEAGES, Ol OTTOIEG ATOIKOJOUOVV 0T’ TO KEVIPO TOL
popiov kat Tig EE@VOVKAEUOES, Ol OTTOLEG ATOIKOSOMOVY o’ Ta dicpat’.

Boowéc acBéveleg ko ocvuvdpopa oyetiCovion pe ovemdpkeleg (deficiencies) katd tov
petaPoiopd oV aloTodyev Pacemv. TTov emduevo mivoko PAETOLLE GULVOMKG TIC
avendpkeleg o€ oyéon pe tov avapfolopd (de novo kon salvage) kot Tov KatafolMopd twv
Tovpwvav kot Tov mopudvev. [Hopabétow Tovg O6povg ota ayyAkd yuwti 1 axpiPng
UETAQPOOT OAwv, KOTESTN 0dvvoTn. XZTn ovvéyeln Bo dovue oplouéveg acbéveleg kot

GUVOPOLLOL TTLO OVOAVTIKAL.

- Inborn Errors of Purine Metabolism | Inborn Errors of Pyrimidine Metabolism
Phosphoribosyl Pyrophosphate UMP Synthase Deficiency
Synthetase Superactivity (Hereditary Orotic Aciduria )

S Phosphoribosyl Pyrophosphate Miller Syndrome
§ Synthetase Deficiency
=~ | Adenylosuccinase (Adenylosuccinate
Lyase ) Deficiency
AICA-Ribosiduria (ATIC Deficiency)
Hypoxanthine-guanine Thymidine Kinase 2 Deficiency
Phosphoribosyltransferase
Deficiency
Sp | Adenine Phosphoribosyltransferase
§ Deficiency
S | Deoxyguanosine Kinase Deficiency
Thiopurine Methyltransferase
Deficiency
Inosine Triphosphatase Deficiency
Muscle Adenosine Monophosphate Dihydropyrimidine Dehydrogenase
Deaminase Deficiency Deficiency
8 | Adenylate Kinase 2 Deficiency Dihydropyrimidinase Deficiency
2 | Adenosine Deaminase Deficiency Ureidopropionase Deficiency
.g Adenosine Deaminase Superactivity Pyrimidine 5°-Nucleotidase Deficiency
‘3 Purine Nucleoside Phosphorylase Cytosolic 5’-Nucleotidase
Q | Deficiency Superactivity
Xanthine Oxidase Deficiency Thymidine Phosphorylase Deficiency
Cytidine Deaminase Deficiency

3



HOYPINEYX: AIATAPAXEYX 2XTON METABOAIZMO

> ANABOAIXMOYX de novo:

0 Yrepdpootnprotnta TNC OMGOOPLBoGUA-TUPOOOGOMPIKNC GLUVOETACNC

Phosphoribosyl Pyrophosphate Synthetase Superactivity (PRPP)6

[Tpoxertan yioo evlopuxn dwatapayn mov divel avEnuévo pvud cvvieong movpvav e
ATOTEAECLLO. TNV VIEPTAPAYMYT 6 0VPIKO 0. ExdnAdvetat kupimg 6e veapovs avtpeg
HE eUOAVIoT ovpikng apBpitidag 1/xot Abiaon ovpukod 0&Eog kot dvvnTikd pmopel va
00N YNOEL GE VEPPIKN OVETAPKELXL. Y TAPYOLV LYNAES TYEG ovpryatpiog (ovpikd 0&D 610
aipa). AvEdvetal emiong 1 améKKPIoN TOL OLPIKOL 0EEOC.

Ye Myovg aoBeveic vnmoaxng nhxiog €yer mopatnpnOel m vrepmopaywyn OVPIKOD
0&£0¢’. ZuvodeveTon amd VEVPOLOYIKES OVOROMES, KIVITTUCE, TPOPATHLATA KOl GUTIGHO.
To évlupo etidyvelt PRPP a6 S-pwoceopwikn pioln kot ATP. To PRPP givar 1o mpmto
evoldpeso g de novo cuvbeong Twv vovkieotidiwv g movpivng. H PRPP cuvBetdon
pvOuiletan o peydho Pobupd. Aldpopo yeEVETIKA PLOMMOTIKG Kol  KOTOAVTIKG
ELUTTOUATO 001 YOVV GTNV LIEPOPAGTNPLOTNTA LLE OMOTELECLO TNV AVENUEVT] TTOPAYWYN
PRPP. Eneidn 1 PRPP apidotpaveeepdon (to éviopo meplopiopod g de novo 0dov)
dgv gival puostoloywkd kopeouévn amd PRPP, n movpvikny cdvBeon av&dvetat, dpa ko
N TOPAY®YY] 0OVPLKOD 0EEOG.

Aldpopeg popeég vrepdpaoctnpomrac s PRPP ouvvBetdong, kinpovouotdvrtor pe
@viocvvdeta yvopiocpota. H popaxn dtotapayr vrdpyet oto Xq22-q26 (poxpd okéAog

TOV YPOUOCOUATOG X).

@ AverapKer TS AVAGNE 0OEVVLONAEKTPKOV

Adenvlosuccinase (Adenylosuccinate Lyase) Deficiency (ADSL)8

H ADSL éxet éva gupd kKAvikd @dopo: oamd Oovoatneopovg omacuovs GE VEOYVA,
VONTIKY KoBuoTEPNON, UEXPL NTO YUXOKIVNTIKY EMPPAduVOT, HOIKN VTOTOVio Kot
OVTICTIKN Guwtspl(popdg.

H ADSL kataAdetl v movpvikn 60vheon oe dvo otdadia: v petatpon] tov SAICAR
oe AICAR «xatd pnkog g de novo 0600 kot v petatponn tov S-AMP e AMP. H
OVETAPKELL TNG OQPEIAETOL OTN] CLGGMPELGON MNAEKTPOTOLPVAV (succinylpurines),

SAICA ppolitn kot S-Ado 610 gykeporovmtiaio vypd Kol GTa oﬁpalo. H avendpreia



ADSL petodidetor Pe OVTOCOMKO LTOAEMOUEVO YVOPIGHO. Meléteg tov Yovidiov

ADSL (mov to evtomicape 610 Ypoudcoun 22) £ovv 0ONYNCEL GTNV TOVTOTOINGN

nepinov 50 petaddidtewv''. Baon dedopévov yia Tic ADSL petadldelc vidpyel 6To

dwdiktvo, ot drevbvvon ADSLdb.

»ANABOAIZMOY mepicwonc (salvage):

6 AVERGPKELD 6TV OOGO0PLPOGVATPOVSOEPAST TNC VROEavOivnc — yovavivne

Hypoxanthine — Guanine Phosphoribosyltransferase Deficiency (HPRT)"
Avemdpkelo Tov KoBopileTor omd TNV LTOAEWHOTIKY dpdon Tov j
gv{Opov HPRT. AcOsveic pe minpn (1] oxedov) édhenym g HPRT, |

TOPOLSLELOVY To OVSpopo Lesch — Nyhan'”.

o

Nyhan Syndrome :

g Canrere
=
|
:

et mas)

=
sl
Lo - |

[ LESCH AND N

I piscoveren (oA Th

[Taoyovta PBpéen mov apyKd @AivOvTol QUGIOAOYIKA,

. mapovotdlovv otovg 3-6  pnivec €va VELPOAOYIKO

ocovdpopo  mov  efedlooetoan ko mEpAapPavel
KabvoTtépnon oy kivinomn, Yopel0-a0ETOEOELS KIVIOELG

Kol OTOoTIKOTATO OTNV aOENCT TOV OVTOVOKAOGTIKMV.

- Me 10 ypévwe, ov acbevelg avamtvcoovv  éva

| EVIVIOGLOKO  VELPOYVYOAOYIKO TPOQiA, TO 0OmOi0

TEPAUPAVEL  YUYOVOYKAOTIKY)  OLTOKOTACTPOPIKN
ocvuTEPLPOPE (SAYKOUO OOKTUA®MY Kol YEWMMV HEXPL

TPOVUOTIGHOD KO OKPOTNPLIGHOV!).

Eniong mepriapfaveror embetiky copneptpopd, 1060 GOUATIKY] 000 Kol AEKTIKN TPOG

Tpitovg (my OTOGO) Ko ypnon aoynuov Ae&thoyiov. H opdio mapepmodiletor omd

aBetoedn dvocapbpia. Av kot £xovv mapatnpndel puoloroyéc vonpoovveg (1Q~100),

ot meplocdtepeg kvpaivovtar and 60-70 1Q. To 50% tov acBevdv mapovcsialovv

. 14
kploelg

H é\Mewyn tov HPRT mpokoiel advvapio oavoayévvnone tov movpwvav ond PAcELS

vro&avliving — yovavivng. H éldetyn ovtn opeileton o€ amOAED GTO QLAOGHVOETO

yovidto HGPRT «at tehikd

oe Katdpynon g eviupkng dpactnpotnrag. Méypt

oTIYUNG &yxouvv meprypagel mavo ond 250 petairdgelg tov yovidiov HPRT, amd

UETOAAGEELS onueiov (point mutations) HEYPL EKTETOUEVEG OLYPOUPES LE OTOTEAECUO

TNV KOTAGTOAN TN 60vOEoNC TOL EVEDROL.



9 AVERAPKELD OOGOOPLBOGLATPAVGOEPAGNC TNC AOEVIVIS

Adenine Phosphoribosvltransferase Deficiency (APRTD)16

Avemdpkelo, TOV eKONAGVETAL OO TN Toudlkn NAKia (] Kot Kotd ™ yévvnon) aAld
Umopel vo Tapapeivel GlomnAn Yo apkeTég OEKOETIEC. ME CUUTTMOUATO TOV CYNUATICUO
KPLOTOAL®V ot 00pa, AlBwV ota veppd, Kotlokd TOvo, ducovpio, CLULOTOVPIN Kot
AOWMEELG TOV OVPOTTOMTIKOV. YTTAPYOLV Kol TEPMTMOELS 0EEIOC VEPPIKTG OVETAPKELNG
Le avovpia.

H oavemdpxela €yel ©¢ omotéhecpo TV KATAoTOA NG mepicmong (salvage) g
AOEVIVIG TTOL TTPOEPYETOL OO TV TPOPT KoL TOV OpOUO NG ToAvapivng. ‘Etor  adevivn
ofewwvetal, and Eavlivn o&eddon, oe 2,8-01w0posvadevivn (por Evoon pe younin
OLALTOTNTO GTOL OVPOL KO OTOTEAECLO, TOV GYNUATIGUO KPLOTAAA®V Kol meTpmv). H
avemapkewn pmopet va ivat pepiky (Lovo otoug Iamavec'’) § TAipng.

H ovemdprkeiew 1tmg APRTD «hnpovopeitor pe  oVTOCOUIKO  VTOAETOUEVO

YOPOKTNPLOTIKO.

»KATABOAIEMOX:

6 AVERGPKELY LOVOPOGOOPIKIC OLOULVAGTC TNE UWVIKNC BOEVOGUVIC

Muscle Adenosine Monophosphate Deaminase Deficiency (AMP-DA)18

H avemdpxela g poikng owpvaons (AMP-DA) amavtdtor oto 1-2% g kawkdoiog
@UANG. TIpokeltor Yyl OCVUTTOUOTIKY OVETAPKELN. X& OPICUEVO OUMG  (TOHN
eppaviCetor poikn advvapio, KOTWGON, KPAUTES 1] LVOAYIEG HETA amd PETPLA MG EVTOVT
doxnon. H oaverdpkeio AMP-DA mpokoAeitar amd omopeioon g mopoymyns
EVEPYEWNC YO TN GUOTOAN T®V MLAOV. QoT000 avTtd 0V €lval GpPKETO Yoo v
OIKOLOAOYNOEL TOV TEPACTIO OPOUO TOV OGVUTTOUATIKGOV acOevdV Kot Qaivetol OTL N
AVETAPKELNL 10MG €YEL VO GLVEPYOTIKO ATOTELECUO. OE OXEON e GAAEG SloTopayEs.
Mveg, rap Kot puOpd apoceaiplo TeEPEXOVV d1APopeS 1oopopeés g AMP-DA. M
Koavovikn] petdiioén e AMP-DA tov Mimatog éxel mpotabel ¢ g oution yioo v
TPOTOYEVH 0LPIKT apBpitida (gout) pe vrepmapaymyh ovpkod o&éoc'’. H mpmtoyevic
AMP-DA avendpkelo peTadIdETOLl HE OVTOCOUIKO VTOAEWOUEVO YOPOKTNPLOTIKO.
21ovg eplocdTepovs Tpokareitar and ¢.34C—T petdAialn, n omoio KOTAANYEL G €val

avevepyo éviouo.



(6] Avendpkera tng OCeddong e Eavlivng

Xanthine Oxidase Deficiency (X0)*°

Tpeig Tomor XO avendpkelag eivan yvootoi. Kot ot tpeig tomotl pokarodv EavBvovpia:
1) tomov I Khaown| EavBwvovpia 6mov Tpokaieital amd amopovopévn XO averdpkela,
2) tomov II Khaocwn EavBvovpia 6mov mpokaAeital amd averdpkeio XO Kot avemdpreLo
AO (o&eddong g ardebtong), 3) ovvovaouog avemoapkeidv XO, AO kot Oeiddovg
o&edong. Ot tomot I ko II EavBvovpiag eivan tedeimg acvpmtopotikoi, av Kot to 1/3
TOV TEPIMTAOCGEWDV ElYAUE SYNUATICUO AMB®V oTa veppd. AV kot un opatol pe aktiveg X,
UTOPOVY VO EUPAVICTOUV GE OTOLONTOTE MAIKIOL KOl VO TPOKAAEGOLV OpaToLpPia,
KOAMKO TOV vE@po¥ 1/kat o&ela VEQPIKT OVETAPKELQ.

H averndpxeo g XO €yer og amotéhespa v (oxeddV OAIKY|) GVTIIKOTAGTOCT TOL
oVpKoy 0&€0G, 6TO0 MAAGHO KOl oTa oVpa, pe vrofavlivn kot EavOivn, wg Ta TeMKd
Tpoidvta Tov KatafoAMcopov g movpivine. H pikpn dwoAdvtdétra g EovOivng eEnyel
TOV GYNUOTIOUO ABV 6T VEQPA.

Ot 1peig tomot ¢ XO avemdpkelog KANPOVOLOUVTIOL MG GVTOGMOUIKO VIToAeutopevo. H
tomov I mpokaieiton and petarrdcelg tov yovidiov XO. H tomov I mpokaieitar amd
petaAraelg tov yovidiov MoCo sulfurace (HMCS).

[Meprocdtepeg amd 30 petarrdéelg g ovvovacuévng X0, AO & Beiddovg o&eddong

érovv kataypaei. H mhetoynoio autdv &xovy petoddielc Tov yovidion MOCS1?'.

3



ITYPIMIAINEX: AIATAPAXEY XTON METABOAIXMO

> ANABOAIXMOYX de novo:

6 Avernapkero UMP YovOaonc (kAnpovouikn opotikn oévovpia)

UMP Synthase Deficiency (hereditary orotic aciduria)22

H npd ekdonimon eivar cuvnBwg 1 peyoroPractikn avarpio (Alyeg efoopndoes 1 unveg
HETA TN Yévvnon). XapoKkTnploTikd ivol Twg 1) avaipio 0ev avIamokpiveTal 6To Gidnpo,
6T0 ELAAIKO 0&0 N otV Prrapivy B12. Av n avopoaiio dev dtayvootel eykaipwg odnyel
o€ anmotvyio avamtuéng, emPpadvvon g avamTLENS Kot TG YLYOKIVITIKNG OVATTUENG.
H wnpovopikn opotikn o&vovpia amoterel GLTOCOUKO VTOAEUTOUEVO VOGO,
[Tpoxoadeiton and avemdpkela g dpactnprotntag tov evidbpov UMP povopmopopikn
ovpdivn cvvBdon. Tlpdketton yio éva di-Aettovpyikd Evivpo g de novo cvvleong twv
mopydvev. H avemdprelo dnpiovpyel vrepropaymyn opotikod o&éog Adym peimong
g avaotoAng ovadpaong (feedback inhibition) mov aokeitor amd ta vovkAeotion
Topyudivng oto Tpmto Evlvpo g de novo ovvleong tovg. Telkd €xovpe EMAeym
voukAeoTdimv mupyudivie. H avemdpkelo tov vOukAEoTdimV Topyudivng €xet g

QMOTEALECLLO TNV OVETAPKELD GTNV KVTTOPIKY O10PECT] KOl TEMKE TO. CUUTTMOWUOTO TOL

AVOQEPOLE GTNV APYN.

@ 2VvVopouo Miller”

YTAVIOL YEVETIKY] TAONON LE YOPOKTNPLOTIKESG SVOUOPQIES KPAVIOU — TPOCOTOV Kot
dxpov. [Ipoceata Tavtomombnkav acbeveig pe petdAiacn tov yovidiov DHODH. To
yovidio awtd kmdikomolei ™ S1wdPoopoTikh apvdpoyovdon, 1 oroio kataivel to 4°
e g de novo mupyudvikng odvleonc. Agv €xel akdun katovondel o pnyavioroc

7oV TpokaAel T Suvopopeieg and v petdAiacn tov DHODH.




»ANABOAIZMOY zmepicwonc (salvage):

@ Averapkerwo Quuoivne Kiwvaonc 2

Thymidine Kinase 2 Deficiencv23

Apycd kataypaetnke o€ 4 AoyeTovg HETOEL TOVS acbeveic e coPapn amopovmUEVN
pvomddeta (isolated myopathy), kivntikn mtaAvdpounon (motor regression) Kot TPOLO
Oavato. To KAMvikd @doua g avemdpkelog £xetl o enektabel mepriapfdvovtog poikn
aTpoPio. GTOVOLMKNG GTNANG, GUVOPOUO OKOUTTNG OTOVOLAIKNG OTNANG Ko Mo
nmotepn poomdbeia, yopic TaAvdopdunon N tpoipo Bdvaro. H avemdpkelo opeileton
omv €£avtinon tov puikod pitoyovoprokov DNA kot mpokoaAeitar and peToAAAEELS
TOV YoVIdiov Tov Kmdkomolel TV Bupudivny kivaon 2 (rov eivar 1 ptoyovoplakn Lopen
0V ev{OROL TEpicmong e Buudivne) .

H avendprea mBavdg mpokaiel avicoppomios TV HITOXOVOPLOK®Y VOUKAEOTIOIOV 1)

omoia S0 TAPACTEL TV AVTLYPOEN TOL pitoyovoplakod DNA.

»KATABOAIEMOX:

@ AVERGPKELD ATVOPOTLPLIOWVIKIC AQVOPOYOVAGNC

Dihvdropvrimidine Dehydrogenase Deficiency (DPD)25

AVO popoéc éxovv Kataypagei: 1) oe modd pe guEAvVIon emANying, KIVNTIKN Kot
VONTIKY KOBUOTEPNON Kol GLYVA VITEPTOVIA, AHENGT AVTOVAKAACTIKAOV, KaBuotepnuévn
avamtuln, dvcpopeieg (kpokepaiia) kot ovtiopd. H EAdetyn te DPD eivol mAnpng 1
oYEOOV TANPNG. 2) 6 EVIIAIKOVG TOL AGUPEVOVY TO OVTIKAPKIVIKO PAPUOKO LE OVAAOYO
mopydivng  5-pBopoovpakiing.  Xapokmnpiletor amd cofapn  TOEIKOTNTA OV
ekdnAavetol pe ovdeteponevia (neutropenia), otopatitidn, O1GPPOLO. KoL VELPOAOYIKE.
ocvuntopato (otagio, mapdivon kor vapkn). H éldewyn DPD eivor pepikn xon
ATOKAAVTTTETOL LOVO HETA TNV OBepameia pe S-pBopoovpakiin.

H oaverndpkeia e DPD, n omoia xotoAder Tov KoTOABOAMGUO TNG OVPOKIANG ©€
dwdpoovpaxiin kot g Bopivng oe dStwdpobupivn, 0dNYEL TN GLGCOPELCT AVTOV TOV
evvoceemVv (ovpakiing kot Qupivng).

H Bpepwn avemdpxeion DPD, wAnpovopeitar ®¢ ovToGOUIKO VLTOAEMOUEVO
yopoakmpiotikd. H evilikn averndpxeio DPD, yoapaxtmpiletor and toudtnta g S-
@Bopoovpakiing. Iepinov 10 V4 TV acBevav Nrav etepolvydteg yia v IVS14+1G>A

HeTEAaEN.
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MEPIAHYH 4°Y OEMATOX

O petafolopdg Tov voukieikdv oféwv dwukpivetar og: 1) avapfoiiopud (cvvbeon) mov
akoiovbei dvo dpopovg: o) v de novo (and amrovotepeg evoelg) ovvheon kot If) v
ovvheon mepiowong — salvage (amd dwocwbeioeg evdoels, and dAieg avtopaocelc) ko II)
Katafolopd (amotkoddunon). Ilpodkettor yia kataAvTIKEG dlepyacieg mov amaitovy Evivpa
v TV oAokANpwor] tovc. Ot acbéveleg Ko ta GOVOPOUO TOV TPOKVATOVV KOTH TOV
petafolopd opsihovior katd kvplo AOYo oe elhelyelg M ehattdpato oto Eviopa
kataAvons. Ot almtovyeg Paoeig (movpives: A,G ko mopyudiveg: C,T,U) nailovv poro oTOV
Stmpiopd Tov acbeveldv tov petafoAiiocpod tov DNA & RNA. 'Etot éxovue AdOn kot
avemdpkeleg kotd tov de novo kou salvage oavafolopd kot kotd tov KOTOPOAICUO TOV
TOVPIVAOV KOl OVTIGTOLYQ Yol TaL 10N HETOPOMSHOV TV TUPpYdveVY. To KAvikd eacpa Tov
acHEVEIDV Kol GLVOPOUMY TOL TPOKVTTOLY Elval TEPACTIO: amd oVPIKN apbpitida, TETPEG
OTO VEQPA KO VEQPIKT] OVETAPKELX PEYPL OVGLOPPIES, YVYAVAYKAOTIKY] OVTOKATOCTPOPIKN
CLUTEPLPOPE, AVTIGUO Kot TPOWPo Bdvato. Attieg OAwV avtdv elval ot eAlelyelg | ta
EMITTONATO 0T KATOAVTIKE £vODLLO, TOL TPOKOAOVY AdON oTIg Proynukés avidpaoelg e
OMOTEAECUO. TNV  VLAEPTMOPAYM®YN KOTOWOV OLCWOYV 1N TNV Un  amodouncn, apo
VIEPGVOGMPEVOT KAmolwv dAL®V. 'Evtovn kinpovopikdtnto mopatnpeiton 6 OAEG aVTEG

TG mafnoeg, ot petaArldelg tvar ouyvd @avopevo, evd TOAAOL pnyovicpol dgv €xovv

aKkou” Katovonoel TANPMG Amd TOVG EMIGTIUOVEG.
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