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Xpnuatodotnon amd tnv Eupwnaikr Evwon. Ot amdyelg Kat ol yVWHES TTOU EKQPAoVTal AVIjKOUV AmOKAEIOTIKA
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Amomroinon euBuvNG: To Mapov patient journey mpoopileTal WG Hia YEVIKH EMOKOTNON TNG KAVIKIAG Kat S1ayvwoTIkA ¢ mopeiag yia to CMMRD 1 v unoyia tou. Agv pémel va avTiKaBIoTd TV e§ATOUIKEVUEVN KAIVIKE KAl YEVETIKF) CUMBOUAEUTIKN O€ EEEIOIKEVEVO KEVTPO. AEV QTTOOKOTIEL ETTIONG OTO VA KOAUWEL ONEG TIG EISIKEG TIPOKANOELG TNG
mMOAUTTAOKNG Katdotaong tou CMMRD. Ot €181kEG KAWVIKEG KaTeEUBLVTHPLEG 0ONYiEg, Ta SlayVWwOTIKA KLt pla Kal n ovopatoloyia evdéxetal va aAAEouv oe GUVTOUO XPOVIKO SIdoTnpa Kal, wg €K TOUTOU, YiveTal évo avapopd o€ auTd oTo TTapov patient journey.

Ynoyia cuvépopov CMMRD - NMAnpoi mpounoB€celg yia KAnPOVOUIKO YEVETIKO EAEYXO

lNa évav aoBevii pe kapkivo, Oa mpémel va undpxet umowia yia cuvépopo CMMRD gdv:

+ O aoBevi¢ mMANPOi Ta KAIVIKA KPITHPLA CUYKEVTPWYOVTAG TOUAdXIoToV 3 BaBpoug cUpgwva pe Ta avabewpnuéva KpLtripla
évder§ng C4CMMRD (ERN GENTURIS guidelines on constitutional mismatch repair deficiency diagnosis, genetic
counselling, surveillance, quality of life, and clinical management (www.genturis.eu)) mpoofétovtag Toug Babuoig mou
QVTIOTOLXOUV OTOV TUTTIO KAPKivou (umoxpewTikoi Babpoi) kat Toug Babuoug anmd pn Kakornon XapakTnPIoTIKA OToV
aoBevi i 0TV olkoyévela (mpoalpeTikoi Babuoi).

+ O GYKOG 1} 0 PUOIONOYIKOG IOTOG TOU AoBeVOUC TAPOUGCIALEL XOPAKTNPIOTIKA eupripata evOelkTiKd Tou CMMRD, émwg
VPNAS popTio peTaMAEewY og MAISIATPIKOUC OYKOUG 1} amWAELA EKppaong TwV MPwTEiVwV MMR o€ @ucloloyikd KUTTapa.

-« O aoBevn¢ eival nAIKiag KATw Twv 18 £TWV Kal €ival yvwoTto 0Tt PEpEL pia eTepoluywTiKn (MBavwe) maboydvo mapaliayr
o€ éva yovidlo MMR, akoun kat otav dev éxel eviomiotei SeUTepn maboyovog mapariayr oto idlo yovidio MMR.

Foveic kKat To madi Toug mov éxel FeveTikn GUMBOUAEUTIKA
npooPBAnOsi amd Kapkivo pe
AyvwoTOo YEVETIKO UTTIOBaOPO GXETIKA
pe o CMMRD

‘Eva maudi i veapdg eviAikag oTov omoio
SlayvwoTtnke Kapkivog Ba mpémel va
umoAnBei og a&loAoynon TG KATAANNAOTNTAG
TOU Yla YEVETIKO éNeyX0 AOyw umroPiag
CMMRD.

To @Aopa Twv OYKWV Tou oxeTiCovTal YE TO
CMMRD meptAapBavel KUpiwg AMATONOYIKEG
KOKONOEIEG, OYKOUG TOU EYKEPANOU Kal
KOKONOEIEG TOU YAOTPEVTEPIKOU CWARVA, AAAG
oTnVv oucia omoladrimote KakorBela umopei va
oxetiCetal pe o CMMRD.

OLUVAPWV CUVOPOUWV
- Tn S10d1Kacia NG YEVETIKNG

Eival onuavtiko va EEKIVA 0 YEVETIKOG ENEYXOC TO CUVTOUOTEPO SUVATO UETA TN Sdyvwon Tou KapKivou, woTe n Bepameia

Va TIPOCAPUOLETAL OTA ATTOTEAECHATA TNG YEVETIKIG AVAAUONG OTTOTE AUTO Eival EQIKTO. aupared

‘Eva dtopo xwpig Kapkivo (un mpoofeAnuévo) eival emAEEILO yia YEVETIKO EAeyxo yia To ouvépopo CMMRD gdv: ehéyxou

« To datopo ivat maidi/éenBog pe umowia veupoivwpdtwong Tumou 1 1 cuvdpdpuou Legius de novo (dnAadn ol yoveig dev
TTaPOLCIACOVV CNUEIC AUTWV TWV CLVSPOPWV), XWPIG avixvevon (MBavwce) maboyovou BAACTIKAG Tapaayng ota
yovidia NF1 iy SPRED1 HETA amd EKTETAMEVO YEVETIKO ENEYXO, KA TTANPOI £Va KON XAPAKTNPIOTIKO OXETI(OUEVO HE TO
CMMRD ocupgwva Ue Tig katevBuvtripieg odnyiec ERN GENTURIS guidelines on constitutional mismatch repair deficiency
diagnosis, genetic counselling, surveillance, quality of life, and clinical management (www.genturis.eu).

« O yevetikdg éNeyxog yla CMMRD mpémel va Tpoo@épetal oTa adéALa evog Slayvwopévou acbevoug pe CMMRD,
ave€AdpTnTa amod TNV KAVIKH TOUG EIKOVA.

« O é\eyxog yla CMMRD mpémel va mpoo@épetal o€ matdld, e4v Kal ol SU0 Yoveig @épouv uia maboydvo mapaliayri oto idlo
yoviéio MMR.

q a g KAPKIVo K av
FNoveig kat To maidi Toug mou Sev £xel APKIVO Kall TIC OTOXEVLIEVEG

npooBAnOsi and Kapkivo, pe
AyvwoTo YEVETIKO uTTIOBaBpo GXETIKA
pe to CMMRD

‘Eva dtopo mou dev éxel mpooAnBei amd
KOPKIVOo Pmmopei va gival KatdAAnAo yla
(mpoyvwoTikd) YeveTiko éheyxo yia to CMMRD.

CMMRD

oupmepNapBavopévng e
UTTOOTIOL
(www.genturis.eu).
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MapakolovOnon kat MPAANYPN Kapkivou yia acOeveic pe
CMMRD

Ta mpoypdupata mapakoAouBnong yla KANPovouIkd cUvEpoua KapKivou
O0TOXeVOULV OTNV €yKalPN AViXVELON KapKivou. H Eykalpn avixveuon Yevika
eMTpENel MpwIKn Bepameia Kat KaAUTepN MPdyvwon. N’ autod gival onuavtikd
VO CUMPETEXEL KAVEIG TOKTIKA OTA TTPOYPAUHATA TTApakoAouOnong mou
mapéxovral.

FeveTikOG éAeyX0G @opeiag otnv oikoyévela yia CMMRD kat covépopo Lynch*

O Sl0doxikdg éNeyxog gival n Sladikaoia Katd TV omoia MPAYHATOTOLETAl YEVETIKH) CUMBOUAEUTIKY KAl CUVTAYUATIKOG
YEVETIKOG €NeyXOG O€ ouyyeveig €€ aipatog mou Slatpéxouv kivduvo va kAnpovopnoouv to cuvépopo CMMRD kat to
ouvSpopo Lynch*. OyevetiotrBa koBopioel yiaiold AN TG OKOYEVEIS EVOl OXETIKOG O YEVETIKOG ENEYXOG YOETIKIG OEWRAG KAl OO TATIPOOKANEOEL
VIO YEVETIKT) CUMBOUAEUTIKY 1) Bl TIOPACKE! IO OIKOYEVEIOKT) EMOTON] TIoU Himopei vt SiavepnBei oo Tov Seikmn-aoBeviy. O €éAeyX0G auTwv Twv
GUYYEVWV Kal N mapakoAoudnon Twv @opéwv pe Ta KAtdAAnAa KAIVIKA pETpa, Omou XpeldleTal, HmopEi va GWOoEL
{wég kat va BeATiwoel TRy mototnTa {wiG.

Ta adérpla evog aoBevoug pe CMMRD éxouv 25% kivouvo va éxouv 1o oUvépopo CMMRD kat 50% Kivéuvo va éxouv To
ouvépopo Lynch.

— O YeVETIKOG EAEYXOG YOAMETIKNG OElPAG Yia CMMRD mpémel va mpoo@épeTal o€ KABe adeA@od acBevoug pe CMMRD,
ave€aptnta amd TNV NAIKIa Kat TNV KAWVIKE TOU EIKOVA.

Yridpxouv €181KA TIPOYPARATA TTapakoAouBnong yia acbeveic pe CMMRD
(181aiTePa Y10 OYKOUC TOU TIEMTIKOU CUOTIATOG KAl TOU EYKEPANOU). AuTd
evdéxetal va Slagépouv PHeTay xwpwv. Ot TpokakonOelg BAAREC Ba mpémel
mBavdtata va agatpouvtal émoTe givat Suvatov. H amoteAeopatikdtnta
PAPUOKEVTIKWY BEPATTEIWV TTOU OTOXEVOLV OTN HEIWON TOU KIVOUVOU OYKWV O
aoBeveic pe CMMRD bev éxel emPBePaiwodei.

* 01 yoveig evog aoBevoug pe CMMRD éxouv oxedov 100% kivduvo va €xouv To cuvdpopo Lynch. Mo amopakpuopévol
ouyyeveic Slatpéxouv emiong kivduvo yla cvvdpopo Lynch. O kivduvog toug e€aptdtatl améd tn 6£0n Toug 0TO YEVEAAOYIKO
Sévtpo.

— O S1060x1KG €Aeyx0G yla To cUVOpopo Lynch mpémel va poo@épeTal 0ToUG YOVEIG Kal o€ GAOUG TOUG EVAAIKEG CUYYEVEIG
Kall armo Toug SUo yoveikoUg KAASoUG. Meplocotepeg MANPOPOpPIES Yia To ouvSpopo Lynch pmopouv va Bpebolv otov
1ototomo Tou ERN GENTURIS. .

Ot aoBeveig kai/n ot yoveic Toug Ba pémel va cUpBoUAEUOVTAL TOUG YIATPOUG
TOUG N va EMIKOWWVOUV e eEEISIKEVUIEVA KEVIPA OXETIKA UE TIG OUCTACELG TTOU
1oxU0UV OTN XWPA TouG. Ol TPEXOUOEG CUOTAOELG OE EVPWTIAIKO ETiTESO

\ Bpiokovtal otov WotdTomo tou ERN GENTURIS: www.genturis.eu otnv evotnta
3N O “Guidelines and pathways"”.
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Yoot pién amo opoTiHoug Kat GuVaIlcONHATIKA UTTOCTHPEIEN

Ta dtopa pe vmowia cuvdpopouv CMMRD Kat
Ol OIKOYEVELEC TOUG XPELAlOVTaL AVOAUTIKH
EVNUEPWON TIPLV KAl UETA TOV YEVETIKO
€NEYXO YOUETIKIG OEIPAG OXETIKA HE:
- TIG KAVIKEG EKONAWOELS KAl TN YUOIKNA
mopeia Tou cuvépopouv CMMRD

OUMBOUAEVTIKNG KAl TIG EMMTWOELG TOU

OUVTAYHOTIKOU YEVETIKOU ENEYXOU Yl

Tov £€eTalOPEVO KAl TOUG CUYYEVEIG €€
- Ta MOAVA AMOTENECUATA TOU YEVETIKOU

- TIG EMAOYEG TapakoAolONong yla

BepameuTikég SuvatdTNTEC OTO

‘EAeyx0G YEVETIKNG MPOS1a0£oN G KAl AVAKOIVWON TWV AMOTEAEGUATWV

TeVIKEC TANPOPOPIEG OXETIKA LE TOV ENEYXO YEVETIKNG TTPoSIdBeon umopouv va Bpebolv oto
https://www.coe.int/en/web/bioethics/information-brochure-on-genetic-tests-for-health-purposes

O ouvTaypaTIKOG ENEYXOG YEVETIKAG TTPodilabeong yia tn Sidyvwon tou CMMRD Ba mpémet va
mepINapBAvel pia oAokAnpwpévn avaiuon twv yovidiwv MMR (PMS2, MSH6, MLHT kat MSH2),
OUUTEPIAAMBAVOUEVWY HEYAAWY XPWHOOWHIKWY avadlatd&ewv Kal, epdoov xpelddeTal, avaiuon
HETaypa®nic. EvoéxeTal emiong va XpelaoTel ENeYXOC YIA YEVETIKN YOUETIK UKPOSOPUPOPIKN

aoTabela (0TOo aipa), n omoia amoTeAEl XapaKTNPEIOTIKO ywplopa Tou CMMRD, kabwg givat
ONMAVTIKO va emTeLXOEi L optoTikr Sidyvwon mou gite emPBeRawwvel gite amokAeiel to CMMRD

yoviéio MMR.

otov aoBevn. Eival emiong onpavtikoé va VTOTIOTOUV Ol AITIOAOYIKEG TTAPAANNAYEG OTO AVTIOTOLXO

Ta mo mpdéo@ata SlayvwoTikd Kpttripia yia to ouvdpopo CMMRD BpiockovTal 0Tov (0TOTOTIO TOU

ERN GENTURIS (www.genturis.eu), otnv evétnta CMMRD, oTig KAWVIKEG KaTeuBLVTIpleC 0dNYyiEg,

OTOV OUVOTTTIKO 06NY0: Guideline summary table of the ERN GENTURIS guidelines on constitutional

mismatch repair deficiency diagnosis, genetic counselling, surveillance, quality of life, and clinical

management.

OUMPOUAEUTIK).

- TIG VOMIKEG, KOIVWVIKEG, AOQANOTIKEG
KOl OIKOVOUIKEG TITUXEG TNG Sldyvwong
- TNV YuxoAoyIKf umooTPIEn,

Q1T CUVVOOOUVTE

E§atopikeupévn avtikapkivikng Ogpansia
YTIAPXOUV CUYKEKPIUEVEG BEPATTEUTIKEG OUOTATELS YIa TOUG GYKOUG TTOU
oxetiCovtal pe to CMMRD. Autég evoéxetal va Slapépouv PeTadl xwpwv. Ot

aoBeveig ka/f ol yoveig Toug Ba mpémel va cupBoulevovTal TOUG ylaTpoUg TOUG 1y

Va EMIKOIVWVOUV UE EEEIBIKEVUEVA KEVTPA OXETIKA UE TIG CUOTATELG TTOU IOXUOUV
oTNn XWPa Touc. Ol TPEXOUOEG CUOTAOELG OE EVPWTIAIKS emimedo Bpiokovtal oTov
1otétomno tou ERN GENTURIS: www.genturis.eu otnv evétnta “Guidelinesand
pathways".

H cuppETOXN MIOG TTOAVETIOTNOVIKAG OUASAC TTOU KAAUTITEL £va EUPUL @Aoua
€I0IKOTATWY cuvioTaTal, KaBWwE oplopéveC Bepameieg mMOavOV va TIPEMEL va
mpowBouvTal (OTTWG O ATTOKAEICUOG CNUEIWV EAEYXOU TOU AVOCOTIOINTIKOU) 1 Val
amo@evyovtal (0mwe n Tepololopidn oe aobeveic pe CMMRD-oxeTI(OpEVO
yAoiwpa upnAou Babpov kakonBelag).

O1 oulNTAOCELG OXETIKA UE TNV AVTIKAPKIVIKH Bepameia Ba mpémel va AapBdvouv
unoYn tnv moavotnta emavalapBavopevwy Bepamelwv Aoyw S1adoxIKwV
KaKornOwv OyKwv.

Evdéxetal emiong va undpyel SuvatOTNTA CUUUETOXNG O€ KAIVIKEG SOKIMEC.

Y& aoBeveic ue CMMRD, pia umoyia uotponrig Ba mpémel va odnyei otn
Slepebivnon g mbavdtntag Sevtepng mpwtomabolg kakorOeglag. Opéoka
Seiypata dykou Ba mpémel va cuA\éyovTal Kal va amoBnkevovrat (i va
umofBdN\ovtal dueca o€ poplakr avduon) omote eival duvatdv, epdoov To
eykpivel o aoBevric pe CMMRD kai/r) n olkoyéveld Tou.

O1 a0BeVEiG Kl Ol OIKOYEVELEG TOUG UTTOPEL VA XPEIACTOUV UMTOCTHPIEN A OMOTIUOUG KAl CUVAICONUATIKE UTTOOTAPLEN EMAVEINNUMEVA, OE SIAPOPETIKEG
XPOVIKEG OTIYHEG, yia TApAdelyua: - Katd Tn SIAPKELD TG TApakoAouBnong, - Katd tn Sidyvwon evog vEou Kapkivou, - dtav AauBdvovtal amo@daoelg OXETIKA

UE TIC BEPATEVTIKEG EMAOYEG, - KATA TN SIAPKELA TNG AVTIKAPKIVIKIG OEPATIEIAG, - OXETIKA E TO TIWG VA ATTOQACICOLV VIO TOV YEVETIKO EAEYXO,

- OUMTTEPINOPBAVOUEVOU TOU YEVETIKOU EAEYXOU O€ AVAAIKO, - OXETIKA JIE TO TIWG VO EVNUEPWOOUV TA HEAN TNG OIKOYEVELAG VIO TOV YEVETIKO TOUG KivOUVO Kal Tn
SuvaToTNTA SIEVEPYELAG (TTPOYVWOTIKOU) CUVTAYUATIKOU YEVETIKOU EAEYXOU, - OXETIKA PE TO TIWE VA AVTIMETWTTIOOLV TOV auénpévo Kivduvo eueaviong dykwy,
- OXETIKA e To WG va Slaxelptotolv tn Sidyvwaon CMMRD oto mpooBefAnuévo matdi fi o€ adeAPO, - OXETIKA IE TOV OIKOYEVEIOKO TIPOYPAUUATIONO

NENMTOWEPEIEG VIO OPYAVWOELG a0BeVWY Umopouv va BpeBouv oto:: https://www.genturis.eu/I=eng/patient-area/patient-associations.html.

®povtida CMMRD o 6An Tn didpkeia TnG (WG HE Ep@acn oTn HETABaon amo TRV madlatpikn ot @eovTida evnAikwv "

Ta dtopa pe CMMRD éxouv uPnAd kivduvo eupdviong Kapkivou Kat xpetadovtal eVTatiki 1atpikn @povtida o€ 0An tn Sidpkela TnG (wrig TOUG.
‘Evag e€e1d1keupévog KAIVIKOG 1aTpog Kat éva dounpévo mpoypappa MetdBaong otn ®povtida Evnlikwy gival amapaitnta yla TNV amoteAeopatiky HeTafaon epnpwv Kat veapwv evnhikwv pe CMMRD amé to

TTASIATPIKO OTO POVTENO PPOoVTISAG evnAiKwy.

O Baoikdg otdX0G €ival n evioxuon NG autovouiag, n BeAtiwon tng mototntag {wWNG Kat N HEIWON TwV OXETILOUEVWVY LOTPIKWY ETTIMAOKWV.

*a European
o.M Reference
o0’ Network

Genetic Tumour Risk Syndromes
(ERN GENTURIS)

Xpnuatodotnon amé tnv Evpwmnaikr Evwon. Ot amoyelg Kat ol yYVWHES TTOU eKQPAlovTal avijKouv amoKAEIOTIKA oTov/ i
OTOUG ouyYpaéa/ouyypageic kat Sev avtikatomtpifouv amapaitnta Ti¢ amoPelg TnG Evpwmaikng Evwong f tng (‘
appoédiag apxnig xpnuatoddtnong (Eupwmaikn Yrnpeoia Yyeiag kat Wnotakrig MoAitikric — HaDEA). Oute n Eupwmaikn \_<

[ »

"/ www.genturis.eu
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‘Evwon oute n appéddia apyr xpnHatoddtnong pmopouv va BewpnBolv umelBUVEG yla AUTEG. 76

H avakoivwon Twv amoTeEAECUATWY TOU YEVETIKOU EAEYXOU TIPETTEL VO CUVOSEVETAL ATTO YEVETIKNA

Aéyw g omavidtntag tou CMMRD, n cul\oyr} Se80oUEVwY OXETIKA LIE TA ATOTEAECUATA TNG
mapakoAoVONnong Kat Tng Bepamneiag o OAoug Toug aobeveic mou Slaytyvwokovtat pe CMMRD eivat
Kpiowun.

Avamapaywyikég
ATOWYATELG

KaBw¢ to CMMRD
Xapaktnpifetat amd vPnAd
Kivéuvo eppaviong
KakonBewwv amd Ta mpwTta
XPovia e {wrg,
evdeikvutal n ounTnon
OXETIKA UE TOV
TIPOYEVVNTIKO 1
TIPOEUPUTEUTIKO YEVETIKO
€NEYXO YLO LEANOVTIKEG
EYKUUOOUVEG:

- L€ TOUG YOVEIG EVOG
aoBevoug ue CMMRD mou
Bpiokovtal og
avamapaywytkn nAKia.

- pe évav aobevr) pe CMMRD
Tov BpiokeTtal og
avamapaywytkn nAKia.
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