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Mass General Brigham

Mass General Cancer Center

Nuadopmanusa Ajisd ceMel ¢ IaTOTeHHbIM
BapuaHTOM B reHe PALB2

Llenb AaHHOM NaMATKM — NpPeaoCcTaBUTb BaM NOAPOOHYIO MHPOpMaLMIO O pe3ybTaTax
reHeTMYEeCKOro Tecta, KOTOPY Bbl MOXKeTe NpoYnTaTb 1 06CyanTb CO CBOMMMU
Nevyalwumm nposangepamu (meapabotHMkamm). UccnegoBatenm 6yayT NnpoaosiKaTb
n3y4yatb reH PALB2, nostomy, norkanyicra, pa3 B rog obpaliaitecb K CBOUM
npoBanaepam (meapaboTHUKAM), YTOObI y3HATb HOBYIO MHPOPMALIMIO, KOTOPAs MOMKET
6bITb BaXKHa A1 BaC U YNeHOB Ballel cembu. (Tnoccapuii MeanLUMHCKNX TEPMUHOB,
NoAYEPKHYTbIX B JaHHOM AOKYMEHTE, CM. Ha NoCc/ieAHEN CTpaHuLE.)

UTo TaKkoe HacnenCcTBEHHbIM paK?

Pak — pacnpocTtpaHeHHoe 3aboneBaHne. OanH 13 3-x xkutenei CLUA B TeyeHMe cBOEN KU3HU 3abosieeT Tem
VAW UHBIM TUMOM pakKa.

MpumepHo 5-10% pakoBbix 3aboneBaHuii (40 1 3 10) sBnatoTcA HacieACTBEHHbIMU. HacneacTBEHHbIN pak
BO3HWKAET, KOTZa Ye/I0BEK POXKAAETCA C NATOrE€HHbIM BapUAHTOM (TaKXKe M3BECTHbIM KaK MyTaLMA) B reHe,
KOTOpPbIM YBE/IMYMBAET LUAHC PAa3BUTUA OnpesesieHHbIX TUNOB paKa. MaToreHHbI BapuaHT MOXKeT
nepesaBaTbCA U3 NOKOJIEHMA B MOKOJIEHUE.

MHorure cemby ¢ NaToreHHbIM BapnaHTom PALB2 umetloT oguH uam bonee cneayowmx npusHaKkos:
o Pakrpygu
o Pak noa)enyaouHom Kenesbl
O HecKonbKo YNeHOB ceMbM C paKkoM rpyam

UYTo TaKoe NaToreHHbI BapuaHT?

OHK (DNA Ha aHrn.) — 370 Hall reHeTUYecKMii MaTepuran, KOTopblii NnepeaaeTca oT poauTens K pebeHky. B
Hell coAepKaTCa MHCTPYKLMUM TOFO, KaK Hallu Tena pasBMBatoTCA, PacTyT U GyHKUMOHMPYIOT. [eH — 3To
Manblit dparmeHT AHK, KOTOpbI BbINONHAET ONpeaesieHHyto paboTy B Tene. HeKoTopble reHbl onpeaenatoT
TaKue XapaKTepHble 0COBEHHOCTH, KaK LBET r1a3 UK POCT, B TO BPEMA KaK ApYrue reHbl CBA3aHbl C HAWUM
30POBbEM.

Y KaXK[oro 13 Hac ecTb BapuMaLyK B reHax, KOTopble AenatoT Hac OT/IMYALWMMKUCA APpYT OT Apyra. boNbWKWHCTBO
3TUX BapuaLMii He MEHAIOT NPUHLMN PaboTbl HALWKX reHOB. TeM He MeHee, HEKOTopble BapuaLmnm
NpPenATCTBYIOT reHy paboTaTb NpaBuabHO. TakoM TN BapuMaumun Ha3blBAeTCA NAaTOreHHbIM BapUAHTOM UK
MyTaumnen.

Mouyemy HannMumMe NaTOreHHOro BapuaHTa NPMBOAUT K NOBbILEHUID PUCKA
paka?
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Pabota reHa PALB2 — 310 npegoTBpalleHne paka. OH Ha3bIBAeTCA reHOM-cynpeccopom onyxoau. Mpu
npaBubHON paboTe reHbl-CyNpeccopbl ONyXoiei NOMOratoT NPeAOTBPATUTb PAK, KOHTPOAUPYS POCT U
LeneHne KNeTok.
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o Jltogu, poXKAEHHbIE C NaTOreHHbIM BapuaHToM PALB2, UMEIOT TONIbKO o4HY pabouyto Konus reHa PALB2,
NO3TOMY PUCK paKa Y HUX Bbllle CpeaHero.

KakoBbl pUCKM paKa, CBA3aHHbIE C 3TUM NAaTOreHHbIM BapMaHTOM?

Noan, poameLuMeca ¢ NaToreHHbIM BapMaHToOM PALB2, UMetoT NOBbILWEHHbIM PUCK pa3BUTUS HEKOTOPbIX BUAOB paKa,
KOTOpble NpeacTaBaeHbl B Tabamue Huxe. Tabanua: MoKUM3HeHHbIN PUCK 3a60oneBaHUa pakom (LaHc 3a601eTb pakom
B nto60e Bpems B TeUEHUE }KU3HMU)

Noamn, y KOTOPbIX HET Jioam, y KOTOpbIX €CTb  NATOreHHblA BApUaHT
NnaToreHHOro BapuaHTa PALB2
Pak rpyav (MpUCBOEH YKEHCKUIM N0 NPU POXKAEHUN) 41-60%
10-12%
BTopoli nepBUYHbIN paK rpyam Jo 15% HeunssecTHO
Pak nopgenyno4HoM xenesbl 1-2% 5-10%
Pak Aan4yHuKoB 1-2% 3-5%

National Comprehensive Cancer Network no oueHke reHeTyeckoro/cemeinHoro nosblweHHoOro pucka (Genetic/Familial High-Risk Ha aHrn.): PykoBoacTso no
paKy rpyam, ANMHWKOB U NOAXKEeNYA04YHON Xenesbl, v3.2023

e  BblweyKasaHHble 3HaYEeHWA NpeACcTaB/eHbl B AMana3oHe. ITO CBA3AHO C TeM, YTO He BCe ceMbW/0TAe/bHbIE ML
MMeIT OAMHAKOBYIO CTEMEHb PUCKA. Ha cTeneHb pucka MoryT BAnATb GaKTopbl OKpyKatoLlen cpeapl, 06pa3
YKU3HW, INYHaA uctopma 6one3HK, cemenHbl aHaMHEe3 paKa U Apyrue reHeTUYeCcKmUe UM HEU3BECTHblE
daKTopbl.

BO3MOKHO 1M UCNPaBUTb NATOreHHbI BapUaHT?

K coskaneHuto, UCnpaBuTb NATOreHHbIM BapuaHT reHa PALB2 noKa He npeAcTaBaseTcAa BO3MOXKHbIM. TemM He MeHee,
BO3MOKHO M3MEHUTb Ballle IeYeHUe M HEKOTOopble acnekTbl Balwero obpasa *KM3HuW. Baw(u) nposaiigep(bl) 6yayT c Bamu
paboTtaTtb, 4ToObl 06CYAUTL 3TN BAPUAHTbLI U COCTaBUTb NOAXOAALLMMN ANA BAC NAaH MeAULMHCKOro 06CnyKMBaHUA.

KakoBbl peKomeHgauum no megauLUHCKOMY yxoay?

Ha6nwogeHue:

Llenb HabatogeHuMa (TakKe Ha3biBaemMoro "CKPUHUHIoM") — AMarHoCTMPOBATb PaK Ha Kak MOXHO 6oJiee paHHen cTaauu.
X0Ts yyeHble ¥ Bpauu He MOTyT NPeaoTBPaTUTb PAa3BUTUE PaKa, OYeHb BayKHbIM GAKTOPOM ABNSETCA paHHee 0bHapyKeHue
. Echmn pak obHapyKeH Ha paHHel cTaguu, BEPOATHOCTb €ro ycrnewHoro nevyeHusa bygeT sbiwe. CyliecTBYOT O4YeHb
Xopolume MeToabl HabaaeHUn ANA HEKOTOPbIX, HO HEe A4J/1A BCeX BUAOB paKa.

B Tabmue HUKe AaHbl peKOMeHAAUMM No HabNoAeHUIO ANA UL, C NATOTeHHbIM BapuaHTom PALB2 (apanTupoBaHbl U3
ny6avkaumnm National Comprehensive Cancer Network Genetic/Familial High-Risk Assessment: PykoBoacTBo no paky
rpyau, AMMHUKOB M NOAMKENYA04HOM Kenesbl, v3.2023) Obpamume sHUMaHUe, Ymo 3mo obuue pekomeHoayuu.
KoHkpemHble pekomeHOayuu 019 omoesbHbIX NayueHmos u cemeli Mo2ym pasauvyamecs.

Tun paka PekomeHAaauuun no HabnogeHUIo

PaK rpyau (npu poxxaeHuu npucsoeH ExxerogHaa mammorpadua n MRI rpyam ¢ KOHTpacTom, HaumHas ¢ 30
YKEHCKuiA non) ner.
Pak nopasxkenypouHoi xenesbl Korga aTo npMmeHnmMo, Ucxoaa U3 CeMeNHOro aHaMmHesa, obcyauTe

pekomMeHZaLUMM Mo CKPUHUHTY paKa NoaXenyaouHon )enesbl ¢
BalLMM JileYalMm npoBangepom (meapaboTHUKOM).
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Onuum CHMXKaloLWein PUCK onepauuu:

Llenb cHUKaloWen pUck onepaLmm COCTOMT B YMEHbLUEHUW PUCKA paKa NyTem yaaneHus 340p0BOM TKaHU A0 pa3BUTUA B
Hel paka. 3To TaKKe Ha3blBaeTcA NpodunakTUYeckon onepaumen. CHUXKaoLWAA PUCK onepaumnsa He UCK/IoYAeT WaHC
3a6001eTb PaKOM, HO 3HAUUTENIbHO CHUKAET TaKOM LLAHC.

MpodunakTnueckan ABYCTOPOHHAA MacTaKTomua (PBM): 310 onepaums no yaaneHuto 340p0oBOMN TKaHW rpyam ans
CHU}KEHMA WaHca paka rpyan bonee yem Ha 90%. NMockonbKy ecTb 3P dEKTUBHbBIE MHCTPYMEHTbI HabaoaeHNA 3a
paKoMm rpyau, Te ntoam, KoTopble ABAAIOTCA HOCUTENIAMM NAaTOreHHbIX BapuaHToB PALB2, moryT BbibpaThb
HabnoaeHWe B KaYecTBe NpMemaeMoi anbTepHaTuBbl onepaunm PBM. Bbibop mexkay onepaunein PBM n
HabntoaeHnem — 3TO OYeHb JIMYHOE peLleHne, MO3TOMY BaXKHO TLLLATENbHO PACCMOTPETb NPEUMYLLECTBA U
HeoCTaTKM KaxaoM 13 onumii ¢ KBaanduuMpoBaHHbIM B J@HHOM BOMPOCE Jieyallm NpoBainaepom
(menpaboTHMKOM). Y Tex, KTO paccmaTtpusaeT onepauunio PBM, MOryT BO3HUKHYTb BONPOCHI 06 MX onuuax no
PEKOHCTPYKLMMU rpyan (BoCCTaHOBAEHWE TPYAHbIX OYrOpKOB C NOMOLLbIO UMMNIAHTATOB UM TKAHEN), U 3TO MOMKHO
06CcyaNTb C XMPYProm — CreunaancTom no onepaumam Ha rpyau.

CHUXKalOLWAn PUCK ABYCTOPOHHAA canbnuHroopopakrommua (RRBSO): ITo onepaums No yaaneHno SUYHUKOB U
MaTOUHbIX TPYD ANA CHUXKEHUA PUCKA PaKa AnYHUKOB. RRBSO cneayeT paccmatpuBaTh A1A N0AeN € NAaTOreHHbIM
BapuaHTOM PALB2 ctapue 45 net, unu paHblue, eciv B CEMEMHOM aHaMHe3e eCTb PaHHUM pPaK AUMYHUKOB.

K Komy mHe cnegyet 06paTtutbCcA 3a MeAULLMHCKOU YXO40M?

BakHO HaWTW nevawmx NnpoBanaepos (MeapaboTHNKOB), KOTOPLIM Bbl AOBEPSAETe, ANA AOJFOCPOYHOrO NoCAeAyoWwero
HabtoaeHuA. HYacTb 3TUX YCAYT MOTYT NPeaoCTaBAATh BallyM fevalime Bpayn. B HEKOTOPLIX Cnyvanx Bam MOXKeT
noTpeboBaTbCcs NocelleHne Bpayen, NnpoLleawmx cneymanbHyo noarotosky. Mpn Heobxoammoctn Mbl bygem paabl
HanpaBWTb BacC K cneuunanuctam B Mass General.

Kak A mory Bectu 340p0Bbiv 06pa3 }KU3HU, UTOObI CHU3UTb PUCK PA3BUTUA
paka?

KaKabii yenoBek A0MKEH BECTM 340P0BbIN 06pa3s *KU3HW, HO 3TO MOXKET ObITb elle 6onee BaXKHO ANA NO4EN C
NOBbILEHHbIM PUCKOM paKa. Mo AaHHbIM AMEepPUKaHCKOro OHKolornyeckoro obuiectsa (American Cancer Society Ha
aHr.), 340Pp0BbI 06pa3 *KU3HW BKAKOYAET:

e Otka3s ot Tabaka.

e [opaeprKaHue 340p0OBOro Beca.

e PerynspHble 3aHATUA GU3MYECKUMM YNPAXKHEHUAMM.

e CobnogeHune 340poBON AMEThI € ynoTpebseHnem A4OCTaTOYHOIo KoinyecTBa GPyKTOB M OBOLLEN.

e  OrpaHuyeHune ynotpebneHua ankorona Ao 1-2 ankorosbHbIX HANUTKOB B AEHD.

e  3awuTa Baleln KOXKM 1 rNas oT Co/HLA.

e  3HaHWe cBOEro Tena, a TaK¥Ke CBOel N ceMelHOn NcTopmm 60Ne3HN 1 BaLLMX PUCKOB.

e  PerynspHble 06cnef0BaHNA U CKPUHUHIOBbIE TECTbI Ha PaK.

KaKoBbl LWAHCbI TOrO, YTO Y Y1IEHOB MOEWN CEMbM TOXKE €CTb NAaTOreHHbIN
BapuaHT?

e  Bawwu getn: Kaxkablit 13 Balwmx geteit umeeT 50% waHC yHacneaoBaTb HOPMabHyto (pabouyio) Konuto reHa
PALB2 n 50% LaHC yHacnen0BaTb NaTOreHHbl BapuaHT PALB2 (He-pabouyto Konuto). MaToreHHble BapuaHTbl
PALB2 He cBfi3aHbl C pakoBbIMW 3a601€BaHNAMM B LETCKOM BO3PacCTe U HE U3MEHAT NJaH MEANLMHCKOrO yxoaa
0o Bo3pacta 30 net. Mo3Tomy TeCTUPOBaHUE AeTel (HecoBepLUEHHONETHUX A0 Bo3pacTa 18 neT) Ha naToreHHble
BapunaHTbl PALB2 He pekOmMmeHAayeTcA.

o Mpu pegKknx obcToATeNbCTBAX, KOrA4a 06a poaMTens HOCUTENN NaTOreHHOro BapuaHTa PALB2, pebeHokK
MOXKET YHacnenoBaTb 3abonesaHune, HasbiBaemoe aHemuen PaHkoHu (FA Ha aHra.). ObpaTuTech K
CBOEMY FeHeTMYECKOMY KOHCYbTaHTY, C/IM Y BAC eCTb BONPOCHI AW onaceHma no nosoay 6onesHu FA.
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B nucbme OT Balero reHeTUYECKOro KOHCYbTaHTa, AaHbl 6onee KOHKpeTHble peKkomeH4aunn o Tom, Kakmne

Bawwu 6paTba 1 cecTpbl U gpyrue poacTBEHHUKU: B 6onbluMHCTBE cnyyaes, 6paTbA U cecTpbl YenoBeka ¢
naToreHHbIM BapuaHToM PALB2 nmetoT 50% LUaHC TOro, YTO Y HUX ByAeT TaKoM e NaTOreHHbIN BapuaHT.
Kpome TOro, Apyrve YneHbl ceMbu (Hanpumep, poauTeNN, ABOOPOLHbIE BPaTbA U CecTpbl, TETU U AAAM)

TaKKe MoryT 6bITb NOABEPKEHBI PUCKY MMETb 3TOT NATOrEHHbI BapUaHT.

MNnaHupoBaHue cembum: Jlloam ¢ naToreHHbIMKM BapuaHTamu PALB2 moryT umeTb OnaceHua o nepegaye

natoreHHoro BapmaHTta PALB2 pebeHKy. CyLecTBYIOT penpoayKTUBHbIE ONMLUKN, KOTOPbIE MOXHO

MCNONb30BaTb A1 CHUXKEHMA BEPOATHOCTM Nepenaym natoreHHoro BapuaHTa PALB2 pebeHKy. Ecau Bbl

XOTUTE Y3HATb 6onbLlie 06 aTnx onuuax, O6paTMTECb 3a HanpaB/a1eHWeEM K Ballemy reHeTu4eCKomy

KOHCY/IbTaHTy .

POACTBEHHUKM ABAAIOTCA KAaHAMAATaMM Ha reHeTU4YecKoe TectupoBaHme. O4Hako, r|o>+<any17|CTa, o6anJ,al7|Ter K Ham C
no6bIMK AO0ONO/THUTENNbHBIMK BONPOCaMU.

Foe A mory nonyyntb A0NO/IHUTE/NIbHYIO MHOpPMaLuio?

MNoxkanyiicTa, obpalLaiiTech K Ham, eC/IN Yy Bac BOSHUKHYT BONPOCHI MW €CNM BaM NOHago6aTca A0NOIHUTENbHbIE
pecypcbl. HekoTopble nt0AN HAXOAAT NONE3HbIM NOFOBOPUTL C APYITMMM OABMM C NATOr€HHbIMW BapuaHTamu PALB2, y

KOTOPbIX eCTb NoAobHble onaceHus. Mbl bygem pagbl OpraHNM30BaTh A5 BaC TaKyo BCTPEYY, ECAN Bbl B 3TOM

3anHTEepecoBaHbI.

Huke npuBeaeH CNUCOK AOMNONHUTENbHbIX UCTOYHUKOB MHOPMaLMK:

Center for Cancer Risk Assessment
LleHTp OLEHKM pUCKa pa3BUTUA PaKoBbIX 3a601eBaHU
Mass General Cancer Center
OHKONOrnyeckuit LeHTp B Mass General
www.massgeneral.org/ccra
(617) 724-1971
American Cancer Society
AMepUKaHCKOe OHKO/I0rMYecKkoe obLecTBo
www.cancer.org (800) 227-2345
Facing Our Risk of Cancer Empowered (FORCE)
CnpaBuTbCA C PUCKOM PA3BUTUA PaKa BOOPYKMBLUMCb 3HAHUAMM
www.facingourrisk.org
(866) 288-RISK
Bright Pink
www.brightpink.org
(312) 787-4412

Fnoccapuii TepMMHOB reHeTUKMU paKa:
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MPUCBOEHHDIN NPU POXKAEHUMN YKEHCKMI1 NOA/NPUCBOEHHDIN NPU POXKAEHUM MYKCKOM non: OTHOCUTCA K
noAy, KOTOPbIM Bpay UM aKylwepKa MCNoIb30BaAu ANA ONUCAHUA pebeHKa Npu PoXKAEHUN Ha OCHOBAHUK UX

BHELLHEel aHaToOMUM.

KneTtka: OcHOBHas CTPYyKTypHaa U GpyHKUMOHaNbHaA eanHMLA Nt060ro XKMBOro cyllectsa. Kaskaan KneTka —
3TO He6ONbLIOW KOHTEMHEP C XMMUKATaMM U BOAOW, MOKPLITbIA MembpaHoi. YeloBeYECKOE TE/I0 COCTOUT U3

100 TPMNAMOHOB KNETOK, GOPMUPYIOLLMX BCE YACTU TENA, TAKME KaK OpraHbl, KOCTU U KPOBb.
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http://www.cancer.org/
http://www.brightpink.org/
http://www.massgeneral.org/ccra
http://www.facingourrisk.org/
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OHK (DNA Ha aHra.): [e3oKkcumpuboHyknenHoBas Kucnota, uanm OHK, — 3To reHeTuyecknin maTepuan,
nepesaBaemMblil OT poaUTENs K pebeHKY, KOTOPbIN COAEPKUT MHCTPYKLMU NO Pa3BUTUIO, POCTY U eXXeLHEBHOMY
bYHKLMOHUpPOBaHMIO.

PaHHee BbiaBneHue: MNpouecc 06HapyKeHUA paKa, Koraa OH TONIbKO HauYMHaeT pa3BUBaTbLCA.

FeH: l'eH — 310 HebonbLwoW yyacTok AAHK, KOTopbI COAEPKUT MHCTPYKLUUM No GOpMUpPOBaHUIO cneunduyeckoro
npu3sHaka.

Hacnegyemblii npu3HaK: XapaKtep M 0COBeHHOCTb, KOTopas Nnepeaaerca OT PoaUTENs K pebeHKy.

Mo)XM3HeHHbIN pUCK 3a60neBaHUA pakom: LLIaHC TOro, YTO y YeIOBEKA B TEYEHWE €T0 UNIU €€ KU3HU
pa3oBbeTcA paKk. MHoraa sTo onpegenaeTca Kak WaHC pa3BuTmna paka K 75 namn 80 rogam.

MaToreHHbIX BapuaHT: MI3ameHeHUe B reHe, KOTOPoe He N03BoAIAET eMy paboTaTb NpaBuabHO. TaK»Ke Ha3biBaeTcA
MyTaumnen.

CHMKalowWwan puck onepauus: Onepauua no yaaneHnio 350P0BbIX TKAHEN UM OPraHoB 40 Pa3BUTUSA
paka. TaK:Ke Ha3blBaeTca NPOdUNAKTUUECKON onepaumei.

HabnopeHue: CKpUHUHIOBbIE TECTbI AW NPOLEeAYPbl, HANPaBAEHHbIE Ha BbIABAEHWE PAaHHMX NPU3HAKOB
pasBUTMA paKa WM ero BO3BpaLLeHua (peunamea).

FeH-cynpeccop onyxonum: MNpu NpaBunabHOM paboTe reHbl-Cynpeccopbl Onyxonel npefoTBpaLlaloT passuTme
paKa, KOHTPOIMPYA POCT KNETOK.
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