r KAnpovouika voornuaTa Kal
X7 KOTAOTACEIG TTOU OPEIAOVTAl O€
YOVIOIOKEC METAAANACEIC




TPOMNOZ KAHPONOMHZHZ TQN KYPIOTEPQN KAHPONOMIKQN NOzZQN
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AUTOOWLKT ETUKPATAC KANPOVoLIKOTNTA A

Autosomal Dominant Inheritance

MOM DAD

Normal ' Affected

Each child inherits a normal copy of the
gene from Mom, and either a normal or
defective copy from Dad

Possible combinations:

oYy Y
o o o o

WWWW

Normal Normal Affected Affected

Autosomal (non-sex) chromosome
with normal copy of gene

Autosomal chromosome with
defective copy of gene

e Ta aAAnAopopda auta K
eTEPOIUYWTEC, EVW YLOL VA Unv epdaviletal to
yvwplopa Ba pEmeL Ta Atopa va ivat opoluya yla To
uTtoteAEC aAAnAopopdo.

e [apadeiypata yovidiwv mou KANpOVOoUoUVTaL LE
QUTOOWMLKO ETILKPOTA TPOTIO KANPOVOUNONG Elval TO
yovidio tng axovdpomAaociag, TN odalpoKUTIAPWONC,
n vooog Alzheimer, n veupoivwpatwon KA.

A = ayovdpomAaoia, a = duCGLOAOYLKO
Aa = etepoluyo BnNAuko Tou ekdpaleL TO yvwpLloua,
aa = opoluyo apoeVIKO GUCLOAOYLKO

Matpikn yevia: Q@ Aa x aa J
[auetec: A a o
Artoyovot.: Aa oo

[ovoturmikn avaloyia:

1 (50%) etepoluyo : 1 (50%) opoluyo yLa TO UTIOTEAEG
Qawvoturtikn avaloyia:

1 (50%) axovdpormAaoTtiko : 1 (50%) ducloAoylkd atopo



Brain Cross-Sections

Normal

Normal Neuron

Alzheimer’s

Noooc Alzheimer

H Noooc AAtoxatuep lval pa EKPUALOTLKR VOOOC
geykedAAOU TIOU TIPOKOAEL Avola OTOV TAoYOovTa, N
omola yapaktnpiletal amo otadlakn OmwAsld TNG
LVAUNG, TNC KPLONC KOl TNG LKAvOTNTAC VA AELTOUPVEL.

Avt n Swatapaxn eudaviletal ocuvnBwe oe dtopa
NALKIOC Avw Twv 65 eTtwv, OAAA ALYOTEPO OCUXVEC
HopdEC TNG vooou eudavidovtal Kol vwpltepa Kot
Vv eviAkn wn.

MpooBeBAnuéva atopa cuvnOwe emiBlwvouy 8 €wg 10
€TN META TNV €UPAVION TWV CUUMTWHATWY, AAAA N
nopela TNG vooou Umopet va kupaivetal ano 1 ewg 25
€tn. O Bavatoc mpokaAeitol cuvnBwCe amo mvevuovia,
UTTOOLTIOMO, N VEVIKA amioyvavon TOoU OCWwUOTOC
(e€avtAnon amo aottia).

H Nooocg Alzheimer mAnttel onpepa Kat’ ektipnon 2.4
EKATOUHUPLA EWC 4.5 ekaToppupLa ApepLkavou .



ApoE4
gene

Chromosome 19

[evetikn Baon tnc Nooou Alzheimer

OL TEPLOCOTEPEC TEPUTTWOEL, TIPWLIUNG €KONAWONC TNG VOO
Alzheimer mpokaAouvtal amd PeETAANALELC o€ yovidlo Tou pImopEt
va petadoBel armo to yovea oto natdi.

Autl n popdn NG Slatapoaxnc Mmopel vo mMPokAnBel amo
HeTaAldéelc oe Eva amo ta tpia yovidia: APP, PSEN1, i PSEN2.

Otav KamoLo anod auTa T Yovidlo TPOTIOTOoLELTOL, TTAPAYOVTaL OTOV
eYKEDOAO PEYAAEC TOOOTNTEC HLAC TOELKNG TPWTIElvNG ToU
ovopaletol Bpavopa apuloetdbou nemtidbiov BAta.

AUTO TO TEMTIOLO UTIOPEL VO CUCOWPEUTEL OTOV eYKEPAAO Kal va
Stapopdpwaoel cuotadec nouv ovopalovrol MAAKES apuAoeLldouc, ol
OTtoleC Elval YOpaKTNPLOTIKES TNG VOOOU AATOXALUED.

H ouoowpevon twv Toflkwv B-opuAoeldwv MEMTOiwY Kal TTAAKWV
apuAoeldbolc pmopel va odnynoel oto OAvATO TwWV VEUPLKWV
KUTTAPWV KOl TwV TPOOdEUTIKWY €eVOELfewV KOl CUUMTTWHATWV
QUTAC TNC Slatapaxnc.



AUTOOCWLKN UTTOTEANC KANPOVOULKOTNTO

Autosomal Recessive Inheritance

MOM DAD

Carrier
{no symptoms)

Carrier
{no symptoms) '

Each child inherits one copy of the gene
from Mom, and one copy from Dad

Possible combinations:

ror oy oy

WWwWw

Normal Carrier Carrier Affected

Autosomal (non-sex) chromosome
with normal copy of gene

Autosomal chromosome with
defective copy of gene

H €kdpaon Toug EMKOAUTT

opoAoya aAAnAopopda Touc.
Ta aAAnAopopda avtd dev ekppalovtal OTOUC
ETEPOLUYWTEC, EVW YLOL VO EUPOVIETOL TO YVWPLOLOL
Ba mpEmeL Ta Atopa va ival opoluya yla To
uTtoteAEC aAAnAopopdo.

Noapadeiypata yovidiwv mouv kAnpovopouvtal e
OUTOOWMLKO UTTOTEAN TPOTIO KANpovounong eival ta
yovidia Twv atpoodatpvonabeilwy, To yovidlo tou
oAdLlopoU, n AeUKn, N LWVOKUOTLKI VOOOC KATT.

A = @QuOIOAOYIKN €KKPION PeEAQvivNG,

X = aGAQIONOG

Ax = eTepOCUYOo ONAUKO popéag

XX = OuOlUYO OAQIKO OPOEVIKO

larpikn yevig: ¢ AX X ox J&
[auérec: A, x o
Armdyovor. Ax XX

["'ovorutmikn avaloyia:

1 (50%) etepoluyo : 1 (50%) oudluyo yia TO UTTOTEAEG
PaivoTuTTIKn avaloyia:.

1 (50%) @uaoioAoyikd @aivoTuTTIKa @ 1 (50%) aA@iko




To GALT yoviblo é

Bploketal otov gene rOL)\O( KTO ZOLLH LA
KovTo (p) Bpaxiova
TOU

H Toalaktolawpia eivat pa Statapoxn TOUS, .
ennpedlel TO METAPOALOMO €vOC  aAmmAou
OQKXAPOU Ttou ovopaletal yodaktoln.

XpWHOoWHATOC 9
Chromosome 9

Lactose: a sugar
found in milk

Q0O

e OL evbeikelc Kol TO OCUPTTWHOTA TNG

2 yaAaktolalpiac ival cuvemnela tng aduvapiog
O ded o XPONG TNG YOAQKTOING Yl TNV Tapoywyn
glucose and galactoss EVépVELOLq
[Gm:ase] [Ga|ai:t¢:lse1 *
e /— N e H kAaolky yaAaktolaluia, emiong yvwotn wg
anaf ~ ’ ’ ’ ’
= 4 N torou |, elval n mo kown kat mo cofapn
""" Entactasamnn nopdn tnc naddnonc (1 ota 30.000 éwc 60.000
o veoyvd).
GALT hiinds to Ma GALT. Galactose { ! . !
sl i oAt basors e [alaktolatpia tumou Il (1:100000 yevvnoelg)
toxic levels, causing: 1 ' 7 ’
e e kat turtou |l mpokaAouv dadopa poviEAa
o o e evOeléewv KOl CUUMTWUATWY KoLl E€lvol TLo
. - cataracts ,
lucosn whichlsthen |  -broindamage OTTAVLEG.

used for energy




[evetikn Baon tnc yoAoktolaulog

MetaAAagelc ota yovidla GALT, GALK1 kot GALE, ﬁpOKa)\obv yaAoktolopl

To GALE, GALK1 kot GALT yovidia kwdikomotoUv ta ev{upa Ttou eivat
arapaoaitnta ywa tnv eneéepyacio tng yakaktolng mouv AapBavetat amno tn
Statpodn. Auta ta Eviupa dtaoTouv TN yalaktoln o eva AAAo amAo
oaKxapo, T YAUKOIn, Kol AAAQ LOPLOL TOL OTIOLOL O OPYOVLOLLOC UITOPEL VAL
aroOnkeVOEL 1) va XPNOLUOTIOLEL YLOL EVEPYELQL.

MetaAlaéelc oto yovidlo GALT: kKAaolkn yadaktolatuia (tumov ).

—  OLTEPLOCOTEPEC ATTO QUTEC TLG YEVETLKEC AAAOYEC 0dnyouV og oxedbov mAnpn e€aiewdn tng
dpaotikoTnTac TOu EVIUOU TTOU TIOPAYETAL arto To yovidio GALT.

— HmoapaAlayn Duarte, petwvetl aAAa dev e€aleidel tn Spaotnplotnta tou eviUOU.

FaAoktolatpio tumtou I, eivatl to anotéAeopa petaAlaéewv oto yovidlo
GALK1, evw petaAlaéelc oto yovidlo GALE amoteAoUv tn YEVETIKN BAaon TNG
yaAaktolatuiac tumou lll.

H éAAewdn evog amod ta avwtepw {WTLKNAC onpociog EvIUUO ETILTPETEL TN
OUCOWPEUON O€ TOELKA eTtimeda yaAakTolNg KAl TwV cuvadpwVv EVWOEWV OTOV
OpPYOVLOUO, LE amoTtéAeopa TNV dnuioupyia PAafwyv oe Lotoug & Opyava.
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L X4

L)

L X4

DawvAketovoupla (PKU)

Elval pa kKAnpovoukn dtatapaxr mou au&dva_ta enimeda NG
dowvuAalavivne oto aipa, Eva aptvofl mou AapBaveTol HEOW TNG
Statpodnc (Bploketal og OAEC TIC TPWTEIVEC KL OE OPLOUEVEC TEXVNTEC
YAUKQVTLKEC OUGLEC).

H o coBapn popdn autnc tng dtatapaxng elval yvwotr wg KAAOLKN
datvuAketovouplia. Bpedn pe kAaowkn awvuAketovoupia dpaivovral
duoLoloykad, HEXpL Alywv pnvwyv. Xwplc Beparneia, ta madld avtd
avamTUooouV HOVIUN dlavonTLki avarnpia. EMANTITIKEG KPLOELG,
KaBuotepnUEVN avamtuén, mpoBANUaTo cUUTEPLOPAC, KoL PUXLATPLKEC
dlatapayxeg elval emionc Kova.

Alyotepo coPBapec LopdEC AUTAC TNE KATAOTAONC, OL OTtoiec ovopalovtal
rniapaAlayn dawvulketovoupiag kat non-PKU umteppatvuiaiavivalpiog,
£XOUV ULKpOTEPO Kivouvo tng PAABNC Tou eykedalovu.

Y€ atopa e oAU Aieg popdec PKU dev amatteital Beparneia, epocov
akoAouBouUv dlatta «ptwyn» oe patvulaiavivn.




[evetikn Baon tng Gawvulketovouplog

People with PKU Have a Defective
PAH Enzyme

gdes 2 After they are eaten,

ﬁﬂ-W:; }
] proteins are broken down
$%57%e = into individual amino acids

Aming acids

_Ii-l‘
<3 B &
L
i [

One of these |
armdnag acids |2 .

phenylalanine

PKU: Toxic levels
of phenylalanine

@ @ o
o~ o
- o ® e
Morrmally, the PAH People with PKU have a
enzyme breaks down defective PAH enzyme,
phenyvlalanine so toxic levels of

phenalalanine build up
In their bodies.

PAH
_ gene

H epdavion tnc PKU TOKINNETIETAE U™

£OVOTIKWV OLAOWV KAl YEWYPOADLKWV
TIEPLOXWV OE OAO TOV KOoMoO. 2TLc HIMA, n
ocuyxvotnta tng PKU eival 1 ota 10.000 £wg
15.000 veoyva.

To yovidlo PAH (xpwpoowpa 12) kwdikormotel
TNV opaywyr evog ev{Uou Tou ovopaleTal
vépouAaon tng dawvulaiavivng. Auto To
EVIULO UETATPETIEL TO AplvoEL davuAalavivn
O€ TUpoaoivn.

Fovidlakeg petaAAdéelc oto PAH pewwvouy tn
dpaOTLKOTNTA TOU TtapayOpeEVoU ev{UUOU, UE
amoteAeopa n patvulaAavivn va
OUOCOWPEVETOL O€ TOELKA Ttimeda 0TO alpa
Kol o€ AAAou¢ Lotouc.

EvaloBnoia veuplkwv KUTTAPWYV ota enineda
dawuAaiavivne, avénor Toug Uopel va
NPOoKaAEoeL eykepaAlkn PAABN.

Chromosome 12



DuAoouvdetn unoteANg KANPOVOULKOTNTO

KANpavOHIaM MG oppOgIRic Ta yovidLo ouTa ELVOL OUVOEDENLE
MaTépie UmoAoyIKAS Ko JNTEpn popens THE ooREvaing

LE TO X XPWHOOWLLA KoL OEV EXOUV
o aAAnAopopda oto Y
+ X% = aipoppodtAia,
XA = puclohoyikn mRén oto aipa
XAXA = opoluyo ONAuko yia to duCLoAOYLKO
XAX® = etepOluyo ONAUKO,
Marépag MnTépa popéac XX = opoluyo BnAUKO aLpoppodLALKO,
QUOIOAOYIKOG NG aIOPPOPIAIag AV _ ‘ '
XAY = apoeVIKO GUGCLOAOYLKO,
xY KX XY = nuituyo apoevikd pe awpoppodihia
¢ Matpikri yevia: 3 XAY  x  XAX® Q

%} rapéteg: XA, Y XA, X

Artéyovol: XAXA  XAY XAX®  Xoy

Qawoturikn avaloyia:
XY WX Wy XX OAa ta 9 dtopa GucloAoyikd,
, , , , 50% mBavotnta va eival popeig
Ayopl Kopitol Ayopl Kopitoi

o 14 14
QPUOI0AOYIKO QOopEAg  AIMOPPOPIANIKO  QUCIOAOYIKO 50% Twv 3 arouw\'/ $uoLoAoyika
50% apoppodAka




LA

Awpoppodlia A & B

H ailpoppodthia (amo tig eAAnVIKES AEEELC «aipia» KAl « PRIy,
Lo OLAO ol KANPOVOULKWY YEVETIKWYV SLoTapaxwyv Tou dlatappaoouV TNV
LKAVOTNTO TOU OPYaVLOMOU va EAEYXEL TNV TIAEN TOU alpaToc.

—

H awpoppodihia A (EAAewpn BpopBwtikov tapayovta VIII) eival n mo kown
nopdn tng dtatapaxng, Le cuxvotnta nepimou 1 otic 5.000-10.000 yevvnioeLg
appevwv. H atpoppodihia B (EAAewpn tou tapayovia X, “CHRISTMAS”)
eudaviletal og epimou 1 pog 20.000 - 34.000 yevvnOEWV AYOpLWV.

Onwc Kol oL TTEPLOCOTEPEC UTTOAELTTOUEVEG PUAOCUVOETEC SLATAPOAXEC TOU
XpWHoowHAToC X, N atpoppodhia eival mio miBavo va epdaviletal ota
apoevika atopa (nuiCuya XY) ouxvotepa armo ta OnAuka.

5-10% twv acBevwv He atpoppodlia A, pEpouv pLa SucAeLtoupykn ekdoxn
npwteivng yla tov ntapayovta VIl (moloTtikr) avemapkeLa), Evw oL UTtoAoutol
nAnTtrovtol SLoTL mapadyouv tov rapayovta VIl oe avenapKeiC MOGOTNTEC
(moooTLkn avenapkela). 2ta atopa pe cofapn atpoppodhia A, to 45-50%
dépel pa avaotodr oto yovidio tou apayovta VI, mouv odnyel o mAnpn
gEaleln TnNg mapaywyng tng mpwieivng.



LA

Alpoppodlia A & B

KALVLKN €lkova

e AOyw Twv SLadopeTIKWV LETAAAAEEWV TTOU €TtNPEALOUV TO YOVLOLO TOU et
napayovta VI (kat tng emakoAouOnc mpwteivng mou mpoKUTTEL), oL
aoBeveic tou naoxouv amno atpoppodlia A, ouxva epdaviouv evepyo
nopayovta mRénc o karmolo emninedo.

e Ta atopa pe Alyotepo amno 1% tou evepyol TapAyovTa TAELVOUOUVTOL WG
naoxovteg amno coBapn atpoppodiiia, ekeiva pe 1-5% tou evepyou
TIOPAYOVTO £XOUV HETPLA aLpoppodlAia, Kal ekelva pe ATiLa alptodAior €xouv
Hetal 5-40% TwV KOWVOVIKWV ETIMES WV TOU EVEPYOU TtapayovTa mnénC.

Alayvwon

e H dokipaoia mtnénc (PT, PTT) elval n mpwtn €€€taion ailpotog mou evoeikvutol
otnv atpoppodhia. Qotodco, n dtdyvwaon YLVeTaL LE TNV Tapouaoia Tn¢ oAU
XauUNANG Tung (<10 IU) ota entimeda tou napayovta VII.

e To OLKOYEVELOKO LOTOPLKO lval EMioNC EMLKOUPLKO yLa TN SLdyvwon, av Ko
dev eival anapaitnto. Npoocdata, o YEVETLKOC EAEYXOC YIVETOL KUPLWCE yLa va
kaBopioel Tov kivbuvo gudaviong atpoppodhiag evog atopou.



