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ENTYNO 2YTKATAOEZH2 IA FrENETIKO EAENXO

O/H KOTWOU UTIOYEYPOUEVOG/ N.vuvreeeereeiereriresssseesssesssssssssssssessssssssssesesessssssssssesesessssssssssesesessssssssassessssssssssessesassssssssasssesssns ouykatatifepal otn Sievépyela

TNG VEVETIKNG EEETOONGuuvururvrverererrieeeseeiesesasesesses s ess e ssssse s essssssssssesesesssssssssnsans . OE EUEVA 1) TOV/TNV/TO wovevreeceereereree
...................................................................................................... (OXECN CUYYEVELAG: ...ucucrerieerireeerere e esess st ssssesenennens) KO SNAWVW EVUTIOYPODQ OTL:

Exw evnuepwOel emapkwg yla thv €€€taon (m.x. €vtumo evnuépwaong), o€ O,TL adopd TG SuvVATOTNTEG KAl TIEPLOPLOMOUE TNG, ToV XpOvo
Slekmepaiwong, To KOOTOG Kal OTL TepLlopileTal oTNV aLTia MAPTTOUAG Yo TV ortola yivetal o £Aeyxog kal Sev mapéxel AMeg mAnpodopleg yla
v uyseia.

EXW KOTAVONOEL OTL OL YEVETIKEG €EETAOELG glval apKeTd TOAUTIAOKEG Kol guaioBnteg Katl €xouv mbavotnta ohAAUATOG | 1N SLAYVWOTIKAG
anavtnong Aoyw Sladopwv artiwy (m.X. moLdTNTA Kol TOUTOTNTA SEIYUOTOC, OTAVIOL YEVETIKA datvopeva K.a.), Ormwe Ba onuelwvetal otnv
€kBeon anoteleopdtwy TG e€étaonc.

. OLmAnpoodopieg mepl twv eupnuatwv/anoteAecudtwy (madoloykwv i 1n maboAoyikwy) dev mapExovtal TNAEGWVIKWG.

Ta amoteAéopata SiatiBevral HOVo ypamtws Kot yla tnv amoduyn TOpEPUNVELWY N £kBeon yeveTikol ghéyxou Sidetal otov mapaméunovia
LaTPO Ko KATomy ouvevwonong otov evéladepdpevo oUWV e TNV EMAOYH OTO EVTUTIO TTOPATIOUTTNG.

Y& mepimtwon mou to Selypa KpBel akatdMnAo ylo pla | TePLOoOTEPEG eTUAEYUEVEG €EETAOELG, aUTO Ba kataotpadel kat Ba Intnbel
KaLvoUpyLo Xwpig emAéov xpéwon.

Y& KABe mepimTwon MeTA TNV OAOKANPWGON TOU EPYAOTNPLOKOU EAEYXOU, TTOPEXETAL N SUVATOTNTA YEVETIKAG CUMBOUAEUTIKAG oTto Epyaotrplo
latpLknG MEVETIKAG KOTOTILY GUVEWWONGONG.

To Epyaotriplo latptkig Mevetikng ebapuolel OAa ta amapaitnTo 0pYOVWTIKA KOL TEXVIKA LETPA YLA TNV A0PAAELN TWV TPOCWTIKWY Se50UEVWV
KaL TV AOKNON TWV SIKALWUATWY TwV €eTalopevwy, cupdwva pe to Eupwnaiko Kavovioud Mpootaciog Npoowrikwy Asdopévwv (GDPR). Ola
Ta amoteAéopata KAAUTITOVTOL OO TO LOTPLKO OIOPPNTO KOL ELVOL EUTILOTEUTIKA. Ta tpoowrtikd dedopéva, ta anoteAéopata/Sedopéva g
YEVETIKAG avaAuong Kot To Bloloyikd Seiypa tou/ng e€etaldpevou/ng dlatnpouvtal e acharéc apxeio oto Epyaotriplo latpikig MEveTikAg Kat
elvat mpooBactpa pdvov amo e€eLSIKEVEVO TIPOCWTTLKO TOU EpyacTnpiov.

To Epyaotrplo latpikig Mevetikng Sev dépel kapia euBlvn yla omolodnmote Adyo, attia ) kat GAAo pn Ipkd {ATNUa TPOKUYPEL KoTomv
YVWOTOMOo{NGNG TWV OMOTEAECUATWY OTNV OLKOYEVELQ.

HUEPOUNVIO. .. veverececeeiereiseeeereteeeenesaeesennns R 1001770 To Too] PSRRI O 0 iblog O O éxwv tnv empéela
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Ye meplntwon mou n éykuog 6ev pnopei va npogéABeL oTo pyaoctnplo, n mapddoon Tou SelypaTog 0To EpyaoTrpLo YiveTal LeTd amd eVvtoAn

™G eykUOU, OO TOV/TNV UTIOYEYPaEVO/N TIou uTtoypadel Kat tnv SnAwaon cuvaiveong:

Eriiotnuoviki aflonoinon:

EMOUMW VoL GUPHUETAOKW EYW I TO TEKVO LOU OTNV EPEUVNTLKN UEAETN Tou Epyactnplou latpikig MEVETIKAG «AvAmTuén oTpatnykwy IPoAnPng
KAl MEAETN TwV TIOOOYEVETIKWY HNXOVIOMWY YVWOTWV Kol VEWV yovidiwv UumeuBUVWY yla YEVETIKA VOOHUOTA Kol SLOTapaxXEC TG
avamapaywyng». Ta amoteAéopata €gouv okomod va cuppalouv otn BeAtiwon tng dnuoolag uyeliag tou MANBUOHOU Kal evEEXETaL va
SdnuootomonBolv og EMIOTNUOVIKA TIEPLOSIKA 0 avwvuun i kwdikomotnpévn popdn. Exw SlaBdosl To avaAuTIKO EVTUTIO EVNUEPWONG TNG
peAETnG, katalaBaivw T TAnpodopieg mou mepLéXeL Kat Pou amavtiOnkav OAEC oL EpWTACELS Ttou £ixa.
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Tuyaia suprpara:

EmBupw va evnuepwbw yla mbavd yeveTlkd euprjpata, to omoia Suvatal va un oxetilovtal Pe TG KAWLIKEG eKSNAWOELG TNG atltiag
TIOPATOUTTAG, OAAQ €lval KAVIKA GNUAVTIKA Yo TV uyeia Tou e€etaldpevou atopou /KoL TWV €€ ailaTog cUYYEVWY Tou f/Kal givat xproa
YLOL TOV OLKOYEVELAKO TIPOYPOUUOTIONO. H un avadopd tétolwv eupnudtwy Sev amokAeiel tnv Umapén touc kat Sev e€aodalilet Tov evbelexn,
TAPN KAl CUCTNUATIKO EAEYXO YLO QUTA.
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. EAAHNIKH AHMOKPATIA EPTAZTHPIO IATPIKHZ FENETIKHE
EZEIAIKEYMENO AIAINQZTIKO EPTAZTHPIO
2MANIQN FENETIKQN NOZHMATQN
AIEYOYNTHZ: . MAKPYOANAZHZ
ETTIK. KAOHTHTHZ IATPIKHS TENETIKHZ

0 E9vikov kot Kanodietplakév
Lo, Havemetauiov Adnveov
IAPYOEN TO 1837

ENTYNO ENHMEPQZXHZ MNPOZ TON EEETAZOMENO / KHAEMONA
FENETIKOZ EAEMXO2

Tu iva 0 yeveTtikog €Aeyxog;

O yevetikog £Aeyxog¢ avalntd OAAQYEC TOU YEVETIKOU UALKOU (YEVETIKEG TopaAAayEC) ToOu Mmopel va
nepAapBavouv amd XPWHOOWHUIKEG Slatapayec HeEYAAou UeyEBoUC €wg aAAayéG oto eminmedo Toug €vog
voukAgotibiouv (ypaupata tou DNA). O ekdotote €AeyxoG KateuBuvetal oMo TNV altia TAPATIOUTAG,
epappudletal o deiypa mepidepilkol ALUATOC, EMYPLOUATOC TTAPELWVY 1) AAAOU LOTOU, Kol OAOKANPWVETAL UE TNV
€kBeon amoteAeoUATWVY.

Note sdapudleton yeVETIKOG EAEYXOC;

e Ta tn dtdyvwon yevetikol voorLatog.

e Tatnv Siapdpdpwon oxediov Bepamneiag/droyeiplong yevetikol vVoGRUOTOG

e [0 TNV OWVIXVEUOT TPO-CUUTITWLATIKWV OTOLWY OTAV UTIAPXEL OLKOYEVELOKO VOO LAAL.

e Ta tnv epoappoyn mPoyevvnTKOU/TIPOEUPUTEUTIKOU EAEYyXOU

e Ta t™nv mPOAnYPn yevetikol voonuatog MHECw aviyveuong ¢opeiag kot umoloylopol KivdUvou
MHeTABiBoong oTIG EMOUEVEG YEVLEG.

Tu urtopei va nepAaplBAveL 0 YEVETLKOG EAEYXOG;

e  KUTTOPOYEVETIKN SLEPEUVNON XPWHOOWHLKWY Slotapaxwyv (KAaoLkog kapuoTtumoc). To avBpwrivo DNA
OpYOVWVETAL 0 46 Xpwpoowpato. O KopudTUTIOG Suvatal vo AmOKAAUTTEL APLOUNTIKEG XPWUOTWULKES
Slatapay£g (LOVOOWHIES, TPLOWHLEG/ TL.X. TPpLoWHLA 21,0. Down) KoL SOULKEC XPWHOOWHLKEG SLOTOPOXEC.

e  Moplako Kapuotumo, (Chromosomal Microarray Analysis, CMA) mou amokoAUTITEL AMWAELA 1) ETUNAEOV
VEVETIKO UALKO (aAAayEg aplBuou avilypddwv xpwpoowuikwy riepltoxwyv, Copy Number Variants, CNVs m.y. o.
Williams) pe peyaAUtepn SLAKPLTIKE LKAVOTNTA ATt ToV KAAGIKO KApUOTUTIO.

e  Moplakn Slepelvnon YeVETIKWY aAAaywv Tou epAapBAavouv onuelokéG mapaAlayEg oto enimedo Tou
€VOG 1 MEPLOTOTEPWV VOoUKAeoTISiwY (ypappudtwy tou DNA) (Single Nucleotide Variant, SNV) kat eA\elppata
/UM aolaopoUC/eMeKTAOELC TUNUATWY i OAOKANpwV yoviSiwv ( T.x. Meooyelakr Avatpia, lvokuotikry N6cog).
e  Moplokn Slepelivnon ETYEVETIKWY OAAOLWOEWV TOU emnpealouv tn Asltoupyla Twv yovidiwv xwpic
anapaitnta va tpokalouv alayEg oto DNA ( m.x. o. Prader Willi kat Angelman).

T urtopei va amokaAUPEeL 0 yeVETIKAG EAeyXOG

e MaBoyodveg A mBavwg naboyoveg napallayEg uneUBUVES yla tnv epdAvion Tou UTo £€£TACN VOO LATOG.
o Mapalhayég ABEBawng KAwwkAg Inuaoiag (Variant of Uncertain Significance - VUS) mou adopouv
gupnuUata yla ta omnoia n dtabeoiun yvwon S&v EMITPEMEL TOV XOPAKTNPLOUO TOUC WG taboyoveg 1 mibavwg
naBoyoveg mopallayEg Kal pmopel va amattnBel emmpOoBetog YeVeTIKOG €AeyxoC GAAWV HEAWV TNG
OLKOYEVELQG.

A/on: TIEN Maidwv «H Ay. Zogiax, ktipio Xwpéueio EpguvnTikd EpyacTtipio (206 6po®og), Onpwv & Matradiapavromollou, 11527, ABriva
TnA.: 210 7795 553 / 213 2013 468, email: iatriki-genetiki@med.uoa.gr
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EPIFAZTHPIO IATPIKHZ FENETIKHZ
EAAHNIKH AHMOKPATIA Z 2 .
E8viov kot KomoBiorpraxéy Eialélkguuavo AlayvwoTik6 EpyaoThplo
Mavemorhptov ABnvév Zmaviwyv MeveTikwv Noonudtwyv
1APYOEN TO 183

o O yeveTIkOg €Aeyxog Sev amokaAUmTel mavta maboyoveg/mbavwe maboyovee N mapallayég aBépoaing
KAWVIKNG onuaciag. & autn tn mepintwon 6&v onpaivel 0Tl SV UTIAPXEL YEVETIKO VOGN A, KAl 0 BEpATIWY LOTPOG
UTIOPEL VOL CUOTHOEL EMEKTOON TOU YEVETIKOU €AEyXOU oTov acBevn 1 oe GAA PLEAN TNG OLKOYEVELAG LE AAAEG
peBodoAoyieg. AkOpA KAl EKTEAWVTOC TO GUVOAO TwV SLABECIUWY YEVETIKWY HeBOSwV, To 50% Twv acBevwy b€
Ba AaBel poplakn yevetikn Stayvwon.

ZNUELWVETOL OTL TAL ATOTEAEOUATO TOU YEVETIKOU EAEYXOU, €KTOG QO TOV £EETA{OMEVO, UMOPEL VO £XOUV
onuacia Kot yio AAAa péAn TG OLKOYEVELDG TOU 1) TOUG QITOYOVOUG TOU.

T eival ta tuxolio eupApaTa MoV UItopei va artoKaAUYEL 0 YEVETIKOG EAEYXOG;

Y& £€va YEVETIKO €Aeyxo umopei va amokaAudBolv supruata mou dev avapévovtal oUpdwva PE TNV altia
TIOPOTTOUTIAG KOl UTTopEL va adopolv tnv epudavion AAAWY VOO UATWV.

H mbavy avadopd tuxoiwv gupnuatwv Paciletol otn SuvatdtnTa MEPAITEPW MEAETNG KAl KALVIKAG
aflomoinong toug, evw n pn avadopad dev anokAeiel Tnv UTtapén toug kat Sev e€acdalilel Tov evdeleyn, TANpPN
KOl GUOTNUATIKO EAEYXO YLO QAUTA.

Motol ival oL MEPLOPLOLLOL TOU YEVETIKOU EAEYXOU;

e O yeVETIKOG €AeyxoC avaloya Kal PUe TNV akoAouBoupevn pebBodoloyia avalntd GUYKEKPLUEVOUC TUTIOUC
VEVETIKWV OANAYWV OE CUYKEKPLUEVEG YOVIOLAKEG TIEPLOXEG. Q¢ €K TOUTOU Sev pmopel va amokaAUPel alhayEg
OE YEVETIKEC IEPLOYEC TTOU HEV KAAUTITEL 1} TUTIOUG TtapaAAaywV TTou SV elval oXeSLAOPEVOC VA aviXVeVEL. AKOUO
KOL OTLG TIEPLOXEG OTOXOoUG Oev elval Sduvatov va amokaAludBel to 100% twv MopoAAaywv AOYwW TEXVIKWV
TIEPLOPLOUWV | OTIAVLWY YEVETIKWY GALVOUEVWY OTIWC LWOAIKLOUOC, f/Kal yoviSLaKkr LETATPOT.

e 0O yeveTIkog €Aeyxog Suvartal va amodidel Peudn (BeTka N apvnTka) amoteAéopata AOyw £PYyaoTNPLOKWY
SuokoAlwv kol gudavilel aoddalela anoteAéopoatog amo 85-99 % avdaloya pe TNV akoAouBolpevn
pebodoloyia.

e Ta amoteAéoparta Sev eival BEPato otL Ba  emitpéPouv tnv akplpn mpoyvwon/ e€EAEN TnC vooou 1 thv
xopnynon Bepameiag.

JUOTHVETAL Ol aloTFEVEIC, 1) Ol YOVEIC/KNSEUOVES TOUG OE mepintwon avnAikwv n atouwv e avannpia, vo
Séxyovral yevetikn oUuuBoUAeUTIKN) TOOO TPV TN SLEVEPYELA TNG £EETAONG, WOTE VO EVNUEPWVOVTAL Yl TA
mdava anoteAEoUATA Kol TOUG TTEPLOPLOUOUG, 000 Kol UETH YLa TNV EMeERYNON TWV MITAVWV AMOTEAECUATWVY
/Kot Twv enousvwy Bnuatwv

Ma onowadnmnote mAnpodopia KoL TNV MApAMOUN neploTatikol ansuBuvbeite oto Epyaoctiplo lotptkig
Fevetikn ¢ tnAspwvikd (210-7795553/213-2013468) | nAektpovikd (iatriki-genetiki@med.uoa.gr).

A/on: TIEN Maidwv «H Ay. Zogiax, ktipio Xwpéueio EpguvnTikd EpyacTtipio (206 6po®og), Onpwv & Matradiapavromolou, 11527, ABriva
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EAAHNIIH SHMOKPATIA EPTAEZTHPIO IATPIKHE FENETIKHE
Edvucdév kar Kamodisrotardv NOXOKOMEIO MAIAQN «H ATIA ZO®IA»
Havemietapiov Adnvody Eéeidikevuévo Aiayvewotixé Epyaoctipio
IAPY@EN TO 1837 Zraviwv Ievetikdv Noonudrwv

‘EVIUTO EVNHEPWONG YL TOUG CUUETEXOVTEG OTNV EPEUVAL:
«Avamntu§n otpatnylkwv NPOAnYPng Kal LEAETN TWV MABOYEVETIKWV UNXAVICHWY YVWOTWV KoL VEWV
yoviSiwv UmeuBUVWVY yLa YEVETLKA VOOT LOTAL KOLL SLOTOLPAIXEG TG OVOUTOLpaly wynG»

To Epyaotrplo latpikng levetikig (EIMN tou EBvikol & Kamodiotplakol Maverotnuiov ABnvwv (EKMNA), pe onuaivovta
polo otn Slaxelplon acBevwyv pe omavieg mabnoelg, Kabwg Kot TV ekmaideucn Kal tnv KAWLKN €pguva, amotelel éva
SLeBVWG avayvwpLopEVo KEVTPO HE BOCLKN QUTOCTOAN TNV UMOOTAPLEN TWV A0OEVWV KoL TWV OLKOYEVELWV HE OTAVLO
YEVETLKO voonua. Q¢ avayvwplopévo E€etdikeupuévo AlayvwoTiko Epyaotriplo Inaviwy Mevetikwyv Noonudtwy (OEK Tedyog
B'2655/21.4.2023/ umt. ApB. I.M. Y.M.Zx./owk. 22469), Statnpel NyeTikod poAo otnVv avamtuén tng edapLOoUEVNG EPEUVASG
KAl OTn CUMMETOXN OTNV avakAAudn Kol KATOvONon VEWV YEVETIKWY MNXOVIOUWV. ZUVIOTOUUE Tn CUMUETOXH OTn
OUYKEKPLUEVN MEAETN YLa TNV omtola Tnpouvtal OAa Ta Aol KoL oL Kavoviopol Tiept mpoowriikwyv Sedopévwy (GDPR) kat
0 kwdKag NBKAC kot Sgovtoloyiag. H cuppetoxn eivat éBeAovVTLKn Kot UTIAPYXEL SUVATOTNTA AMOCUPCNE AVA TTACA OTLYA.
Agv UTtAPXEL KOOt OLKOVOULKY] OtaiTtnon yLot T CUUUETOXN 0T UEAETN.

ZKOMOG TNG MEAETNG Elva:
e H katavonon naboyeveTIKWY UNXAVIOUWY TWV YEVETIKWY VOONLATWY Tou avBpwrou, kKabwg Kal
o H avamtuén peBodwv mpoAnlng onwg éheyxog dopelag, MPogUdPUTEUTIKOG YEVETIKOG EAEYXOG KAL TIPOYEVVNTIKN
Suayvwon.

OL GUMUETEXOVTEG 0TN MEAETN Unopel va eival acBeveic kau eetaldpevol mou napanéunovral oto EIM yia Stepebivnon
YEVETLKWV VOONHATWYV, TIPOYEVVNTLKO 1} TPOEUDUTEUTLKO YEVETIKO EAEYXO.

Ta 6ebopéva ta onoia Ba kataypadolv adopolv eVEEIKTIKA:
e TO QTOWMIKO KOL OLKOYEVELAKO LATPLKO LOTOPLKO
e NMAnpodopieg TNC KAWVLKNAG ELKOVAC KO TWV EPYAOTNPLOKWY EEETACEWY
e JTolKela BlomAnpodoplakig avaiuong
o Quwrtoypadieg r/kat video yia ta onola Ba {ntnOel eldwkn adela

To Epyaotrptlo latptkng Mevetikig Ba kavel xprion twv dedopévwy adou amod autd efalpebei kabe otolxeio Tautomnoinong
TOU QTOMOU OMWGE OpileTal Ao TIG VOUOBETIKEG Slatdelg mepl avwvu piag Kol TPooTtaciag TWV MPOCWITKWY SESoUEVWV.

H pelétn unopei va nepthapBavel (xwpic amokAeLoTIKA va Tieplopiletal):
e AvAAucon TOU yovISLWHATOG yla TuTomnoinon attonadoyovwy maparlaywy pe Xpron Hoplakwy pebodoloyLwy
o AELTOUPYLKEG SOKLUAOLEG (TL.X. HeAETN Tou RNA rj/kal Twv MpwTeivwv)
o YYeSLAOUO VEWV TIPOCEYYLIOEWVY YL T(POYEVVNTLKO KL TIPOEUDUTEUTLKO YEVETLKO EAEYXO
e Anuloupyla povtéhwv vooou eite o kuttapikd eninedo f oe {wiko eninedo
o AOKLUN XNMKWV OUCLWY / PAPUAKEUTIKWY OKEVACUATWY
o [eVETIKEG MAPEUPACELG OE KUTTOPLKO Mimedo r {wiKA LovTéAa
o Katoxwpnon THAMATOC i OAwV Twv SeSouéVwY og TayKOOoULEG BAoelg Sedopuévwy i ouvbuacouo Toug pe dedouéva
AWV Bvikwy A/kaL SleBvwv epeuvnTIKWY OUASWY

Ta anoteAéopata tng napoloag UEAETNG £XOUV OKOTO va cUpBAAAouv otn BeAtiwon tng Snuootag vyeiog tou mAnBucpol
KOl EVOEXETOL VAL TTAPOUCLACTOUV O EMLOTNOVLKA TIEPLOSIKA, BLBALA, KABWGE KL O€ EMLOTNOVIKA CUVESPLA 1) EKTTALOEVOELS
dOoLTNTWV UE AVWVUOTIOLNUEVA 1] KWOLKOTIOLNEVA OTOLXELQ TWV CUMMETEXOVTWV.

Ta 0p£AN TOU GUHHETEXOVTA KOLL TG OLKOYEVELAG TOU UMOPEL va eiva:

e Htautomnoinon tng YeVETIKNAE BAONC TOU VOO ATOG

e Auvatotnta mpoAnPng Kal €YKoLpng AVILUETWITLONG TWV TILBAVWY VOOOYOVWY KATAOTACEWY

e AveUpeon GopEwV N ATOUWY 0€ AUENEVO KivEUVO OTNV OLKOYEVELL

e Auvatotnta PoyevvnTkoU EAEYXOU 1 TPOEUDUTEUTIKOU YEVETIKOU EAEYXOU KAl YEVETLKNG CUMPBOUAEUTIKAG

e KoAUtepn katavonon tng mopeiag tng vooou pe rbavr) mpoyvwaon Kal poBAePn LEAAOVTIKWY CUUMTWUATWV.

H épsuva auth dev evééxetau va 0dnynoeL Apeca otnv avakaAuvn Bepaneiag.


Nikos Marinakis


