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Avaokotnon petapoAiopov Aimidiwv & AIToTpwTEivuv
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Avaokotnon petapoAiopov Aimidiwv & AIToTpwTEivuv
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2uvoyn: 2uvBeon o@iyyoMTdiwv & XoAnoTEPOANG

2UvBeon o@iyyoAITTidiwyv

2.0vBeon ogiyyoaoivng & Kepapidiou

2.UvBeon o@lyyopueAivng, kepeBpodiTn kai yayyAloldITwv
2. PIYYOANITTIOWOEIC

BioouvBeon xoAnotepoAng
2.0vBeon Tou peBaAovikou
Avaywyaon tou HMG-CoA

SREBP - mRNA 1
XoAnotepdAn 2> mRNA |, TpwrTeivn |
Pwopopuliwon (AMP)
2TATIVEG

2.UvBeOn TOU TTUPOPWOPOPIKOU ICOTTEVTEVUAIOU

2.UvBeEON TOU OKOUOAEViou

KUKAOTTOIiNON TOU OKOUQAEVioU



2 UvBean opiyyoAiTidiwyv

Slorage Membrane lipids {(polar)
lipids :
(neutral)
Phospholipads Glyeolipids
| . )
- | | -
Triacylglyeerols Glyeerophospholipds golipids lipids

— Fatty acid

— Fatty acid

| Fatty amd

Cilyearol

Glyesrol

i
Fatty amd = Fatty acid é t Fatty acid

: Mono- or
—— Fatty acid —{ PO, oligosaccharide




2 pIyyoAittidia
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2 UvBeon apiyyoaoivnc & kepapidiou

HO\
CoA

S,/‘ co, H H H*
\ - + +
N H* CoA *Hz NADPH NADP' *H3 RCO-CoA CoA
0 0

H --4:' + £ >
H \ H , H A\ _H
/™H ' /H
(CH2)12 (CH)12
“CHs3 “CH;
MNaApirovho- Lepivn 3-Keroogiyyavivn
CoA
0
1w
= FAD FADH, R
OH LL,
W\,
/ H /
Eikéva 26.3 IuvBeon tou kepapbiov. To (CH2)12 (CH)\2
naApitoUAo-CoA Kai n ogpivn evwvovTal yia "CH3 “CHs

va apyioel n ouvBeon Tou Kepapudiou. Awdpokepapidio Kepapidio



2.UvBean opiyyopueAivng, kepeppolitTn kai yayyAioliTwy

O‘\-,'O
N4 +N(CHz)
O/ \o/\/ e

GalNAc

4 4
B @B @7 Kepapidio

a " DAG B3 a2,3
wo@atdu-
AoxoAivn (CHi) 12 @
CHs NAN
ZPLYYOHUEAL
o SR OH — layyAioliteg
HO OH Evepyonoinuév _
oaKxapa R, = H, N-aketuhoveupapivike
CH2OH R, = OH, N-yhukoAuhoveupapvika
(CH2)12  uDP-yAukeTn
N
CHs UDP
Kepapidio
H,C
|.
R,
H—C—OH
(CH2)12 e
\CH], H—C—0H
KepeBpolitng CH,0H

210MKd o&éa



2. IyYoMITTIOWOEIC
(AucoowpaTikég voool amoBnkeuanc, kepePppoaidwacic, yayyAlooidwaoeiq)

O katapoAiopoc Twy opiyyoAimmidiwy viveTal ota AucoowpaTd, o€ TToAAd
otddia pe diadoxIkA dpdon ToOAAWY diapopeTiKWy evlUHwWY. EAAgipeIc A
avemdpkeleg ota évupa katapoAiopoU kataAnyouv oe evamdOeon
evilapéowy TTpokaAwvTac PAAPec (KUpiwg oTo KEVTPIKO VEUPIKO
oUoTnHa) TTou KataAnyouv e o@IyyoMTIOWOEIC

O1 opiyyohiTmidwaoeig umropouv va
01dyvWOoTOUV TIPOYEVVNTIKA HE
apviokévrnon aAAd dev BepameUovral
akopa. TToAU TTpdopaTeC AMOTEIPEG HE
tapoxn O1aAuTWv evUpwy evoopAépia
(Bepatreiec ev{upIKAG avamAnpwong)
gival oAU e€ei1dikeupéveg, €9’ 6pou
(WAC, ka1 Ttdpa oAU akpipég.




Principal Signs Principal Storage
Disorder and Symptoms Substance Enzyme Deficiency
1. Tay-Sachs disease Mental retardation, blindness, Ganglioside Gy, Hexosaminidase A

(S 5

-

. Gaucher's disease

Fabry’s disease
Niemann-Pick disease

Globoid leukodystrophy
(Krabbe's disease)

. Metachromatic

leukodystrophy

Generalized
gangliosidosis
Sandhoff-Jatzkewitz
disease

Fucosidosis

cherry red spot on macula,
death between second and
third year

Liver and spleen enlargement,
erosion of long bones and
pelvis, mental retardation in
infantile form only

Skin rash, kidney failure, pains in
lower extremities

Liver and spleen enlargement,
mental retardation

Mental retardation, absence of
myelin

Mental retardation, nerves stain
yellowish brown with cresyl
violet dye (metachromasia)

Mental retardation, liver enlarge-
ment, skeletal involvement

Same as 1; disease has more
rapidly progressing course

Cerebral degeneration, muscle
spasticity, thick skin

Glucocerebroside

Ceramide trihexoside
Sphingomyelin
Galactocerebroside

Sulfatide

Ganglioside Gy,

Gy ganglioside, globoside

Pentahexosylfucoglycolipid

Glucocerebrosidase

c-Galactosidase A
Sphingomyelinase
Galactocerebrosidase

Arvisulfatase A

Gy, ganglioside: B-galactosidase
Hexosaminidase A and B

w-1-Fucosidase

GalNac

Kepapidio

NAN

Fayyholitng Gy,

GalNac

NAN

Kepapidio

FayyAiolime Gy,



BioouvBeon xoAnotepoAng
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Fir st up:

1fs cholesterol
really bad?

Let's find o ut.

BiooUvOeon xoAnoTepo6ANG
|

Yeah!

Cholesterol isoil or
fat . right? | think t's
def initely a bad thing.

| know my dad is
always going on
and on abo ut his
cholesterol levels

nEEd & . My go al
is zero percent

Fat is unhealthy,
and we don't

Go al

:lose 5 |1 bs!

Downwihtihe
po unds!

That's not
really true,
Kumi.




XoAnoTepoAn

% HOVO 0TOUG
EUKAPUWTIKOUC
opyaviopoug
% «eAeUBepn», WC
OOUIKO OTOIXEiO
pHeuppavv
% EOTEPOTIOINUEVN HE
AiTtapd vyia:
amoOnKeUuan 0TOUC
10TOUC
petagopd (amod
ATTOTIPWTEIVEC)
“* 101aiTepa OuadIdAUTN

(0.2mg/dL)

M.B.: 386 Da

y | "t.ClHB
j‘ | %50H—2"CH,

| |
a2 | 2 .;CHQ Alkyl

;T . side
\3 - “CH, chain

Steroid
head nucleus
TTpddpopo popio yia:
% XoAIkd dAhata (Amap)

% oTepocideic oppovec (emvegpidia, yovadec)

< Pitapivn D5 (Amap, veppd)



2 uvTiBeTAl KUPIWCG
oTo ATtap aAAd Kkai
OTO EVTEPO Kal
0TOUG

BiooUvBeaon xoAnoTepoAnc

TEPICOOTEPOUC HeCo, o /C\C /C\C _CH;s
1oToug (1gr/nuépa). CHs f |
C/C\(':/C CH5
N\
CHsx | | S
/c\! e o /C\c/
T N 9
|
C C C
Ho”o ¢ \C/ - L

-CO-R
EoTepomoinon pe Aimtapd o éa yia
amoBnKeuon Kai getagopd

OAo1 o1 avBpake¢ Tou
Hopiov TtpoépXovTdl ATt
akéTUAo-CoA.

TTepimou 30 évlupa
OUHHETEXOUV OTH
BPlooUvOean TNG




1. 20vBeon Tou TUpoYWaWopIKoU 1I00TTEVTEVUAIOU

d. 20vBeon Tou pepahovikou



1. 20vBeaon Tou TTUPOYWAOPOPIKOU I00TTEVTEVUAIOU

d. 20vOeaon Tou pePpaAovikou

Q) (@)
ll I CoA
S H,0 CoA
Akeroaketulo-CoA ! Hi:C OH 0O
Ao [
¥ - > -00C / CoA
0 ' S
H CoA 3-Y6pofu-
H:C S 3-pebBuloyhourapulo-CoA

' (HMG-CoA)

Aketulo-CoA



1. 20vBeaon Tou TTUPOYWAOPOPIKOU I00TTEVTEVUAIOU

d. 20vOeaon Tou pePpaAovikou

KYTTAPOMAAZIMA
0 S H;C OH OH

“ ‘| 23 2 NADP* -ooc \

- " CoA /
H I'L S 20 CoA - NAD
Akeroaketulo-CoA \ / H :,C\ OH (Il)

+ -
00C._ CoA
0 ~ S
H CoA 3-Y6pofu- P S _CoA
H:C” S 3-pebBuioylourapulo-CoA H-C~ S
: (HMG-CoA) '
Axketulo-CoA Aketuho-CoA
+
CHs
|
“00C_
\/ 0

MITOXONAPIA AkeTo&iko



1. 20vBeon Tou TUpoYWaWopIKoU 1I00TTEVTEVUAIOU

d. 20vBeon Tou pepahovikou

Avaywydon Tou HMG-CoA

KYTTAPOTAAZMA
0 0 Ci'\ H:C OH OH
‘ . .
|‘ l CoA 2:' 2 NADP -OOC\\ /
H( S H0  CoA 2 NADPH 3
AketoakeTulo-CoA \ 7 H+(C OH O Mepakoviké
NG A
i “OOC / H CoA
0 -~ S (@)
! CoA 3-Yépo&u- \ ‘ CoA
H-.C S 3-peBuloyhoutapulo-CoA H«C S
. (HMG-CoA)
Aketuho-CoA Aketulo-CoA
+
CH=
’ “00C. : /
Avaywydon Tou HMG-CoA: 0
MITOXONAPIA Aketofiko

Evowpatwpévn pepppaviki
TTPWTEIVN Tou
evOoTTAdOUATIKOU OIKTUOU
Kadil PAciKOC 0TOXOC
pUBUIONG



B. 20vBean Tou TUPOYWOPOPIKOU IGOTTEVTEVUAIOU

ATP ADP

\ /
\ o N
2-

O 0O

A , R
0 © 0_0 0 ©
MeBakoviko 5-Owo@opeBarovikd 5-Mupogpwogousfaloviko

(evepyomroinpévo
IGOTIPEVIO)



B. 20vBean Tou TUPOYWOPOPIKOU IGOTTEVTEVUAIOU

COO~ COO™
</ ATP ADP ATP ADP
\\” CHs '-\\ -/'" \ /CH3 \-\\_ /./
" OH " " OH
y =
CH,0 > « 18 CH,0 O 0
R R “R
0 © 0.0 0 ©
MeBakoviko 5-Owo@opefalovikd 5-Nupogwopopsfalovikd

(evepyomroinpévo
IGOTIPEVIO)

CH;

CH,

H,C =z

looTTpéVvIo



B. 20vBean Tou TUPOYWOPOPIKOU IGOTTEVTEVUAIOU

Coo" COO- /co'o-

</ ATP ADP ATP ADP /N
e CH;  \ _) \ /CH3 _-_’ N /CHg
"OH ( " " OH / . 0oPOs?
cH,0 _0° \CHzo\ o 0" ‘tHo_ o,
““p ,P, ‘P: P‘ _
g © 0.0 0 © 0.9 g ©
MeBakoviko 5-OwoQOopERAOVIKO 5-Nupopwopopsfalovikd
(evepyomroinpévo
IGOTIPEVIO)
i CH CH CH; |
{Hs /" /" /
HC —— HC——=C HC—=C
CH2 ) / \ / \ /
=z —CH, H,C——CH, H,C——CH, H,C—-
HZC 4n

lootTpévio [MoAu-100TTPEVIO (KOOUTOOUK)



2. 2UvBeaon Tou okoudAgviou

H3C/}\/\OPO;0P033‘

AN
CHs CH; o
Hzc/\/\opozyof— = H3C)\/\OPO3PO33' PP, " e
Nupopwogopiko ioonevtevoAio Mupogwogopikd SipeBuiarlvAiio CH3
Gl . Oy 0,000;>
A1adoXIKEC OUNTIUKVWOEIC ”’C/Kn:mmmmo
ICOTTPEVIWY
Cs —Cip — G5 Gy B e
EKTOC attd Tn XoAnoTEPOAN Kal I
Ta oTepoeldh, amé To PP- N NE>
100TIpEVIO CUVTIBeVTal KaI Td Hl/\)
|00TIPEVOEIBN;: T mommserbscovafis RRHEHE
- oupikivovn (avamyv. aAuagida) Kw
- d0AIX0ANn (YAukoTpwTEiveg) i
- dipn CHs T TR | CH
- @apveoUA/yepavuA-opddeg e N J =3 »

Txoualivio



3. KukAoTroinon Tou okoudAgviou

H+
+

NADPH NADP?*
+ +
0, H,0

TKouaAévio Emoéeidio okovaleviou Katiév mpwtootepoAng

19 pAuara
HO
= H
™\ HCOOH +2 €O, Hsd CHs
HO NAavootepoAn

Cholesterol
(18 akeTUA0-CoA + 36 ATP + 16 NADPH)



PUBuion Tng ouvBeonc TNC XoAnoTePOANC

XoAnote pé)m@\

H oUvBeon kai n dpdaon
Th¢ HMG-CoA
avaywydong UTTOKEITAl O€
ETTAVATPOPOOOTIKO EAEYXO
amoé Th XoAnoTepoAn:

1. Z0vBeon mRNA: O 2 (G sttt
HETAYPAPIKOG TTAPAYOVTAG .

SREBP (sterol lat S RBAARAL
element bi?\rc‘;:n;epgr‘l‘cl)‘lc']e?nr{ mﬂun in

anapdiTnTog yid Th LJUU &

Insig SREBP

Nuprvacg

l—lﬁTGVqu)r'] Tou vOVlaiOU’ Ta enineda
ameAeUOEPWVETAI ATTO Th i

HeuPppdvn Kai Tnyaivel
oTOV TIUPpAva Hovo o0Tav Td
eiTedd TG XoANoTEPOANG

Hebvovrar M][Iﬂ[l[lﬂ[]l] AR 1

Golgi

MetaMonpwredon

Lepvonpwreivaon



PUBuion Tng olvBeong Tng XoAnaTepoAng

2. Metappaon mRNA: AvaoTéAAeTal amd xoAnoTepoAn kai peTaPoAiTeC Tou
pepaAoviko.

3. Atoikodounon mpwTteivne: H idia n mpwreivn, ovrag yeuppavikn, ahAalel
d1apoppwaon avdaAoya e Th oUYKEVTPpWON XoAnaTepoAng ath pepppdvn Kai
YiveTal TTEPIO0OTEPO EVAAWTN O€ ATTOIKOOOHNON.

4. PUBpion evlupikinc dpacTikoTnTac: Mia AMP-g€apTwpevn Kivdon
amevepyoTtolei Tnv HMG-CoA avaywydon pe pwapopuAiwon 6Tav 1o
EVEPYEIAKO POPTIO TOU KUTTApou cival XxapunAo (0Twg viveTtal pye Thv
kappPpofuAdon Tou akeTuAo-CoA Tou puBpilel To peTaPpoAiopd Twyv AiItapwy
o Ewv)

2. UVOAIKA: n oUvBOean XoAnaTepOANG avaoTEAAETAI OTAV UTTAPXEl APKETA ATTO
Tn diaiTa Kai To avTiBeTo.

Pappakohoyiki puBuion: Ouaiec 6w o1 otativeg (lovostatin/mevacor)
gival ouvaywvioTikoi avaotoAeic Thc HMG-CoA avaywydonc. ETol Ta
KUTTApa dev oUVOETOUV XO0ANOTEPOAN He ammoTEAEOUA va TNV Ttdipvouv atod
TNV KUKAO@opia peiwvovTag Ta emitedd TnG



2uvoyn: 2uvBeon o@iyyoMTdiwv & XoAnoTEPOANG

2UvBeon o@iyyoAITTidiwyv
2.uvBeon o@iyyoaivng
2.UvBeon kepapidiou, o@lyyouueAivng, kepeBpodiTn Kal
yvayyAiolITwv

2. PIYYOANITTIOWOEIC

BioaUvOeon xoAnoTepoAng
2.0vBean Tou pePpahovikou
Avaywydon Tou HMG-CoA

SREBP - mRNA 1
XoAnotepoAn 2> mRNA |, mpwTeivn |
PwaoypopuAiwon (AMP)
2. TATIVEC

2.0vBOean Tou TTUPOPWAOPOPIKOU I00TTEVTEVUAIOU

2.UvBeon Tou okoudAeviou

KukAomroinon Tou okouaAeviou



