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Ewaymym

To gpdopa tov Ttabdoyovav/mbavng Taboydvmy Toparlay®V TV 060EVOV LE OIKOYEVT] KOPKIVO
pootov /kat @onkodv otov EAAvikd mAnbuopd mapovcidlel peydin yevetikn etepoyévela n
omoia emnpedleror and oyvpd Wpvtkd eawvopeva [1, 2]. ITapdra avtd &xovv TovtomomOel
YEVETIKEC TapOALayEG o€ Yovidla mpodidbeong Kopkivoy HaoTov | ®oBNK®Y o1 omoieg gival
adtevkpiviotng KAvug onpociog (VUS) kot amatteitor tepaitépo diepehviorn TPOKEUEVOD
va a&loAoyn el Tepattépm M TaBoyovIKOTNTA Kot va YIVEL YOPOKTNPICHOG KO KOTIYOPLOToiNnon
avtv. Ot Taparlayés autég eivarl Kupimg mapoavonuatikég (missense variants), edpdlovral o
yovidia vYNANG 1| HEcaing SEIGIVTIKOTNTOG Kot amotehovv Ykpila {dvn kabdg 1 KAVIKY TOVG
Bapvtnta tovg givar acaphg. O YopokINPoUOS Kol 1) OTOGOENVICT) TOv POAOL T®V
TOPOALOYDV TOVG aVT®V Umopel va eENyNoel €va TOGOGTO KANPOVOUIK®DY TEPICTUTIKMV
KopKivov, PeATidvoviog TNy KAWIKY Oloyelpion TV OYKOAOYIK®V acbevdv kol TV
OKOYEVELDV TOVG,.
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YKomog

H mopovca perétn £€yet ®g oTOX0 TOV  YOPOKTNPIOUO Kol TNV  KOTIYoplomoinom
TOPOUVOT|UOTIKOV TOPOAACY®Y OOIEVKPIVIOTNG KAVIKNG onpociag, mopéyovtag mpdcheta
oToLKEl Yo TV TOB0YOVIKOTNTA TOVG KOl TN GUGYETION LE TNV Tpodldbeot oe Kakon0eles.

Opaoa Merétng ko Mefoodoroyia

Aocbeveig pe xopkivo pootod 1| wonkdv mov TANPoLSAV To. S1EBVY] KPITHPLO TOPOTOUTNG
yovidrakol eAEyyov (wWww.ncen.org) siyov tapaneppdel oto Epyactipio Moplakng I'evetikng
tov AvOpomov (EKE®E Anuoxpitog) omd ocvvepyalOueveg OYKOAOYIKEG KAIVIKEG Kot
avaAbnkav yuwoo yovidte mpodidbeong otov kopkivo. Ot acBevelg eiyov mpomyovpévemg
VIOYPAYEL £YYPaPn GLYKATAOEST Kol OKOAOVOWS oyedldoTnKe AETTOUEPEC YEVEAAOYIKO
OEVIPO TOLAGYIOTOV TPLOV YEVEMV TO OMOI0 GLVOOEVOTAV OO KAWIKEG TANPOPOPIES Kot
totomaforoyikég ekBéoelg. H cuAloyn tov mAnpoeopidv €xel akoAovOncel TOVG KAVOVEG
GDPR.

H yevetuc avdivon tov acbevov mpaypatonomdnke pe polikn mopdAinin aiiniovynon
YPNOWOTOIOVTOG TO TOAD-Yovidiokd maved TruSight Hereditary Cancer panel (Illumina, San
Diego, USA) mov mepthouPaver 113 yovidia mpodidbeong otov kapkivo [1]. AxorovOwg
OVOAVTIKNG EVIUEP®GNC KAt EyYpapns cuykatdfeons tov €€ aipatog ouyyevav Toug (acbeveig
KOl OCVUTTOUOTIKA ATopa), akoAovnoe o otoyevuévog éleyyog (cascade testing) yuo tnv
aviyvevbeica yeveTikn mapariayn, | omoia Tpaypatonombnke pe aiiniovynon DNA kotd
Sanger [1]. H a&oioynon g mafoyovikotntag TmV TOPOVONUATIKOV TOPOAANYDY OV
tavtonofnkay TpaypatoromOnke péow e nebodd0v 1oL GUV-daympPLopev (co-segregation
analysis) mpokeiévou va diepevvndel av ot GLYKEKPIUEVEG TAPAALOYEG GUV-KAT|POVOLODVTOL
ue kakonOeig dwyvooelc. H katnyoplonoinon tov maporiayov tpaypoatonomdnke pe Baon
T1g 0dnyieg Tov Apepikavikod Koideyiov latpikng Fevetikng (American College of Medical
Genetics-ACMG) [3], evd ypnotponomdnkav Kot to TpEYOVTIO EMOTUOVIKA dedouévo amd
dtebveic Paoelg dedouévar, in silico epyaleia mpdPAieync g TaBoyovVIKOTNTOC KAl TN OYETIKN
Biproypapia.
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Amoteréopata - Zolnitnon

YUVOAIKA, EMAEYONKAV TEGGEPIC TUPOVONUOTIKEG YEVETIKEG AALOYEG KOl GLYKEKPIUEVA OL: (a)
BRCAI, ¢.5057A>G, p.(His1686Arg), (B) BRIPI, c.2327C>A, p.(Ala776Asp), (y) RAD5IC
¢.80T>C, p.(Leu27Pro) xor (0) TP53, c.697C>A, p.(His233Asn). Ta avotépo yovidla
amoTELOVV YoVidio Tpodidbecng 6Tov KapKivo ToL HacToD 1/KoL TV moONKOV.

(a) BRCAI, ¢.5057A>G, p.(His1686Arg)

H ondvie mopovonuatikny oiriayn ¢.5057A>G, p.(His1686Arg) tov yovidiov BRCAI,
aviyvebnke oe acbevr], n omoia eiye dyvmobel pe dOnTiKd mOPOYEVES KOPKIVOLO TOV
pootov, yoaunAng olagopomoinong (grade 3), oe Mlia 36 etdv. O Oykog MTav
opuovoevaictntog, pe dgiktn KuTTOPIKOL ToAAOTAMGINGUOD, Ki67, 50%, ko mapovoiace
ombnon oe 600 Aegppadéveg. H acbevig elxe PePapoppévo owkoyevelokd 10TOpKo, e
TOAMOTTAG TEPLOTATIKA KOPKIVOL TOV HOOTOD Kot wobnkdv oe ovyyeveic e o
GUYKEKPLUEVE, GTIV OIKOYEVELD KATAYPAPTKOV TEGCEPA TEPLGTATIKA KAPKIVOL TOL HaoTOD, Eva
TEPIOTOTIKO KOPKIVOL TV mOONKOV Kol £va TEPIGTATIKO KapKivov Tov Bupeogtdovs. Ao
UNTPIKN TAELPA TNG OWKOYEVELNG, 1 OOEAPN TNG Ywyldg g aoBevoldc avapopds, siye
dyvmobel pe Kapkivo tov pootod og nlkio 73 etdv ko anePfimoe o nAkia 80 etmv. H
LEYOADTEPT KOPN TNG ELPAVICE ETEPOTAELPO KOPKIVO TOL HOGTOV G€ NAKieg 56 Kot 62 eTtdv
avTioTOLY O, EVM 1) LIKPOTEPT KOPN O1OYyVAOCTNKE LLE KOPKIVO TOV Bupeoeldonc oe nAtkia 48 eTmv.
Emiong, n k6pn Tov adelpov g Yioyldg glye KapKivo TOL LoGTOL o€ NAKio 36 ETMV, vd 1 pia
KOPT| TOL ASEAPOV TNG YIUY10G OVETTLEE KapKivo TV wobnkdv e nhikia 51 etdv kot amePinoe
o€ nhikia 54 etov (Ewéva 1).

INoa va a&roroynOei n maboyovikodtnto g Topariiayng p.(His1686Arg) tov yovidiov BRCAI,
0KOAOVONGCE OTOYELHEVOS EAEYXOG TOV GLYYEVAV TNG 0oBEVOVG avapopdas. ZVVOMKA,
avaAvOnkav 15 cuyyeveic, ek TV omoimv ot 12 ftav acvurtopatikoi kot ot 3 giyoav dayvoobei
pe xokonfelo. Zvumeptiopfdavoviog kot v acbeviy avaeopdc, 1 ev AOY® TopaAroyn
CUVUTLAPYEL UE TNV EUOAVIOT] KOKONOEWNG TOV HOOTOV GE TECOEP ATOMO OTNV OIKOYEVELN
(Ewova 1).

Etvor onpavtikd vo onpeiodel mmg ot yovaikeg tov yevikov TAnbucpov £xovv 12% mbavotnra,
GLYKPLTIKA [E TO ~72% TV YOVaIK@V oV PEPOVY GOPAS/TOaVE TaBoyovo Tapaiiayn 6To
BRCAI, vo ekdNA®COVY KOpKivo TOV HOGTOD € KAmola oTtypn g (mng toug. Emimpochera,
OTUEIDVETOL ALENUEVOG KivOLVOG 0e0TEPNC TPp®TOTAHOVE S10 VOGN KOKONOEWNG TV LOOTMV,
1 omoia vroioyiletal mg ~40% dia Biov. AvticTorya, 1 TOAVOTNTO TGV YUVOUIK®DV TOL PEPOVY
nafoyovoug moporiayéc oto yoviolo BRCAI va ovamtHéovy kapkivo @obnkdv Kotd
duapkela g Long toug givar ~44% o€ cuykpion pe to 1.5% oto yevikd yuvaikeio TAnbucuo

[4].

H maporroyn p.(His1686Arg) eopaletar oe pia meproyn g npoteivng BRCA1 pe moAd
onuavtikn Aertovpykotta (BRCT domain). H 8éon tov kmducoviov 1686 eivar daitepa
GUVTNPNUEVT LETAED TOV EOMV, YEYOVOG TTOL TOVILEL TN oMuavTIKOTNTA TG Taporiayng. Tao in
silico epyaleia mpoPAémovv OTL 1) GuyKeKPIEVT Taporiayn eival emPAaPS Yo T Agttovpyio
¢ mpoteivne. H maporiayn dev éxel kataypapel oe minbuopiaxég Bdoeig dedopévav (dnwg
n gnomAD) aAAd éxer aviyvevbel oe acbeveig pe xopkivo tov pactov [5] kabdg Kot oe
ovyyeveic Toug HEGH NG avdivong Olaympicpov. EmmAéov, kataypdeetor ot Pdaon
dedopévav ClinVar (Variation ID: 183179). Ta amotedécpoto omd in vitro mEPOUATIKEG
HeAéteg delyvouy 0TL 1 TapaAlayr SloTapdocel T Asttovpyikotnto g tpwteivng BRCAL, e
npoyveootikn agio 95% [6, 7]. Ztn cvvéxela, mpdcobetec Aettovpykég peréteg (The saturation
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genome editing -SGE assay) xotédei&ov 0Tt TpOKELTOL Y10 0L YEVETIKT dAAayr] Tov odnyel o
anmAelog Aettovpyiag (function score = -1.34) [6].

Me Baon ta aveatépo dedopéva, 1 TOPOAANYT OVO-KATNYOPLOTTOLEITOL MG TOAVMOG TaHoyOVoC
(likely pathogenic, class 4). Xvvenmg, n Taparroyr p.(His1686Arg) oto yovidio BRCAI givan
KAWVIKG onpovTikn Kot Tpodiabétel oe Kakondeleg Tov paotod Kot v wodnkav. H dmapén
™G TapaAdayng opsilel vo Anedel vmoy yio ) Slaygipton kol TV mopakolovdnon twv
oLYYEVAOV NG aoBevong.

(B) BRIPI, ¢.2327C>A, p.(Ala776Asp)

H mopavonuotikn maparroyn ¢.2327C>A, p.(Ala776Asp) tov yovidiov BRIPI aviyvebOnke
oe etepoluymtia e acbevi, 1 ool SloyvOGTNKE e 0pDON KAPKIVO TV oONKOV, YoUNANG
dwpopomnoinong (grade 3), oe nlikia 55 eTdv Kot anePfimoe 600 ypovia apyodTepa, o€ NAkia 57
ETOV. XT0 TAWioO0 NG Olepebvnong TG TaHoyovVIKOTNTAS TNG TOPUAANYNS  OULTNG,
TPOYLLUTOTOONKE GTOYEVUEVOC EAEYYOC TMV CLYYEVDV TNG. ApyIKd, eA&yyOnKe 1 UNTéPA T™NG
apyd eEetalopevng, 1 onoia giye dayvwaobel pe Kapkivo Tov gvoounTpion vOOUNTPLOEOOVG
tomov (grade 1) ko pe Kakondeio Twv wobnkdv opddovg tHmov oty idwa nAkio (80 etdv). H
untépa ¢ actevoig avagopds £pepe TNV Tapoiiayn oto yovidlro BRIPI, ce etepoluywtio.
¥t ovuvéyeln, avaAdOnke 1 kOpn g acbevodg avagopdg, 33 etdv, m omoio &ivar
OCLUTOUOTIKT Kot OV EQEPE TN GLYKEKPLUEV TTapaAilayr|. Emmdéov, eéyybnke n Ogia tng
acBevoug avaeopdc, n omoia giye Soyvwaobel pe opmddN KopKivope Tov ®odnK®dv, Youning
drapopomoinong (grade 3), Ko TEPITOVATKES ELPLTEVGELS 1) OT010 amePimae oe nAkio 71 eTdv.
H aoBevrg avtni épepe v 1010 maporiayn. Akorovdnoe o éleyyog Tmv 600 kopdv g Beiog,
oL omoieg elvar mpdTeG EadéApes g acBevovg avapopds. H mpdtn kdpn eivar 47 etdv,
OCLLUITTOMOTIKTY Kot 1 0e0TEPT KOPN 58 TV, £xel drayvmodel pe kokondeio veppol oty 101
nAkio. Kopio €€ ’avtav dev £@epe T GUYKEKPILEVT TAPOAAAYY|.

Emunpdobeta, n debtepn adedon g untépag g acbevoig avoeopdc, €iye voonoel omd
Kkakonfew Twv wodnkodv oe nhikia 68 etdv kot anePince o NAkio 73 €1V, ®GTOGO OV
eMéyynke yw v mopoAlayr. To ovoAvTiKO YEVEOAOYIKO OEVIPO TNG OLKOYEVELNG
napovotdleton omv Ewova 2. H mapordoyn oeoivetar va cuvomdpyel pe tn odyveon
KaKonBetog wodnKdV oty oucoyéveta. No onUelmOel, Tmg ot yuvaikeg mov Epovy Taboyovoug
ToporAayéc 610 yovidto BRIPI oyetiCovtar pe ovénuévn dwo Biov mbavotnta exdnimong
Kakon0elog TOV COATYyY®V Kol TV ®0Onkodv, 1 omoia kupaivetor peta&d 5%-15% [8] oe
obvyKplon Le v avtiotoyn mbavotnta Tov yevikoy TAnducov tov vroioyiletar oto 1.5%.

H ev Aoym mapardoyn apopd Ty avTikatdotact e aiavivng (ovdétepo, Un-moAtko apuvoéy)
pe 10 aomapTikd (0E1vo, TOAKO aUIVOED) GTO KOOKOVIO 776, dNHOVPYAOVTOS LItk OAACYT LE
dlopopeTikég 1010TTeg apvosémyv. Avt N apvoikn Béom elvar Wdwitepa cuvtnpnuévn
e€elktikd petald tov ewov. HapdAinia, Ta in silico epyaleia deiyvovy 0TI TOPAALOYT QLT
emnpedlel apvntikd ™ dopun kot t Asrtovpyia g mpwteivng BRIP1 (REVEL score threshold
>=0.7), [9]. apopoine, Tponyréva LOVTEAN TOV LEAETOVV TV aAANAOLYi Kot TIG BLloQuotKEg
1010t TEC NG TP®TETVNG (doun, Aettovpyia, YwpoTalikéc TAnpopopies, Pabuog cuvinpnuévey
apIvoEEVY, LOIKOYMUIKY TolKIAopop@ia, Oeppodvvapixy otafepdtnta) VIOSEIKVHOLY TMG
vt N TepoAiayn dtapdocel T Asttovpykdtnra T Tpoteivng BRIP1 pe mpoyvmotiky
a&ia 80% (ClinVar, Variation ID: 530292). Eriong, n mapordoyn avt dev Exel KOTOYpOPE
1oté€ 0TI TANBVGLOKES BAoelg dedopévav (0mmg to gnomAD), ahAdd £xet avapepbel oe diebvn
Biproypapio og acBeveic pe kapkivo Tov mobnkav [10].

Me Baon ta meptypapopeva dedopéva, 1 TOPUALOYH OEV dVVOTOL VO OVOKOTIYOpLloTtotnOet,
aALG vapyel IoyxvpPn Evoelln Yo v taboyovikotnta ™G Tapariayns. Ta topordve dedopéva
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npénel va AneOovv vwoyn Kotd ™ Sayeipton tng acbevolc Kot TNV mapokolovnon twv
GLYYEVOV TNG.

(Y) RADSIC, ¢.80T>C, p.(Leu27Pro)

H mapavonpatiky mapariayr ¢.80T>C, p.(Leu27Pro) cto yovidio RADSIC &yt aviyvevbei
o€ 17 ave&aptnTeg OIKOYEVELEG LE KOPKIVO HaoToD, monKoVv kat evdountpiov. v Ewkévae 3
QOIVETOL TO YEVEQAOYIKO SEVTPO piog €K TV 17 OIKOYEVELDY OV QEPEL TNV TOPAVOTLOTIKN
naporiayn p.(Leu27Pro) oto yovidto RADSIC. Zvvolikd, €yovv avaivbel 22 drtoua
CUUTEPILOUPAVOUEVDV TV OGOEVOV 0vapOpic KOl TMV GUYYEVAOY TOLS KOl T OTOTEAEGUOTOL
g avdivong cvvoyiloviat otov Mivaka 1. H maporiayn avt €xel tavtonombel kupimg oe
acBeveic pe Kapkivo paotol 1 @oONK®V, EVAD OTIS TEPIOGOTEPESG MEPIMTMOCELS TOPATNPEITOL
OIKOYEVELNKO 10TOPIKO KANPOVOUIKAOV TOT®V Kokon0elog, Kuplog HacTtod 1/Kol modnk®y.
Edwotepa,  Taparloyn GUVOTAPYEL LE TN O10yV®ON KakonBelg @odnkdv 1 Lactoo.

Eivar onpovtikd vo onuelwdei twg ot yovaikeg mov gépovv mTaboyovouve mopailayEc 6To
yovioro RADS5IC oyetilovion pe avénuévn ot Piov mBoavotnta ekdNAmong Kakonfelog tmv
COATIYY®OV KOl TV 0odnkdv, 1 onola kupaiveron peta&d 10%-15% [11] o cbdykpion pe v
avtiotoyyn mBavotnTa tov Yevikod mANBvopod mov vroloyiletar oto 1.5%. Emumiéov, n
TOAVOTNTA TOV YUVOIKOV 7OV QEPOLY TaBoYOVoLS TopaAlayég oto yovidio RADSIC va
avontuEOVY KaPKivo TOV HaoTol Katd T didpkela ¢ (omng Toug etvor ~20% o€ clhykpion pe
10 12% o710 Yeviko yuvaikeio mAnBooud [11].

To vroAoylotikd povtéda deiyvouy 0Tt 1 TapoAiayn avth £xel emPrafn emnidpaocrn ot doun
Ko TN Agrtovpyeio tng Tp@teivig [9]. Mo, Asttovpyikn LEAETT VTOOEIKVOEL OTLT) LETAALOYUEVT
TPOTEIVN TAPOVCIALEL UEIMUEVT] EVEPYOTNTA GTO HOVOTATL emdOpOmanc Prapdv pécw tov
ouoloyov avacuvovacuot [12]. Movtéda mov pedetodv v aAdniovyio Kot Ti flopuoikég
WwmTeG ™G TPOTEIVNG vmodnAdvouv  o6tt  aAloyn p.(Leu27Pro) dwtapdcoel
Aerrovpywomta g npwteivig RADS1C pe mpoyvwotikn atia 80% [12, 13]. H mapaiiayn
éxel tavtonomBel oe acbeveic pe kopkivo pootov [14] 1 wobnkav [12, 15] ot diebvn
BipAoypapia, eved dev €xel Kotaypoaeel 6to yevikd TAnbvoud (Bdon dedopévemv gnomAD).
EmmAéov, n mapariloyn éxer kotaypoaeel kot ot Pdorn dedopévav ClinVar (Variation ID:
140837).

Me Bdon ta mapamdve dedopéva, 1 TapaAlayr] avoaKatnyoptoroleital ®g mbavdg Taboydvog
(likely pathogenic-Class 4). Ta mopomdve dedopuéva mpémel vo, AneBodv vroyn Kotd ™
dwayeipion g acBevoic Kot TV TAPOKOAOVONGN TOV GLYYEVDV TNG.

(0) F5044, TP53, ¢.697C>A, p.(His233Asn)

H mapavonuatikr mopoiriayn ¢.697C>A, p.(His233Asn) tov yovidiov TP53 aviyvevbrnie
apyKd oe pio aobevn Tov gixe dtayvoobetl pe Aofiaod, dnonTikd KapKivo Tov LaGTOV, LEGOing
dwpopomnoinong (grade 2) oe niikio 47 etdv. O dyKog g ftav BETIKOS Y10 TOLG LITOdOYELS TV
010TPOYOVMV KOl TNG TPOYESTEPOVNG EVA OEV LINPYE VIIEP-EKPpaot Tov HER2. TTapdAinia, n
adeAen TG aocBevolc avapopds siye dayvwobel pe kapkivo Tov pHaoTod 6€ NAkia 52 eTmV.
Xy owkoyéveln TG actevoic amd TV TATPIKY TAEVPA, 0 OOEAPOG TOL TATEPA TOVC Eiye
dtayvaoobel pe Kapkivo Tov mpootdtn og nAio tepitov 70 etdv. AT T UNTPIKN) TAELPA, 1)
adEAPN TNG UNTEPOC TOVG Elxe emiong dtayveobel pe Kopkivo Tov pHaoetov oe nAkia 53 etdv,
EVD 0 Y10G TG deVTEPTG AOEAPNC TG UNTEPOG TOVG glxe avamTOEEL KapKivo Tov Ttpootdrr. Ot
yoveig tng aocBevoug avapopdc, mikiog 95 €tdv, MTOV ACLUTTOUATIKOL Kol Ogv glyav
dwryvaoobel pe kakondela (Ewova 4).
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Mo va a&oroynBel n maboyovikdTa TG Taparrayng c.697C>A, eléyyOnkav ot yoveig tng
acBevoug avapopds. H untépa g, n omoia eivar 95 etdv kot dev eiye doyvoobel moté pe
kakonOewn €pepe v maporiayn p.(His233Asn) oe erepolvymtio. Avtd to edpnua eivar
Wwitepa GNUAVTIKO, AQUPAVOVTOG VITOWLY OTL TO OYKOKATUCTOATIKO Yovidlo TP53 eivar éva
VYNANG dteteduTikdOTTaG YoVidio, oyetiCetar pe to cuvdpopo Li-Fraumeni kot o dtopo wov
@EpovV TaBoydvous Tapailayég oe avTd £xovv Evay TOAD vynAd Sia Piov kivovvo >90% va
avartoéovy kakondeleg £mg v nAkia tov 70 TV, OTOC GAPKMUN, KUPKIVOUL EXTVEPPLOI®V,
KaKonBela eyke@Alov, HOGTOV GE veapn NAKia).

EmnAéov, éxouv mpayuatorombei Aeitovpyikés doKipacieg mov £6eEav OTL 1| AVTIKOTAGTAOT
TOV apvoEEDG TG oTdivng amd v oomapoyivi) oto kwdwovio 233 dev emmpedlel v
npodcdeon ¢ mpwteiviig TP53 oto DNA, kol 1 amoTEAEGUOTIKOTNTO, TAPUUEVEL 1 1010 UE
exeivn g Tpoteivng aypiov tomov. Ilapd to yeyovog 6tL m moporhayn vt edpdletol o€
TEPLOYN TNG TPOTEIVIG UE ONUAVTIKO AEITOVPYIKO pOLO, OE QaiveTal Vo GALALEL OVGIACTIKA TN
dopn g mpwteivng [16, 17]. H cvykekpyévn mapordoyn €yl KOTAYPAPEL GE AGVUTTOUATIKA
dropa dAies 600 opéc kat Oyt o€ acbeveig e obvopopo Li-Fraumeni.

Me Baon to mapandvo, n topaiiayn p.(His233Asn) cto yovidio TP53 yopaktnpiletor og
mBavag un emPrapng (likely benign, class 2). H ev AMdyw kotnyopromoinon kpivetot Waitepa
OTLLOVTIKT Yol TNV ANYT) ATOPACE®V TNG 0l0BEVODG, KaBMG Kot TNV EVHEPMON TOV GLYYEVAOV
™me.

J e Me Tn XpnupatrodoTnon 7
EMGBG mng Eupwraikng ‘Evwong

EONIKO IXEAIO ANAKAMWHE .
KAl ANGEKTIKOTHTAL NextGenerationEU



YOpTEPACNOTA

To amotehéopota amd TNV avaALGY| OOYMPIGHOV, GE CLUVOLOCUO HE TO OEOOUEVO ATd TIG
AELTOVPYIKES SOKIUAGIES, TN GLYVOTNTO EUPAVIONG TOV TOPUAAAYDV 0TOV TANBVGUSO Kot TV
epappoyn Tov kprrmpiov ACMG, cupaAAovy 0VGLUGTIKE GTNV OTOCAPNVIGT TOL POAOL TOV
TOPOUVONUOTIKOV TOPOAAAYDV ®C TPOC TNV TooyoviKOTTa Tovg. ALt 1 0AoKANpOUEVN
avAALOT EMTPENEL TNV ACPAAT KATIYOPLOTOINGT TOVG, YEYOVOG TTOL CLUUPAAEL OVGIAGTIKA T
BédTiotn KAk Sloyeipton TV acHevadVy Kol TV OIKOYEVELDY TOVG.

Oco apopd v a&lorAdynomn g Tpoddov ToL EPYOV GE GYECT LE TOVG APYLKOVS GTOYOVG, TO
amoteléopata deiyvouv OTL 1 evoTNnTa £pyaciag ExEl TPOYMPNOEL EEPETIKA, IUE OAOVG TOLG
oTOYOVG Vo emtuyydvovior mAnpwg. Ot Pacikoi 61dHYOL o1 omoiot mepAGuPavav TNV
TOVTOTOINGCN TOV YEVETIKOV TOPOAAQY®V KOl TV OTOCOQNVIOT] TOV POAOV TOVG GTNV
mafoyovikotnta, £xovv emttevydel e emtuyia. To €pyo Katdeepe Vo aviyVEDGEL OTLLOVTIKES
naporhayég o€ yovidia mov oyetilovtan pe v Tpodtdfeon otov Kopkivo Kot vo eEAyel acpoAn
ocvounepdopata yioo v wabdoyovikotntd toug. H Afym moAd Aemtouep®dv YEVEQAOYIKGOV
OEVTP®V, 68 GLVOIVACUO LIE TIG IOTOAOYIKEG EEETACELS, TAPELYE TOADTILES TANPOPOPIES YO TOV
POLO CVTOV TV TOPUALAYDV, TPOCPEPOVTOG 0VCLOOTIKY forifeta oty KAvikn dtayeipion kot
TpOANYT. Ta TapamAvVE ETITEVYLOTO AVASEIKVDOLY TNV ETLTLYI0 TOV EPYOV Kot TN dSuvaTOTNTA
TOV VO AvTOTOKPIOEL OTIG APYIKES TPOGOOKIEG KOl GTOYOVG,.
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Ewoéva 1. Tevealoyiko 0évipo tng oikoyévelag otyv omoio tovtomoijOnke 1 yevetikn moporloyn ¢.2327C>A, p.(Ala776A4sp), oto yovioro BRCAI. H acOsviic avapopag
vrodecvoetar e 1o fEAog. O1 padpor KOKAOL avtioToiyodV o€ TEPIOTOTIKG KOPKIVOD TOD UAOTOD VM T0. EYYPua aOufola avimpoowredovy dAles koaxonbeies. Leukemia:
Agvyopio, OvCa (ovarian cancer): kapKivog T@v wobnkdv, thyroid ca (thyroid cancer): kapkivog Bupeoeidoic, vocal ca (vocal cancer): kapkivog @OVITIKOV Yopddv
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Ewova 2. Tevealoyikd 0évipo tnc oikoyévelog otnv omola tavtomombnke 1 yevetikn mwopoiloyn
¢.2327C>A4, p.(Ala776A4sp), oro yovidio BRIP1. H ac0evig avapopdg vodeixvierar ue to félog. Ot pol
KDKAO1 QVTIGTOLY0DV 0€ TEPLOTATIKG KAPKIVOD TWV WOONK®V EVOD TA EYYPWUO. GOUSOAN aVTITPOTOTEDOVY
dAdeg kaxonbBeieg. EndCa (endometrial cancer): kapkivog evdountpiov, Liver ca (liver cancer): kopkivog
Nmaroc, PrCa (prostate cancer): kapkivog Tpootdrn, Rectal ca (rectal cancer): kapkivog tov opfov, Renal
ca (renal cancer): kapxivog veppov, unknown ca (unknown cancer): dyvooto tpmtonadés, WWII (Word

War II)
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Ewova 3. [svealoyikd 0évipo tns oikoyéveiog oty omoia tavtomodnke n yevetikh mopoiloyn c¢.80T>C,
p-(Leu27Pro), oto yovidoio RAD5IC. H acbBeviic avapopds vmodeikvietar pe to Pérog. Ot pol kdrlot
OVTIOTOLYOVV O€ TEPLOTOTIKG. KOPKIVOD TV WOONKOV VM TO. EYYpmuo. GOUPOAN aVTITPOTWTEDOVY GALES
kaxonfeiec. BrCa (breast cancer): kopkivog paoctov, Oral ca (oral cancer): kopkivog otoéuatog, PrCa
(prostate cancer): Kopkivog mpootdrn, Rectal ca (rectal cancer): kapxivog tov opfov, unknown ca
(unknown cancer): dyvooto TpmTonadég
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Ewoéva 4. evealoyiko dévipo tng oikoyéveiog otnv omola tavtomoujdnke 1 yevetiky mopoiloyn
c.097C>A, p.(His233Asn), oo yovidio TP53. H acBevic avapopdg vrodeixvietor e to Pélog. O puavpot
KOKAOL QVTIOTOLYODV 0€ TEPIOTATIKG KOPKIVOD TOVD UOOTOD EVE TO, EYYPMUOG. TOUPOLO OVTITPOGWTEDOVY
dAdeg kaxonbBeies. BrCa (breast cancer): kapkivog pactov, PrCa (prostate cancer): kopkivog mpootdrn,
esophageal ca (esophageal cancer): kopkivog 01GoQayoL
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Mivakag 1. Avaivon 610 PLopov, 16TOTAO0L0YIKA YUPUKTPLOTIKE KOl TANPOPOPIES Y10 TO OLKOYEVELNKO LGTOPIKO TMV OIKOYEVELDV
TOV 060eVAV avaQopdc KL TOV GUYYEVOV TOVG TOV avaivOnkay ywa ) yevetiki tapairayn ¢.80T>C, p.(Leu27Pro) tov yovidiov RADSIC.
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BrCa (breast cancer): kopkivog paotov, EndCa (endometrial cancer): kapkivog evdountpiov, OvCa (ovarian cancer): kopkivog @odnkmv, PrCa (prostate cancer): kapkivog Tpoctdm,

gyn ca (gynecologic cancer): YovakoAOYIKOG KAPKIvog
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