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OBPA3OBATEJIbHbIE MATEPUAJIbI OJ14 NMALUNEHTOB U
YXAXUBAKOLWNX 3A HUMK TN

O myTaumm reHa DICERI

DTa nHpopmMaumsa NOMOXET BaM NMOHATb, Kak MyTaLud reHa
DICERI 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.

['en DICER] o6bl4HO NOMOraeT NpenoTBpPaTuTb 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.

Kakow y MeHs puck 3aboneTb pakoMm npwu

1/6



Hanu4um myTtaunm reHa DICER] ?

Hannune y Bac mytauum reHa DICER] o3Ha4aeT, 4TO y Bac
nmeetca DICERI-cnHppoMm npenpacnonoXeHHOCTH K
onyxonsm.

MyTauun reHa DICER]I noBbILLaOT PUCK pa3BUTUS
HEeKOTOpPbIX BUOOB paka, BKoYaa cregyloLme:

e [lneBponero4Hasa 6nactoma (pleuropulmonary
blastoma, PPB, pak, pa3BuBatoLnincs B BbICTUNKE NEerknx
y geTen MnagLliero Bo3pacTa).

e Onyxonun CTpoOMbl MOJSIOBOro TAXa ANYHUKOB (ONyXosb
n3 knetok Cepronu, oBeHnnbHaa GonnKynoma u
rmHaHgpobnacToma).

e Y3noBoin300.

e KncTbl nerkmx.

MyTauunm reHa DICER] Tak>xe MOryT yBenm4nBaTb PUCK
Pa3BUTUA OPYrux BUOOB paKa, HO 3TN Clly4yau MeHee
pacnpocTpaHeHbl. [lpuMmepamMmn MeHee pacnpoCTpPaHEeHHbIX
BUAOOB paka, cBa3aHHbix ¢ DICERI, asnatoTcs:

o CapKoMa MNoYKM M MO4YeBOro Ny3blps.

e DMOpPUOHabHble ONYXOJN B MOYKE NI MOYEBOM
nysbipe.

e Onyxonb nonoctn Hoca (Kak npaBuIo,
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pobpokavyecTBeHHas, XOHOpOMe3eHXMabHas
ramapToMa HOCa).

e Onyxonb rnasa (Megynnosnntenmoma UnanapHoro
Tena).

e OnyxonuronoeHoro Mmo3sra (nuHeobnactomaun
runodusapHasa 6nactoma).

Puck pa3Bntusa aTnx MeHee pacnpoCcTpPaHeHHbIX BUAOB
paka u oobpokavyecTBEHHbIX ONyXxoJien Noka He
onpeperneH.

[lo Mepe n3yyeHuns 3TUx MyTaunii Mbl MOXXEM OOHaAPYXUTb,
4YTO OHU YBENNYUBAIOT PUCK PA3BUTUSA OPYrMx TUMOB paka.
KoHcynbTaHT No reHeTnke NnpeaocTaBUT BaM
OOMNOJTHUTENbHYIO NHPOPMALMIO O NOBbILLEHUN PUCKA
pPasBNTUSA paka, ecninmy Bac eCTb MyTaLus.

YTO0 1 MOry coenaTtb gnst CHNXeHunst pucka

pa3BUTUA paka Npu HannymMm MyTauunm reHa
DICER1?

KoOHcynbTaHT No reHeTuKe u3y4nT Bawin pesynbTtaTbl. OH
oOcyauT C BaMU, C KakUM TUMOM paka CBA3aHa Balla
MyTauus. Mo Mepe n3yvyeHna sTUX MyTauuii Mbl MOXeEM
OBGHapPYXNTb, YTO OHN YBENTNYNBAIOT PUCK PAa3BUTUS
OpPYrnx TUNoB paka.

BaLwu KOHCYJNIbTAHT NO reHeTnmkKe Tak>ke N3ayvymT Balll NMNYHbIN
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N CEMEeWNHbIN aHaMHe3, CBSI3aHHbIN C PakoM, N oacT
peKkoMeHaaunm No NPOXoXxaeHnto obcnegoBaHU Ha
Hann4une pakosbix onyxonen. OH MoXxeT
NopeKoMeHOoBaTb HaYyaTb 06creqoBaHMe Ha Hann4vne
paka B 6bonee paHHeM Bo3pacTe 1 ¢ 6bonbLUen 4YacToTON Mo
ClpaBHEHMIO C 6ONbLUNHCTBOM JIIOAEN NN MPONTH
cneuunanbHblie 06cnenoBaHns, YTOObl OOHAPYXUTb PakK Kak
MOXXHO paHbLLe.

K Taknm o6cnegoBaHUaM Ha Hann4vne PakoBbiX ONyXoJen
OTHOCATCS:

e CHUMOK rpygHoOM KNeTKun ans NpoBepKun Nierkunx.

e Y3/ 6ptouHOM NoNocTr oNa npoBepKn NoYek.

e Y3 wmntosmngHon xenesobl.

e [MHekonorunyeckoe obcnepoBaHme c npoeeneHnem Y3/

OopraHoB MaJ1OIro Ta3a.

HekoTopble ns atnx obcnegoBanni 6ygyT npoBOONTbCS
pas Bropn, opyrme MoryT HasHavdaTbcs YaLle unm pexe. Baww
KOHCY/NbTAHT MO reHeTUKe gacT peKkoMeHaaumnm, Kak 4acTo
BaM HY>XHO NpoxoanTb o6cnenoBaHne Ha Hann4vne
pakoBbix onyxonein. C Bamun Takxxe oocygaTt gpyrue
cnocobbl o6cnegoBaHNsa N NpeaoTBpaLLeHUs pa3BUTUS
paka, KOTopble MOryT BaM NOQONTW.

Y10 o3HauaeT Hanuume mytauumn reHa DICERI
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Ansd MOUX KPOBHDbIX pOD,CTBeHHI/IKOB?

[Mpn Hanu4umM y BaC MyTaunm BepOATHOCTb HAaNN4ns 3TON
MyTauumn y Baumx bnonorunyecknx pogutenen, bpaTbes,
cectep npeten coctaenaet 50%. Y Bawnx ganbHunx
POACTBEHHNKOB TaK)Xe MOXeT MMeTbCSl PUCK Hann4uns
nogo6bHon MyTauuu.

BeposATHOCTb Nnepegayn MyTauum opyrum 4sieHam cembu
MY>XYMHaAMU N KeHLWMHaMm oaguHakoBa. [Jns noBbiLeHns
pUcCKa pa3BUTUSA paka JOCTaTOYHO YHacne[oBaTb MyTauuio
OT OQHOro pogunTens.

KOHCYNbTaHT NO reHeTUKe O3HAaKOMUTCSA C BaLlen IMYHON U
ceMelHON MeaNLNHCKOW NCTOopUen, Nocne Yero ckaxer,
HY>XHO JI MPONTN reHeTn4Yeckmne NnccnegoBaHnNs BalLnNM
KPOBHbIM POOCTBEHHNKAM.

Y10 3TO O3HauaeT gnsa NNaHNPOBaHNA CeEMbU?

Ecnu npn Hannynm y Bac mytauum reHa DICERI bl
nnaHupyeTe nMeTb AeTen, eCTb cNocobbl NpeaoTBPaTUTL
yHacnegoBaHue MyTauum BalumMm getTbMun. BosamMoXxHo, Bbl
3axoTnTe o6CcyanTb 3TN BapUaHTbl CO cBoOUM(-en)
napTHepoM(-Luen) N KOHCYNbTaHTOM NO reHeTuKe.

Y10 0O3HauaeT oTCyTCTBME 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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