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NoukAgooidia vs NouKkAgoTidLa

O ocuvbuaouog evog S5peholg dSaktuliou udatavBpakwy Kat pLag moupivng N mupLudivng ovopadetal
voukAeooiblo

{9 Biology Nucleoside {9 Biology Nucleotide

NUCLEOBASE
mno\cmous ,,A{ nucleoside consists
BASE an base
: el g S D
» pt“most ribose or deoxyribose ._1_._1
o A A nuclectide is the
St ohcosice bong PHOSPHATE fundomental buiHihg
HO ~ OHerbose block nucleic acid.
- 400Xy rIDOSK SUGAR

...... mcieosiin—

Edv untdpyouv éva ) meplocotepa dwaodopikd alata otov udatavipaka, 0 cuvduaopog ovouadletal
VOUKA£0TIOL0

9 Purines
' | NH
: \F} ""JFD’/ io N : " y
~= 5 : TN a5 N
O /C) eD-’-’P:—-”;’ ~p Base é;,g |:’l‘} A |53}J\
1% 11 1 & e~ S I G E W
O { 0O "0 glycosidic bond
i © Adenine Guanine
' Pyrimidines
L = nucleoside----! e ol o
; . . ,I%N LI L
..nucleomlde mlonophosphate---- = 3 :J\ 3 ?/LQ
---------------------- nucleoside diphosphatg----------! “‘f‘ll 0 "N o N0
------------------------------------- nucleoside triphosphate-———--4 Cytosine Uracil Thymine



3 Parts of a Nucleotide

NH.

N >

: ¢ )

oo A

= e Base

Phosphate (Adenine)
OH

Sugar



To ATP (Adenosine Triphosphate) eival to Paolkd HOPLO EVEPYELAKNC AtoBKeELONC KoL
pHetadopac ota KUTTApA. AELTOUPYEL WC "EVEPYELOKO VOULOUA", TTapEXOVTAC TNV
QTOULTOULEVN EVEPYELA YLO BLOXNULKES SLEpYAOLEG.

ATP Structure
M,
.:.-I: ) H || -II _ Baia ”'u:" e
g - “q: aup gragp o
F P70
W B - &H,~0—P 0 P O P—O
N [y | |
ddarnine i £l L]
RO EnOLS Dhb]
H H Triphoaghato chain
H ¢ H
OH OH
Ribase (E-oarbon sugar]
~7.3 kcal/mol

Aopun tou ATP
Adevivn (alwtouyxa Baon)

PBoln (rmevtoliko
OAaKXOpPO)

Tpelg dwoPopPLKEC
opadeg (a-f-y)

H evepyela
arneAevBepwveTal KUPLWC
LLE TNV USPOAUGH TOU
deopoU petaly B Koty
dwodopknc opadac.



BLOAOYLIKEC AELTOVPYIEC

Aettoupyia

Pdwodopuliwon

Mnxavikn eVEpyELQL

Metadopd evepywv popiwv

20vOeon HOKPOLOPLWV

Napadelypa

Evepyomnoinon eviUpwv, LeETABOALCUOC
YAUKOTNG

Yuomoon Huwv, Kivnon poplwv pEow
KUTTOPLKWV SOUWV

AvtAlec Lovtwy (Na*/K* ATPaon)

NpwteivoouvBeon, avtiypadrn DNA




Napoaywyn ATP

0060¢

AukoAuon

KokAog TCA

O¢cdbwtikn dwodpopuliwon

2UvoAo ava yAuvkoln

Antodoon ATP
~2 ATP

~2 ATP (GTP)
~26-28 ATP

~30-32 ATP



Nucleotlde vs Nucleoside

nline WWW.DIFFERENCEBETWEEN.COM

: ' Nucleoside is a
Nucleotide is a nucleobase linked to a
monomer of nucleic

acids like DNA and RNA. pentose sugar
molecule.

DEFINITION

A : .
COMPONENTS AL S A nitrogenous base and a

nitrogenous base and a

phosphate group. pentose sugar.

fThey pol)l/merize Clale Nucleosides are good
orm nucleic acids. As anticancer compounds.
FUNCTIONS well as they act as _ Aswell as they have

energy-storing antiviral properties.
molecules.

Examples of

EXAMPLES Deoxyribonucleotides, nucleosides include
ribonucleotides, ATP, cytidine, uridine,

NADP. FAD, CAM, etc. adenosine, guanosine,

thymidine and inosine.

-’..



Adenine

H

Guanine

OL Baoelg moupivng £xouv éva
cuotnpa SumAov Saktudiou 9 peAwv
LE TECOEPO VITPOYOVOL KOIL TIEVTE
AavOpaKeg

Pyrimidine

Cytosine N
H,C
HA{_&—H
Thymine
(DNA)

H
H / —H
Uracil ) i
(RNA) )

OL Baoelg mupLudivng xouv 6pueln
SOKTUALO LE SU0 VITPOYOVA KoL TECCEPLG
AavOpaKeg



POAOL TWV VOUKAEOTLOLWV

v MapéXouv To. LOVOUEPH YLa YEVETIKEC TTANpodopiec oto DNA kot to RNA
v' Elval To «EVEPYELAKO VOULOMA» TOU KUTTAPOU
v ATP 806TnNC pTPOPIKWY OPAdWY O PWTPOPUAIWTEIC

v' AdevivokoukAeoTidla cuaTaTikd Twv ouvevlUpwyv NAD, NADP, FAD, ocuvévluuo A
(CoA)

v gvepyotroinuéva evdidueoa o€ BIOOUVBETEIC (OUOTATIKA CUPTTAPAyOVTWY S-
adevooulopebeiovivn kal UDP-yAukoln, CPD-01akUAOYAUKEPOAN), TT.X. 2UvOeon
YAukoyovou

v' AegUtepol ayyeAio@opol Twv KUTTdpwy : cAMP, cGMP

v ATtapaitnta cuoTaTIKG o€ 000UC NETAYWYAC GrUATOC



NoukAgivika oéEa

DNA  RNA

(DEOXTRIBONVCEIC ACID)
(RIBONUCLE(C ACID)

BASES"
— ADENINE
—THYMINE
—CYTOSINE
— GUAN INE

SINGLE
é'-;luu.e OBASE

N

BASES.

— ADENINE
— URACIC
—CYTOSINE
— GUAN INE

| NSTRUCTIONS
FOR. BUILDING
PROTEINS

GENETIC INFO



Aopry DNA

Nucleotides in

Hydrogen bonds

Nitrogenous bases: Thymine

3’ 5’ D Adenine 0. O
==X Thymine Sp’
= == Guanine =

DNA

Adenine

*&m@

» ..,

F”O

O
Cytosine & 5,
|

O
Base pair N / NH
Sugar- 50_7;uanlne
phosphate
backbone
Sugar- phosphate Bases
3’ 5’ backbone
O
) N
N N/ NH,
fl) Nitrogenous base
O "— l;-‘— O——-CH; o)
o
Phosphate

OH
Sugar

11
[

Sugar-phosphate
backbone

e Adenine (A) bonds to

thymine (T) by 2
hydrogen bonds

e Guanine (G) bonds to

cytosine (C) by 3
hydrogen bonds



[ati ol movupivec cuvdualovtol HE
TLUPLULOLVEC;

- N \H/N ""“*-H _______________
O —N
Thymine Adenine

Cytosine

v" Owmoupiveg ouvdudalovtol P TTUPLULEIVEC
eMEeLdN 1o HEYEOOC KOl TO OO TOUG TLG
KaBlotouv WOavikeG yla deopoug udpoyovou

v' OLmoupliveg kat ot TupLutdiveg eivan evyn
Baocewv.

Ta U0 mio kowva {evyn Baocewv sivat ta A-T
ko C-G.

AuTA Ta VOUKA£oTIOLa Elval CUUTTANPWHATIKA,
TO OXN O TOUG TOUG EMLTPEMEL VA cUVEEovTOL
pall pe deopoug udpoyovou.

210 Levyoc A-T, n moupivn (adevivn) €xeL dvo
B<oelc ouvOEDONG, OTWE KoL N TTUPLULSivn
(Bupivn)

210 Levyocg C-G, n moupivn (youavivn) €xet
TPELC B€oELG oUVOEDNG, OTIWG KoL N TIUPLULSIvN
(kutooivn).

v' 0 6goudg uSpoydVoU pETALY
CUUMANPWHATIKWY BACEWV £lval auTo mou
ouykpatel Toug Vo kKAwvoug tou DNA padl.



NMepiowon kat de novo cuvBeon

Ta voukAeoTidla kal Ta
voukAeoaidla pmopouv va H 086¢ Meplowong elvat pa 080¢
tpododotnBouv oe Evav XPAONG TPONYOUUEVWE
opyavLouo eite pe avtidpaon KOTOLOKE U ALOLEVWV EVWOEWV yLal
Neplowong eite pe cuvBeon amno TN oUvBeon CUVOETWY EVWOEWV
ULKPOTEPEG TIPOOPOLLEG OUOILEG

Ot mouplivecg kal oL TupLuLdiveg Ot oboli Neplowong eivat
pUrtopouv va cuvtebouv amno ONMUOVTLKA TILO EVEPYELAKA
ULKPOTEPEG TIPOOPOLLEG OUCILEG armoSOTIKEC o TG de novo

(de novo cuvBeon) o6o0U¢

Ot odol tng de novo cuvBeong
elval ot i6leg ota {wa Kol Toug
ULKPOOPYQAVIOUOUG




/.

DEFINITION

CATEGORY
RAW MATERIALS

IMPORTANCE

CELLS AND
TISSUES

PREFORMED
BASES AND
NUCLEOSIDES

De Novo vs Salvage Pathway

De novo pathway of
purine nucleotide
synthesis refers to the
process that utilizes small
molecules such as ribose
sugar, CO2, amino acids,
etc. to produce purine
nucleotides

Major pathway

Simple compounds
are utilized

Important since it is the
major pathway of
producing purine

nucleotides

All cell types have the
ability to carry out de
non pathway

Not used

M

Salvage pathway refers
to the process that
utilizes nucleosides and
bases available through
the diet or from the
polynucleotide
degradation to produce
purine nucleotides

Minor pathway

Free bases and
nucleosides are utilized

Important in certain
tissues such as brain
and erythrocytes in
which de novo pathway
is not possible

Salvage pathway occurs

in certain tissues such as

bone marrow, brain, and
erythrocytes

Used




lati n de novo cuvBeon eivat n KUpLa 060C¢:

Anapaitntn yLa KUttapikiy avantuén kot diaipeon Ta kKUTTapa tou Statpouvtal ypriyopa (T.X. EUBPUIKA, KOAPKLVLKA,
avoookuttapa) xpeLalovral peyaheg moootnteg moupvwy yio DNA/RNA. H salvage pathway Sev emapkel yia va KaAUEL QUTEG TLG
OVAYKEG.

H salvage pathway eaptatat ano tnv untapén eAeOepwv Baoswv H salvage xpnoomnolel MoupVIKEG BAoELC (OTtwG N adevivn
KalL N youawivn) Tou IpoEpxovTal armo TNV anodopnaon VoukAeotidiwv. Av §gv UTIAPXOUV APKETEC, SV UMOPEL vat AELTOUPYHOEL
OTOTEAEGHATIKAL.

H de novo sivat o gvéAktn Ko ave§aptntn Mmopel va cuvBEoeL Toupilveg amo amAd popta (onwg apwvoééa, CO,,
dopuuAoteTpaldpodoAikd), xwplc va eaptdtal and Tnv avakukAwaon.

PUOMLION péow avayKwV Tou Kuttdpou H de novo ouvBeon puBuiletal avaloya e TIG aVAYKEG TOU KUTTAPOU, evw N salvage ivat
TEPLOCOTEPO TtaONTIKNA dLadikacia.

KAwiwkn onpacia EAAeleLg oe évlupa tng salvage pathway (m.x. HGPRT) 0dnyouUv og acBéveleg 0mwe to cuvdpopo Lesch-Nyhan,
Selxvovtag otL n salvage dgv slval mavta EMOPKAG.

Mov unepéxel n salvage pathway;

Elval evepyelakd mLo otkovouLkn (8ev amattel toon ATP).

Elval onpavtikn o€ 1otoug e XapnAr KUTTapLKn Slaipeon, Onwc o eyKEPaAog.




BioouvBeon VOUKAEOTIOIWV

« De novo oUvBeon pe: apivogéa, 5-pwapopikr pioln, CO,, NH,
ANTIAPASH de novo SYNOEZHE

Evepyomnownpévn ptpoln (PRPP) + apwoéa
+ATP +CO,+.....

|

NoukAsoTibLO

* Odoi repicWoNG: avaKUKAWVOUV TIC EAEUBEPEC PAOEIC Kal TA
VOUKAEOTIOIO TTOU atTEAEUBEPWVOVTAI ATTO TNV ATTOOOUNCN TWV
VOUKAEIVIKWV 0ZEWV

Evepyomoiwnuévn ptBoln (PRPP) + Baon

I

D—FP—0—ECH,

o A0 0
U- Q I I

== P e =i

NovukAgotiblo oHon & &
PRPP



Kat ta duo BloouvBetika povonatia odnyoulv otn BloolvBeon
pLBovoukAeoTidlwv.

Ta deofupLBovoukAeoTtidlao MPOKUTITOUV E aVOYyWYH TWV OVTIOTOLXWV
pLBovoukAeoTidlwv.

EmutpooBeta, n Bupivn mpokUmTeL amo tnv oupakiAn pe pebuAiwon.

Kata tn de novo BloolvBeon Twv VOUKAeoTIOlwV Ta apvoéea YAukivn kal oepivn
glvatl ta kaAouria yia tn floolvBeon Twv SaKTUALWY TwV VOUKAEOTLO WY EVW TO
QLOTIOPTLKO Kol N YAoutapivn xpnotpornotovvtal ocav 60TEC AULVOUAO WV




OL de novo obot BloolvBeonc Twv
TIOUPLVWV Kal TtupLputdvwy ¢aivovrtal
oXe&OV TAUTOONEC GE OAOUC TOUC O SakTtUALog moupivng dopeital
{wvtavouc opyaviopouc. Ot otadLoKa Kal TauToxpova cUVOEETaL
e\eVBepec Baoelg youavivn, adevivn, He tn poln
Bupivn, kutooivn, oupakiAn dev sival
eVOLAUEDA O€ AUTEG TLC 060U¢

O daktUAlog upLudivng dopeitol wg
OPOTLKO o€V, OUVOEETAL UE TN
dwaodopikn pLBOlN Kot EMeLTa

LETATPETIETAL OTA KOWVA VOUKAEOTIOLO

nupLpLdivng mou eival amapaitnta
yla Tn cUVOeoN TWV VOUKAEIVIKWVY
0EEWV




BlocuvBson moupvwyv
De novo uovomnart

» To PRPP eival €vac yeviKOC eVEPYOTIOLNTHC TWV EVWOEWV SOKTUALWV

al{wtou
PRPP:
I i
AMP
0-POCH: 0 H ATP ; 0—POCH,
_.-"'- I|
o L7 AR 0 | \\
K H H PRPP synthetase CJ:'
H'\{ OH Hl Dlli‘Der
| 0 0
HO OH HO oH
Hibase S-phosphate -HPhosphonbosyl-1-pyrophosphate

(PRPP)

» H olvBeon noupivng xpnotpomotetl pa "AaBni" PRPP 6mou o §aktUALog
ouvappoloyeital ywa va dnuouvpynBet n povopwaodopikn wvoaoivn (IMP). To IMP givau

TO KOLWVO evOLApEeco otn BloouvBeon mouplvng Kal pmopel va petatparneil oe GMP
AMP avaloya UE TG aVAYKEC

IMP



De novo Broovvbeor vouureottolwy

2 NUAVTIKO TTPOOPOUO JOPIO KAl OTIC OUO 000UG Eival N
TTUpoPWoPopikn ewogopifoln ( PRPP)

‘Eva apivocu gival cnuavTiKo TTpO0PO0U0 HOPIO 0 KABE TUTTO 000U: N
VAUKIVN YO TIG TTOUPIVEG KAl
TO OOTTOPTIKO VIO TIG TTUPIMIOIVEG

21N de novo cuvBeon TwWV TTOUPIVWYV OAC Ta EVCUMA [BPIOKOVTOI OTO
KUTTAPO UTTO HOP®PN HEYAAWY TTOAUEVCUMIKWY CUPTTAOKWY. H de
novo cUvBOEon YIVETAI OTO KUTTAPOTTAQCUA TWV NITATIKWY KUTTAPWYV

Me ecaipeon 10 ATP, Ta ammoBEepaTa Twy VOUKAEOTIOIWY OTO KUTTOPO
gival TTOAU PiIKpA (1% a1ré TNV avayKaia TTOoOTNTA, === TO KUTTOPO
KOAEITOI VO CUVOETEI CUVEXEIO VOUKAEOTIOIO)



De novo BiocUvOeG VOUKAEOTIOIWY TTOURIVNC

10 Bpa: pIo aPIVOUAOa TTOU TTPOEPXETAI ATTO TN YAOUTAMIV CUVOEETAI UE TA
C1 1ng PRPP

2° BRpa: mpooBnkn 3C atrd TN YAUKivN

3° BApa: @opuuAiwon atrd 1o N10-popuuAoTeTPaldPOPUAAIKO

4° [3rjua: CUVEICQOPA EVOG ATOMOU aCWToU OTTO TN YAOUTAMIVN

w | .'-'I.{Jumpwn::_i
n—

—W)—P—n —p -0 W
HO OH g g \7 HO OH / \Y

ATP ADP + P

Guwapopifoluvio-1-mupopuaopopikd o5 (PRPP) 5-Qwopopifoluvdapivy (PRA)

N Ypoppuio-

<RI IH-IﬁDtI_I H4l§pﬂ;’llﬁﬂ{!

MP AI’JF‘l P,

HO OH H{J OH

5-Owapopifolvioylukvapibn (GAR) 5'-Dwopopi foludopoppvloylukivapitn (FGAR)



9° BApa: apudaTwon Kal KAEIoINo OAKTUAIOU, TTOPAYETAI O TTEVTAMEANG
IMIOACOAIKOC OAKTUAIOG TOU TTUPNVA TNG TTOUPIVNG

6° BAua: TTpoobrikn kapBoculouadag

/0 Briua: TTPO0®OoPA AUIVOUAdAS ATTO TO OO TTAPTIKO

8° Brua: aTTOPNAKPUVON avOpaKIKOU OKEAETOU TOU QOTTAPTIKOU UTTO HOP®I)
DOU UOPIKOU

D_
I

ATP  ADP + P, v
HO OH HO OH

(- = O—P —0 ‘-..-

5 -Dwopopifolviopoppuloylukivapbivi (FGAM) 5" -Ouwapopifolvio-5-apvoipbaliin (AIR)

COoO 0
7

AgmrapTikd ofd

ATP ﬂDl’\" P Dovpapikd of
HO OH | HO OH

5 -Owapopifoiulo-5- 5 -Owapopifodulo-5-apvoipbalolo-4
apvoipibaiolo-4-kapfoulikd ofo (CAIR) -N-nAextpokapfofvapitio (SAICAR)




9° Brua: To TeEAeUTaio dTopo avBpaka TTpoa@épeTal atrd To N10-popuulo-
TETPAUOPOPUAAIKO

10° BApa: KAEioIuo Tou DEUTEPOU DAKTUAIOU KaIl TTapAywYyrn ToOU OEUTEPOU
OUVTNYMEVOU OAKTUAIOU TOU TTUPMVA TWV TTOUPIVWIV

- To TpwTO €VOIANETO HE TTAN PN OAKTUAIO TTOUPIVNG £iVal N MOVOPWO POPIKN
IvooI1TOAN (IMP)

~

H.'-'_H ‘ > Wb, JUF}er;\u )t
ool ofg M TMU | |

N

HO OH HO  OH

5 -@uaorpopifolulo-5- 5-OuwopopiPolvlo-5-
apvoipibalolo-4-kapfofapitio (AICAR) (poppapboipbalodo-4-xapfolapibio (FAICAR)




®—0—CH, _O . 5-Phosphoribosyl

H H

H o—®-®

OH OH

Glutamine
© Glutamate
O.

PP;
®—o0—cH, -

NG K H 5-Phospho-g8-
p-ribosylamine
OH OH
Glycine

2] ATP

ADP + P,

+
NH

HZC/ 3 Glycinamide

a ribonucleotide (GAR)

O—C\NH

|
R

N1°-Formyl H, folate
© t

H, folate
H
H-_,?/N\IC—H Formylglycinamide
OZC\ITIH o ribonucleotide (FGAR)

Formylglycinamidine
_l ribonucleotide (FGAM)

ATP
O N aop + P;
H,0
HES 5-Aminoimidazol
Ti \\C -Aminoimidazole

ribonucleotide (AIR)

1-pyrophosphate (PRPP)

AIR
,—HCO3
g ,— ATP
(62} N ADP + P;
co,
N
HEEEN N°>-Carboxyaminoimidazole
|l CH
N—C—n/ ribonucleotide
N (NS-CAIR)
R
(7]
_OOC\C/N\ Carboxyamino-
1l CH  imidazole ribonucleotide
H N/C\N< (CAIR)
R
L — Aspartate
e L — ATP
coo" N-ADP + P;
H,C o
He—N—&_=n
|— - \(I:I-/ A\ N-Succinyl-5-aminoimidazole-4-
~O0C - /CH carboxamide ribonucleotide (SAICAR)
HoN N
R
© - Fumarate
(o)
él_
— N
HoN \ﬁ/ \\CH 5-Aminoimidazole-4-carboxamide
_C—N ribonucleotide (AICAR)
HoN K
R
N1O-Formyl H, folate
©C
& N H, folate
..
.~
HoN \ﬁ/ \\CH N-Formylaminoimidazole-
o—=6 N/C\N/ 4-carboxamide ribonucleotide (FAICAR)
o = 35 AN
H R -
@ glutamine-PRPP
- amidotransferase
o o H0 © GAR synthetase
1] © GAR transformylase
HN/C\C/N\ @ FGAR amidotransferase
| Il CH © FGAM cyclase
o HC%N/C\N/ (AIR synthetase)
“O—IL—O—CHZ o @ N°-CAIR synthetase
Il @ AIR carboxylase
@ & H H @ N>-CAIR mutase
G © SAICAR synthetase
OH OH © SAICAR lyase
Inosinate (IMP) @ AICAR transformylase
@ IMP synthase




BloouvBson AMP kot GMP amo IMP

H a-aptvopdda aomapTikol UIOPEL VO OVTLKOTAOTAOEL TO
oéuyovo daktuAiou tou IMP ywa va dnutoupynost AMP

H
“00C—CH,—C—CO0"

o

NH Doupapikd NH.,
Il 4 |
GIP  GDP +P, NNM N® o “.a:\
: i N hustion = /
Aoopriks N/~ NN aoooioecpas N7 N
0 Nt PR P Pg (P
HN N‘:h . AbevulonerTpig Abevolikd
), (AMP)
m;.N -..b\
PP
H;0
Ivoovikd - I
aMp | NAD
T NADH +H™
A Gin Clu ATP  AMP + PP, 0
wiian IMP T~ HN" NQQ S e e HN” """-'\m
I i, J.,:-.__ I*'la o~ AT RIWIE P . r"J
0 P N H0 KMP-yhourapivng HNT N™ N
{
Pp P P P
ZovBulkd
(XMP)

lovcvulikd
(GMP)

H oeidbwon tn¢ B€onc 2 dnuioupyet povodwaodoplikn
¢avOivn, n omola petatpénetal o GMP



H BloouvBeon voukAeotidiwv oupivng
puOuileTal amo avactoAn avadpaong

Ribose 5-phosphate

ADP ATP
ribose phosphate
pyrophosphokinase ® <-= ADP '——————\—J_“\
(PRPP synthetase) |
|
|
PRPP |
|
X <- AMP —————————- \
glutamine-PRPP |
amidotransferase ® <= GMP —======~ \ I
| |
g [P == = ~
|® .
5-Phosphoribosylamine | : :
| | |
o
O steps I : :
ol
| |
\ /l | |
1) -
adenylosuccinate / \ IMP | I
synthetase dehydrogenase : :
' |
= AMP-> X Q <-oMP-—~ 1
I
| A L
: XMP i | |
: \ XMP-glutamine : : |
| - amidotransferase | | :
: Adenylosuccinate| ¥ /' [ |
T A
| adenylosuccinate GMP :
: lyase I
l v ]
Bt et AMP - - - - ————~



1.

2.

Salvage:

Movonartt NMepiowonc

Purine ribonucleatide

Adenine

PRPP

Hypoxanthine \\IJ > IMP

Hypoxanthine—guanine
phosphoribosyltransferase
(HGPRT)

PRPP PP,

Guanine \Ij > GMP

Hypoxanthine—guanine
phosphoribosyltransferase
(HGPRT)

PRPP

\/‘

Adenine ) AME

phosphoribosyltransferase

‘Eva éviupo (pwodopiBoouitpavodepacn vnofavOivnc-yovavivng) xpnotpomnolei eite yovavivn eite

unto§avOivn (adevivn pe tnv apwvopada va avtikaOictatol and éva OH)

‘Eva 6e0tepO €viupo Xpnotlpomnolel eEAeV0epn adevivn (pwodopiBocuAtpavodepdaon adevoaoivng)

v' 'O\a ta évlupo ektelolV Ty (Sla avtidpaon: petadopd tng eAeVBepnc Baong otn pLROINn-5'-
pnovodwaodoplkn tou PRPP, oxnuatilovtag eva voukAeooldIko 5'-povopwaodopikd (NMP)



BlocuvOeon mupLutdvwv
de novo

Uridine S —triphosphate CUTPRP>

Aspartate
e T s = C arbarmowl
: o /"— PpPhosphate
aspartate
1 trams
1
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H mopyuidivn katackevaleton amd ¢oo@opikd kapPapviio Kot actaptiko. H S-ooceopikn p1foln tpootifeton otn cuvéyein
GTO OAOKANPOUEVO OOKTOAO TUPLUSTIVIG LE TNV OPOTIKT POGPOPIPBOGLATPOVGPEPECT).



H BloouvBeon voukAgoTibiwv
rupLpdivne puBuiletal ano
olVa.oTOAN avadpaonc

COs + Glutamine

ATP “\
Carbamoyl
;i ‘/‘ phosphate
ADI synthetase
Glutamate /

Y

Carbamovl phosphate
Aspartate \
Aspartate

""" > transcarbamoylase

(p Y
Carbamoyl aspartat
: v
UMP »

-« cTP



Movonartt NMepiowonc

Uridine \ /

Cytidine

UMP

/\ > mP




AAANAouETATPOTTN UOVO-, Ol-,
TPIPWOPOPIKWYV VOUKAEOTIOIWV

a Ta didwodopikd kat tpLdwodopikd voukAeoTidLa eivat ot
EVEPVEC LOPPEC TwV VOUKAEOTLO LWV

J Ta povodpwodopikd VOUKAEOTIOLA PETATPETOVTAL OF
pridwodoplka o€ otadla:
Kwwaoeg povodpwodopikwv vOouKAEOTLOIWV (LeydAn
géeldbikevon)
UMP + ATP UDP + ADP
Kwaoeg dipwodopikwv voukAeotidiwv (uikpr e€eldikevan)
XDP + YTP ——— XTP + YDP




Biosynthesis: Purine vs Pyrimidine

Purine g Pyrimidine
Synthesized on PRPP * Synthesized then added to
PRPP
Regulated by GTP/ATP * Regulated by UTP
Generates IMP * Generates UMP/CMP

Requires Energy Requires Energy



BioouUvBean Twyv 6£0EUPIBOUVOUKAEOTIOIWY

* Ta piBovoukAeoTidia gival o1 TTPOdPOUOI TWV
OEOCUPIBOVOUKAEOTIDIWV

* Ta deoupIPovoukAeoTidla TTPOEPYOVTAI ATTO
TA VOUKAEOTIOIO JE AUEDON Avaywyr OTO 2°-
atouo avBpaka TnG D-pIBAING (KaTaAueTal N RN
aTTo TNV Avaywyaaon Twv N i/ N
PIBOVOUKAEOTIBIWV)

« Qaivopevika atTAr) avtidpaon aAAG
TTOAUTTAOKN XNMIKA

* H avaywyn atmraitei eva (eUyog atoOuwyV
udpPOYOVOU TA OTTOIO TTPOEPXOVTAI ATTO TO
NADPH péow 1ng Beiopedocgivng, piag
EVOIAUEDNC TTPWTEIVNG TTOU JETAPEPEI
udpoyovo

« H Beiopedotivn £xel Ceuyn opadwyv —SH
TTOU JETAQPEPOUV ATOUA UOPOYOVOU ATTO TO
NADPH oT1o d1pwo@opikd pIBOVOUKAEOTIOIO



BioouvBean Twv 6£0EUpPIBOUVOUKAEOTIBIWYV

GDP CDP UDP

Avaywydon Twv
><>vuu» A€ mou)\/

[1poilovTta NG
dADP dGDP dCDP dUpp SCYaYsonGtay

plBovoukAgoTIdOiwv

Me mepaltépw

eneepyaoia
l l 1 l napdayovtal dNTP

dATP dGTP dCTP




To OupuduAko mpoepyetat ano dCDP kat dUMP

v" H de novo 066¢ nipoc tn Bupivn mephapBavel povo dsoofuptBovoukAeotidia. O
apeocog mpodpopocg tov BupbuAtkou (dTMP) eivoi to dUMP
v H petatponr tou dUMP og dTMP kataAUstat amd Buptdulikr) cuvBaon

CDP dCDP dCTP
e N nucleoside
ribonucleotide diphosphate deaminase
reductase S T
kinase Y
UDP dUDP dUTP
dUTPase
hd
dUMP
thymidylate
synthase

Precursors of
Pyrimidine bases ———> Uracit ——9 Thymine ———3 DNA

I T

Vitamin Feolic
22 acid
+¢ MNepimov 10 10% tou avOpwrivou MANBuoUoU (Kat £wG To 50% TwV avlpwWnwv e GTWXEG KOLVOTNTEG) TTACKEL OO OLVETIAPKELOL
bUAAKOU 0&€0G. Otav n avendpKeLa eival cofapr], TOL CUMMTWHATA UNOPEL va EpIAaBAVOUV KAPSLAKES TABNOELS, KAPKIVO Ko
opLOopEVOUG TUTTOUG eyKePaAkig SucAeLtoupyiag.

¢ H oupakiAn avayvwpiletot ano tig 080U¢ emdlopOdwong tou DNA kat Stacmatat and to DNA. H napoucia upnAwv
emunédwv oupakiAng oto DNA odnyei o onacipata KAWvwv Tou HIopouv val EMNPEACOUV ONUAVTIKA T AElToupyia Ko Tth
pLOULON Tou UPNVLKOU DNA, tPpoKaAWVTOG TEALKA TLG MAPATNPOUHEVEG EMLSPACELG OTNV KapSLa Ko Tov eykEdalo, kKabwg
Kot avgnpuévn petadAagloyéveon nou odnyel o€ Kapkivo



KatofoAlopoc voukAgoTidiwv moupivng

AMP o
Excreted by:
H,0 g
leotidase A AN
Pi Hll\l i \\C oH  Uri g Primates, birds,
GMP : b Heiacld reptiles, insects
Adenosine /C% € ~N P '
HO N
H,O H
2 H,O
5’-nucleotidase ’. 2
P" b NH; ‘/202 + H20
Guaﬂosine S urate oxidase
Inosine co,
H H,0
nucleosidase W . H
Ribose Ribose NHzo%C —N
0 | | C=0 Allantoin Most mammals
2 A -C
~ Ly
T\ | \> HN ‘ N\ Hypoxanthine
HN \N N K\ N (keto form) H,0
2 H N H allantoinase
Guanine
) H,0 + O,
xanthine NHZ CoO~ NH2
oxidase H.0 | | f
2Y2 c . (> Allantoate Bony fishes
0”7 SNTHENNTT o
o H H
N :
HN | \> Xanthine H,0
)\‘ (keto form) allantoicase ~
HO” NN coo
| Glyoxylate
H0 + O, cHO
e 0 Amphibians,
22 Il Urea cartilaginous
0 2HN—C—NH, fishes
N 2H,0
'ﬂ | \>.__OH urease
x N 2C0,
HO N H + Marine
ANH,4 :
Uric acid invertebrates

Ta voukAeotiSia moupivng amotkodopouvtal amd upia o086 otnv omoia xavouv Ta ¢wodoplkd Toug PEow TG Spaong tng 5'-
voukAeotldaong. Koo popto eivat n EavBivn n omola PETATPEMETAL O OUPLKO 0L o tnv ofeldacon tng Eavbivng. To ouplkod ofL eival to
QTTEKKPLVOLEVO TEALKO TPOIOV TOU KOTAPOALOHOU TOUPIvNG O MPWTEVOVTIA, MTINVA Kal oplopéva daAda {wa. Evag uylng evAALKOG
avOpwrog eKKplvEL oUPLKO 0&L e puBuod mepimou 0,6 g / 24 h. To AMEKKPWOUEVO TPOIOV TIPOKUTITEL €V UEPEL ATIO TNV KOTATIOON
TIOUPLVWV KOL EV PHEPEL ATIO TOV KUKAO €pYACLWV TWV VOUKAEOTIS LWV ToupivnG TWV VOUKAEIVIKWY 0EEWV. ITO MEPLOCOTEPA BNAAOTIKA Kl
o€ TOAAG GAAQ OTIOVOUAWTA, TO 0UPLKO 0L amolkodopeital oe aAAavtoivn pe Tn Spacn TnG 0el6A0NG TOU OUPLKOU OEEOG.



KotafoAlopoc muptptdivwv

H oupakiAn petatpenstal teAkd o B-aAavivn,
n omola pmopel va xpnotpomnotnBel yia
ouvBeon CoA n va ofeldwOel.

0
, HN"'J\-
Uracil N |
O{fk'N/
H
Dihydropyrimidine
Dehydrogenase
At3g17810, PYD1 0
HNT
Dihydrouracil ;l J
0" \N_t
H
Dihydropyrimidinase
Atsg12200, PYD2
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N-Carbamyl- HN o
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f O/’“\H/

B-Ureidopropionase
At5g64370. PYD3

| o]
f-Alanine AN
-— <0
Metabolism HN
f-Alanine
B-Alanine
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At3gogaso, BAT
I
o ""'-\/ “»o.
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0
- H0 H

; 0
HZN S~ --LO
2P A

N

H  N-Carbamyl-
[~aminoisobutyrate

r/_‘. - H,0

\_co,+

H;N

0
~ N

HN T o

f-Amincisobutyrate

= Pyruvate

i)

Methylmalonate
semialdehvde

H Bupivn amowkodopeital o B-
opLvoiooBouTtuplko oL Kal TEAKA o€
peOUApadovuloospladdeiidn,, ou
glval evllapeoog Tou KATaBoALGHOU TNG
BaAivng.

*Appwvio (NH,*): Mapdyetal katd Tn SIAGCTTIACN TWV TTUPIKISIVWV KOl EVOWMATWVETAI GTOV KUKAO TNG oupiag yia attofoAR.
*CO; kal H;0: ATTAG tTpoidvTta TnNG TTARPOoUG 0&eidwaong.
*Evdidueca Tou KUKAOU Tou KITPIKOU 0§€0G: OTTwg n 0oukivulo-CoA, péow TNG HEBUAPOAOVUAOCEUIOADETDNG.



AloTapayXEC TOU METABOALOMOU TNC
roupivng

DNA DNA
hesis <— dGTP v ATP ——= synth
synthesis dG‘ Feedback = soﬁl:gsf’s s Feedback d ; synthesis
inhibition __--~"" 4 T~ =~~._ inhibition ‘
ANA e RNA
synthesis <—— GTP . “a ATP — synthesis
Guanylicacid <+— <+— = Inoginic acid —> — —  Adenylic acid S e .
GMP < s (IMP) | Adenosine deaminase 2 (AMP) Adenine phosphoribosyl
/ \ / l deficiency // \ transferase deficiency
» \ 74 3
Guanosine Hypoxanthine- Hypoxanthing <—i —— Adenosine \
guanine riboside X
PRPP (Inosine) oY
transferase IL Purine nucleoside | blng
— — phosphorylase
(') Gout ] | Lesch-Nyhan v deficiency | PLIN
II (one type) | ———| disease 1l fIv %'"NQCH Phosphoribosyl-1-
C SN pyrophosphate (PRPP)
HN" \?---N% HN” \?— Ny s S '
| | 50 & ; Ropar~rrr e | L CH
H,;N—C C—N’- * PRPP  + PRPP HC C—N~
N~ H N~ H Adenine i
Guanine Hypoxanthine Ribose-5-phosphate + ATP
Xanthine oxidase
2 l [Xanthinuria | o
| = | “
HN” “C—Ny , HN™ TC—Ng
| | ~CH 1 | ] _C=0
0=Cy__C—N Xanthine 0=Cy, _C—N
N~ = oxidase N H
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Xanthine Uric acid

MetaAlagsic DNA Avemnapkr eviupo Altatopoxec/AcBEveLeC



Disorder/enzyme defect

Enzyme Alternative name Gene Specific Clinical signs Age of onset
number Inheritance  biochemical
(& Fig. markers
32.1
1 Phospharibosylpyrophosphate synthetase (FRPS) Arts syndrome PRPSI L PRPS activity (RBC, | Developmental delay | Infancy, 9 Adenosine deaminase 2 (ADAZ) deficiency ADAZ 4+ ADAZ activity (P) | Systemic vasculitis Infancy fo
deficiency Charcot-Marie-Tooth XL 3 Peripheral neuropathy | childhood AR invalving skin adolescence
disease-X5 CMTYS niHypoxanthine (U); | Optic atraphy, deafness Recurent stiokes
: e nemia, bone mamrow
X-linked non-syndramic n uric acid (P} failure
hearing loss DFNXL
. . 5 . 10 Adenine phosphoribosyltransferase (APRT} deficiency | APRT deficiency APRT 12,8- Mephrelithiasis and Any age
1 Phospharibosylpyrephosphate synthetase (FRPS1) PRPP synthetase FRPSI 1 Uric acid (U, F} Gout - Nephrolithiasis | Childhood to AR dinydroxyadenine | progressive renal failure
overactivity superactivity XL 1 Hypoxanthine {U) | and progressive renal | adulthood )
failure 1 Adenine (U}
Developmental delay 4 APRT activity (RBC)
Deafness 1 Hypo_xanthire guanine phosphoribosyltransferase Lesch-Myhan syndrome HPRTL 1 Uric acid (U, P} Severe develo_prrenta Infancy to
2 Bifunctional enzyme phospharibosylamincimidazole PAICS 1 Alriboside Polymalformative Antenatal SRR, i ;{:n)t??:: ';U:me’ gg;:y;j;?ehawom\ TR
carngylasefphos_phorlbosylarrlrrmrrldfazo\e ) AR :e:_peded n body syndrome period 1 HPRT ac'ti\J-'ty [RBC) Mephrolitniasis and
sucdnocarboxamide synthetase (PAICS) deficiency fluids, to be progressive renal failure
confimned) Gout
3 Adenylosuccinate lyase (ADSL) deficiency Adenylosuccinase ACSL 1 S-Adenosine (U, Developmental delay | Infancy, 12 Adenosine kinase (ADK) deficiency ADK 1 Methionine, Liver dysfunction Infancy
deficiency AR CSF) Autism childhood AR AdoMet and AdcHcy | Progressive
1 SAICAriboside (U, | Seizures EQ developmenta| delay
R : tAdenasine {U),
£ ntHoy ®)
4 AICAR transformyiase/IMP yclohydrolase (ATI) | AICA-ribosiduria ATIC 11 AlCAriboside (U) | Psychomotor Antenatal e
deficiency AR 1 SAICAriboside, - | retardation period to noside
Adenosine (U Chorioretinal atrophy | infancy 13 Adenylate kinase 1 (AK1) deficiency IMyokinase deficiency AKT 1 AK1 activity (RBC) | Non-spherocytic Infancy fo
Scoliosis AR hemalytic anemia adulthoed
Hepatosplenomegaly
5 Purine nucleoside phosphorylase (PNP) deficiency PNP deficiency PNP n 4 Uricacid (U, P, t | Progressive SCID Infancy to Developmental delay
AR Inosine/d-Inosine (U) | Ataxia, intellectual childhood 5 — 5 -
t Guanosine/d- deficiency 13 Adenylate kinase 2 (AKZ) deficiency Reticular dysgenesis ig) i:rgorireura o Infancy
Guanosine (U
4+ PNP activity in REC 13 Adenylate kinase 7 (AKT) deficiency Spermatogenic failure 27 | AKT Male infertility Adulthood
/ SPGF2T AR
[ Kanthine oxidase (XO) deficiency Xanthinuria type [ XDH t Hypoxanthine {U), | Mephrelithiasis and Any age — - - — =
Xanthine dehydrogenase | AR ¥anthine (U, P) progressive renal failure 4 ADCY5-relzted dyskinesia ADL:}’S Par_m(ystlc dysb_(lnala Childhood or
deficiency 1 Uric acid (U, P) Muscular pain AD (AR) Facial myokcimia | early
Altemating hemiplegia | adolescence
[ Combined %0 and aldehyde oxidase (A0) Xanthinuria type IT MOCoS t Hypoxanthine (), | Nephrolithiasis and Any age childhood-onset corea
deficiencies Molybcerum ‘Eoﬁdor AR Xamhre_ '-L!- P [EOIESSIVE, _rera failure 15 Inosine-5'-monophesphate dehydrogenasel Retinitis pigmentosa-10 | IMPDHI Retinis pigmentasa Infancy to
sulfurase defidency 4 Uricacid (U, P) Muscular pain {IMPDH?) deficiency (RP10) AD Leber amaurosis adolescence
(MOCOS) Leber congenital
B N . N . amaurcsis 11 (LCA1L)
[ Combined %0, AQ and sulfite oxidase (50) Xanthinuria type [0 MOCST, t Hypoxanthine {U), | Mephrelithiasis and Neonatal = s —— 5 pr— o pee—
deficiencies Molybdenum cofactor MOCs2 ¥anthine (U, F) progressive renal failure | period 3 LIENEDLTUG LU SNDGENEE ASIONIE S LTl
deficiency (MOCOD) GPHN 1 Uric acid (U, P) Severs neonzta [MPDF?) deficiency LY ioidey gaithood
AR 1 Sulfacysteine (U}, 1 | epileptic 16 Inosine triphosphatase ([TPase) deficiency ITPA 11TP* (RBC) Severe developmental | Infancy
Homocysteine (F) | encephalopathy AR 1 [TPase activity® delay
Cataract
7 Adenylosuccingte synthase [ke 1 (ADSSLL) deficiency | Distal mycpathy-5 igssu Distal mycpathy Adolescence Cardiomyopathy
17 Deoxyguanosine kinase (DGUOK]) deficiency Mitochandrial DNA DGUCK Cholestasis and Infancy to
8 Adenosine monophosphate (AMPD1) deaminase 1 | Myoadenylate deaminase | AMPDI + AMPDL activity (M) | Cramps Childhood to depletion syndrome-3 AR progressive [iver failure | adultheod
deficiency AR Hypatania adulthood (MTDPS3) . Severe hypotonia,
Eyercice intolerence Autosomal recessive psychometor regression
progressive exte_zrra_ Ju_\'er‘i € onset
8 Adenosine monophosphate deaminase 2 (AMPDZ) | Pontocerebellar AMPD2 Severs developmental  Infancy to aphthalmoplegia with [inchondral
deficiency hypoplasia type § (PCHY) | AR delay, micracephaly, acuithood "dg:tciz?;ﬂ"ﬂl%ﬁ] myopathy
Spastic paraplegia 63 epilepsy :
(SPGE3) Hereditary spastic 19 Ecto-5'-nucleotidase (CD73) deficiency NTSE Arterial and jeint Adulthood
paraplegia AR calcifications, aertic
stenosis
9 Adenosine deaminase 1 [ADAL) deficiency Severe combing ADAL 1 Adenosine, 2'- SOD skeletal dysplasia | Infancy to . . - . . —
immunadeficiency (SCD) | AR deouyadencene (U] develoomentsl delay  zcuthood Autasomal-dominant tubulointerstiial kidney Juvenile hyperuricemic | UMOD 1Uricacd 7] Gout Adulthood
ADA-SCID L ADAL activity [RBC)  deafness diseases (ADTKD) nephropathy (FIHN), AD 1 Uric acid (U} Nephrelithiasis and
. medullary cystic kidney progressive renal failure
- . - 3 P y . . - disease (MCKD),
9 Adenosine deaminase (ADA) superactivity .:\D T ADA1 activity (RBC) gljz?msghm Femolytic ggﬂ?;ggﬂ ta Uromodulin-associated

kidney disease
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Enzyme Disorder / enzyme defect Alternative names Gene Biochemical markers Clinical signs Age of

number (& Inheritance onset

Fig. 32.2)

1 Carbamoy| phosphate synthetase, | CAD trifunctional protein CAD Developmental delay Infancy and
Aspartate transcarbamylase, deficiency AR Drug-resistant epilepsy childhood
Dihydroorotase (CAD) deficiency Early infantile epileptic Anemia with anisopoikilocytosis

encephalopathy-30

2 Dihydroorotate dehydrogenase Postaxial acrofacial DHOOH t orotic acid (U} Postaxial acrofacial dysostosis Infancy
{DHOD) deficiency dysostosis POADS AR t DHO (P Uy Severe micrognathia, Cleft lip

Miller syndrome and/or palate
Genes-Wiedemann Hypoplasia or aplasia of the
symdrome postaxial elements of the limbs

3 Uridine monophosphate synthase | Hereditary crotic aciduria LUMPS t orotic acid, t orotidine | Megaloblastic anemia Infancy and
{UMPS) deficiency AR Py unresponsive to vitamin By; and childhood

folic acid
Developmental delay
Failure to thrive

4 Cytosolic 3'-nudectidase 34 Pyrimidine 5'nuclectidase NT5CAZ Mon spherocytic hemaolytic anemia | Childhood

deficiency 1(P5’ ) deficiency AR
Uridine 5'-monophosphate
hydrolase 1 (UMPH1}
deficiency

4 Cytosolic 3'-Nudectidase 4 uric acid (U} Developmental delay, autistic
superactivity features

Growth retardation
Seizures, ataxia
5 Thymidine phosphorylase {TP) MTDPS1 (MNGIE type) TYMP t({deoxyithymidine, Severe gastrointestinal dysmotility, | Adulthood
deficiency AR decxyuridine, uracil, cachexia
thymine B U) Peripheral neuropathy, ocular
1 TP activity symptoms
Asymptomatic diffuse
leukoencephalopathy

6 Dihydropyrimidine dehydrogenase | DPD deficiency DPYD t uracil, thymine (P U} Developmental delay Infancy
{DPD) deficiency Hereditary thymine- AR t 5-OH-methyluracil (U} | Seizures Adulthood

uraciluria Drug toxicity

7 Dihydropyrimidinase (CHP) Dihydropyrimidinuria DPYs tt dihydrouracil, Dysmorphic features, Feeding Infancy and
deficiency AR dihydrothymine (P U) problems childhood

t uracil, thymine (P U} Intellectual disability Adulthood
Drug toxicity
8 B-ureidopropionase {UP) B-alanine synthase UPBI tt ureidopropionic acid, | Developmental delay Infancy
deficiency AR ureidoisobutyric acid (P Seizures
V)] Asymptomatic
dihydrouracil,
dihydrothymine (P U)

9 Thymidine kinase 2 {TK2) MTDPS2 (myopathic type) TK2 Myopathy Infancy to
deficiency PEOB3 AR Progressive extemnal adulthood

ophthalmoplegia, ptosis

10 Ribonucleoside-diphosphate MTDPS8A RRMZ2E Psychomotor delay, failure to Infancy to
reductase subunit M2 B (RRM2B) {encephalomyopathic type AR [AD) thrive, tubulopathy, microcephaly, | adulthood
deficiency with renal tubulopathy) sensorineural hearing loss

MTDPS8B (MMGIE type) Progressive extemnal
PECAS ophthalmoplegia
11 Cytidine deaminase deficency DA Drug toxicity Adulthood
AR
Activation induced Cytidine Hyper [gM syndrome type 2 | AICDA Recurrent upper and lower Childhood to
deaminase (AICDA) deficiency AR [AD) respiratory tract bacterial adulthood
infections
Enlarged lymph nodes
Uracil-DNA glycosylase deficiency | Hyper-IgM syndrome type 5 | UNG Recurrent upper and lower Childhood to
AR respiratory tract bacterial adulthood

infections




Avenapkela adsvooivnc arouwvaocnc (ADA)

v" H avendpketo. ADA givalt pa KAnpovopikr Statapoyri mou BAGITTEL TO 0VOOOTIOLNTIKO CUCTNMA KOl

npokaAel coPapn ouvduaopévn avoooavemnadpkela (SCID). Auth N KATAOTAON KANPOVOUELTAL O Eval
OQUTOOWHOTLKO UTIOAELTOEVO POTIBO, TPAyUa TTOU onpoivel OTL Kal Tta duo avtiypada tou yovidiou o€
KABe KUTTOPO £XOUV LETAAAAEELG.

H avendpkela anapwvaong adevoaoivng eival moAl omadvia Kal ekTipatol otL epdaviletal o nepimou 1
ota 200.000 £wg 1.000.000 veoyva maykoopiwg. Auth n Statapaxn €lvat urteBuvn yla nepimou 1o 15%

Twv Tteputtwoewv SCID )
. : Developmental delays fedhe)
Autosomal recessive II _!'.I

carer @ @ carier Recurrent infections I
parent o & L parent ) Id | "o
o Pneumaonia’ [ Ay N
J o ¢ (N
I A (| Slowed growth [ \
| I [+ Ly I
)| Skin rashes .'," ~ J I\
e U
2 o Chronic diarrhea !~f L) L)
Y -\l'l .y H
|
| [ ]
1 — A A
Pl JL G (1] |' |' | '|
Unaffected  Carrier Carrier  Affected
child child child child
[l Unaffected
1 carrier

B Affected

v' Ta kOpLoL CUUTTTWHOTA TNE avertdpkeLlag ADA sivat mveupovia, xpovia SLappoLol Kal EKTETOUEVA
Sepuatika e€avOnuata. Ta npooBefAnuéva matdld avamtuooovTal EMLONG TTOAU TILO apyd OO TA UYLA
TaLdLa Kol LEPLKA €XOUV avamtulakn kKabBuotépnon.

Ta meploocotepa atopa pe avenapkela ADA Staytyvwokovtal pe SCID Katd Toug mpwToug 6 UAVEG TNG
{wnN¢. Xwplg Beparmeia, autd tTa pwpd ocuvnBwg dev emIBLwWVoUV PETA TNV NALKIA TwV 2 ETWV. X€ tepimou
10% £wg 15% Twv MEPUTTWOEWY, N Evapén TNG avoooAOYLIKAG avemnapkelag kabuotepel petafL 6 kat 24
UNvwv (kaBuotepnuévn Evapén) n akopa kot HEXPL TNV evnAlkiwon (kaBuotepnuévn Evapén)



H éAAewpn ADA obnyel o 100mAdoLa avénon
TNG KUTTOPLKAC OUYKEVTPWONC tou dATP, evog

LOXUPOU avaoToAEQ NG PLROVOUKAEOTIOIKNAG
avoywyaong

Ta vPnAa entimeda dATP pokatAoUV YEVLKN
avenapkela AAAwv dNTP ota T
AepdokuTtTapa

OL tpexovoecg Beparmeieg meplAapfavouy
HLETOLOOXEVOELG LUEAOU TWV OOTWV QO
oupBato 60Tn yLa TNV AVTIKATAOTAoN TWV
OLLLOTIOLNTLKWVY BAOLOTOKUTTAPWV TTIOU
wplpalovyv og B katl T Aepdokuttapa

H Beparmneia evIUULKAG UTTOKATAOTAONG, TTOU
amoutel pla rp Svo dpopéc tnv eBdopada
evOoUUTKN €veon evepyoU ADA, eival
QTIOTEAECHATLKI), AAAQ TO BEPATIEVTIKO
0deAOC oUXVA HELWVETOL LETA amo 8 €wc 10
XPOVLA KOl TTPOKUTITOUV ETILITAOKEG,
ouunepAapfavopuevwy kakonBswwv. H
avemapkela ADA Atav £voag amno Toug
TIPWTOUG OTOXOUG TWV SOKLUWY YOVIOLAKAG
Beparmeiog o avBpwmoug (to 1990)

AMP
Adenosine
kinase //
Adenosine ————— > Inosine
2’-Deoxyadenosinge - » 2'-Deoxyinosine ~~
Deoxynucleoside
kinase
dAMP
dADP

ATP

H

ADP

|

dATP

PNP

A

= 4

Hypoxanthine —»

Uric acid



2uvdpopuo Lesch-Nyhan

» To ouvdpopo Lesch-Nyhan gival €éva omavio eyyevec obAaApa Tou HeETABOALCHOU
NG moupivng ov xapaktnpileTaL amo TNV anoucia ) aVEMAPKELA TNG
dpaotnplotntag tou evilpou dwodoplBooultpavodepdaon umoavBivne-
youvavivng (HPRT). H dtatapaxn epdaviletal pe puBuo nepimou pia ot 380.000
YevvnoeLc ot Hvwpévecg MoAlteiec.

PRPP - _
5 7=a 5-Phosphoribosyl-

Salvage Synthesis glycinamide
GMP IMP

|

Guanosine / Inosine
'\ HPRT }

Guanine —_—— Hypoxanthine

1 . :
. Xanthine Deoxyinosine
5-Amino-4-imidazole .-~
Carboxylate
o URIC ACID
Formiminoglycine |&

» To LNS eival pa duAooUvEETn UTIOAELTOUEVN 0.0BEVEL - TO YoViOLo peTadEpeTal
armo TN MNTEPA Ko petaBiBadletal oto yLo Tng

FADAM.

» EM\elpeL HPRT, ol moupiveg umo&avOivn kot youoavivn Sev elval EVOWHATWHEVEC OF
VOUKAeOTIOLa



>

>

>

Ribose-5-P

PRPP -

GMP

!

Guanosine

|

Guanine
.

Salvage Synthesis

.
/
4

:

¥

IMP

|

Inosine

|

Hypoxanthine

R M
_. Xanthine

5-Amino-4-imidazole .-~ l

Carboxylate

URIC ACID

Sk

~>~.,| 5"-Phosphoribosyl-

glycinamide

Deoxyinosine

Formiminoglycine e

EANeld el dwodoptBoouAitpavodepdong unmoéavBivnc-yovavivng, ta enineda PRPP avéavovtatl kot
oL toupivec untepmapayovtal amnod tnv de novo 060, pe anotéAeopa vPpnAd enineda moapaywyng
OUPLKOU 0€€0C Kal oupLkn apBpitida otoug LoToug

O eykeédalog e€aptatal WOlaitepa amnod tig 0dou¢ Meplowong Kal AUTO UMOpPEL va euBUVETAL yLa TN
BAGBN Tou KevtplkoL veuplkol cuoThuatog o€ otdld pe ouvdpopo Lesch-Nyhan

Ta cupmTwpota Tou cuvdpopou Lesch-Nyhan mepthappfavouv petwpévn vedpikr Aettoupyia, ofela
OUPLKN apBpitida Kol AUTOAKPWTNPLACTIKEG OUUTEPLPOPEC OMWCE SAYKWHA XEAWV Kal SakTtUAwv i /
Kal XTUTnpo oto KepaAl. MpooBeta cupntwpata MeEPAAUPAVOUV AKOUGLEC KIVAOELG TWV HUWV KOl
veupoAoyikn SucAeltoupyia




OYPIKH APOPITIAA

v H oupki apBpitida mpokaeital amnod pLo KUTAoTtaon YVwoTr w¢ UTIEPOUPLXALULia, OTIou
UTTAPXEL TTAPA TIOAU OUPLKO 0EU 0TO CWHA. TO CWHO TIOPAYEL OUPLKO 0EL OTaV SLaoTIA TLG
TIOUPLVEG, oL oTtolec BplokovTal 0TO CWHA LG Kol OTLC TPODEC

v 'Evaic uyLic eVAALKOC AvOpwItoC EKKPLVEL OUPLKO 0EV e puBuod iepimou 0,6 g/ 24 h. to
QTTEKKPLVOLEVO TTPOLOV TIPOKUTITEL EV LEPEL ATTO TNV KATATIOON TIOUPLVWY KOLL EV HUEPEL
Qo Tov KUKAO TwV VoukAgoTdiwv moupivng

v\ IXNMOTLOMOC OUPLKOU 0E£0C pmopel va oupPel dtav to eninedo ouptkol o€£oc oTo aipa
avénBel mavw amnd 7 mg / dL

v To enutAéov oupLko o€V 0TO CWHA 00C SNULOUPYEL OYNPOUC KPUOTAANOUC OTLG
apBpwoelg, odnywvtoc oe oldnua kat urtepBoALkn evacOnoia. H oupikn apBpitida
ouvnBwc ekva oto peyaAo SAKTUAO Tou oSOV, aAAQ UTTOpEL Vo ETNPEACEL AAAEC
apBpwoELCg

Swollen and
inflamed joint

Uric acid
crystals




OH OH

Ny |
/C ~,. o /C ~_._-N v' Otav avoaotéNetal n ofelddon tng Eavdivng,
[Tl (”: \\N [\|J ﬁ N\ CH TOL ATTEKKPLVOLLEVOL TTPOTOVTA TOU
HC C / HC C b, HeTaBoAlopol tnG moupivng eival n EavBivn
SN SN TN kat n urto€avBivn, ot omolec ivat o
H H LVSATOSLAAUTEG aTtO TO OUPLKO OEL Kall
Allopurinol Hypoxanthine Alyotepo mibavo va oxnuatioouvv
(enol form) KPUOTOAALKEC EVOTTIODEDELC
xanthine
oxidase
OH
LK
.
e,
NN o= S
HO” N7 N
H
Oxypurinol

AN\OTIOUPLVOAN, €VaG avaoToA£ag tng o&eldaaong tng EavBivne. H umofavBivn eival to pucloAoyLlko UTIOCTPWHA TNG
o€eldaong tng EavOivng. Mia eAadpa petafoAn otn dour tng umtofavBivnc (oKLAoUEVO avoLyTo KOKKLVO) amodideL Tov
LOTPLKA ATIOTEAECUATIKO aVaOTOAEX EVIUOU OANOTIOUPLVOAN. XTn SpacTikn B€on, N aANOTIOUPLVOAN UETATPEMETAL O

0&uTOUPLVOAN, €vav LOXUPO QVTAYWVLOTIKO OVAOTOAEQ TTIOU TIAPAUEVEL OTEVA OUVOESEUEVOG UE TN LELWUEVN Hopdr) TOu
eviupou.



OpoTtikn oévoupla

» H opotikr ofuoupla MPOKAAELTAL ATIO TNV AVEMAPKELA TN LovoPwodopLkrc cuvbaong
oupdivne (UMPS). To UMPS eival €va SIAeToupyLlkO €VIUO TTOU ATTOTEAELTAL QIO OPOTLKNA
dwodoplBooultpavodepaocn Kal potidivn-5-povopwaodopikni amokapBoluAaon

Gln-NH; + HCO,"
v
carbamoyl phosphate
¥

v
orotic acid

+ | OPRTase

CMP + += uridine-5-monophosphate + »+ dTMP

L *
fl | !
cytidine -t uridine thymidine
. m
uracil thymine

B-alanine B-aminoiscbutyrate

» 'Htav n mpwtn nepypadeioa avenapkela eviupou tn¢ de novo odol cuvBeong
nupLULSivng Kal elval plol AUTOCWATLKY UTIOAEUTOEVN Slatapaxi

Autosomal recessive

Carrier | ( Carrier
parent o m . parent

8l = | 1]
Unaffected Carrjer Carrjer  Affected
child child child child

['] unaffected

B Affected



» OLaocBeveic ouvnBwc mapouvoldlouvv UTIEPBOALKO 0POTLKO 0L oTa oUpPA, ATOTUXLA
avarntuéng, avamntuélokn kabuotepnon Kal peyaloBAaoTIKr avalpio tou dev pmopetl
va Beparmnevtel pe tn xopnynon Prrapivng B12 1 poAtkou o€€og

» O eMUTOAACUOC TWV YEVVNOEWV, O OTOLOC £lval 0 aplBUOC Twv Bpedwv OV YEVVLIOUVTOL
LE pLa Slatapayn) o€ CUYKPLON UE TOV OUVOALKO apLlBUO TwV YEVWACEWV {WVTWV,
EKTLUATOL OTL €lval pkpotepog amo 1 otig 1.000.000 yevvnoeLc.

https://rarediseases.info.nih.gov https://rarediseases.org/



XnuelwoBepameia

v' Ta KAPKLWIKG KUTTOPO £XOUV HEYOAUTEPEC ATIALTAOELC YLOL VOUKAEOTIOLA WC TIPOSPOLEC
ouoiec tou DNA kot tou RNA

Fevika, Lo evaioBnta ano ta puoloAoyLlkd KUTTOPO 0TOUC aVAOTOAELS TNG BloolvBeonc
VOUKAEOTLO LWV

» Aufovopevn oglpd CNUAVTIKWY XNUELOBEPATIEVTIKWY TApaAyOVIWV Spouv
avO.OTEAAOVTAC €va ) TTIEPLOCOTEPA EVIUUA OE QUTEC TLC 060UC



[ 4 ' 4 14
2TOXevon tn¢ OuuLdVAkNn G cuvBaonc

v H BupSulikr) ouvBdon Kot n avaywydon tou Stwdpodullikol of€oc eivat évivpa
TIOU TTAPEXOUV TN HOVN KuTTtaplkn 060 yla tn cuvBeon Bupivng

v" H ¢dBoplooupakiln Spa otn Buptdulikry cuvBdon. H ibta n pBoplooupakiln Sev sival
0 0VAOTOAEQC TOU ev{UOU. 2To KUTTOPO, oL 0bol Meplowong To LETATPETOUV OTO
Hovopwodopko deouvoukAeoaoidlo FAUMP, to omoio cuvdéetal kol adpavoroLEL To
Ev(UHO

v" H avaotoAr) and to FAUMP givat éva kKAaokd rapadstypa adpavoroinong eviipwy
nov Baoiletol o€ PUNXOVIOUOUG

« fatigue

0Boplooupakik
gopJpacan + diarrhea

@ * nausea or vomiting

) ’ , » reduced appetite
07N DBopiodeofuoupiGuiKd MoAAd avtikapKivikd

AOTOAEQC QUTOKTOVIAC (pdpuaKa
éXOUV wg OTéXO « a metallic taste in your mouth
© v ouvddon tou Supuibikol = hair loss

dUMP v T™P « photosensitivity: always wear sunblock when undergoing 5FU chemotherapy treatment

* mouth sores

;?7 « redness, soreness, and peeling of the palms of your hands and the soles of your feet
(hand-foot syndrome)

N « irregular or absent periods
» low blood counts, which can lead to:
o anemia

NS N‘O-useu)\svo- AWSPOYUANIKO o increased risk of infections
TETpalSpOPUANKG o easy bleeding or bruising

Mukiv % +
L ‘&%.\ NADPH + H Sometimes, 5FU can negatively affect the heart, causing symptoms that may include chest
vay . = e pain, shortness of breath, or irregular heartbeat. Because of this, your doctor may want to
/ g‘j v @ Kal monitor your heart function while you're on 5FU.
Lepivn e ueBotpeéarn

Pt
Tetpaldpo@uAAIkG s (apeBomrepivn) | |
|



2TOXEUON TNG OLVAYyWYaong Tou
SwoépoPulAikou oé€oc

H peBotpetatn eival avaoctoA£ac tng avoaywyaonc tou StudpodpuAAikol o&€og
H avaotoAr tou DHFR armo avtaywvioteg puAlikol oé€oc (Lebotpetatn) Exel WG
QTIOTEAECA QVETIAPKELD OTLG KUTTAPLKEG Se€aueveg BUULOUALKOU Kol TTOUPLVWV KoL
OUVETIWE PElwon TG oUvOeoNC VOUKAEIVIKWY OEEWV
AuTO to avaAoyo puAALkoU 0€€oC Spa W AVTAYWVLOTIKOC avaoToA£ac. To Eviupo
deopevel tn pebotpetdtn pe mepirmov 100 dopec uPnAOTEPN CUYYEVELD QIO TO
S OpoPpUAALKO OV
Apvorttepivn €ilval pLal OXETIKN Evwon Tou dpa mapopoLa
T H pebotpe€atn pmopet pepkeg dopeC va
= TIPOKOAECEL QVETILOUUNTEC EVEPYELEC, OL OTIOLEC
e Hropel va mepthapfavouv:
S+ - aloOnua adlabeoiog
- X Movokedpatoug
NADP EUETOC
2 . o T Sdppola
n HT”\JT& AvokoAla otnv avarmvor)
e OTOMOTLIKA EAKN

S HLKPT TpOTTTwon kot e€avBrpata apaiwong

e e i GH2 = @ goo
e '/ON { > C—NH— CHCHCHLCOO

CHsg

N5 N1°-Methylene
H, folate

H, folate

a)

Methotrexate

b))



AvooTtoAn Twv aptdotpavodepacwv
yAoutapivng

H yAoutapivn eivat §6tnc alwtou o€ TOAAEC EeXxwPLOTEC avTdpAoelc otn BloolvBeon
VOUKA£0TLS LV

Ta replocotepa amo Ta EviVa avooTEANovTAL Evtova oo avaloya YAouTopivng onwe n
alaoepivn Kat acivicin

H alaoepivn, mou xapaktnpiotnke amo tov John Buchanan otn dekaetia tov 1950, ntav pia
armo ta npwta napadsiypata adpavormnoinong evlupwv mou Bacilovtol 0 PNXOVIOUOUG
Acivicin 6gixvel uTtOOYOMEVO WC XNUELOBEPATIEVTIKO TTOPAYOVTO TOU KAPKIVOU

NH NH
3 N= | 3
ANEE
CH,—C—COO0~ N& CH,—C—COO0™
NH, | CH
Cl—CH : é—o i
V/ 2 P
O/ O/
Glutamine Azaserine
+
NH3

0

lﬁl \(|ZH—(|Z—COO
C——CH, H

Cl

Acivicin



Yopofuoupia/vdpotukapPapidlo

s H udpofuoupia avaoteAAel Tn cuvBeon tou DNA otoxevovtag tn pLBovoukAEoTIOKN
avoywyaon, To E€vIUHo Ttou ival utevBuUvVo yLa TN HeTatpor TwV dtpwodopLkwy
pLBovoukAeoTbiwy oTLC avtiotowxes popdec deotuplBolng

v
J ’ Ribonucleotides
Ribonucleotide
reductase Deoxyribonucleotides

Cell
prepares
i

Cell division
(mitosis)

Replication

of DNA

Cell grows

— Cycle begins

Hydroxyurea may cause side effects. Tell your doctor if any of these symptoms are severe or do not go away:
nausea

vomiting

diarrhea

« loss of appetite

« weight gain

- sores in the mouth and throat
- constipation

- rash

- pale skin

dizziness

headache

hair loss

changes in skin and nails

Some side effects can be serious. If you experience any of these symptoms or those listed in the IMPORTANT WARNING
section, call your doctor immediately or get emergency medical treatment:

+ fast heartbeat

ongoing pain that begins in the stomach area but may spread to the back

leg wounds or ulcers

pain, itching, redness, swelling, or blisters on the skin

pain in the upper right part of the stomach

« blood in the urine

« yellowing of the skin or eyes

= numbness, buming, or tingling in the hands or feet

« fever, cough, shoriness of breath, and other breathing problems



MaBnolakol 2toxot

Aopun Baoswv nupLpSivng Kot touvpivng

~

Nepwypadn voukAeooLSiwv Kal VOUKAEOTLS Lwv

i'

. - \

Nepwypate kaL e§nynote tn BroovvBeon kol
TOo HETABOALOMO TNG IToupivng

Aradopég petagt tng BroovvBeong Kat Touv
HETABOALOHOU TWV MUPLULSIVIIV KAL TWV ONHUELWY
SrakAadwong Purines-Key

Mepwypadn tng BroovvBeong
Ssco&upLBovouKAeoTISiWY

Mepypoadr tou KATaBoALoHOU TwWV
VOUKAEOTLS WV — KOWEG 0801 Kol aAAOLWOELG

Baoika XapaKTnPLOTIKA TWV AVOCOAOYLKWY
TEXVLKWV




[TpoTteivopevn BiIBAIoypa@ia

e Harper’s
Kep. 32, 33, 34

e Lehninger, Topog |,
Kew. 22.4

e Devlin: Tépog Il
AKew. 20



[MpooOLOPLOUOC YVEVETLKWV
HeTaANAEEWVY

v" OL 6okLpéc PCR (aAvotbwtr avtidpoon moAupepaonc) eivot €voc ypriyopoc, ELPETLKA
aKPLBRC TPOTOC yLa TN SLAyvVWon YEVETIKWY OAAOYWV
v AN Selypatoc aipatocg, odAwou, BAEvvoc 1y LoToU

PCR EXPLAINED

I. DENATURATION ¥

1 ~95°C

2. ANNEALING

DNA STRANDS
SEPARATE

«Q

PRIMERS ADHERE TO
DNA STRANDS

5’
3
5’
3
)

S
3
5’
3

i~55°c ; 1NRRIRRRRRRRLYE

s’ 3
3. EXTENSION y W . - TAQ POLYMERASE BUILDS
2 & COMPLEMENTARY STRAND
N ~72 C 5’ Y 3 (
é 3 5’

:H]].LI.I.I.I.I.I.LLI.l"bb'_




( DNA with sequence of interest
5 3
LLLii i lt])
3 5

LLL primer
DNA polymerase

~

Denature and anneal primers

= @
11 | |

ﬁ 11 L1
g 5

First cycle

3

5

TTITTTTTTT]

5

Second cycle

J/
i

Third cycle

D -

5! 3!
NEEEREERENRENEE]

3 5

=
EEEE NN 35: i 3
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5
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3

R

20 to 30 cycles

Millions of copies

I
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T
I
NI
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I
fibiiiiiing
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I
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U
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PCR Master Mix for 50 pl

Reactions
Components Volume Final Concentration
Buffer 10X 5 ul 1X
dNTP’s (10mM) 1 ul 200 uM
MgCl, 3 ul 1.5 mM
Forward Primer 2.5 ul 150 pmol
Reverse Primer 2.5 ul 150 pmol
Taq DNA Polymerase (SU/ul) S ul 2.5 Units
Nuclease-free H,0 Up to 50 pl up to 50 ul
Template DNA ~1-50 ng ~1-50 ng

Total Volume

50 ul




111 H PCR enutpEmel tnv aviyvevon HeTAAAa€NG, wotdoo, n idta n PCR dev aviyveLel tnv
npoaypatikn HetaAAaén. H PCR dnpiovpyel Eva aitAtkovLo TO OO0 0T CUVEXELA avaAUEeTal
HE Kamola aAAn pEBodo yia va BpeBolv miBaveg nopaAAayEC EVIOC TOU OUITALKOVIiOU

DNA Sequencing

v G LoYLPT TEXVIKY 0TI LOPLOKN YEVETIKN, ] aAAnAovyia DNA mapéxel avaivon
YoviSiwv o€ emimedo voukAeoTISiwv. O KUpLog 6T0X0G TG aAAnAovyiag DNA elval o
TPOOOLOPLOUOG TNG aAANAovxiag LIKpwV TTEpLOX WV eVOLa@EPOVTOS (~1 KiAofdon)
xpnopomolwvtag eva mpoiov PCR wg mpotumo

v" H aAAnAovyia 616e0&uvoukAeoTiSiwy 1) 1 aAAnAovyia Sanger avTITPOOWTEVEL TNV
L0 EVPEWG XPNOLUOTIOLOVUEVT] TEYVLKT] VLA TOV TTPOCSLOPLOUO TG aAANAov) G TOV
DNA



4 x PCR (+ one dideoxynucleotide)

ddTTP ddATP ddGTP ddCTP

l‘ DNA sequence

i G A C T T C G A

$

A C T G A A G C T

A C T G A A G C T

i BB - B B B B B

T G A A G c T

G A A G C T

A A G C T

A G C T

G C T
Al T

f ". "
o

| \ /J ‘

Use a ]/ \
sequencing . /
machine G A C T G A A G C T
T A G C
TR
Separate
with a gel
g

1; 'I\l/\fl "\W
el l‘c g CARRIER

E € C 6 CTC G LT CT

—

E t tocTascTceTce s o PATIENT




Reverse transcriptase (RT)-PCR

Tumot RT-PCR

Movootadiakn (One-step):
H avtiotpodn petaypadn
kal n PCR yivovtat otov i6Lo
ocwAnva—ypnyopn Ko
arAn.

Awotadiakn (Two-step):
MpwTta ylveTal n
avtiotpodn petaypadn Ko
uetd n PCR—mo eveAkTn
Kall evailcOntn.

H RT-PCR (Avtiotpodn Metaypadn
kot AAuoLdwtr Avtidpaon
MoAupepaonc) eival pia LopLakn
TEXVLKI TTOU XPNOLUOTIOLELTOL YL TNV
awvixveuvon kat moootikonoinon RNA.

ArntoteAeitat amd dVo Baoikad otadia:

Avtiotpodn petaypadn (Reverse
Transcription): To RNA petatpémnetol
o€ oUUMANpwpatikd DNA (cDNA) pe
™ BonBela tou eviupou avtiotpodn
pHetaypadaon.

PCR (Polymerase Chain Reaction): To
cDNA moA\amAaolaletal LECW TNG
kAaolkng PCR yla va avixveuBel i va
TtOOOTLKOTIOLN BEL.



Edbappoyeg
AwayvwoTtikn: Avixveuon

(v 6T SARS-CoV-2, HIV,

HCV

AvaAuon yovidLlakng

. ,
ekdppaong: Nocotikomolnon

RNA

OykoAoyia: Avixveuon S G

ovKovoviBluy
AO'(IJdAE a '[pO(I)i.p,wV Kol PuBuotiko dtahupa kat ovta payvnoiou (Mg?*)
gyKAnuoatoAoyia:

Avixvevon naboyovwv



Noootikn RT-PCR (qRT-PCR)

H mocotiki RT-PCR mapakoAouBeitnv eviocxuon tou DNA o€ mpayUaTiko Xpovo
HEow $BopLlOVTWY XPWHATWV A avixveutwy (r.X. SYBR Green, TagMan). Eivat
Lbavikn ylo akpfn HETpnon TG EkPpacng yovidiwv.

To SYBR Green npootiBetat oto peiypa avrtidpaong tng RT-gPCR npwv {ekvioel n
gvioxvon. AnAadn:

*Bpiloketal StaAupévo oto aviidpactiplo (reaction mix).

*Juvdeetal elbka pe dikAwvo DNA (dsDNA) kaBwc autd oxnuatiletal kata tnv PCR.
*Aev evowpatwvetatl oto DNA, aAAd mpookoAAdTon eEWTEPLKA 0TLG SIKAWVEG TIEPLOXEG.

*Otav to DNA gvioyvetal, to SYBR Green deopevetan oto dikAwvo DNA.
*H Séopevon npokaAel av€non tng dOopLopoTnTag, N omoia HETPLETAL OE KAOE KUKAO Qo
Tov BeppoKUKAWTH.

*H évtaon Tou onpatog sival avaloyn He tnv moocotnto tou DNA = dpa kol Tou ap)Llkou
RNA.

To SYBR Green €ival yevikog Selktn kal Uopel va SeoUeVTEL 0€ N LKA ItpoilovTa
PCR (r.x. primer dimers). '’ auto amnatteitat avaAvon KapurnuAng tnéng (melting curve)
ylo va ertiBeBawwBel n eldkotnta.



A. SYBR Green o
i} Primer Extension ¥ Q

W2
ma o ? — R R

1. Dye in solution emits 2. Emission of the
low fluorescence fluorescence by binding



Meta tnv oAokAnpwon tn¢ RT-qPCR, o BeppokukAwtng avéavel otadiaka
™ Oeppokpacia kol tapakolouBel tn pOoplopdTnTa Tou SYBR Green
kKaOwc to SikAwvo DNA amodiataocostat (ALwvel).

* Nwg Aettoupyei;

 Kata tnv avénon tng
Oeppokpaociag, to dikAwvo
DNA apxileL va Staxwpiletol
O€ LOVOKAWVA.

* To SYBR Green - N

...............................
-,
L0
.
v
L
.
.
»
03
-
.
.,

SPECFIC
PRODUCTS

arnodeopeveTal, |IE
QTIOTEAECUO HELWON TNG
$OopLopotnrac.

* O BeppokukAwtng kataypadet
auTA TN METaBOAN Kall
SnuLoupyel TNV KOLUITUAR
téne.

(%) 3oN3dsaNONT4
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