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OB30P

MoaexkyrapHama OuazHoCMUKa e HepasoeAHd 4achm om pyMmUHHAMA KAUHUYHA
npakmuka npu nayuenmu ¢ Kapuyurom Ha 2epoa (KI). Ilpe3 nocaednume decemune-
MU Ca PASKPUMU B 0eMAliAU MHO20 2eHeMUYHI NPOMEHU, CBBP3AHI C HOBUULABAHE
Ha pucka om passumue Ha KI, kakmo u ¢ esenmyarnama my npozpecust. Qbcomoa
ce poasima Ha mymayuume 8 BRCA1-, BRCA2- u opyzu 2enu npu KI' u osapuaren
kapuunom. Cmamussma npeocmasisaBa 0030p Bopxy 3HAYEHUENO HA PAMUAHUIIE
HpeoUCno3ULULU, OUCHKAMA HA PaMUrHUme U 2eHemuyHume PaKmopu 3a passu-
mue Ha KT u osapuaren kapuuHom, HaciedcmBeHUume KapyuHOMHU CUHOPOMU U HO-
BedeHuemo npu 00KA3aH PpamuieH/2eHermu4eH pluck.

YBoA

apunHoMbT Ha rppaa (KI) moxe aa

ObAE CIIOpPAAMYEH MAM HACAEACTBEH.

CnopapuuHure ¢GopMu ce pasBUBAT
BCAEACTBME Ha (AaKTOPU OT OKOAHATA CPeAQ,
KOUTO TIPEAM3BUKBAT TeHeTMYHHU AedeKTu B
COMaTUYHUTE KAETKM, 0e3 KOHKpeTHa reHe-
TUYHA TIPEAPA3IOAOKEHOCT KBbM 0OoAecTTa.
HacaeacTBeHnTe GopmMm ce ABAXKAT HAa Ha-
CA€ASIBaHe Ha TEPMUHATUBHU MYTallMM OT PO-
AUTEAY, TIpeApasnoAarauiy KeMm (opmupaHe
Ha KapuuHoM. Cmara ce, ye 5-10% or Bcu4kH
CAYYaM ce AbAXKAT Ha HACAEACTBEHA FeHeTUYHA
KOMITOHeHTa. [TopaAu HaAMYMe Ha TaTOAOTUY-
Ha MYyTaLMs OLie NMpU pa’kAaHe, HACAEACTBe-

HuAT KI' ce pasBuBa B mo-paHHa Bb3pacT — MOA
40-50 ropuHM. YCTaHOBEHO €, Ye HAaCAEACTBe-
HUTe GOPMU HA-4eCTO He ca MO-arPpecuBHU U
MO-MHBA3UBHU OT CIIOPAAUYHUTE.

HacaepcTBeHU KapLiMHOMHU
CUHAPOMU

HacAeacTBeHUTe KaplLMHOMHM CHHAPO-
MM C aBTO30MHO-AOMMHAHTHO HaCA€ASIBaHe
Ha npeppasnoAokeHocT KbM KI' ce poemoHCT-
pHUpar B HAKOAKO GOPMM.

Hacaedcmsen kapuuxHom Ha 2wp-
oa/auvynux npu mymauuu 8 BRCAI- uiu
BRCA2-2enu. AbAKM ce HAa TepPMMHATUBHU
MyTalMi BBB BHMCOKONEHETPAHTHUTE TeHU
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DQueypa 1. Cmpykmypa Ha zena BRCA1 (BIC, 2013). B uzobpayetuemo He e BKAIOYeH HEKOOUpausuam ex3on 1,
KAKIO 1 HO2PEUtHO ONUCAHUAI HCeBO0eK30H 4. Pasmepume Ha BCeKU 0 eK30HUME ¢ad HPUOAUZUINEAHU, HO 0dBAM

npeé‘cmasa 3d peaiHama c0AeMuta Ha BCEKL Ol IMAX.

BRCAI n BRCA2. ITaTOAOTMYHKTE MYTal[MU B
ABaTa reHa ce MpeAaBaT Mo AOMMHAHTEH ITHT,
T.e. EAHO HAaCAEAEHO KOIKMe HAa MYTUPAA I'eH e
AOCTAaTBYHO, 32 A2 AOBEAE AO Cb3ApaBaHe Ha
reHeTUYHa TipeppasnoAokeHocT KpMm KI. TTa-
ToAoruyHu myrauuu B BRCAI nu BRCA2 ce
acoumumupar U ¢ oBapuaseH KapuuHom (OK)
npu 6An30 10% oT caydauTe. 3aTOBA MPU HAPY-
IIEHUS B TE€3U F€HU Ce TOBOPU 32 HACAEACTBEH
KI'/OK, koitTo e cbIpoBoAeH ¢ paMuAHA 00-
pPeMeHEeHOCT, BKAIOYBAIA MPOSBU M Ha ABETe
0oAecTH B eAHA haMUAUSL.

BRCA1-2envm (breast cancer 1, early
onset) e pasnoAOKeH B XPOMO3OMEH PpailoH
17q21 u e cbeTaBeH ot 24 ex3oHa (Pue. 1). Ex-
30H 1 He e KoAMpall, Thil KaTO CTapT KOAOHBT
ce Hamupa B eK30H 2. EK30H 4 ce cmATa 32 HEKO-
AMPpalll U He ce BKAKOYBA B HOPMAAHU TPAHCKPU-
nTH Ha reHa. Ek30oH 11 e HeoOMYAITHO TOASIM U
NIPEACTABASIBA IIOYTH MTOAOBMHATA ABAJKMHA Ha
BRCA I-tpaHckpunTa. [eHBT KopuMpa OeATBK,
chABbpoKall 1863 aMUHOKMCEAMHM.

BRCA2 (breast cancer 2, early onset) e
PasMoAOXeH B XpOMO30MeH paioH 13ql2.3u
e cberaBeH oT 27 ek3oHa (Que. 2). Kakro npu
BRCA 1, mbpBuaT ek30H Ha BRCAZ2 cbillo He e
KOAMPpALL, 2 EAMHAAECETUAT CBUIO € MO-TOASIM
oT octaHaauTe. KoAMpaHUAT GEATBK e ¢ AoCTa

Mo-TOASIMA AbASKMHA — 3418 aMMHOKMCEAMHHA.
BRCAI n BRCA2 ca TyMOpP-CYIIpeCOPHHU
reHy. [AaBHaTa PyHKLUMS Ha MPOAYKTUTE UM
e Ad MOAADBPYKAT TEHOMHMST MHTeTpUTeT 4ypes
peryAalys Ha pasAMYHM KAETHYHM INpOLeCH,
YMEeTO HapYyLIeHNE MOXE A2 AOBEAE AO 3AO0Ka-
YyecTBEHa TpaHChopMaLUs HAa KAETKUTE.,
bearbkbpr BRCA1 nrpae mMHOro BaskHa
poAst B KAeTkaTa. EAHa oT ocHoBHMTe (yHK-
MM Ha TNPOTEMHA € Aa M3BbpLIBA IOINpPaB-
Ka Ha ABOWHOBEPM)XHM pasKbCBaHUS 4Ypes
XOMOAOXHa PpeKOMOMHALMSI TMOCPEACTBOM
acounupae ¢ RAD51 u ¢ aApyru 6eATpuu oT
PasAMYHM pernapalMoHHM MexaHusMu. CmsTa
ce, ye BRCAI aeiicTBa Karo TPaHCKPUILINO-
HEH PeryAarop 4pe3 AMPEeKTHO B3aUMOAENCT-
Bue ¢ PHK-noaumepasa II u ¢ pepanuia Apyru
TpaHckpunuuoHHu ¢axropu. Toit BAMsie U Ha
eMUreHeTUYHO HUBO 4Ype3 peMOAeAMpaHe Ha
XpoMaTuHa MnocpeacTBOM aABata cu BRCT-
AomeliHa B 6Ansoct A0 C-kpas. Peryampaiiku
TpaHckpunuuaTa, BRCAI moxe pa BAusie U
Ha KAETBYHUS LIUKDBA U AQ TO CIIpe MPU HaAU-
yie Ha noBpeau B AHK, 3a pa 6baAaT ycnemHo
nonpaBeHn. BRCAI urpae poAst U B YOUKBU-
TUHMPAHETO 4Ype3 APYTUA cu (QYHKIMOHAAEH
AOMEIH — CUAHO KOHCEPBUPAH LIMHK-CBbP3-
Ball AooMeitH (ring finger), KoiiTo ocurypsisa Ha
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DQueypa 2. Cmpykmypa Ha eed BRCA2 (BIC, 2013). Pazmepurme Ha Bceku eK30H ca NpUbAUZUMeAHY, HO 0dBAm

npeé‘cmasa 3d peaiHama c0AeMuta Ha BCEKL Ol IMAX.
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OeATPKa YOMKBUTUH-AUTAHAHO AEVICTBUE Upe3
B3aumopeictere ¢ BARD1. BRCA1-mepunpa-
HaTa CUTHAAHA IThTeKa IIIAOCTHO TOAABPIKA
reHOMHA CTabMAHOCT M TYMOpPHa CyIpecusi
npu Haanuure Ha nospeau B AHK.

BRCA2 yyacTBa B peryAauusita Ha
RAD51-meapunpaHa mompaBKa Ha ABOIHO-Be-
PVOKHM pPa3KbCBaHUS 4Ype3 XOMOAOXKHA pe-
kombuHauus. Toir ce cebpsBa ce ¢ RADS5I
ypes C-xpas cu u ocemte cu BRC pomeiina.
Teau poomMelNHU ca CUAHO KOHCEPBUPAHU MeX-
AY MHOTO BUAOBE U Ca KAIOUOBHM 3a PyHKLMATA
Ha bearbka. Upes oOpasyBaHeTO Ha KOMITAEKC,
BRCA2 tpancnoptupa RAD51 B siapoTo 1 ro
Haco4YBa KbM MeCTa C ABOMHOBEPIIKHU pas-
kbcBaHus (Davies et al., 2001). Apyra GyHkuus
Ha BRCA2 e pa cTabuAM3Mpa penanKaloHHa-
Ta BMAKA, KaTO IO TO3M HAYUH AOIBAHUTEA-
HO npepoTBpaTsaBa paskbcBaHusa B AHK. Oc-
BEH TOBAa OEATBKBT Urpae PoAs B KACTHYHATA
npoaudepatinsi U pPeryAMpaHeTo Ha KAETbY-
HUST UKBA Upe3 B3aumMopeiicTBue ¢ BUBRI n
BRAF35. AemoHcTpupaHo e, ye BRCAZ2 uma
M TPAaHCKPUIILMOHEH AOMENH U mpu Gopmu-
paHe Ha KOMIIAEKC C APYT TYMOPEH Cympecop
SMAD2, moXe Aa peryaupa eKkcrpecusTa Ha
PasAMYHY Te€HN.

ITopapu BakHaTa POASl 3a MOAABPKa-
HE Ha IeHOMHAaTa CTAabMAHOCT, MyTalUMuUTe B
BRCAI n BRCA2 4yecTo npeppasnoAaraT KbM
TymoporeHesa. IlaroAormyHure MyTauum B
BRCA1 v BRCAZ2 yimat pa3AMYHA MEHETPAHT-
HOCT. MoXe OM mopapy Mmo-roAeMust CreKTbp
ot ¢yHkuuu, myrauuure B BRCAI cbe 3ary-
6a Ha dyHKUMA MMaT mo-Aow edekT OT Te3n
B BRCA2. CTaTCTUYECKO TPOYYBaHE MOKa3-
Ba, Y€ HOCUTEAM Ha NMATOAOTMYHA MyTalus B
BRCA 1 umar ot 47% a0 66% pucK OT pasBUTHE
Ha KT 1 35% a0 46% 3a pa3Butue Ha OK. 3a HO-
cutean Ha Mytauyuu B BRCA2 pUCKBT e CbhOT-
BeTHO 40-57% 3a KI' n 13-23% 3a OK.

He Bcsika myTtauua 8 BRCAI u BRCA2 e
3A0KauecTBeHa. EQekThT UM MOXe pAa Bapupa
oT Oe3BpepeH A0 nmaTororuyeH. Criopep 3acs-

raHeTO Ha HOPMaAHaTa (YHKLMOHAAHOCT Ha
OeATBKa, MPEAPA3NOAOKEHOCTTa KBM Pa3BU-
tue Ha KI' Bapupa. IeHeTnyHara mpeapasmno-
noaokeHocT KbM KI' ce pA0kasBa upes n3cAea-
BaHe Ha cekBeHlUMTe Ha BRCAI u BRCA2,
KOUTO Ca €AHU OT Hai-4eCTO CeKBEHUpAHUTE
reHM B CBETa MOPAAM HIMPOKOTO PasmpocTpa-
HeHKe Ha boAecTTa.

Cunopom na Li-Fraumeni. Toit e psa-
Ka aBTO30MHOAOMMHAHTHA HaCAeACTBeHa 0o-
AecT, u3BecTHa Kato SBLA-cuHApom (sarcoma,
breast, leukaemia and adrenal gland). Apaxu
ce Ha myTauuu B TP53 rex.

Cunopom na Cowden. Toit ce xapakre-
pu3upa C KapLMHOMHU Ha I'bPAQ, EHAOMEHTPU-
YyM, LUTOBMAHA XKAe3a, ObOpeLy, paebeao u
MPaBO YepBO, MAMTMAOMY, XaMaPTOMU U APYTH.
Abaxu ce Ha myTauuu B PTEN-TeH.

Apyeu 2enemuunu cunopomu. B Taba. 1.
e rnpeacTaBeHa MH(pOpMaLMs 3a TeHuTe, aCOoLM-
MPaHKUTE C TAX CUHAPOMM, AOKaAM3aLMs Ha Kap-
LIMHOMUTE U AOITBAHUTEAHU AAHHI.

IloBepeHNe Mpu HACAEACTBEH
KapUMHOM Ha I'bpAQ

AHAMHECTUYHUTE AQHHU 33 GaMUAHOCT
ca eAMH OT Hali-ChlleCTBEHUTe PUCKOBU (dak-
topu'> > pu KI' — ycranossiBa ce mpu 25%
OT BCHMYKM cAyvan'?. MyTauuurte B TeHUTE
BRCA1/2 ce cymTar 3a OTTrOBOPHU B OKOAO
10% ot Bcuuku caydau ¢ KI. Koraro pucksr e
MOBUIIEH, UMa MO-TOASIMA BEPOATHOCT OT Pas-
BUTHE HAa DOAECT 32 OITPeAEAEH MEePHUOA OT Bpe-
Me MOA BB3AENCTBMETO Ha COOp OT pPUCKOBU
dbakTopM ¢ ycTaHOBeH KaHlleporeHeH edexT.
Kennrte, Hocuteakn Ha BRCA1/2-myrtauumy,
MMAT AOXMBOTEH PUCK 3a 3aboasgBaHe ot KI
Mexay 45% u 80% u poxuBoTeH puck 3a OK
ot 10% Ao 40%. C oLjeHKa Ha UHAMBUAYAAHUS
PUCK Ce LIeAU AQ Ce TTpeLu3upa MOAXOAA Ha OH-
KOAOTa MpU BCAKA JKeHa U CbOOPa3HO CTeMeH-
Ta Ha HeMHUS PUCK AA Ce NMPUAOXKAT aKTUBHU
NMpopUAAKTUYHU MEPOTIPUATHS, FAPAHTUPALLM
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Tabauuya 1. Apyau ceHemUHHU CUHOPOMIU C PASAUMHI KAUHUYHU HPOABU, KOURIO B OMIOeAHU cAy4au ce covemasam ¢ KI.

Tenu Acounnpann Aoxaamusanus Ha AonmbaHuTEAHA
CHHAPOMMA KapuuHOMM nHpopManus
PTEN PTEN-xamaptom Enpometpuym Hemeayaa EH THpOMACH
Puck — 25-50% (38-46 2odunu) | KapumuHomeH K A puy AY p POVA
CHHADOM OAOPEKTAAEH KapLMHOM;
Bonopenn AeltoMMoMH Ha MaTKa
TP53 Mexu TBKaHM U
2-7%<33 200uHu . I'epaa 0CTEe0CAPKOMM;
22-38% — buramepaier g"HApOM wa Li- KoaopekraaeH MoabuH1 TYyMOPH;
raumnieni
mymop Mosabk AApeHOKOPTHKAAEH
Puck — 90% KapI[MHOM.
Ibpaa
STK11 Mosmi
o CuHapoM Ha Peutz- KoaopekTaseH G1-xaMapTOMaTO3HM IMOAWITH;
Puck 8% (40 200unu) Jeghers Cromax LlepBukasHu TyMOpH
Puck 30% (65200uH1) g m P yMop
aHKpeac
HAiaHmnm
HacaeacTBeH I'bpaa AndyseH kapiHoM Ha
CDH1
Prck — 39-60% AndyseH KapLuHOM Cromax cToMaxa
Ha cTOMaxa KoaopexTanen Kapiutowm Ha aebeao yepBo
RADS0 I'spaa
AiaHMK
RADSIC Anemus Ha Fanconi Iepaa/sitannk
. bpaal/sitaHNK
PALB2 Anemus Ha Fanconi TMankpeac
BARDI Topaa
AtaHuK
MREIIA ATakcus- ['spaa [MoBMIIEHA YYBCTBUTEAHOCT
TeAeaHTMeKTas3us Airannk K'bM AbUETEPAIms
CHEK2 bpaa Capkomu
3-5% KOF:\% CKTAACH Mosapunu Tymopnu
Puck 37-59% pamurna ]-[ P KapuuHom Ha [mMTOBHAHA
pocTara
aHaMHesd sKAesa M Obopeln
YUynAMB CHHAPOM Ha I'epaa
NBN Nijmegen Airunnk
ATM ATakcus- Pbpaa/sitaHuk [MoBMIIEHA YYBCTBUTEAHOCT
Puck - 2-10 nomu TeAeaHTMeKTas3us [Mankpeac K'bM AbUETEPAIms
BRIP1 Anemus Ha Fanconi I'epaa/siraHmuK
Tbpaa KapimHom Ha cToMax,
MUTYH [Toaumnosa K PA AMYHUK, EHAOMETPUYM, YepeH
OAOPEKTAAEH
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paHHa AMArHOCTHKA, NMO-e(peKTUBHO AedyeHue
M TMO-BUCOKA MPEKUBIEMOCT C MO-A00pPO Ka-
YeCcTBO Ha JKUBOT.

Ouenka Ha puck. [TbpBoHaYaAeH U3TOY-
HUK Ha MHPOPMALMS 32 HAaCAeA€HA TeHeTUYHA
MPEAPA3MOAOKEHOCT € POAOCAOBHOTO ABPBO.
YcTaHOBSIBaHETO Ha OOAHU B TPU TeHEPALINH 110
MaiTyiHa 1 OalMHa AMHMS (MIPEAMCIIO3ULIMATA
Cce YHACAeAfIBAa aBTO30MHOAOMUHAHTHO IIpU
JKEHU U M'BXKE) € OT ChI[eCTBEHO 3HaYeHMe 3a
M3YMCASBaHEe Ha MUHAMBHAYaAeH puck. CaepBa-
1Ila CT'BIIKA € OLleHKa Ha reHeTUYeH PUCK, KO-
TO MOXKE AQ Ce OTIPEAeAM IO ABa HaumHa: (i) ¢
TOMOIIITA HA OTIPEAEAEHN MaTeMaTUYeCKH MO-
A€AM 32 OLleHKa Ha pUCKa 3a pa3BUTHe Ha Kap-
LIMHOM Ha I'bPAQ; (ii) upes npuaaraHe Ha MOAe-
KYAAPHOTE€HeTMYHU METOAM 33 OTKpMUBaHE Ha
myTauuu B BRCA1/2 u ApyTU TeHU, CBbP3aHNU
¢ KT 1 OK. Hart-4ecTo M3MTOA3BAaHU MOAEAM 3a
OLi€HKa Ha PUCK Npu HocuTeAn Ha BRCA1/2-
myTauuu ca mopeante Ha Gail u Claus.

MaremaTnueckuar mopea Ha Mitchell
Gail BKAOYBa aHAMHECTUYHU AAHHU OTHOCHO
CeAeM TOKA3aTeAs: MPEALIeCTBAI0 3a00AsBa-
He Ha I'bpAQ (MHBa3MBeH KapLMHOM, AYKTaA€H
VAU AODYAQpeH in situ KapLMHOM), HaCTOAIA
Bb3PaCT, Bb3PAaCT Ha MEHapXe U ITbPBO pakAa-
He, Opoit poacTBeHuLM OT rbpBa AnHMA ¢ KT,
Opoit ¥ pe3yATaT (aTMIMMYHA XUIIEPIIAA3US) OT
npeallecTBAlM OMONCUM HAa I'bPAQ, PacoBa U
eTHUYeCcKa NpUHAAAEKHOCT. Ilpu mombaBa-
HETO Ha Te3U AAHHM B CIIELIMAAU3MPAH MOAYA,
paspaboren ot National Cancer Institute®, un-
AVIBUAYAAHMST PUCK C€ OTYMTA aBTOMaTUYHO B
MPOLIEHTH, KOETO OTIPeAeAss TTOAXOAQ 3a TMPO-
(burAaKTHKa 1 AMATHOCTHKA.

Moaeast Ha Claus® e AeceH 3a ynorpeba
M TO3BOASIBA OLleHKa Ha pUCK npu dammaeH
KT, xaTo usuckBa u Bb3pacT Ha AMAarHOCTULM-
paHe Ha OOAeCTTa MPU POACTBEHUIM OT ITbpPBa
u BTOpa AuHMs. [lpu ycraHoBsiBaHe Ha aBTO-
30MHOAOMMHAHTEH MOAEA Ha HaCAeAsIBaHe, ce
OTYMTA TPUKPATHO TOBUIIEH PUCK OT pamu-
AeH KI. Moaeapr BRCAPRO’e MHCTpyMeHT

32 OLleHKa Ha pPUCKa IPU BUCOKOPUCKOBUTE
ceMericTBa ¢ pokaszaHu BRCAI- uau BRCA2-
MYTalH, PE3YATAT'BT OT KOMTO HaAara Mepu-
KO-TeHeTUYHM KOHCYATAL[M! B CIELMaAU3pa-
HU reHeTUYHU LIeHTPOBeE.

Moaeapr BOADICEA® ouensiBa reHe-
TuyHaTa npeapasnoaokeHoct 3a KI' u OK. Ta
ce obscHaBa ¢ mytayuu B BRCAIu BRCA2, 3a-
€AHO C IOAUTEHHU KOMITOHEHTU U TeXHUS 00111
MYATUITAMKATHBEH epeKT.

3a pasaMkKa OT ApPYruMTe MareMaTuye-
CKU MOAeAU, MoAeAbT Ha Tyrer-Cuzick B3ema
npeaBup (aMMAHA aHAMHE3a, XOPMOHAAHU
dbaxTopu, poobpokadecTBeH HOAECTH HA I'bP-
Ad M TSAXHOTO B3aMMOAeENCTBUe. Tolt ce aBsiBa
Hal-ITbA€H U TOUEH MOAEA 32 IIPeACKa3BaHe Ha
puck ot K[> '*

Ouenxka Ha pamurnu paxmopu.Te ca
KPUTEPUM 3a OLIEHKA Ha TeHEeTUYHUSI pUCK.'”
ITepBO B chobOpakeHne BAM3a paMuAaHa aHaM-
Hesa CbC cAepHMTE KpuTepum: (i) ABa 1 moBe-
ye cayuas Ha KI' oT epHa u chuja cTpaHa Ha
ceMeiicTBO (MaimumMHa MAKM Oanquua); (ii) eAuH
n nosevye caydan Ha OK ot cpmiara crpa-
Ha Ha CeMeNCTBOTO (ManvMHa MAM OalfuHa);
(iii) pOACTBEHMK OT ITbpBa MAM BTOpA AUHUSA
¢ KI' Ha BB3pacrt < 45 ropunuy; (iv) komOuHa-
ura Ha KI' ¢ eAUH MAM TTOBeYe OT CAEAHUTE:
KapIMHOM Ha IIMTOBMAHA JKA€3a, CAPKOM, aA-
PEHOKOPTUKAAEH KapLWHOM, €HAOMETPUAAEH
KapLMHOM, KapLIMHOM Ha MaHKpeac, MO3bYHU
TYMOPH, KapLIUHOM Ha CTOMaX, KO>XHHU Ooaec-
1 (cuHpapom Ha Cowden), Makpouedaaus
UAU AeBKeMMSI/AMMGPOM OT CbllaTa CTpaHa
Ha CeMeNCTBOTO; (V) YAEH Ha CeMeiCTBOTO C
YCTaHOBeHM MyTaluu B reHu, cBbp3anu ¢ KI;
(vi) MpOM3X0A OT BUCOKOPUCKOBU TOMYAQL[UN
(eBpen Aukenasn); (vii) mbxe ¢ KI; (viii) 3A0-
KauyeCTBeHM OOAECTM Ha SIMYHUK, haAOMMeBU
TPBOU U IEPUTOHEYM.

JKeHn, KouTo MMar epAMH MAM MOBeYe OT
MOCOYEHUTE KPUTEPUM, TTOAAEKAT HA AOITBA-
HUTEAHA OlIeHKa Ha PUCK, DasMpaHa Ha MeAU-
KOreHeTHYHa KOHCyATauust. JKeHu, KouTo umar
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AOKMBOTEH pUcK > 20% (OLjeHeH 10 MOAEAM Ha
Claus, BOADICEA, BRCAPRO w Tyrer-Cuzick)
M TeHEeTHYHA TPEAUCIIOZULIMS HAa HACAECAHULIU
(ycranoBenn mytauuu B BRCA1/2, pTEN, p53
Y AP.), C€ HAaCOYBAaT 3a KOHCYATAL[MS 32 PEAYK-
LIMSI Ha PUCKQ, CITIOPEA TSIXHOTO XeaaHue. JKeHn,
KOUTO HAMAT paMMAHA aHaMHe3a, HO UMaT MH-
AVIBUAYAAHU PUCKOBU (PAaKTOPM M Ca MPOBEX-
AaAu AbdeAedeHUe 1op 30-roAMIIHA Bb3pacT
U/MAM ca MMaAu AODyAapeH KapLMHOM in situ,
VIAY MAT MeTTOAUIIEH MHAUBUAYAA€H PUCK OT
KT nap 1.7% (1o mopea Ha Claus), mopaesxar Ha
KOHCYATALIMSI 32 PEAYKLIMST Ha PUCKA.

Ouenka na zenemuynu hpaxmopu. V13-
BBPILIBA C€ MEAMKOTE€HEeTUYHA KOHCYATALUS U
ce CHeMa AeTaliAHa aMMAHA, MEAMLIMHCKA U
XUPYPrUYHa aHaMHe3a ¢ GU3UKAAEH TIPETAEA.
B 3aBHCHMMOCT OT peayATaTuTe Ce IpelieHsBa
AQAM TPU J)KEHaTa MMa CbMHEHME 3a HACAEAC-
tBeH KI'/OK, ako oTroBapst Ha CAeAHUTE KpHU-
tepun: (i) pamMuAHa aHaMHe3a 3a yCTaHOBeHa
BRCA1/2-myTauus; (i) AnuHa anamHe3sa 3a KT'
C €AHO MAM IOBeYye OT CAepAHUTe: (a) Bb3pacT
Ha pAmarHosa < 45 ropaunu; (b) pAnarHosa < 50
TOAMHM € = 1 OAM3BK KpbBeH poAcTBeHUK ¢ KI'
nan OK nop 50 ropnnu; (c) ouarHosa, 6es sHa-
YyeHMe BB3PACTTa, ¢ 22 OAU3KU KPBBHU POA-
crBeHum ¢ KI' man OK; (d) 6AM3BK KpbBeH
poACTBeHUK oT MBKKM MoA ¢ KT (e) aHamHe-
3a 3a eNUTEAEH TYMOP Ha SMYHMK, PasonmeBa
Tpbba Man neputoneym; (f) mpomsxop ot on-
peaeAeHa eTHUYecKa rpyma (eBpen AlKeHa-
31); (g) aHAMHECTUYHY AQHHM 32 KPBBHU POAC-
TBEHULM OT IT'bPBA UAU BTOPA AMHUS C EAMH OT
TOPHUTE KPUTEPUN.

Puck-6asupaHo noBepeHue
IIPU HACAEACTBEH KapLMHOM
Ha I'bpAa/oBapuaAeH
KapILUHOM

AKo AuTICBaT rOpernocoOYeHNUTE KpUTEPUN
OT pUCKOBU (paKTOPU 3a HACAEACTBEH KapLiu-
HOM, >Xe€HaTa Ce€ HaCO4YBa 3a CKPMHMHT CITIOPEA

CTaHAApPTa. AKO Ca M3I'bAHEHU KPUTEPUUTE, Ce
MpenopbyYBa OLEHKA Ha PUCK U KOHCYATHPaHe
C u3cAepBaHe 3a MyTtauun Ha BRCAI1/2. Ilpu
AMIICA Ha TAaKMBa JKE€HATa Ce HaCcO4YBa 3a CKpU-
HMHT CIIOPeA CTAHAAPTUTE, & MPU HAAMYME — HA
KeHaTa ce npernopbyusa: (i) obyyeHue s3a camo-
M3CAeABaHe Ha I'bPAUTE OT 18-roAMIIHA BB3-
pacT; (ii) KAMHMYEH mperaep OT MaMOAOT Ha
BCceKM 6 Mecella, 3armovyBaiiku OT 25-ropuii-
Ha BB3pacrT; (iii) exxeropHa mMamorpadus MAU
MarHuTHopesoHaHcHa Tomorpadus (MPT) ot
25-ropuIIHA Bb3pacT; (iv) pUCK-peayLmpaliu
ACMCTBUS (MHAMBMAYaAHa TIpelleHKa 3a PUCK-
peAyLMpalia MacTeKTOMMSI, CAATIMHTOOBapH-
eKTOMUS Ha Bb3pacT 35-40 roAMHM UAU CAeA
pakpaaHe M 00CBXKAAHE Ha KPaTKOTpaitHa Xop-
MOHO3aMeCTUTEAHA Teparus).

Ilpu >XKeHU, KOMTO OTKasBaT PUCK-pe-
AyLMpala CAaANMHIOOBAPUMEKTOMMS, ce Ipe-
nopbyBa TpaHCBarMHaAHa exorpadust u us-
caepBaHe Ha CA-125 Ha Bceku 6 Mecela,
3aro4BaiiKu OT 35-TOAMIIHA Bb3pacT Uau 5-10
rOAMHU TIPeAU Hall-PaHHATA Bb3PacT, HA KOSITO
e amarHoctuuupan OK mpu yaeH Ha cemen-
cTBOTO. OOCHKAAT CE Bb3MOXXHOCTU 32 XUMM-
onpeseHuus 3a KI' u OK, KakTO 1 npuaoxe-
HUe Ha HOBU METOAM 32 0OpasHa AMarHOCTHKA
(mosuTpoHHOEMUCHOHHA  TOMOTpadusi/KoM-
NMIOTBP-TOMOrpadusi, MarHMTHOPE30HAHCHA
ToMorpadusi).

ITpu BCUYKM CAyYau Ha JKeHU C AOKa3aH
dbamMuAeH/TeHeTUUEH PHUCK Ce TMpenopbyuBa
VHAVBHMAYaAHAa PUCK-PeAyLMpalla MHTEPBEH-
1us'!, KosITo BKAOYBA: (i) JKeHU, KOUTO JKeAa-
AT PUCK-PeAYLMpala TepanusA U UMaT IoBeYe
oT 10 roAMHM OYaKBaHa MPOABAKUTEAHOCT Ha
JKUBOT, MopAeXaT Ha cKpuHUHT 3a KI' criopep
craHpapTuTe; (i) mpu abHopmMHa Mmamorpadus
Cce HAcOYBaT 3a KAMHMYHA AMarHosa; (iii) mpu
HOpMaAHa Mamorpadus MMa TpM BapUaHTa:
(a) puck-peayumpaiia 6uaaTepaAHa MacTek-
TOMUS CbC/0e3 PEeKOHCTPYKLUS U KAMHUYHO
npocaepsiBane; (b) puck-peayumpama 6maa-
TepaAHa CAANMHIOOBAPUEKTOMUS (rpuaara ce



CBbBPEMEHHIN CTAHAAPTU 3A PAMMNAHN ITPEANCITO3 LN

CaMoO TIpU U3BECTHA MAU CUAHO TIOAO3MpPaHa
BRCA1/2-myTaumsi) ¢ NaTOAOrOaHaTOMUYHA
OlleHKa Ha MpernapaTi U KAUHUYHO MPOCAEAS -
BaHe; (C) pUCK-peAyLIMpAIy areHTH Ha TIpeMe-
HOTIay3aAHU (tamoxifen) 1 TOCTMEHOIAY3aAHU
KeHu (tamoxifen, raloxifen nian exemestane) n
MIOCAEABAILO0 KAMHIYHO TIPOCAEASBAHE CTIOPeA
CTAHAApPTUTE 33 CKPUHUHT U AMAarHOCTHMKA Ha
KI' (exxeropno MPT), eXeropHU TI'MHEKOAO-
TMYHU TTPETAEAM, TIPOCAEASIBAHE 32 CTPAHUYHU
edexTu npu npoduakTUKa ¢ tamoxifen.

3aKkAUYeHue

V3A0KeHUAT MO-rope pUCK-0asupaH aa-
TOPUTBM Ha TOBEAEHUE TMPEACTABASBA CTAH-
Aaprt (cropep mpenopbku Ha NCCN uu ESMO),
AOKa3aA e(peKTUBHOCT OTHOCHO OOAECTHOCT,
paHHa AMAarHOCTMKA M TPEXMUBSIEMOCT. Te3u
CTaHAAPTU Ca TIPUAOKMMM B BbArapust mpu
MPaBUAEH TMOAXOA OT CTpaHa Ha OHKOAO3WU,
pasBUTa Mpe’ka 32 MEAUKOTEHETUYHA KOHCYA-
TalLMs ¢ BHb3MOKHOCT 32 T€HETUYHM M3CAEA-
BaHUsI, IPABHO PErAaMeHTUPaHu OT MuMHMC-
TEPCTBO HA 3ApaBeonasBaHe U (PUHAHCOBO
obesneveHn ot HaumoHaAHa 3APaBHOOCUTY-
pUTeAHa Kaca.
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