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

NHdopmaumsa o MyTaumm reHa
PTCHI

OTa uHpopmMaLumsa NOMOXET BaM NOHATb, Kak MyTauua reHa PTCHI moxeT
NOBNMATb Ha BaC 1 BaLly CEMbIO.

B 3TOM MaTepuane cnoBo «cemMbsi» O3HAYaeT Nofaen, C KOTOPbIMU Bbl CBA3aAHDI
KPOBHbIM poacTBOM. K HUM He OTHOCATCSA NOAN, C KOTOPbIMIN Bbl MOPOAHNINCH
yepes 6pak unu Yepes ycbiHoBNeHne/ygovepeHne. Mol Tak)ke Ha3biBaeM 3TUX
YJ1I€HOB CEMbM BaLLMMN KPOBHbIMU POACTBEHHNKAMMN.

'eH PTCHI o6bl4HO NOMoOraeT npenoTBpaTuTb pak. MyTaumsa aToro reHa
Bbi3blBaeT HapyLueHs B ero paborTe.

Ba)xHO NoOHUMaTb, YTO HanM4ne MyTauum B 3TOM FreHe He O3Ha4aeT, YTo y Bac
obsa3aTenbHo 6yaeT o6HapyXXeH pak. DTO O3HAYAEeT, YTO Bbl MOABEPIXKEHDI
OonblLLUeMY PUCKY Pa3sBUTUSA HEKOTOPbIX BUOOB paka. Tun paka y nogemn c
MyTauuel B 3TOM reHe MOXeT OblTb pa3HbiM fjaxke B OAHOW CeMbe.

Kakow y MeHs puck 3aboneTtb pakoMm npu
Hanu4yun mytaumm reda PTCHI?

Hanunune y Bac Mytaumm reHa PTCHI o3Ha4aeT, YTO y Bac ecTb 3aboneBaHue,
Ha3sblBaeMoe cnHgpomMomM lopnuHa, nnm cmHgpomoM 6asanbHO-KEeTOYHOr O
HeByca (Nevoid Basal Cell Carcinoma Syndrome, NBCCS).

MyTtaunun PTCHI noBbILWalOT PUCK Pa3BUTUS HEKOTOPbIX BUAOB pPaka,
HOBOOOpasoBaHM UM aHOMaNUI, BKIOYasa cnegyloLlme:

e baszanbHO-KNeTOYHbIN pak (pakK KoXn).
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e Kepatokuctbl Yentoctn (06bI4HO gOBpOKavYeCcTBEHHbIE KUCTbI YeNoCTH).

e CkeneTHble pedeKThbl.

MyTtaunm reHa PTCHI Takxe MOryT yBenm4mBaTb PUCK Pa3BUTUSA APYrnX BUAOB
paka, HO 3Tu Clly4yan MeHee pacnpocTpaHeHsbl. [pumepamn meHee
pacnpoCTpaHeHHbIX BUOOB paka, cBa3aHHbix ¢ PTCHI, aenaloTcs:

e Mepynnobnactoma. DTO pPa3HOBNOHOCTb pPaka, KOTOPbI pa3BMBaeTCA B
Mo3XeuKke (HMKHASA 3agHA9 YaCTb FrOJIOBHOIMO MO3ra).

e Pnbpombl cepaua NN ANYHNKOB (Kak NpaBuno, oobpokavyecTBeHHble
onyxonn).

Mo Mepe N3ayvyeHna astTnx MyTaLlMVI Mbl MOXeM O6HapY)KI/ITb, YTO OHN
yBeJINYNBAIOT PUCK Pa3BUTUA OPYrnx TmnoeB paka. KOHCYﬂbTaHT noreHetTumke
npenoCTtaBnUT BaM AONOJIHNTEJIbHYIO I/IHCI)OpMaLI,I/IIO O nosBbllLUeHNN PUCKaA
Pa3BnNTNA paka, eciiny BaC eCTb MyTauund.

YTO0 1 MOry coenaTtb gnst CHNXeHNst pucka
pPa3BUTUS paka Npn Hann4YnMn MyTaummn reHa

PTCHI?

KoHCynbTaHT No reHeTuke n3y4mt Bawm pesynbtaTtbl. OH 06cyanT ¢ Bamu, C
KakuM TUNOM paka CBsi3aHa Bawla MyTaums. [1o Mepe nsy4yeHus 3Tux MyTauui Mol
MOXeM OBHapPYXNTb, YTO OHU YBENTNYNBAIOT PUCK PA3BNTUSA OPYIrUX TUNOB paka.

Baw KOHCYNbTaHT NO reHeTUKe TakXXe U3y4unT BaLl INYHbIA U CEMENHbIN
aHaMHe3, CBA3aHHbIN C pakoM, U 4acT peKoMeHAaumnn rno NpoxXoXaeHuio
obcnenoBaHUin Ha HanM4YMe pakoBbix onyxonen. OH MoXeT NopeKkoOMeHO0BaTb
HavaTb o6cnegoBaHue Ha Hann4yune paka B 6onee paHHeM Bo3pacTe uc
6onbluelr YacTOTOl NO CpaBHEHMIO C 6ONbLUMHCTBOM nlogel Un NPonTy
cneumnanbHble o6cnenoBaHns, YTOObl OOHAPYXUTb Pak Kak MOXHO pPaHbLLE.

[Mpumepamn obcnegoBaHnin HA HaNMYME PaKOBbIX ONYyXONen ABNAI0TCS:

¢ [lonHoe ob6cnepoBaHne KOXN Tena.
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e PeHTreHOBCKU CHUMOK HKHEN YentocTn ons npoBepPKN HATM4YNA KUCT.
o yJ'IpraBBYKOBOE nccriegoBaHmne AMYHNKOB Ha Hallndme OI'IYXOJ'IGI7I.

e BO3MOXXHO BbINOMHEHNE 3X0OKapAMorpamMmMmbl o NPOBEPKU Hannyus
onyxoneun cepgua (HoBoobpasoBaHUI, KOTOpPblie MOTYT GOPMNPOBATHLCS B
cepoevyHou MblLLLe, KnanaHax, kKamepax unm BOKpyr cepgua).
JxoKapauorpaMmma — 3TO MeTo[, BU3yalbHOWN QMarHOCTNKN, KOTOPbIN
npepnofnaraeT NCNoJib3oBaHUe ynbTpa3ByKa (3BYKOBbIX BOJIH) AN
nofly4yeHus n3obpaxeHnn Baluero cepaua.

HekoTopble u3 aTux ob6cnegoeaHnin 6yayT NpoBOANTLCA Pa3 B rod, apyrue
MOryT Ha3Ha4aTbCA Yalle unm pexe. Baw KOHCYNbTaHT NoO reHeTNKe pacT
pekoMeHaauumn, Kak HacTo BaM HY>KHO NpoxoanTb ob6cnegoBaHMe Ha Hannyne
pakoBbix onyxonei. C BaMu Takxe obcypgaTt gpyrue cnocobbl o6cnenoBaHusa
npenoTBpaLLeHns Pa3BNTUA paka, KOTopble MOryT BaM NOOONTM.

Y10 03HauaeT Hanuume mytaumm reda PTCHI pns
MOUX KPOBHbIX POACTBEHHUKOB?

Mpwn Hanu4YMM y BaCc MyTaumnm BEPOATHOCTb HANIM4YMA 3TOW MyTaLMn y BaLLnNX
ounonorunyeckux pogutenen, bpaTtbes, cectep u getein coctaenaet 50%. Y
BaLLKX JaNbHNX POACTBEHHNKOB TakKXXe MOXEeT MMeTbCs PUCK Hann4us
nopo6Hom MyTauun.

BeposiTHOCTb Nepepayn MyTauum gpyrum YaneHam ceMbn My>XXUMHaAMIN U
)XE€HLLVHaMN oauHaKoBa. [1n9 noBbILLEeHNS pUcKa pasBUTUSA paka 4OCTAaTOYHO
yHacnegoBaTb MyTauUio OT OQHOIo poauTens.

KoHcynbTaHT NO reHeTnke 03HaKOMUTCS C BalLlen TINYHOW U CEMENHOWN
MeaNUNHCKON NCTOpUeNn, Nocne Yero cKaxkeT, HY)KHO JIN NPOUTU reHeTu4yeckue
nccnepoBaHns BallM KPOBHbBIM POACTBEHHUKAM.

Y10 3TO O3HauaeT gnsa NnaHNPOBaHNA CeEMbU?

Ecnn npu Hannyun y Bac mytaumm reHa PTCHI Bbl nnaHnpyeTe nmeTb aeten,
ecTb cnocobbl NpeaoTBPaTUTb yHaceqoBaHWe MyTauumn BallMMn OeTbMI.
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Bo3MoXHO, Bbl 3ax0TNTE 06CYAUTL 3TN BapnaHTbl CO cBOUM(-ein) napTHepoM(-
LLen) N KOHCYNIbTaHTOM MO reHeTuke.

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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