LYNAPOMO COWDEN

Eicayoyn

Zappag AAEEIOG, BaaihotrobAoL Evdokia, ITpatnyog AAEEavSpog, MoTovpidou Eiprivn, Mmeov AyyeAikn, NMAdka MixaéAa, Kotoavtn Ovpavia, Xaodarn BaciAikn
AvEpEacg Tuyypoc - Noookoueio AepuaTikay kal Appodicieov Noowy ABnvayv

YAIKO - MéBobog

M'VOTO WG CLVEPOPO TTOANATIAWY CUAPTWHUATWY
YTTAVIA YeVOSEPUATOTTAOEID
Meprypdpnke To 1963 amo Toug Lloyd kar Dennis

ALENUEVO KiIVELVO YIA KOAONBEIG KAl KOKONBEIG OYKOLC
TOL BLPEOEISOLC, TOL PACTOL, TWV VEPPWYV, TOL
evéounTPioL, KABWGS KAl TOL SEPUATIKOL UEAQAVOUATOC

YovNBwg ol aoBEeveic eupavi(oLy HAKPOKEPAAIQ,
TPIXNAEIMWUGTA KAl XAPAKTNEIOTIKEG ONAWUATWEEIG
BAaTISES

TTapoLOIACN EVOG OTTAVIOL TTEQICTATIKOV
vvdpopoL Cowden

H avaokotnon kal amotoTiaon TV KLUPIOTEPWV
XAPAKTNPIOTIKWY TOL CLVEPOUOL

H emonuavon TV e0pNUATY ATTo TO SEQUA KAl TO
OTOMUATIKO PAEVVOYOVO

? AoOevng €TV 16, mTapakoAobLONoN amo £Touvg,

Aitia mpooéevong

Maparmourr) o1o Noo. Avéptag Tuyypog amo TV KAIVIKA IaTpIkAG FeveTIKAG ToL EKTA yia 6epUATOAOYIK)
EKTIUNON

ATOHIKO QvAuVNOTIKO

»  Yuvdpopo Cowden

®»  MakpokepaAia atmod veoyvo

» WoxokivnTikA KaBuoTépnon/ oToixEia ALTIOUOL

®»  Apaipeon BNA®PATOV attod ToV PAEVVOYOVO TOL OTOUATOG KATA TO TTOOC(ATO TTAPEABOV
ATTEIKOVIOTIKOG EAeYXOG (TAKTIKOG)

- U/S paoTv, ave Kal KATw KOINIAG

- U/S Bupeoeibodg cuuttayeic 6ol apvnTIKoi OTNY TTAPoLOA PACN YIA KAKonBela

» MpooPatn MRI eyKepAAOL — LTTOPLONG: LTTOCKNVISIAKY] PAERIKN AVATITLEICKY AVWUAAIG CLURATH JE
10 I. Cowden. MBavotnTa auapTuatdous PAGRNG &eflob BaAduov. E/E ot 6 unveg

Mopiakn avaAvon DNA

»  Texvikr) AAANAOLXNONG ETTOPEVNC YEVIAG OAWYV TWV EEWVIKWYV TTEQIOXWY TOL YOVISIOUATOG
(Whole Exome Sequencing —WES)

» Etepoluyn TmapaiAayn oto yovisio PTENT (NM_000314.8):c1027-2A>G de novo

®»  JooxETIon pe ocbvépopo Cowden




KAivikn e§€taon

OnAouarwdeg PAartideg oToparikob BAcvvoyovou (oral papillomatosis)

PTEN gene
10q23

o1KEG PAaTideg paxiaiag
UkpwV modwv (acral keratosis)

Ymepkeod
emepaveldg

rolnTnon

Y. Cowden: gival yépog piag opddag SIatapaxwy Pe METAANAEEIC OTO
yovidio PTEN 1Tou amoteAoVyv To hamartoma tumor syndrome (PHTS)

®»  PTEN OykokaTaoTaATIKO yovidio 01010923

»  KataoTéAdel Ty PISK/AKT/mTOR (growth-promoting) onuato§oTikn
aAAnAouvxia

To PTEN hamartoma tumor syndrome (PHTS) mrepIAaupavel:

» JOvépopo Cowden /IOvdpouo Bannayan-Riley-
Ruvalcaba/Lhermitte-Duclos

®»  JOvépopo MpwTtéa kai MpwTtéa-like
®»  MakpokepaAiag/AvTIopoL

ALTOCWUATIKOG TOL ETTIKQATOVLVTOG TOTTOL, AAAG KAl APKETA de novo
TTEPICTATIKA

TKivéovog avanTtuéng kakonBeiwv: Ca pacToL £wg 85%, VEPEOUL KAl

Bupeoeidbn 34% kal 35% avrioTolxa, evéounTtpioL 28%, . eviEPoL 9%
KAl MEAQVOHATOG €606 6%

YOXVOTEPEG SEPUATIKEG PAGPRES TA TRIXEIANUGWUATA KLPIWSG OTO
TTPOCWTO (6-25 %)

Acral keratosis: TTapatneoLvTal o€ TTAISIA KAl EVAANKES, AAAA
SLvVaVTAl Va eVTOTTICOOLY KAl EKTOG TV AKPWV

OnA®uaATa CLYNBWGS OTA XEIAN, OTN YAWOOA, OTIG TIAPEIEG KAl TA
OLAQ, 16i¢ oTN 2" SekaeTia TNG {wNG




O¢parreia

ATTQITEITAI TOKTIKA TTAPAKOAOLONON
KAl ATTEIKOVIOTIKOG eAeyx0G (H
aoBevNC LTTORAAAETAI TOKTIKA O€
QTTEIKOVIOTIKOOG EAEYXOLC VIO TOV
ATTOKAEIOUO AvaTTLENG
KakonOeiwv)

QEePATTELTIKN TTPOCEYYION WE PAoN
TNV 81Ayvwon Kal TN cLvNON KAIVIKN
TTOQKTIKN

MeANOVTIKA OTOXELUEVES BepaTTEieC

OTO YEVETIKO JOVOTTIATI TTOL

emnEeadeTal Ao TNV ATTWAEIA TNG
ITOLPYIKOTNTAG TOL PTEN

AvaBewpnpéva PTEN - Ixeni{opeva pe
Apaptopara kai NeommAaoieg
IovSpopua (PHTS)
AlayveoTIKA Kpithpia/ 2019

A&iTovpyIKn SiIayveon ot éva aropo (éva amo
Ta akoAovBa):

1. Tpia N mepiccoTePa peilova KpITnEIa, AAAA
TO éva TTPETTEl VA TTERQIAAPPRAVEN UAKPOKEPOAIQ,
Lhermitte-Duclos vOoo, ) YaoTpevTEQIKA
AUOPTOUATA N

2. Abo peilova kal Tpia eEAacoova KpIThpIa
A&ITOLPYIKN SIAYV@OoN O HIa OIKOYEVEIQ, TNV
orroia éva aropo MAnpEi Ta avadeopnuiva
KAIVIKG KpiThpla n éxel PTEN petaAhagn:

1. Omrolaénmote SLO peIlova KPITAPIA UE 1

MEIZONA KPITHPIA

Kapkivog pacTob/evéountpiov (emONAIAKOG)/Bupeoeib501G
(BNADPATOENG)/TACTEEVTEQIKA APUAPTOUATA , Lhermitte-
Duclos vOoog evAAIKN popdr/MakpokepaAia / MOANATIAES
BAGREC SEpUATOC KAl PAEVVOYOVM@V: HEAAYXPWUATIKEG KNAIGES
TTEOLG, VELPWPATA, YTEQKEQATWON AKPWV (=3
TOAQUIQIEC/TTEAUATICIEG PVPUNKIGSEIC KAI/F) DTTEQKEQATWTIKES
BAaTibeg), YTouATIKA ONAOUATA (16IC TN YADOOAC KAl TV
OLAWV), TOAAATTAQ (23), MOAAATTAG TRIXNAEIUUUATA 23,
TOLAAXIOTOV Eva eTTIRERAIUEVO LE Bloyia

EAALIIONA KPITHPIA

AlQTAPAXEG ALTIOTIKOL PACUATOS/ KapKivog TTAXEOG eVTEQOL/
Oicopayikn akavBwon (23)/ Aimoparta (23)/ Nonrtikn
Yoteépnon / CA VEQPIKQV KOTTAPWY/ AITTOUATOON OPXEWV/

(Sirolimus) X@PIg eAdooova KoITEIa, I . ' YORAPEG BLPEOEISIKEG SIATAPAXES/ AYYEIOKEG SLOTIAQCIES
2.'Eva pei¢ov kar SLO EAGCOOVA KPITNEIA, N (TTOANQTTAEG EVEOKOAVIAKEG PAEPBIKES AVATITUEIKEG
3. Tpia eAdooova kpIthpia AVWUOAIEG)
] Y
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