Memorial Sloan Kettering
Cancer Center

OBPA3OBATEJIbHbIE MATEPUAJIbI OJ14 NMALUNEHTOB U
YXAXUBAKOLWNX 3A HUMK TN

O myTaunm reHa PALB2

DTa nHpopmaumsa NOMOXET BaM Y3HATb, Kak MyTaLUd reHa
PALB2 mo>keT NOBNUATb Ha BaC 1 Bally CEMbIO.

B aTOM MaTepuane cnoBo «ceMbsi» O3Ha4vaeT nogen, C
KOTOPbIMUN Bbl CBSI3aHbl KPOBHbIM poacTBOM. K HUM He
OTHOCSATCA NoAN, C KOTOPbIMU Bbl MOPOOHUITUCE Yepes
Opak nnn Yyepes ycoblHoBNEeHNe/yaodepeHue. Mbl Takxe
Ha3biBaeM 3TUX YSI€HOB CeMbU BaLLMMUN KPOBHbIMU
POACTBEHHNKAMMN.

['eH PALB2 06bI4HO NOMOraeT NpenoTBpaTuTb pak.
MyTauuna 3TOro reHa Bbi3biBaeT HapyLLeHNa B ero paborTe.

Ba)kHO NOHMMaTb, YTO HaNM4Yne MyTauun B 3TOM reHe He
O3Ha4vaeT, YTo y Bac obasaTenbHO 6ygeT o6HapyXeH pak.
DTO O3HAuYaeT, YTO Bbl NOABepXXeHbl 6oNbLIEMY PUCKY
PasBUTNSA HEKOTOPbIX BUOOB paka. Tun paka y nogen ¢
MyTauuneln B 3TOM reHe MoXeT BbiTb Pa3HbIM JaXKe B OQHO
ceMbe.

KakoB puck 3aboneTtb pakoMm npu Hanu4nmn
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mMyTauumn reHa PALB2?

MyTaumnsa reHa PALB2 noBbilaeT puUCK pa3BUTUSA pPaka
MOO4YHOWM Xene3sbl. OHa TakXXe MOXeT NOBbICUTb PUCK
Pa3BUTUS paKa NO@KeNnyao4YHOW Xenesbl, HO 3TK Clly4yau
MeHee pacnpPoCTPaHEHbI.

MyTaumnsa reHa PALB2 Takke MOXeT NOBbICUTb PUCK
Pa3BUTUSA paka ANYHNKOB, HO AJ1K NyYLLlero NoHNMaHus
3TNX PUCKOB TPEOBYIOTCA [ONONHNTENbHbIE UCCNeqOBaHUS.
KoHCynbTaHT No reHeTUKe NpeocTaBnT BaM
0OMNONHNTENbHYI0 NHPOPMaLNIO, KOTOPOW Mbl
pacnonaraeM Ha AaHHbIl MOMEHT, a TaKXXe Pa3bACHUT
3Ha4yeHne aTon nHpopmaumm ong eac.

[lo Mepe n3yyeHuns 3TUx MyTauni Mbl MOXXeM OOHaAPYXUTb,
4YTO OHU YBENNYUBAIOT PUCK PA3BUTUSA OPYrux TUMOB paka.
KoHcynbTaHT No reHeTnke NpeaocTaBUT BaM
OOMNOJTHUTENbHYO MHPOPMAaLMIO O NOBbILLEHUN PUNCKA
pPasBNTUSA paka, ecniny Bac eCTb MyTaLus.

bonee nogpobHasa nHpopmaumsa npeacTaBneHa B
MaTepuane HacnegcTBeHHbIN pak MOJTOYHOM X ene3bl:
www.mskcc.org/genetics/breast-cancer un
HacnepgctBeHHbIV pak nogXxenygo4YHoOU Xenesbl:
www.mskcc.org/genetics/pancreatic-cancer

Y10 9 MOry caejatb AJid CHNXeHnsd pucka
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https://mskcc.prod.acquia-sites.com/genetics/breast-cancer
https://mskcc.prod.acquia-sites.com/genetics/pancreatic-cancer

pa3BUTUA paka Npu HannyMn MyTauunm reHa
PALB2?

KOHCynbTaHT No reHeTnke n3yunT Bawum pesynbTtaTbl. OH
oOcyauT C BaMu, C KakUM TUMOM paka CBA3aHa Balla
MyTauus. o Mmepe nsyyeHns sTUX MyTaumnin Mbl MOXKEM
OOHapPYXNTb, YTO OHU YBENNYNBAIOT PUCK PA3BUTUS
OpPYrnx TUNoB paka.

Ball KOHCYNbTaAHT NO reHeTUKe TakXXe N3y4YnT Ball JINYHbIN
N CEMEeWNHbIN aHaMHe3, CBSI3aHHbIN C PakoM, n oacT
peKkoMeHaaunm No NPOoxXoXxaeHnto obcnegoBaHUin Ha
Hann4une pakosbix onyxonen. OH MoXxeT
NOpeKoMeHOoBaTb HaYyaTb 06creqoBaHMe Ha Hann4vne
paka B 6bonee paHHeM Bo3pacTe 1 ¢ 6bonbLUen 4YacToTOM Mo
ClpaBHEHMIO C 6ONbLUNHCTBOM JIIOAEN NN MPONTH
cneuunanbHblie 06cnenoBaHns, YTOObl OOHAPYXUTb PakK Kak
MOXXHO paHbLLe.

K o6cnepoBaHnaM Ha Hannyme pakoBbiX ONyXonen
OTHOCSATCHA MarHNTHO-pPe30HaHCHas ToMorpadus
(magnetic resonance imaging, MRI) Mono4yHbIx xenes n
MaMMorpadusa (PeHTreHOBCKOEe NCCefoBaHNe MOTOYHbIX
Xenes), KoTopble BbINONHATCA B 6onee paHHeM
BO3pacTe.

C BaMun Takxe MOTI'yT O6CY,EI,VITb BO3MOXXHOCTb onepaunn no
yaoaneHnio MaTKm gnd npegortepalleHna paka MaTKN. Ecnu
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Bbl peLunTe NPonTn onepauuto, obcygnte c
KOHCY/IbTaHTOM MO reHeTuKe Hanbornee nogxopsuiee ons
3Toro Bpemsa.Onepaunsa no yganeHuo SNYHNKOB BNNSAET Ha
0eTOPOOHYIO PYHKLUMIO (BOBMOXHOCTb UMETb
Ouonornyeckux geten). Ecnm Bbl nnaHupyeTe nmeTb
OeTen, KOHCYNbTAHT NO reHeTuke MoXeT o6CcyanTb C BamMu
BO3MOXHbl€ BapUaHTbI.

KoHcynbTaHT no reHeTunke Takxke ob6CcygnT C BaMu gpyrume
cnocobbl o6cnegoBaHNsa N NpeaoTBpaLLeHUs pa3BUTUS
paka, KOTopble MOryT BaM NOQOUTMN.

Y10 Hannumne mytauum reHa PALB2 o3Ha4vaeT
11 MOMX KPOBHbIX POACTBEHHUKOB?

[Mpn HanM4umM y Bac MyTaum BEPOATHOCTb HallM4YnNs 3TOMN
MyTauum y Baimx bnonormndecknx pogutenen, bpatbes,
cectep npeten coctasnaet 50%. Y sawmnx ganbHunx
POLOCTBEHHUKOB TakKXXe MOXeT UMeTbCS PUCK Hann4uns
nopo6bHon MyTauuu.

BepoATHOCTbL Nnepegayn MyTauum gpyrum 4siieHam cemMmbim
MY>XYMHAMU U XXeHLMHaMN oauHakoBa. [1nsa noBbiLeHns
pUCKa PasBUTUSA paka 4OCTAaTOYHO yYHacneqoBaTbh MyTaumio
OT OQHOro pogunTens.

KoHCynbTaHT No reHeTUKe O3HAaKOMUNTCS C BaLuel IMYHON U
ceMeVHOWN MeANLUNHCKOW NCTOpUen, nocrne Yero ckaxert,

4/6



HY>XHO 11 I'IpOI7ITVI reHetTn4yeckme ncciiegoBaHmnsd seallinm
KPOBHbIM pOAOCTBEHHUNKAM.

Y10 3TO O3HauaeT gnsa NNaHNPOBaHNA CEMbU?

Ecnu npu Hannynm y Bac MyTtauum reHa PALB2 bl
nnaHnpyeTe nMeTb geTen, eCTb CNOoCobbl NpegoTBPaTUTD
yHacnegoBaHue MyTauum BalimMm geTbMmn. Bo3aMOXHO, Bbl
3axoTnTe ob6cyanTb 3TN cNOCOoObl, 0COBEHHO NPU HANNYUK
myTauun reHa PALB2 ny Bac, ny Bawlero naptHepa.

Ecnu myTtaunsa reHa PALB2 ob6HapyyxeHa y o6ounx
NapTHEPOB, YTO BCTPeYaeTCs penko, eCTb BePOATHOCTb
TOro, YTo Ball pebeHOK poanTCs C CepPbe3HbIM
3aboneBaHneM, KOTOpPoOe Ha3biBaeTcs aHeMnen PaHKOHM
(Fanconi Anemia, FA). FA — aTo reHeTnyeckoe
3aboneBaHne, KOTOPOE MOXET CTaTb NPUYNHON
BPOXXAEHHbIX NMOPOKOB Pa3BUTUA, HEAOCTAaTOYHOCTMU
KOCTHOIO MO3ra 1 pucka pasBuTtus paka. Ecnuy Bac yxe
eCTb 0eTun, Hann4ne y Hux FA MmanoBepoAaTHO, MOCKOJSbKY
3TO HapyLleHne oObIYHO ANArHOCTUPYETCH B PaHHEM
Bo3pacTe. [lna nony4yeHnsa oonosIHNTeNnbHOM nHopmauunmn
O reHeTU4YeCKOM UccniegoBaHnn N NIAHUPOBAHUN CEMbU
ob6paTNTECh K KOHCYJIbTAHTY MO reHeTuKe.

YT0 O3HauaeT oTCcyTCTBUE Y MEHA MyTaunn?

Ecnu y Bac HeT MyTauum nnm ecnm Mbl O6HapyXXnnu
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BapuaHT HeonpepeneHHoro 3HavyeHuns (variant of uncertain
significance, VUS), Ball KOHCYNbTAHT MO reHeTuKe N3yunT
BaLL JINYHbI U CEMENHbIN aHaMHe3 paka. Bam gpapyT obwme
peKkoMeHpaLUmmn No NPoxoXaeHuno obcnenoBaHNi Ha
HanM4ne pakoBbIX ONyXonewn.

VUS o3HauvaeT, 4To Ob151o 06Hapy>XEeHO NSMEHEHME B reHe,
HO Mbl NOKa He 3HaeM, CBSAA3aHO JIN OHO C MOBbILLEHHbIM
PUCKOM pa3BuTuda paka. bonbwinHcteo VUS B KOHEYHOM
NTOre okasblBalOTCA HOPMasnbHbIMN N3MEHEHUSAAMU, HE
BNNSIOLLMMIN HA COCTOSIHUE 300POBbA.

KoHTakTHasa undpopmauus

Ecnuy Bac ecTb BOnpochl Uin onaceHus, obpatnrtech K
BalLeMy KOHCYNbTaHTy no reHeTuke B Cnyxbe
KNnHn4Yeckmx reHetTndeckumx nccneposaHum (Clinical
Genetics Service). Bbl MOXeTe cBA3aTbCA C HUM C
noHepenbHuka no nAaTHuLy ¢ 9:00 oo 17:00 no

TenedpoHy 646-888-4050.

[ononHnTenbHyo NHPOPMaALUIO CM. B HaLLIEN
BUPTYanbHoM bubnuoTteke Ha cante www.mskcc.org/pe.
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