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NEPINH'PH

Ta yovidioa BRCA1l kat BRCA2 armotelolv
Kuplopxa HOpLOL OTO HLOVOTIATL TOU OUOAOYOU
avacuvduaopol. AltwAeLa TS GUCLOAOYLKNG
AELTOoUpYLOC TWV MPWTEIVWY AUTWV UITOPEL val
TIPOKOAECEL  OVETIAPKELA TOU  OMOAOyoU
avacuvduaopou (Homologous
Recombination  Deficiency, ¥ HRD) kot
yoviSlwpatiky aotdBsio. H oavaAuvon twv
yovibiwv BRCA1/2 otouc oOykouc aoBevwy,
EXEL XpnollomolnOsl eKTeEVWC vyl TNV
npoPBAedn NC avramokpiong otouc PARP
OVOLOTOAELG, UTTOOELKVUOVTOC ETOL TNV LEYAAN
npoPBAemTIkl oflo Twv AVWTEPW Yovidlwv.
Qotooo, N eudavion o poAAaywv
avaotpopnc Tmou  amokaBiotolv TNV
AVAYVWOLUOTNTO  TOU nAatciouv KOl
eMOVAPEPOUV  UEPLKWEC N TANPWE TN
Aeltovpyla. TNC TPWTIEIVNG, amoteAoUV TOV
BOoOIKO MNXOVIOMO ETKTNTNG QvTioTOONG OF
auUTEC TIC Oeparmeiec. Yypec PBlodiec kau
texvoloylec  oaAAnAouvxlong VEAC  YEVLOC
XpNOoLHomoLoUVTIoL OAO KOl TIEPLOCOTEPO YLOL
NV mapakoAolOnon tn¢ epudaviong AUTWV
TWV TAPAAAOYWV OE TIPOYUATLKO Xpovo. H
Katavonon Tou HoplokoU TOoTiou Kol TNG
e€EALENC Twv TapaAloywv avaotpodng
npoodePel SUVATOTNTEC YL TNV OVATTTUEN
VEWV OEPATTEVTIKWY OTPATNYIKWY WOTE Vol
tenepaotel N va mpoAndOel n avtiotaon.
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KRINIKH XPHLIMOTHTA DIENEPTEIAL NOAYTONIAIAKHL ANAAYLHL I'A THN KATANOHLH TOY MHKANIZIMOY

ANANTY=HL ANTILTALHL 1TH GEPANEIA. nupouciuon neprotanikod YUVHiKis BE KupKivo 1@V @0oBNKMV.

ToavTikidon Aikatepivn?® , Tolatdc Mapivoc?, KapaAnc KwvoTtavrivoc?, Metatd-Mapidtou BaaolAiknit, MaoUpn ZtéAAal, Xardnyiavvidou-OAwpou Xpuonidal, @dvou EAévnt, BAdxou Mapiat, MixaAa Aptepnct, MatradotrouAou
Eiprivnt, NaoioUuAag Mewpyioc?.

EILATOIH

MNoBoyovec petarlayec ota yovidia BRCA1/2 avéavouv
tnv mboavotnta eudavionc dltadpopwyv TUMWV KOPKLIVOU
OTIWC TOU MOOTOU, WoBnNKwV, TPOOTATN, TIOYKPEATOC KoLl
untpoac. Ot PARP avaotoAeic xpnolpomooUviol EUPEWC
yia Tt ouvvinpnon ©Oepamneiac oe aobevelc e
MPOXWPNUEVO ETMLONALOKO KOPKIVO WOoBNKWV TTOU €XOUV
aVTATIOKPLON oTN XNUELoBepameio MPWTNG YPOAUUACG Kot
Ol OYKOL TwV omoilwv pepouv petaAlayec ota BRCA1/2
yovidla 1 tnv vunoypadn HRD. Qotooo dev eival Alyeg ol
MEPUTTWOELC avamtuénc avtiotaonc otn Oeparmela e
niAativa/PARP avaotoAeic kKuplwe HEOW TOU UNXOVIOUOU
nPOKAnonc mapoAlaywv avaotpodnc ota BRCA1/2
uetaéy aAwv HR yovidbiwv. H mopoucioon Ttou
OUYKEKPLUEVOU TIEPLOTATIKOU QTTOOKOTIEL OTNV AOOELEN
TNG KAWLKNG XPNOLMOTNTAC TOU HOPLAKOU TIpodiA Ttou
OYKOU TOOO Vylo. TNV Katavonon Tou MNnXaviopou
aVATTUENC avTioTtaonC otn Beparmeia 000 Kol yLa ToV
ETIAVOKOOOPLOUO TWV BEPATIEVTIKWVY ETILAOYWV.

AmtopovwBnke DNA amo Oelypa LotoU €YKAELOUEVOU OEF
nopadivn pe tn xpnon tov MagMax Total Nucleic Acid
Isolation Kit (ThermoFisher).

PCR

O EKAEKTIKOC TTOAAOQTTIAOLOLOLO LOC LLE PCR
MPAYUOTOTIOLNONKE XPNOLUOTIOLWVTAC ELOLKOUC EKKLVNTEC
ylaa TNV TiEpLoxn Tou yovidiou BRCA2 oOmou €YXel
avixveuOetl N OUYKEKPLUEVN rniopaAiayn,
p.(Arg1190GInfs*10).

Sanger Sequencing

H tavutomnoinon tn¢ moapaAAaync EYwe pe TPOoOLOPLOLO

(sequencing) Nn¢ aAAnAouyiog (SeqgStudio,
ThermoFisher).

NGS

H aAAnAolxnon ETIOUEVNC VEVLAC (NGS)

npaypotonolnénke ypnotpomnotwvtac to Oncology Multi-
Gene Variant Assay (GenePlus), To omolo €mITpEMEL TNV
aviyvevon mapoaAlaywv og 1021 yovidla tou oxetiovtol
HEe oOykouc kot oavadiataéelc oe 38 yovidla, otnv
r\atddppa DNBSEQ-G400 (MGI).

1 Genekor latpiki AE, 2 OykoAoyikr) KAvikn, latpiké Kévipo ABnvwyv

NMAPOYLIALH NEPILTATIKOY

fuvaika 56 etwyv, dtayvwotnke to 2021 pe KApKivo Twv
woBnkwv n omola adouv umoPANOnKke oce YelpoupyeLo
OAKNC  voTepektOMnNG  €AaPe  xnuewoBeparmeia. H
OUYKEKPLUEVN aoBevnc votepa amo €va Betikd HRD test
otov oto (Myriad My Choice), umoBANnBnke oe avixvevon
OLKOYEVOUC LETOAAQYNC OTO ALY TNC OTIOLOC EVTIOTILOTNKE N
BRCA2 c.3568 3569insA, p.(Argl190GInfs*10) movu
emiBeBawwvel TNV  KANPOVOULK) TPOEAEUON TOoU
gupnuatoc. AUO XpoOvloL OAPYOTEPOA O OTTELKOVIOTLKOC
e\eyxoc umedelée vumotpormn tnNC vooou. AkoAouBnoe
emavevapén xYnUeloBeparmelac e mAATiva YwpPLC OMWG
QVTATIOKPLON. 2TOV LOTO TNC €emavaAnmuiknc Buoyilag,
npaypotonolnénke moAuyovidlok avaAuon Kota TNV
omoila evtomiotnke n oapxikn BRCA2 petaAAayn.
Tavtoxpovoa, aviyveubnke emutAéov n  mapaAloyn
avaotpodric BRCA2 c.3540 3543delGCAA(p.K1180Nfs*16)
in cis kaBwc Kot LPNAO TTOCOOTO AMWAELAC £TEPOlLYWTLOC
(gsLOH=35.77%).
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Ewkova 1. Mnxaviopoi avtiotaong otouc avaotoAeic PARP (PARPi) (PMID: 36872947 )

LYZHTHIH

Mepimov 10 5% TWV A0BeVWV LLE KOPKIVO TOU HOOTOU
bEPOUV KAnpovopouuevec mapaAloyec ota  yovidla
BRCA1/BRCA2. OuL oykotL oavutol elval dlaitepa
gvaloOntol Tooo otn Bepareia pe MAATIVAL 000 Kol OTN
Oepameioc  pe avaotoAeic 1tnc moAu(adevooivng
Stpwaodopkne pLBolnc) noAvpepaonc (PARP inhibitors
n PARPi) kot amoteAoUv oOnUOVILKO TPOBANUa, oOTN
Beparmneutikn mpooeyywon wlaitepa Twv ocBevelc pe
POXWPNUEVN VOOO.

Evac rmBovoc pnxoviopog avtiotaong  Elval ol
nopaAlayec avaotpodpnc mou amokablotouv TO
nMAOLOLO avAyvwong, OMwC KoL OTO TEPLOTATIKO TTOU
nopadeteTal.

TPEXOUVOEC MPOCEYYLOELG AVTIMETWTILONG TNG AVTLOTAONC
otn Oepamneiag eotwalouv otnv ouyxopnynon PARP
QVOOTOAEWV HE AAAOUC OVOOTOAELC QTOKPLONG OTLC
BAaBec tou DNA, otoxevpevec Beparmeiec kKaBwg kal UE
QVOOTOAELC oNUELWV EAEYYOU.

PARP

PARP inhibited
DNA SSBs occur all the time in cells and
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Ewkova 2. Mnxaviopog 6paonc twv PARP avaotoAwv (PMID: 26590714)

LYMNEPAIMATA

OL mapaAAoyec avaoTtpodnc Tov TIPOKAAOUVTOL LETA TN
ANYN tnc Bepamneiac pe mAativa N pe PARP avaotoAeic
guBuvovTal yLa TNV ovamntuén aviiotaonc otn Beparmneia
KaBw¢ avtotaBuilouv tnv emnibpacn TNG APXLKAC
netaAAoync.

H moAuyovidiakny avaivon odnynoe TOCO OToV
nPoodLopLOUO TOU HopLaLkoU TTPOdIA Tou OyKou, 00O Kall
oTnNV Qviyveuon TOU MNXOVLOMOU ovTiotoonC oOTn
OUYKEKPLUEVN aoBevn.
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