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OBPA3OBATEJIbHbIE MATEPUATIbLI A1 MAUVEHTOB N Y XAXNBAIOLLIX 3A
HAMW JTNL,

O myTaunm reHa PALB2

JTa nHdopmaumsa NOMOXET BaM y3HaTb, Kak MyTaumna reHa PALB2 moxeT
NOBAUATb Ha BaC 1 BaLly CEMbIO.

B 3TOM MaTepuane cnoBo «ceMbsi» O3HaYaeT Nofaen, C KOTOPbIMU Bbl CBAA3aHbI
KPOBHbIM poacTBOM. K HUM He OTHOCATCSA NoAn, C KOTOPbIMUY Bbl MOPOAHNINCH
yepes 6pak unu Yepes ycblHoBNeHne/ygovepeHune. Mol Tak)ke Ha3blBaeM 3TUX
YJ1I€eHOB CEMbM BaLLNMN KPOBHbIMU POACTBEHHNKAMMN.

'eH PALB2 06bl4HO NOMOraeT NnpeaoTBpaTnTb pak. MyTaumsa 3Toro reHa
Bbi3blBaeT HapyLueHus B ero pabore.

Ba)kHO NoOHUMaTb, YTO HanM4ne MyTauum B 3TOM FreHe He O3Ha4aeT, YTo y Bac
ob6s3aTenbHO 6yaeT o6HapyXXeH pak. DTO O3HAYAET, YTO Bbl MOABEPIKEHDI
OonblLUeMy PUCKY PasBUTUA HEKOTOPbIX BUOOB paka. Tun paka y noaemn c
MyTauunel B 3TOM reHe MoXeT ObITb pa3HbiM jaxke B OAHOW ceMbe.

KakoB puck 3aboneTtb pakoM Nnpn Hann4um
mMyTauum reHa PALB2?

MyTauns reHa PALB2 noBbilwlaeT pnck passBuTuns paka MoovHom xenesbl. OHa
TaKXXe MOXKeT NOBbICUTb PUCK Pa3BUTUS paka NOAXeNnyao4YHOW XXenesbl, HO 3TN
cny4vyam MeHee pacnpoCTpPaHeHbI.

MyTauus reHa PALB2 Takxe MOXeT NOBbICUTb PUCK Pa3sBUTUS paka ANYHNKOB,
HO 015 NyYLLero NOHNMaHNA 3TUX PUCKOB TPebyloTCs QONONHNTENbHbIE
nccnepoBaHna. KOHCYyNnbTaHT NO reHeTuKe NpeaocTaBUT BaM AOMNOSHUTENbHYIO
nHdopmMaumio, KOTOPOW Mbl pacrnosiaraeM Ha AaHHbI MOMEHT, a TakXe
PasbsACHUT 3HaYeHne 3Ton nHPopMauum ans Bac.
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Mo Mepe n3yyeHns 3Tux MyTaunin Mbl MOXXEM OBHAPYXUTb, YTO OHU
YBENVNYMBAIOT PUCK PAa3BUTUA QPYrnX TUNOB paka. KOHCYyNbTaHT No reHeTuke
npenocTaBnT BaM OOMNOJTHNTESNbHYIO MHPOPMaLMIO O NOBbILLEHUN PUCKA
pasBUTUSA paKa, eCnn y Bac eCTb MyTauus.

bonee nopgpo6bHas nHpopmauna npeacTaBneHa B MaTepunane HacnegcTBeHHbIN
pak MoJIoYHOM Xenesbl: www.mskcc.org/genetics/breast-cancer n
HacnenctBeHHbIV pak nog)xenygo4yHou Xesnesbl:
www.mskcc.org/genetics/pancreatic-cancer

Y10 1 MOry coenaTtb gnst CHUXKeHNst pucka

pa3BUTUA paka Npu HannyMn MyTauunm reHa
PALB2?

KoHCynbTaHT no reHeTuke n3y4mT Bawm pesynbtaTtbl. OH 06cyanT c Bamu, C
KakuM TUNOM paka CBsi3aHa Bawla MyTaums. [1o Mepe nsy4yeHus 3TUx MyTauui Mol
MOXeM OBHapYXNTb, YTO OHUN YBENTNYNBAIOT PUCK PA3BUTUSA OPYIrUX TUNOB paka.

Baw KOHCYNbTaHT NO reHeTUKe TakXXe U3y4nT BaLl INYHbIA U CEMENHbIN
aHaMHe3, CBA3aHHbIN C pakoM, U 4acT peKoMeHAaumnn rno nNpoxXoXaeHnio
obcnenoBaHUii Ha HanM4YMe pakoBbix onyxosen. OH MoXeT NopeKkoOMeHO0BaTb
HavaTb o6cnegoBaHue Ha Hann4ymne paka B 6onee paHHeM Bo3pacTe uc
6onblLuelr YacTOTO NO CpaBHEHMIO C 6ONbLUMHCTBOM nogei Uin NPonTy
cneumnanbHble o6cnenoBaHns, YTOObl OOHAPYXUTb PakK Kak MOXHO pPaHbLLE.

K o6cnenoBaHUaM Ha Hann4vme pakoBbIX OMyXoJlel OTHOCATCS MarHNTHO-
pe3oHaHcHasa ToMmorpadusa (magnetic resonance imaging, MRI) Mono4HbIx
xenes n mammorpadpus (peHTreHOBCKOe UCCefoBaHNe MOJTOYHbIX Xenes),
KOTOpble BbINONHAOTCA B 60Nee paHHeM Bo3pacTe.

C BaMu Takxe MOTyT O6CWJ,I/ITb BO3MOXHOCTb onepaunn no yganeHnio MaTkKn
onga npepgortepalleHnd paka MaTKW. Ecnun Bbl pewnTe I'IpOI‘/'ITI/I onepauuio,
O6CWJ,I/ITe C KOHCYJIbTAHTOM NO reHeTukKe Hanbonee nogxopgsiiee ajid storo
BpeMﬂ.OﬂepaLl,l/lﬂ no yaaneHunio AN4YHNKOB BJTINAET Ha 0eTOPOOHYIO CI)YHKLI,I/IIO
(BO3MO)KHOCTb nMeTb Bruonornyecknx neTe|7|). Ecnu Bbi ninaHnpyeTe nMeTb
neTtewn, KOHCYJIbTAHT NO reHeTuke MoXXeT O6CY,EI,I/ITb C BaMn BO3MOXXHble
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BapPWaHTbI.

KoHcynbTaHT No reHeTuke Takxe ob6cygnT c Bamm gpyrme cnocobnbl
obcnenoBaHna U NpenoTBPaLLEHUS Pa3BUTUA paka, KOTOPbIe MOTyT BaM
nogonTun.

Y10 Hannumne mytauum reHa PALB2 o3Ha4vaeT
U151 MONX KPOBHbIX POACTBEHHUKOB?

Mpwn HanuyMM y BaCc MyTaumm BEPOATHOCTb HANIM4YMA 3TOW MyTaLMn y BaLLnNX
ounonorunvyeckux pogutenen, 6paTtbes, cectep u geten coctaenaet 50%. Y
BaLLMX JaNlbHNX POACTBEHHNKOB TakKXXe MOXEeT MMeTbCs PUCK Hann4us
nopo6Hom MyTauun.

BeposiTHOCTb Nepepayn MyTauum gpyrum YaneHam ceMbn My>XYMHaAMN U
)XEeHLLVHaMN oauHaKoBa. [1n9 noBbILLEeHNS pUCcKa PasBUTUSA paka 4OCTAaTOYHO
yHacnegoBaTb MyTauUio OT OQHOIo poauTens.

KoHcynbTaHT NO reHeTnke 03HaKOMUTCS C BalLlen TNYHOW U CEMEeNHOWN
MeaUNUNHCKON NCTOpUen, Nocne 4Yero cKaxkeT, HY)KHO JIN NPOUTU reHeTu4yeckue
nccnepoBaHns BallM KPOBHbBIM POACTBEHHUKAM.

Y10 3TO O3HauaeT gnsa NNaHNPOBaHNA CEMbU?

Ecnn npu Hannyun y Bac MmyTaunm reHa PALB2 Bbl nnaHnpyeTe umeTb geTen,
ecTb cnocobbl NpeaoTBPaTUTb yHacneqoBaHWe MyTauun BallMMn AeTbMI.
Bo3MOXHO, Bbl 3aXx0TUTE 06CYyanTb 3TN CNOCO6bl, 0COBEHHO NPU HANNYNK
mMyTauum reHa PALB2 ny Bac, n y Bawero naptHepa.

Ecnun myTtaumsa reHa PALB2 o6Hapy>xeHa y o6oux napTHEPOB, YTO BCTPeYaeTcs
penko, eCTb BEPOATHOCTb TOFO, YTO BaLl peOeHOK POAUTCH C CEPbE3HbIM
3aboneBaHneM, KoTopoe HasbiBaeTcsa aHeMuen PaHkoHn (Fanconi Anemia, FA).
FA — 3To reHeTuyeckoe 3aboneBaHne, KOTOPOE MOXET CTaTb NPUYNHON
BPOXXOEHHbIX MOPOKOB Pa3BNTUA, HEAOCTAaTOYHOCTN KOCTHOIrO MO3ra 1 pucka
pa3BuTuN paka. Ecnny Bac yxxe ectb getun, Hannyme y Hux FA manoBeposTHO,
NOCKOJIbKY 3TO HapyLUeHne 0Obl4HO AMarHOCTUPYEeTCA B paHHeM Bo3pacTe. [1ng
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nosiy4eHun4 OONOJIHNTENIbHON VIHCI)OpMaU,VIVI OoreHetTn4yeCcKkom ncciiegoBaHMn n
niaaHNpPoBaHUN CceMbU O6paTI/ITer K KOHCYJIbTAHTY NO reHeTukKe.

Y10 0O3HauaeT oTCyTCTBME Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnu Mmbl 06HapPYXUNM BapmnaHT HeonpeaeneHHoro
3HayeHus (variant of uncertain significance, VUS), Baww KoHCynbTaHT no
reHeTnKe N3y4YnT Ball JINYHbIA U CEMENHbIN aHaMHe3 paka. Bam pagyT obwune
pekoMeHJauum no NpoxoXxapeHuno obcnenoBaHni Ha Hann4Me PakoBbIX
onyxosnen.

VUS o3HavaeT, 4To Obi1o OOHApPY>XEHO N3MEHEHMNE B reHe, HO Mbl MOKa He
3HaeM, CBSA3aHO /I OHO C NOBbILLIEHHbIM PUCKOM Pa3BUTUSA paka. bonbWNMHCTBO
VUS B KOHEYHOM UTOre OKasblBaloTCA HOPMalslbHbIMU U3MEHEHUSIMU, He
BUSAIOLLNMUN Ha COCTOSIHME 300POBbA.

KoHTakTHasa uHdpopmauums

Ecnny Bac ecTb BONPOCHI UK onaceHnsl, obpaTnTech K BaLleMy
KOHCYNbTaHTY No reHeTuke B Cnyx6e KNMHNYECKNUX reHeTU4eCcKnx
nccneposaHui (Clinical Genetics Service). Bol MOXeTe cBSI3aTbCSA C HUM C
noHepgenbHuKa no naTHuuy ¢ 9:00 no 17:00 no tenedoHy 646-888-4050.

[OononHnTenbHyto nHdOopPMaLMIO CM. B HalLen BUpTyanbHoW bubnnoTteke Ha
canite www.mskcc.org/pe.
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