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OBPA3OBATEJIbHbIE MATEPUAJIbI OJ14 NMALUNEHTOB U
YXAXUBAKOLWNX 3A HUMK TN

Nudpopmauuma o mytaumm reHa STKI1

JTa nHdopMaumsa NOMOXET BaM MOHATb, KaK MyTauud reHa
STKIIMoxeT noBNMUATb Ha BacC 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 STKI11 06bl4HO NOMOraeT NpeaoTBPaTUTbL PasBUTME
onyxosienn. MyTaumsa 3Toro reHa Bbi3blBaeT HapYyLUEHUS B
ero pabore.

Ba)kHO NOHMMaTb, YTO HaNM4Yne MyTauun B 3TOM reHe He
O3Ha4vaeT, YTo y Bac oba3aTenbHO 6ygeT o6HapyXeH pak.
DTO O3HAuYaeT, YTO Bbl NOOBepXXeHbl 6oNbLIEMY PUCKY
PasBUTNSA HEKOTOPbIX BUOOB paka. Tun paka y nopgen c
MyTauuneln B 3TOM reHe MoXeT 6biTb Pa3HbIM JaXKe B OQHO
ceMbe.
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Kakow y MeHs puck 3aboneTb pakoM npu
Hanu4un myTtauum reHa STKI1 ?

Hannuune y Bac Mytaunm reHa STKIl o3Ha4yaeT, YTo y Bac
ecTb 3aboneBaHune, Ha3blBaeMoe CMHAPOMOM [lenTua —
Erepca (Peutz-Jeghers syndrome, PJS).

MyTaunm STKII noBbILLAOT PUCK PAa3BUNTUA FAMapPTOMHbIX
NONNMOB TONCTOM KNLWKKN (OOpOKavyeCTBEHHbIX
onyxoJsien) n HeEKOTOPbIX BUAOB paka, B TOM Yucne:

e Pak MONoO4YHOM XXenesbl

e Pak Toncrom Knkun

e Pak xenypgka

e Pak TOHKOW KMLUKW

e Pak nogXxenygo4yHom xenesbl

MyTauunm reHa STKII Takxxe MOryT yBenm4nBaTb PUCK

PasBUTUSA OPYrnX, MEHEE PAacNpPOCTPaHEHHbIX BUAOB paka.

[Mfpnmepamm MeHee pacnpoCTpaHeHHbIX BUOOB paka,
cBda3aHHbIX ¢ STKI1I, asnaloTcs:

e Pak anuka (knetka CepTtonn)

* OI'IYXOHI/I ANYHNKOB (OI'IYXOJ'II/I NMNoJ1OBOIO TAXAa ANHYHNKOB

C KonbLeBUaOHbIMN KaHanbLamm [sex cord tumors with
annular tubules, SCTAT]) nnn MyunHo3Hble onyxonu
ANYHUKOB
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e Pak LLenknm MaTKu
e Pak MmaTkn

e Pak nerkmx

Puck pasBnTtusa aTnux MeHee pacnpoCTpPaHeHHbIX BUAOB
[paKa Noka He onpepfesneH.

[lo Mepe nsyvyeHuns aTux MyTaunim Mbl MOXXeM OBHapPYXXNTb,
YTO OHUN YBENNYNBAIOT PUCK PA3BUTUSA JPYrmux TUNOB paka.
KoHCcynbTaHT No reHeTUKe NpeocTaBnT BaM
0OMNONHNTENbHY0 NHPOPMaLMIO O MOBbILLEHUN PNCKA
pa3BUTUS paka, eCNn y BaC eCTb MyTauus.

Y10 9 MOry cgenatb s CHNKEHNS pUCKa
Pa3BUTUSA Paka Npu HANMNYMNU MyTaLnKM reHa

STKi1?

KOHCynbTaHT No reHeTnke n3yunT Bawum pesynbTaTbl. OH
obcyaunT c BaMu, C KakuM TUMOM pPaka CBsi3aHa Balla
myTaums. [lo mepe n3yyeHnsa sTux MyTauunii Mbl MOXeEM
OOHaPYXUTb, YTO OHN YBENTNYNBAIOT PUCK Pa3BUTUS
OPYyrux TUNOB paka.

Baw KOHCYNbTAHT MO reHeTuKe TakXXe N3y4nT BaLl JINYHbIN
N CeEMEeWNHbIN aHaMHe3, CBSA3aHHbIN C PakoM, n oacT
peKkoMeHaaLnm No NPoxXoXxaeHnto obcnegoBaHU Ha
Hannyne pakosbix onyxonen. OH MoxeT
NopeKkoMeHOoBaTb HaYaTb 06cnenoBaHMe Ha Hann4ne

3/7



paka B 6bonee paHHeM Bo3pacTe 1 ¢ 6bonbLUen 4YacToOTON Mo
ClpaBHEHMIO C 6ONbLUNHCTBOM JIIOAEN NN MPONTH
cneuunanbHblie 06cnenoBaHns, YTOObl OOHAPYXUTb PakK Kak
MOXXHO paHbLLe.

K Taknm o6cnegoBaHUaM Ha Hann4vne pPakoBbiX ONyXOJsen
OTHOCATCS:

e bonee paHHee ob6cnenoBaHNe MOJTOYHbIX Xeres,
BKJ1IOYAs MAarHNTHO-PE30HAaHCHYI0 ToOMorpaduio
(magnetic resonance imaging, MRI), nnn Bo3aMoXHoOCTb
npoBeneHnsa onepaumnm no CHMKEHUO PUCka paka
MOo4YHou xene3bl (MacT3KTOMUN).

e KonoHockonus, SHOOCKONNSA BEPXHUX OTAENOB
NULLEBAPUTENBHOrO TPakTa u gpyrne obcnegoBaHus
XKT ¢ Bu3yanusaumnen, Ha4mHasa C paHHero Bo3pacTa.

e [MHekonorn4vyeckoe obcnepgoBaHme C y4eToM
HeoOxogMMoCTU BU3yanusayun.

o Duysnveckuin OCMOTP Ha Hannyme obpasoBaHN B
ANYKaX.

HekoTopble ns atnx obcnegoBanni 6ygyT npoBOoNTbCS
pas Bropg, opyrme MoryT HasHavdaTbcs YaLle unm pexe. Baww
KOHCY/NbTAHT MO reHeTuKe gacT peKkoMeHpaumnm, Kak 4acTo
BaM HY>XHO NpoxoanTb o6cnenoBaHne Ha Hann4vne
pakoBbix onyxonei. C Bamun Takxxe oobcyaaTt gpyrue
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cnocobbl o6cnegoBaHnsa N NpeaoTBpPaLLEHUS Pa3BUTUS
paka, KOTOpble MOTyT BaM NOOONTM.

Y10 Hannume mytaumm reHa STKII o3HavaeT gns
MOUNX KPOBHbIX POACTBEHHUKOB?

[Mpn Hanu4uM y BaC MyTaunm BepOATHOCTb HAaNN4ns 3TON
MyTauumn y Baumx bnonorunyecknx pogutenen, bpaTbes,
cectep npgeten coctaBnaet 50%. Y Bawnx ganbHunx
POACTBEHHNKOB TaK)Xe MOXeT MMeTbCSl PUCK Hann4uns
nogo6bHon MyTauuu.

BeposATHOCTb Nnepegayn MyTauum opyrum 4sreHam cembu
MY>XYMHaAMU N XXeHLWMHaMn oauHakoBa. [Jns noBbiLeHns
pUcCKa pa3BUTUSA paka JOCTaTOYHO yYHacne[oBaTb MyTauuio
OT OQHOro pogunTens.

KOHCYNbTaHT NO reHeTUKe O3HAaKOMUTCSA C BaLlen IMYHON U
ceMelHON MeaNLUNHCKOW NCTOopuen, nocne Yero ckaxer,
HY>XHO JI MPONTN reHeTn4yeckne NnccrnegoBaHnNs BalLnNM
KPOBHbIM POOCTBEHHNKAM.

Y10 3TO O3HauaeT gnsa NNaHNPOBaHNA CeEMbU?

Ecnu npn Hannynmn y Bac mytauum reHa STKII Bbl
nnaHupyeTe nMeTb AeTen, eCTb cNocobbl NpeaoTBPaTUTL
yHacnegoBaHue MyTauum BalunMMm getTbMun. BosamMoXxHo, Bbl
3axoTnTe o6CcyanTb 3TN BapUaHTbl CO cBouUM(-en)
napTHepoM(-LLen) N KOHCYNbTaHTOM NO reHeTuKe.
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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
BaLU NINYHbIV U CEMENHbIN aHaMHe3 paka. Bam pagyT obuwme
peKkoMeHpaLUmmn No NPoxoXaeHuno obcnenoBaHNi Ha
HanM4ne pakoBbIX ONyXonewn.

VUS o3HauaerT, 4To 6b110 0OHapy)XEHO U3MEHEHME B reHe,
HO Mbl NOKa He 3HaeM, CBA3aHO JI OHO C NOBbILLEHHbIM
PUCKOM pa3BuTuda paka. bonbwinHcteo VUS B KOHEYHOM
NTOre oKasblBaloTCS HOPMasbHbIMN N3MEHEHNAMN, He
BIUSAIOLLIMIMIN HA COCTOSIHME 30,0POBbS.

KoHTakTHasa uHdpopmauums

Ecnun y Bac ecTb BOnNpocChkl Wi onaceHns, obpatutechb K
BalLeMy KOHCYNbTaHTy no reHeTuke B Cnyxbe
KNnHn4Yecknx reHetTndeckux nccnepgosaHuia (Clinical
Genetics Service). Bbl MOXeTe cBAA3aTbCA C HUM C

noHepenbHuka no nAaTHuLy ¢ 9:00 oo 17:00 no
TenedpoHy 646-888-4050.
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tel:+1-646-888-4050

[ononHuTenbHyto NHGOPMaLMIO CM. B HaLLEen
BUPTYanbHoOM bubnuoTteke Ha cante www.mskcc.org/pe.
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