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Mass General Brigham

Mass General Cancer Center

MUTYH-CuHAPOM acCOUUPOBAHHOTO
rosnnosa: Madopmanusa a1 JIull ¢

IIaTOreHHBIM BapUAaHTOM B 000UX reHax
MUTYH

Llenb gaHHOM NamMATKM — NpeaoCcTaBmUTb Bam NoApobHy0 MHGOpMaLMio O pe3yabTaTax
reHeTMYeCcKoro Tecta, KOTOPYO Bbl MOXKeTe NPoYnTaTh 1 06CyanTb CO CBOMMMU
Nnevyawmmm nposangepamu (megpabotHmMkamm). Uccneposatenm 6yayT NnpoaoiKaTb
n3y4datb reH MUTYH, noatomy, noxanymncra, pas B rog obpaliantecb K CBOMM
nposalgepam (MeapaboTHNUKam), YTOObI y3HATb HOBYHO MHHOPMALIMIO, KOTOPAsA MOXKET
6bITb Ba*KHA 418 BaC M YNeHOB Ballel cembM. (Fnoccapuii MeanLMHCKUX TEPMUHOB,
NoAYEPKHYTbIX B LaHHOM AOKYMEHTE, CM. Ha Noc/ieAHeN CTpaHuLe.)

Bbl umeeTe natoreHHble Bap1MaHTbl B 06enx konuax MUTYH reHa. 370
O3HayaeT, YTo y Bac eCTb CUHAPOM accounnmpoBaHHoro nonnnosa-MUTYH
(Tak*Ke n3secTHbI Kak MAP cuHgpom).

YTo TaKoe HacneaCcTBeHHbIN pak?
e Pak — pacnpocTpaHeHHoe 3aboneBaHune. OanH ns 3-x kutenei CLLUA B TeueHMe CBOEN KU3HU 3aboneeT Tem
VAW UHBIM TUMOM pakKa.

o [lpumepHo 5-10% pakoBbix 3abonesaHuii (4o 1 3 10) ABNAOTCA HAaCNeACTBEHHbIMWU. HacneACTBEHHbIV paK
BO3HWMKAET, KOTZa Ye/I0BEK POXKAAETCA C MATOrE€HHbIM BapUAHTOM (TaK)Ke M3BECTHbIM KaK MyTaLmsA) B reHe,
KOTOPbIV YBE/IMYMBAET BEPOATHOCTb PAa3BUTUA ONpeaeneHHbIX TUMOB pakKa. MaToreHHbIM BapuaHT MOXKeT
nepesaBaTbCs U3 NOKOJIEHWNA B MOKONEHUE.

e  06bl4HO, cembu ¢ cuHApoMmom MAP nmetoT oaHy unmn bonee 13 cneayowmx ocobeHHocTel:
0 MHoXecTBEeHHbIe NOANMbI TONACTON KULLKK, 4aCTO AMArHOCTUPYEMble B paHHEM BO3pacTe.
o PaK TONCTOM KULLKK, ANArHOCTUPOBAHHbIN B paHHEM BO3pacTe.

UTo TaKoe naToreHHblii BapuaHT?
e [OHK (DNA Ha aHrn.) — 3To Hal reHeTUYECcKnin maTepuasn, KOTopbI NepeaaeTca OT POANUTENA K pebeHKy. B
Hel coaepKaTca MHCTPYKLMM MO pa3BUTUIO, POCTY U GYHKLMOHMPOBAHMIO HaWero opraHnsma. leH — ato
Manbii pparmeHT HK, KOTOpbI BbINONHAET ONpeaeneHHyto paboTy B opraHuame. HeKoTopble reHbl
onpeaenatoT TaKMUe XapaKTepHble 0CO6EHHOCTM, KaK UBEeT rna3s nan pocT, B TO BpeEMA KaK gpyrne reHbl
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CBA3aHbI C HAaWKMM 340pOBbEM.

Y KaXK[oro “3 Hac ecTb BapuaLmMm B reHax, KoTopble 4eNaloT Hac OTIMYAOLLMMKNCA APYT OT Apyra. BONbLMHCTBO
3TUX BapuaLMii He MEHAIOT NPUHLMM PaboTbl HALWKX reHoB. Tem He MeHee, HEKOTOpble BapMaLmMn MeLlatoT
npasuabHON paboTe reHa. 3TOT TN BapuMaLyMKn Ha3blBAETCA NAaTOreHHbIM BAPUAHTOM MAM MyTaLMeN.

Mouemy cuHapom MAP nosbiliaeT PUCK paka?
e Pabota reHa MUTYH — 3710 npeaoTBpaleHne paka. MNpu npasunbHoi pabote MUTYH nomoraet
npeaoTBPaTUTL pakK, YCTpaHAA nospexaeHna JHK B Hawmx KneTkax.

e Jlioaw, poamsimecs ¢ cuHapomom MAP, MmetoT TONIbKO 0AHY pabouyto Konuto reHa MUTYH, nosTomy pucK
Pa3BUTMA paKa Yy HUX Bbllle CPesHero.
KakoBbl pUCKK pa3BUTUA paKa, cBA3aHHble ¢ MAP cuHapomom?
Y ntogen, poamslumnxca ¢ cuHapomom MAP, TakKe NOBbILLEH PUCK Pa3BUTUA NPeapaKoBbIX NOJIMMOB B TOJCTOM
KMLLUKe, Ha3blBaeMbIX afieHOMamMKn. AgeHoMa — 3TO Npes-pakoBoe HOBOOBPa3oBaHWE, U €C/IU ero He yAanTb,
OHO MOMKET NepepacTy B paK TONCTOM KMLLKU. PUCKM paKa, cBA3aHHble ¢ cuHapomom MAP, nsnoeHol B Tabaunue
HUXKe.

Tabnnua: NoKU3HEHHbIW PUCK Pa3BUTUA paKa (waHc 3a60/1eTb pakom B 1t060e Bpems B TeYEHUE }KU3HMU)

Noau, y Kotopbix HeT MAP Jioau, y Kotopbix ectb MAP
CUHAPOM
Pak Tonctoi 4-5% 70-90%
PaK TOHKOro KuweyHUKa <1% 4%
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GeneReviews.org; HauvoHanbHas BCeobbeMIIOLas OHKONIOTMYECKas CETb MO reHETUYECKON/cemMelHOM OLeHKe BbICOKOTO p1cKa: PyKoBoACTBO Mo
npodUNaKTUKE KONOPEKTaNbHOTO paka, Bepcua 1.2023

*3TU PUCKM OCHOBaHbI Ha JAHHbIX O JII0AAX, KOTOPbIe He MPOXOAW/N PEryNAPHbIA CKPUHUHT U/WAK Apyrve BUAbI NeYeHUs, TaKMe Kak CHUXKAIoWasn pUcK
onepauusa.

e [lpuBeaeHHble Bbile Uudpbl NpeacTaBaeHbl B BUAE AMana3oHa. DTo CBA3aHO C TeM, YTO He Bce
ceMbu/oTaeNbHbIE IMLA UMEIOT OAMHAKOBYIO CTeneHb PUCKa. Ha cTeneHb pUcKa MOTYT BAUATL Takue GpaKTopsl,
KaK OKpyKatowan cpena, 06pas KunsHu, AM4Han uctopus 6onesHu, cemeliHbiii aHamHes paka u apyrue
reHeTMYecKme UM HeM3BECTHble GpaKTopbI.

Bo3moXKHO nun ncnpaBnTb NaTtoreHHble BapMaHTbl?

K corkaneHuto, ncnpaBuTb natoreHHble BapuaHTtbl reHa MUTYH noKa He npeAacTaBnAeTca BO3MOXHbIM. Tem He meHee,
BO3MOHO M3MEHUTb Balle ieYeHne U HEKOTOpPble acneKTbl Ballero obpasa xusHu. Baw nposaiigep(bl) 6yaet paboTtaTtb
€ BaMu, 4yTobbl 06CyanTb 3TN ONUMM U CO34aTb NAAH MeAULUMHCKOro yXo4a, KOTOPbIN ABAAETCA NPaBUAbHbIM A4 Bac.

KakoBbl peKkomeHgauum no meauLMHCKOMy yxoay?
PekomeHaaumm No meamumMHCKOMy yxoay Atoaam ¢ MAP cMHApoOMOM NogpasfensatoTca Ha Tpy KaTeropun: HabawaeHue,
onepauma 1 meaAUKamMeHTbI.

HabntogeHune:

Lenb HabaoaeHUs (Takke Ha3biBAEMOro "CKPUHUHIOM") - AMarHOCTMPOBAaTb PaK Ha Kak MOXHO 6o/iee paHHel cTaguu.
XOTA yyeHble M BpayM He MOryT NpPefoTBPaTUTb PasBUTME paKa, OYeHb BaKHbIM (AKTOPOM ABAAETCA paHHee
obHapyKeHue. Ecnun pak obHapyKeH Ha paHHel CTaann, BEPOATHOCTb €ro YCMeLWwHOoro eveHus byaet Bbiwe. EcTb oyeHb
XopoLne MeToabl HabntoAeHUA A1A HEKOTOPbIX, HO He A/1A BCEX BUAOB paKa.

B TabmLe HUXKe faHbl peKOMeHAaLUMM No HabaoaeHUo Ana auu, ¢ cuHgpomom MAP (aganTupoBaHbl U3 Ny6anKaumm
National Comprehensive Cancer Network Genetic/Familial High-Risk Assessment): PykoBoAcTBO no npodunaktuke
KOJIOPEKTaIbHOTO paka, Bepcus 1.2023). Obpamume sHUMAHUE, Ymo amo obwue pekomeHOayuu. KoHKpemHsole
pekomeHAayuu 03 omoesbHbIX NayueHmos u cemeli Mo2ym pasnuyamaecs.
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Tun paka PekomeHpauumn no HabawoaeHUo

PaK TONICTON KULIKY KonoHockonus, HauMHas He no3e Bo3pacTta 25-30 net (unm
paHblUe, UCXOAA U3 CEMEMHOro aHaMHe3a); NoBTopAlTe Kaxaple 1-2
roga.

PaccmoTpuTe KONaKTOMMIO, KOrga NOAMMNOB 6onee 20 M/VII'IM noauvnol
TPYAHO yAaIUTb C NTOMOLWbIHO KOZTOHOCKOMUKU

Pak nopasxkenypouHoi xenesbl Mepuoanyeckana sHAOCKONUA BEPXHMX OTAEN0B, HAYMHAA C BO3pacTa
30-35 net

OnNuUK CHUXKaKOLEN PUCK OnepaLmn:

Llenb cHW»Katowwen pUCK onepaLiMm COCTOMT B YMEHbLUEHUM PUCKA PAa3BUTUA paKa NyTeM yAaNeHUs 340p0OBOM TKaHU 40
pasBUTMA B Hel paKa. DTO TaKKe Ha3biBaeTcA NPodUNaKTUYECKo onepaumein. Onepaums, CHUXKAKOWAA PUCK, He
MCKNIOYAET LWaHC 3a601eTb PAKOM, HO 3HAYMTE/IbHO CHUMKAET TaKyto BEPOSATHOCTb.

Konaktomus: B xoae sTol onepaLmm yaanseTca YacTb TO/ICTOM KULIKWU BCA UK BECb (TONCTbIN KULWEYHUK),
4YTOObl CHU3UTb PUCK PA3BUTUA PAKOBbIX 3a601eBaHUI TONCTOM KULWKK KonaKkTomma obbl4HO Heobxoanma,
KOrga y YesioBeKa nosBafeTcs 60/1bloe KONMYECTBO NONMOB, C KOTOPbIMU HEBO3MOXKHO CNPaBUTHCA TOSIbKO C
NMOMOLLbIO KOSIOHOCKOMUWU. CPOKU NpoBeAeHMA KONIKTOMUM 3aBUCAT OT BO3PACTa, KOJIMYECTBa NOMNOB U
Apyrnx ¢akTopoB. ITa onepaLma MOXKET ObITb TaKKe PeKOMEHA0BaHa NaLMeHTaMm, Y KOTOPbIX Pa3BUICA paK
TONICTOW KMWKK M ecTb MAP cHapom. ECTb pasnnyHble BUAbI MPOLEeAyp YA3aNEeHUA TONCTON U/uan npamoi
KMLLUKWK, KOTOpble cemyeT 06cyanTb € racTPO3HTEPOIOrOM U cneLmanbHO 06y4eHHbIM XMPYProm. BoNbLNHCTBO
onepaumii KONIKTOMUU He TPEBYIOT NOCTOAHHbIM BHELHUN MELLOK.

MeaunKkameHTbl (XumunonpodunaKktuka):

Sulindac: HekoTopble nccnenoBaHua nokasbisatoT, 4To NSAID (HecTepougHbie NpOTMBOBOCNANUTE/IbHbIE
npenapaTbl) NoA HazBaHWEM CyANHAAK (sulindac Ha aHrA.) MOXeT OCTaHOBUTbL POCT NOJIMMNOB TOJ/ICTOM KULLKM.
Tem He MmeHee, eLle MHOroe NpPeACcToMT y3HaTb 06 MCNOb30BaHUKM Npenaparta sulindac y Atoael ¢ cMHAPOMOM
MAP, 1 OH MOXeT NoAONTN BaM, @ MOXKET U HeT. MpumeHeHue npenapara sulindac noaxoaut He Bcem, u ero He
cnepyet npUHUMaTh 6e3 npeaBapUTENbHON KOHCYAbTaL MM C IeYaLLLUM BPauyoMm.

K Komy mHe cnepgyeTt 06paTtuTbCa 3a MeQULUHCKOW NOMOLbIO?

BayXHO HaWTW nevalmx NnpoBanaepos (MeapaboTHNKOB), KOTOPLIM Bbl AOBEPSAETE, ANA AOJFOCPOYHOrO NoCAeAyoWwero
HabntogeHuA. YacTb 3TUX YCAYr MOTYT OKa3biBaTb BALUW NeYalyme Bpayn. B HEKOTOPbIX Cly4asnx BaM MOKET
notpeboBaTbCA NocelleHNe cneumnanbHO 0bydyeHHbIX edallmx nposangepos (MeapaboTHUKOB). Mpn HeobXo0AMMOCTH
Mbl Byaem paapbl HanpasBuTb Bac K cneunannctam B Mass General.

Kak A mory BecTu 340p0Bblii 06pa3 }KU3HU, UTOOBbI CHU3UTb PUCK PAa3BUTUA paKa?

Kaxkgblih yenoBek goXKeH BECTU 340p0BbIN 06pa3 KM3HWU, HO 3TO MOXKET ObITb ele 60/iee BaXKHO ANA Ntoaew ¢
MOBbILLIEHHbIM PUCKOM Pa3BUTUA paKa. Mo AaHHBIM AMEPMKAHCKOro OHKoorMyeckoro obuectsa (American Cancer
Society Ha aHrn.), 340p0BbIi 06Pa3 KU3HWM BKAOYAET:

OTKa3s oT TabaKa.

MNopaep:kaHue 340p0OBOrO Beca.

PerynspHble 3aHATUA GUUYECKMMMU YIIPANKHEHUAMMW.

CobntoaeHne 300p0BOM AMETHI C YyNOTpebaeHNeM AOCTaTOYHOTO KOIMYECTBa GPYKTOB U OBOLLEN.
OrpaHuyeHue ynotpebaeHma ankorons go 1-2 afIkorosibHbIX HaMUTKOB B E€Hb.

3alumTa Ballei KOXN 1 rnas oT cosiHua.

3HaHMe CBOEero opraHM3ma, a TakKe CBOeil n ceMelHOoM UCTopun 60N1e3HMN U BalLMX PUCKOB.
PerynsapHble 06cnenoBaHUsA U CKPUHMHIOBbIE TECTbI Ha PaK.
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KakoBbl WaHCbI TOro, YTo y 4UneHos MOEe ceMby TOXe eCcTb NaTOreHHbIN BapMaHT?

e  Bawwu aetu: Ecan y Bac cuHgpom MAP, Bce Baln AeTU yHAcNeayoT OAMH U3 BalMX NAaTOreHHbIX BAPUAHTOB
MUTYH. CuHgpom MAP y BaliMx geTei MoxKeT 6biTb TO/IbKO B TOM C/Iy4Yae, ecvn UX Apyro buonormyeckumii
poauTenb TakXKe ABNAETCA HoCcuTenem natoreHHoro sapuaHta MUTYH. CuHapom MAP He cBA3aH C paKoBbIMMU
3ab0n1eBaHUAMM B ETCKOM BO3PACTE N HE U3SMEHUT NJaH MeANLMHCKOro yXo4a 3a Ye/l0BeKOM A0 Bo3pacTa 20-
25 ner. Mo3ToMy TeCTUpoBaHUe aeTel (HecoBeplLueHHONeTHUX A0 18 net) Ha cuHapom MAP He pekomeHayeTcs.

e Bawwu 6paTba M cecTpbl U Apyrue PoaCTBEHHUKU: B 60NbLUMHCTBE cnyyaeB y 6paTbeB M cecTep YeNoBeKa C
cuHapomom MAP waHc pa3sutua cuHgpoma MAP coctasnset 25%. Kpome Toro, apyrve 4ieHbl cembu
(Hanpumep, poauTenu, pBoOpPoaHbIe BPaTbA U CECTPbI, TETU U AAAM) TaKKe MOTYT BbITb NOABEPIKEHbBI PUCKY
nmeTb cMHapom MAP.

e [naHupoBaHue cembu: Jltoam ¢ cuHapomom MAP moryT 6biTb 03aboyeHbl Nepesayein NaToreHHoro
BapuaHTa MUTYH pebeHKy. HekoTopble nayMeHTbl MOryT 6biTb 3aMHTEPECOBaHbI B PENPOAYKTUBHbIX
OnuUMAX, KOTOPblE MOTYT CHU3UTb LWIAHC POXAEHUA pebeHKa ¢ cmHgpomom MAP. Ecam Bbl XOTUTE y3HaTb
60nbLie 06 3TUX onumaAx, 0bpaTUTeCh 3a HANPaABAEHUEM K CBOEMY FrEHETUYECKOMY KOHCY/IbTAHTY .

B nMcbMe OT BalLero reHeTMYECKOro KOHCY/IbTaHTa, AaHbl 60/1ee KOHKPETHbIE PEKOMEHAALMM O TOM, Kakue
POACTBEHHUKM ABAAIOTCA KaHAMAATAMMU HA reHeTUYecKoe TecTupoBaHue. OgHaAKo, Noxanyicra, obpalwaiTecs K Ham ¢
N06bIMU AONONHUTENBHBIMW BONPOCAMMU.

KakoBbl pucKu 3apakeHus 6biTb HOCUTEIEM O4HOrO NaToreHHoro sapuaHta MUTYH?

HekoTopble 13 Balwnx pOACTBEHHUKOB MOTYT Y3HaTb, YTO Y HUX €CTb €ANHCTBEHHbIM NaToreHHbI BapnaHt MUTYH
(HocuTenu). 3T Nloan He MMetoT cuHapoma MAP. OfHaKo, B 3aBUCMMOCTM OT CEMEMHOrO aHamHe3a paka, HocuTenu
MUTYH moryT UMeTb HECKONbKO Boiee BbICOKMI PUCK Pa3BUTUA PaKa TONCTON KULIKKU, NO CPAaBHEHWUIO C HAacesleHUeM B
LesloM.

Foe A mory nonyunTb A0ONONAHUTENbHYIO MHOpMaLUio?

Moxanyicra, obpalaiiTecb K Ham, €M y Bac BO3HUKHYT BONPOCHI MM €CAN Bam MOHAZ06ATCcA AO0NONHUTE bHbIE
pecypcbl. HeKoTopble NtoaM HaxoaaT ana cebs nonesHbiM NoobLaTbCA C APYTMMU N0AbMU C cMHAPOMOM MAP, y
KOTOPbIX eCTb CXOXMe onaceHuns. Mbl byaem pagbl OpraHM30BaTh 4/19 BaC TaKyto BCTPEYY, eC/N Bbl B 3TOM
3aMHTEPECOBaHbI.

Huke npuBeaeH CNUCOK AONONHUTENbHBIX UCTOYHUKOB MHOPMaLUK:
Center for Cancer Risk Assessment
LIeHTp OLEHKM pUCKa Pa3BUTUA PaKOBbIX 3a601eBaHN
Mass General Cancer Center
OHKonornyeckui ueHTp B Mass General
www.massgeneral.org/ccra
(617) 724-1971
American Cancer Society
AMepUKaHCKOe OHKOoIornYeckoe obLLecTso
WwWw.cancer.org
(800) 227-2345
Colorectal Cancer Alliance
A/bAIHC MO KOJIOPEKTaNbHOMY PaKy
www.ccalliance.org
(877) 422-2030 ana noaAep KM NALMEHTOB U YIEHOB UX CEMEN
National Cancer Institute’s Cancer Information Service
HaunoHanbHbIN MHCTUTYT OHKoNOrMK: MHbOpMaLMoHHas cay»ba no Bonpocam pakoBbIX 3ab6oneBaHNi
http://www.cancer.gov/about
nci/cis (800) 4-CANCER
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Fnoccapuii TepMUHOB reHeTUKM paKa:

Knetka: OcHOBHas CTPYKTypHaa M GyHKUMOHANbHAA eamMHMLa N06Oro KMBOro cyllecTBa. Kaxkaan Knetka -
3TO He6ObLIOW KOHTEMHEP C XMMUKATaMM M BOAOM, NOKPbLITbIN MembpaHoi. YesioBeyecKkoe Tesio COCTOUT U3
100 TPUNMOHOB KNETOK, POPMMUPYIOLLMX BCE YACTM OpraHM3Ma, Takme Kak opraHbl, KOCTU U KPOBb.

OHK (DNA Ha aHrn.): [de3oKkcupuboHyknemHoBas Kucnota, uam OHK, - 3To reHeTuyeckuit matepwuan,
nepezaBaembll OT poauTens K pebeHKy, KOTOPbIN COAEPKUT UHCTPYKLLIMM NO PA3BUTUIO, POCTY U exXegHEBHOMY
dYHKUMOHMPOBAHMUIO.

PaHHee BbisBneHue: Mpouecc o6HapyKeHMs pPaKa, KOr4a OH TO/IbKO HauMHAEeT Pa3BMBaTLCA.
FeH: eH - 3TO HeboNbLON yyacToK [HK, coaepsKalmii MHCTPYKLMKU NO onpeseneHnto KOHKPETHOro Npu3HakKa.
Hacnegyemblii npusHak: Xapaktep uan ocobeHHOCTb, NepeaatoLmecs oT POAUTENA K PeBEHKY.

MoXKU3HEeHHbI PUCK Pa3BUTUA paKa: LLIaHC Toro, YTo y YesioBEKa B TEYEHME KU3HU PA30BbeTCA pak. MHoraa 1o
onpeaenaeTca Kak LWaHC pa3BUTUA paka K 75 nam 80 rogam.

MNaTtoreHHbIA BapuaHT: MiameHeHWe B reHe, KOTOPOe He N03BOAAET eMy paboTaTb NPaBUIbHO. TaK»Ke Ha3blBaeTcs
MyTaLnen.

Onepauua No CHUKEHUIO pUcKa: Onepauma No yaaneHuIo 340P0BbIX TKAHEW MW OPraHOB A0
pa3BMTUA paKa. TakxKe Ha3biBaeTcA NpoduIaKTUYECKOM onepaunen.

Ha6noaeHune: CKpMHUHIOBbIE TECTbI AW NPOLEAYPbI, HAaNPABAEHHbIe Ha BbiABNEHUE PaHHMUX NPU3HAKOB
pasBUTMA paKa UM ero BO3BpaLLeHnn (peunamea).

CuHpgpom: Ha6op NPU3HAaKOB N CMMNTOMOB, KOTOPbIE€ MPOABNIAKOTCA BMECTE U XapPaKTEPU3YIOT 3aboneBaHue nam
COCTOAHME 300pP0OBbA.

FeH-cynpeccop onyxonu: Mpu npaBuabHOM paboTe reHbl-Cynpeccopbl Onyxosel NnpesoTBpaLLaloT pa3BuTne
paKa, KOHTPOINPYA POCT KNETOK.
o [eHbl penapaunn HecootseTcTBUA (Mismatch repair — MMR Ha aHra.): CylecTByeT MHOro TUMNOB
reHoB-CynpeccopoB onyxonein, U reHbl MMR — 3TO TO/IbKO 0AMH U3 UX TUNOB. [0 Mepe TOro Kak B
KneTke obpasyetca HoBaa AHK, reHbl MMR nomoratoT npoBepATb HoBble Leno4vkn JHK ans toro,
4YTO6bI BbIABUTL M UCMIPABUTb OLIMGKN.
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