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OBPA3OBATEJIbHbIE MATEPUAJIbI OJ14 NMALUNEHTOB U
YXAXUBAKOLWNX 3A HUMK TN

O mytauum reHa POLE

dTa nHdopmaumsa NOMOXeT BaM Y3HaTb, KaK MyTaLus reHa
POLE moxeT 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 POLE 06bl4HO NOMOraeT NpeaoTBpaTUTb Pak.
MyTauuna 3TOro reHa Bbi3biBaeT HapyLLeHNa B ero paborTe.

BaxHO NOHMMaTb, YTO Hanu4yMe MyTauun B 3TOM FreHe He
O3Ha4vaeT, YTo y Bac obasaTenbHO 6ygeT o6HapyXeH pak.
DTO O3Ha4aeT, YTO Bbl NOABEPXEHbI OONbLLEMY 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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myTaunm reHa POLE?

Hannuune mytaunm reHa POLE o3Ha4aeT Hanuyne y Bac
3aboneBaHus, Ha3bIBae€MOr o NOJIMMNO30M, CBA3AHHbIM C
npoBepKon cunTbiBaHUa nonumepason (Polymerase
Proofreading-Associated Polyposis (PPAP)). PPAP
noBbILLIaeT pUck o6pasoBaHnsa NONNNOB (TKaHEBbIX
HAPOCTOB) B TOJICTON N NPAMOWN KNLLKE. DTU NONUMbl MOTyT
MOBbILLATb PUCK PAa3BNTUA KOJIOPEKTaNbHOI o paka (paka
Toncrton u npamon kuwikn). PAPP MoxeT Takxke cTaTthb
NPUYNHOIN BO3SHUKHOBEHMNSA MNONINMNOB B XXeJNyaKe 1 BePXHUX
oThenax Xenygo4yHo-KNLEeYHOro TpakTa.

Kpome Toro, y >xeHwinH c PPAP moxeT ObITb NOBbILLEH
PUCK Pa3BUTUA pPaka MaTkun, ogHako gnsa 6onee NOHOro
NMOHNUMaAHUSA 3TOrO PUcka HeobxoaMMbl LONONHNTENbHbIE
obcnepoBaHuA.

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

bonee nogpo6Hasa nHpopmaumsa npeacTaBneHa B
MaTepuane HacnegcTBeHHbIN PaK TOICTOMN KULLIKN U
nosnnos: www.mskcc.org/genetics/colon-cancer-
polyposis
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https://www.mskcc.org/genetics/colon-cancer-polyposis

Y10 9 MOry caejatb AJid CHNXeHnsd pucka

Pa3BUTUA Paka NPu HANMNYMNU MyTaLnKM reHa
POLE?

KOHCynbTaHT No reHeTnke n3yunT Bawum pesynbTaTbl. OH
obcyaunT c BaMu, C KakMM TUMOM pPaka CBsi3aHa Balla
myTaums. [lo mepe n3yyeHnsa sTux MyTauunii Mbl MOXEM
OOHaPYXUTb, YTO OHU YBENTNYNBAIOT PUCK PAa3BUTUS
OPYyrux TUNOB paka.

Ball KOHCYNbTAHT NO reHeTMKe TakXXe N3YYUT Ball JINYHbIN
N CeEMEeWNHbIN aHaMHe3, CBSI3aHHbIN C PakoM, n gacT
peKkoMeHaaLnm No NPoxXoXxaeHnto obcnegoBaHU Ha
Hanuune pakosbix onyxonen. OH MmoxeT
nopekoMeHOoOBaTb Ha4aTb 0OCNenoBaHMe Ha Hann4vne
paka B 6bonee paHHeM Bo3pacTe 1 ¢ 6onbLUen 4HacToOTON Mo
CpaBHeHUO ¢ 6ONbLUMHCTBOM floAen v NPONTY
cneunanbHble ob6cnegoBaHus, YTo6bl OOHAPYXUTb PakK Kak
MOXHO paHbLuUe.

Hanpumep, oH MOXeT NOPEKOMeHA0BaTb NPOXOXAeHNe
KONMoHocKkonuu B 6onee paHHeM Bo3pacTe 1 ¢ 6onbLuen
4acTOTOW NO CPABHEHMNIO C OONbLUNHCTBOM NOJEN.

KoHcynbTaHT no reHeTunke Takxke ob6cygnT C BaMu gpyrume
cnocobbl o6cnegoBaHNsa N NpeaoTBpaLLeHUs pa3BUTUS
paka, KOTopble MOryT BaM NOQOUTWN.
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Y10 Hannume mytaumm reHa POLE o3HavaeT gng
MOUX KPOBHbIX POACTBEHHNKOB?

[Mpn HanM4uM y Bac MyTaum BEPOATHOCTb HallM4YnNs 3TOMN
MyTauum y Baimx bnonormndecknx pogutenen, bpatbes,
cectep npeten coctasnaet 50%. Y sawnx ganbHunx
POLOCTBEHHNKOB TaKXXe MOXeT UMeTbCs PUCK Hann4uns
nopo6bHon MyTauuu.

BepoATHOCTb Nepegayn MyTauum gpyrum 4iieHam cemMmbim
MY>XYMHAMU U XXeHLMHaMN oauHakoBa. [1ns noBbiLeHns
pUCKa PasBUTUSA paka 4OCTAaTOYHO yYHacneqoBaTbh MyTaumio
OT OQHOro pogunTens.

KoHCynbTaHT No reHeTUKe O3HAaKOMUNTCS C Ballenl TIMYHON U
ceMelHON MeANLUNHCKOW NCTOpPUen, Nocne Yero ckaxer,
HY>XHO JI NPOUTU reHeTn4YeckKkmne nccrieqoBaHns salinm
KPpOBHbIM POACTBEHHMKaM.

Y10 0O3HauaeT oTCyTCTBME Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnm Mbl 0GHapyXunm
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 o3HauaerT, 4To 6b1110 0OHapY)XEeHO U3MEHEHME B reHe,
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HO Mbl NOKa He 3HaeM, CBA3aHO JIN OHO C MOBbILLEHHbIM
PUCKOM pa3BnTusa paka. bonbwmHcTteo VUS B KOHEYHOM
NTOre OkasblBalOTCA HOPManbHbIMN N3MEHEHUSAMU, HE
BNNSIOLLMMIN HA COCTOSIHUE 300POBbA.

KoHTakTHas nHpopmauus

Ecnuny Bac ecTb BOonpockl Wi onaceHns, obpatutechb K
BaLLleMy KOHCYNbTaHTy no reHeTuke B Cnyxbe
KnnHn4yecknx reHetundyeckmnx nccneposaHum (Clinical
Genetics Service). Bbl MOXeTe cBA3aTbCA C HUM C

noHepenbHuka no natHuuy ¢ 9:00 oo 17:00 no
TenedpoHy 646-888-4050.

[ononHutenbHyto NHPOPMALUIO CM. B HaLLEN
BUPTYanbHOW 6ubnuoTteke Ha cante www.mskcc.org/pe.
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