TEI HITEIPOY
2XONH ETIATTEAMATQN YTEIA2

KAl TIPONOIA2
TELHIIEPOY TMHMA NOITOOEPATIEIA2

IITYXIAKH EPIrAX¥IA

«/AloyoOeparsutiKn TTapepfSacn oto wAaiolo Tou ouvSpouou
tn¢ O{wodoug SrcAnpuvong»

Exmovnon : Xat{n Katepiva AM:11625
EmiBAeovoa kabnyntpia :xa .Zaxorovudov Biktopia



Tt eivat n olwdng okAnpuvon;

Noooc tou Bourneville (1880)r) emikpateotepa
(ZOpumAeypa tng olwdoug ZkAnpuvong)

Elval plo omavio TTOAUCGUOTNMATLKY YEVETLKA
Statapax TOU TPOKAAEL TNV  avamtuén
KaAonBwv Oykwv otov eykeDAAo Kol 0 AAAQ
(WTIKA Opyava Omwe n kapdia ,vedpol, 6Epua,
odpOaApuol, mveupoveg (Curatolo,2003)
ETILIMTOAQOUOC AYVWOTOG ,emtintwon:1:6000-10000
VEVVIOELC

Altia: peTdANaén oTOL OYKOKOTOOTAATLKA yovidla
TSC1 (xpwpoowpa 9934 ) kat TSC2 (xpwpoowpo
16p13.3)

KAWLIKEG ekOnAwoEeLG: kKaAonBeLg oykol, erAnyia
OEPUATIKEG OVWHOALEC ,voNnTlKl UOTEPNON,
QUTLOMOC, OUUTEPLPOPLKEC  SlaTapayec,
HoOnoLlokec SUokoALleg, PUXLATPLKES SLATAPOXEC




KAnpovopuikotnta

H olwdnc IkAnpuvon KAnNPOVOUELTOL UE
TOV  OUTOOWMLKO  €mikpoty  TUTO
KANPOVOUNONG

OL amoéyovol €xouv 50% mBavotnta va
VOO OOUV OKOMO KOL OV HOVO O €VOC
yoveac PEpeL To yovidlo

30-40% maoYouv amo TNV KANPOVOULKH
nopdrn tng vooou

60-70% TIPOEPXETAL amno VEEC
pnetaAAaelc ota umevBuva yovidia TSC1
kot TSC2

Mrmopel va ekbnAwBel kal ota SUo LA
He tnVv (6ta avaloyia

FOVLGLaKoq uwoatktouoq T[OLpOLTI’]pEIIOLI.
o€ nepmtwoaq TIoU uovo €va TI0000TO
TWV KUTTAPWV TOU atouou bEpeL Eva
HETAAAOYUEVO YOVIOLO, EVW TO UTTOAOLTTOL
d€pouv o duacLoroyiko. (Michels,1998)

F ather with abno rrnal:l BNE0n
dutosomal chromosome

Offzpring:

Each pregnancy

hother with no rrnal
dutosomal chromos ome

/ /o jﬂ \

HAA M AA

bears 380-80 chance

of carrying the abnormal gene

FADAM.




Avabewpnuéva o1oyvaweTiKd KpitHpla yia To cOumieyua T™hs OLdoovs LKxipovens
(zporomomuéva arxo rov Roach et al 1998)

Meilova Yo poKTNPLOTIKG

v

v

NN N

AyyelolvwpOTO TTPOCWTIOU I TAAKEG OTO
HETWTTO

Mn TPOUMATIKO Ovuxalo 1 mapovuxLo
ivwpa
YMOUEAAVWTLIKEG
TIEPLOCOTEPEG)
«Xayp€» KNALOEG
LoTov)
MoAAamAd
QUOPTWHOTO
DAowwdeg Oykwua
Yrioemevoupatiko olidlo

YTOEMEVOULATIKO
YLYOVTOKUTTAP WV

Kapblako papfdopvwpa,
TMOAAQTTAO
NepdoayyeloAvopVwUATWON
Nedpplkd ayyelopuoAimwua

knAide¢  (tpelwc N
(omidog ouvoETIKOU
apdBAnotpoeldikd  olwdn

OQOTPOKUTWLLOL

HovApEG R

EALdocova yopoxkTnpLloTiKd

N N NN

MoAAamAa tuxaio kataveunueva Bobpia
otnv adapavtivn

Apaptwpatwdelc opOikol moAUTodeC
OOTLKEC KUOTELC

[POUUEG OKTWVWTNAG HETAVAOTEUONG OTNV
geykedaAkn Aeukn ouvoia

lvwpota oUAwv

Mn vedpLKO apapTWHLL
AUPLBANCTPOELSIKN axPWULKA KNALSa
MoAANATTAEC VEDPLKEC KUOTELG

Agppatikeg BAaBeg diknv kopudeti

BéBaln Stayvwon: 2 peilova, n 1 peilov
Kol 2 eEAdcoova

MBavn Stayvwon: 1 peilov kat 1 eAdooov
KPLTAPLO

Avvntikn dlayvwon :eite 1 peilov, eite 2 R
TIEPLOCOTEPO EAACOOVA




Aloyvwon Tou cuvOpOoLUOU UECOW:

v KAVIKAG  €€€taong, Xpnong  OUTELKOVLOTLKWV
StayvwoTtikwyv pebodwy,(CT),(MRI)

v Yriépnxwv KapdLac, VEppwv
v Xpnon Avyviac Wood yto. 6EpHATLKEC KNALOEC
v OdOaApoloyLkou EAEyXOU
v Ogpancia
v  EmAnyia: oVTLETUANTTTIKA POpLOKOL
v  AEpUOTIKEC avwMaAieC: Bepameiec laser

v'Oykol: GAPUAKEUTLK  OyWyn ,XELPOUPYLKEC
eETEUPBAOCELC




[VWOTIKEC KOlL CULTTEPLPOPLKEC
olatapayec otnv O

T'VWOTLKOC TOUEQLC

2UVOALKEC YVWOTLKEG SLOTOLPAXEG:

v

VONTLKI UOTEPNON

ELOLKEC YVWOTIKEG SLOTOLPAXEG:

N SN NN

KolvwVLKr emkolvwvia
AvTtAnTTikn /ekdpoaotikn YAwooo

Slatapaxec npoooxnG(emAEKTLKN,
ouvOuaoTikn, dtatnipnon)

ExkteAeoTIkEG Aettoupylec (PpTwyog
oXedlaopo¢g, eKTEAEDN )
ALaTOpOLXEC uvf]ur]q’ (epyalopevn
KOl ETIELOOSLAKN UVAMN

WU XOKLVNTLKEG SLaTaPAXEG:
(Aemty Kol adpny KwNTLKOTNTA,
dlatapaxeC Kivnong

JUUTEPLPOPLKOC TOUEQC

v

NN S S

AUTLONOG, oUVOpopo AoTiEpPYKEP
Kol AAAEC 6Latapaxeq oto ¢paoua
TOU autlopoU

AETI-Y Kol OXETLKECG OLATAPAXEC

emOeTIkOTNTA, €Kpnéelc Bupou
Kol Eeomaopato

Apvntikotnta
OTEPEOTUTILEC)

JuvaloOnuatikn aotddsla
Alatapaxec katabAwpnc
AyxwoeLc SlaTtapayEg
Alatapaxec UTVou

WuXLOTPLKEC SLaTapaxEC
OXETL(OMEVEC UE TNV eTANY il

(eppovnn  os€



/AoyoUeparmeutikn napepBaon ota
nAaiowo tng O

v  Aqn AoyomaBoloyLkoU LotopLlkou

v  AfloAOynon  TwWV ETMKOWWVLIOKWY OgfloTNTwV HEOW
XopNyNnon¢ otaBuLopUEVWY OLAYVWOTIKWY EPYAAELWV

v KaBoplopoc base line(onpeio avadopadc) anodoonc

v E€oywy OUUTTEPAOMOTWY KoL KOOOPLOPOC  OTOXWV
Bepamevutikne mapepUPacnc

v Jul\oyn erutAéov TTANPODOPLWY KOl CUVEPYOOLO LE TNV
SlemioTNUOVLIKN opada

v/ OEPaTEVTLKA TTaPERBOON
v Emavoaélohoynon
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