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

NHdpopmauuma o mytaumm reHa STKI1

OTa uHpopmMaLumsa NOMOXET BaM NOHATb, Kak MyTauua reHa STKIT moxeT
NOBNNATb HA BaC U 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 STKIT 06bI4HO NOMOraeT NpenoTBpPaTUTb pa3BnuTMe onyxonen. MyTtauus
3TOro reHa Bbi3blBaeT HapyLleHus 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.

Kakown y meHst puck 3abonetb pakom npwm
Hannumu myTauum reda STKI1?

Hanuune y Bac MyTaumm reHa STKI1] o3HavaeT, 4TO Yy Bac ecTb 3aboneBaHue,
Ha3biBaeMoe cnHgpoMom lMentua — Erepca (Peutz-Jeghers syndrome, PJS).

MyTauun STKIT noBbIWAaOT PUCK Pa3BUTUSA raMapPTOMHbIX NOJSIMMOB TONICTON
Knwkun (BoBpokayeCcTBEHHbIX OMyXOen) N HEKOTOPbIX BUAOB paka, B TOM
yucne:

e Pak Mono4yHom Xxenesbl

e Pak ToncromKunwku
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e Pak>enypgka

e Pak TOHKOW KNLLIKKN

e Pak nopxenyno4Hom xenesbl
MyTtaunm reHa STKII Tak)ke MOryT yBeNMYMBaTb PUCK PasBUTUA OPYIrmx, MeHee
pacnpocTpaHeHHbIX BUOOB paka. [lpnmepamMn meHee pacnpoCcTpaHeHHbIX
BUOOB pPaka, cBa3aHHbIx ¢ STKII, agnaloTcs:

¢ Pak anuka (knetka Ceptonu)

e Onyxonu an4yHnKoB (ONyxonm NOSIOBOro TAXKa ANYHUKOB C KOJIbLLEBUOHbIMU
KaHanbuamu [sex cord tumors with annular tubules, SCTAT]) nnn
MYLMHO3HbIE€ ONYyXOJIN ANYHNKOB

e Pak wenkmn matkm
e Pak maTkm
e Pak nerkux

Puck Pa3BuNTNA 3TUX MeHee PaCnpoCTpaHeHHbIX BNOOB PakKa NokKa He
onpeneseH.

Mo Mepe n3yyeHns 3Tux MyTaunin Mbl MOXXEM OBHAPYXUTb, YTO OHU
YBENVNYMBAIOT PUCK PAa3BUTUA OPYrnX TUNOB paka. KOHCYNbTaHT No reHeTuke
npenocTaBnT BaM OOMNOJTHNTENbHYIO MHPOPMaLMIO O NOBbILLEHUN PUCKA
pasBUTUSA paKa, eCn y Bac eCTb MyTauus.

Y10 9 MOry cgenatb s CHNKEHNS pUCKa
Pa3BUTUSA Paka NPu HANINYMKU MyTaLUnKn reHa

STKi1?

KOHCYJ'IbTaHT no reHeTmke Nn3yvynT Balln pe3yJsibTaTbl. OH O6CYD,I/IT cBaMny, C
KakKnM TUNOM paka CBd3aHa Ballla MyTaulA. Mo Mepe N3ayv4eHnsd atnx MVT&LI,I/II7I Mbl
MOXeM O6HapY)KI/ITb, YTO OHN YBEJINYNBAIOT PUCK Pa3BUTUA OPYIrMNX TUNOB paka.

Ball KOHCYNbTaAHT NO reHeTUKe TakXXe N3y4YUT Ball JINYHbIA N CEMENHDbIN
aHaMHe3, CBSAA3aHHbIN C PakoM, U AacT peKoMeHaauum no NPOXoXXAeHNIo
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obcnepgoBaHuin Ha HanM4Yne pakoBbix onyxonen. OH MoXeT NoOpPeKOMeHO0BaTb
HavaTb o6cnegoBaHue Ha Hann4ymne paka B bonee paHHeM Bo3pacTte u c
6onbLuer HacTOTOM NO CPaBHEHMIO C 6ONBLUMHCTBOM Nloaein Uin NPonTy
crneuunanbHble ob6cnenoBaHns, YTO6bl 0OGHAPYXXNTb Pak Kak MOXKHO PaHbLLe.

K Takum O6Cﬂe,EI,OBaHI/IF|M Ha HaJindne pakoBbiX onyxone|7| OTHOCATCA:

e bonee paHHee oO6cneoBaHe MOMOYHbIX Xenes, BK/loYass MarHUTHO-
pe3oHaHcHyto Tomorpaduio (magnetic resonance imaging, MRI), unn
BO3MOXXHOCTb NPpOBeAeHNS onepaunm no CHMKEHUIO PUCKa paka MOMOYHON
Xenesbl (MacT3KTOMUN).

e KonoHockonus, 3HOOCKONNA BEPXHNX OTAENOB NULLIEBAapPUTENIbHOIO TPakTa
n ppyrune obcnepgosanuna XKT ¢ Bu3yannsaumen, Ha4nHas c paHHero
BO3pacTa.

e MHekonornyeckoe obcnegoBaHMe C y4eTOM HeobXxoaMmMocCTun
BU3yanusaynu.

o Puy3nYecknin OCMOTP Ha Hannyme ob6pa3oBaHUI B ANYKaX.

HekoTopble u3 aTux ob6cnegoBaHnin 6yayT NpoBOAUTLCA Pa3 B rod, aopyrue
MOryT Ha3HavaTbCA Yalle unm pexe. Baw KOHCYNbTaHT NoO reHeTNKe pacT
pekoMeHaauumn, Kak HacTo BaM HY>KHO NpoxoanTb ob6cnegoBaHMe Ha Hannyme
pakoBbix onyxonein. C BaMu Takxe obcypaTt gpyrue cnocobbl o6cnegoBaHusa n
npenoTBpaLLeHns Pa3BNTUA paka, KOTopble MOryT BaM NOOONTM.

Y10 Hannume mytaumm reHa STKII o3HavaeT gns
MOUNX KPOBHbIX POACTBEHHUKOB?

Mpwn Hanu4YMM y BaCc MyTaumm BEPOATHOCTb HAIMYMA 3TOW MyTaLMn y BaLLnNX
ounonorunyeckux pogutenen, 6paTtbes, cectep u geten coctaenaet 50%. Y
BaLLMX JaNbHNX POACTBEHHNKOB TakKXXe MOXEeT MMeTbCS PUCK Hann4us
nopo6Hom MyTauun.

BeposiTHOCTb Nepepayn MyTauum gpyrum YaneHam ceMbn My>XUMHaAMN U
)X€HLLMHaMN oauHaKoBa. [1n9 noBbILLeHNS pUcKa PasBUTUSA paka 4OCTAaTOYHO
yHacnegoBaTb MyTauUio OT OQHOIo poauTens.
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KOHCynbTaHT No reHeTUKe 03HAaKOMUTCS C Ballen JINYHON U CEMENHON
MeONLNHCKON NCTOPMEN, MOCIIe Yero CKaXeT, HY)KHO NN MPONTUN reHeTnyeckmne
nccnegoBaHUS BalMM KPOBHbIM pOOCTBEHHMKAM.

Y10 3TO O3HAuaeT gna NnaHUpPoBaHUA ceMbU?

Ecnn npn Hannynmn y Bac MyTtauun reHa STKI1 Bbl nnaHupyeTe uMeTb geTen, ectb
cnocobbl NpegoTBPaTUTb YyHacegoBaHMe MyTauumy BalMMn eTbMI.
Bo3MoXHO, Bbl 3ax0TUTe 06CYyanTb 3TV BapunaHTbl CO cBOUM(-el) napTHepoMm(-
LeWr) N KOHCYNIbTAaHTOM MO reHeTuke.

YT0 O03HauaeT oTCcyTCTBUE Y MEHA MyTaunn?

Ecnny Bac HeT MyTauum nnm ecnu Mbl OGHapy>Xnnv BapmnaHT HeonpeaeneHHoro
3HayeHus (variant of uncertain significance, VUS), Baw KOHCynbTaHT no
reHeTrKe N3y4YmnT Ball JINYHbIV N CEMeNHbI aHaMHe3 paka. Bam pagyT obwmne
peKkoMeHaauum No NPOXoXXAeHno ob6cnegoBaHnin Ha HaNMYNe PakoBbIX
ornyxonen.

VUS o3HavaeT, 4To 6b110 OOHApPY)XEHO N3MEHEHME B reHe, HO Mbl MOKa He
3HaeM, CBSI3aHO /I OHO C NOBbILLUEHHbIM PUCKOM Pa3BUTUSA paka. bonbWMHCTBO
VUS B KOHEYHOM UTOre OKa3blBalOTCHA HOPMaJIbHbIMUN U3MEHEHUAMU, He
BNNSIOLLMMIN Ha COCTOSAHME 300POBbA.

KoHTakTHas nHpopmauus

Ecnny Bac ecTb BONPOCHI UK onaceHnsl, obpaTnTech K BaLleMy
KOHCYNbTaHTY Nno reHeTuke B Cnyx6e KNMHNYECKNUX reHeTU4eCcKnx
nccneposaHun (Clinical Genetics Service). Bbl MoXeTe cB3aTbCs C HUM C
noHepenbHuUKa no naTHuuy ¢ 9:00 po 17:00 no tenedoHy 646-888-4050.

[ononHntenbHylo MHPOPMaLMIO CM. B HaLLIe BUpPTyanbHOM 6nbnmoTteke Ha
cante www.mskcc.org/pe.
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