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Mass General Brigham

Mass General Cancer Center

Cungapowm JImaua (Lynch Syndrome Ha aHri.):
udopmanus /i1l ceMei ¢ IIaToreHHbIM
BapUaHTOM B rene PMS2

Llenb AaHHOM NaMATKN — NPeaoCcTaBUTb BaM NOAPOOHYIO MHPOpMaLMIO O pe3ybTaTax
reHeTUYeCKOro TecTa, KOTOPYHO Bbl MOMKETe NPOYNTaTb M 06CYANTb CO CBOMMMU
Nevyalwumm nposangepamu (meapabotHMkamm). Uccnegosatenm 6yayT NnpoaosiKaTb
n3y4yatb reH PMS2, noatomy, noxkanymcra, pa3 B roa obpalLanTecb K CBOUM
npoBanaepam MeauuMHCKUX yCayr, 4yTobbl y3HaTb 0 HOBOWM MHGOPMALLIMKM, KOTOPas
MOKET ObITb Ba*KHa A5 Bac U Y1eHOB Bawen ceMbU. (Fnoccapuin megUUNHCKMX
TEPMUWHOB, NOAYEPKHYTbIX B JAaHHOM AOKYMEHTE, CM. Ha NOC/IeAHEN CTpaHuMLe.)

Y Bac ecTb NaToreHHbli BApUaHT B reHe PMS2. 3To 03Ha4aeT, YTo Yy Bac
eCTb CMHAPOM JIMHYA (TaKKe N3BECTHbIN KaK CUHAPOM HAaCNeaCcTBEHHOTO
He-No/IMNO3HOro KoaopeKTanabHoro paka - HNPCC).

YTo TaKoe HacneacTBeHHbI paKk?

e Pak — pacnpocTpaHeHHoe 3aboneBaHune. OanH ns 3-x xkutenei CLLUA B TeueHMe cBOeN KU3HKU 3abosieeT Tem
VAW UHBIM TUMOM pakKa.

o [pumepHo 5-10% pakosbix 3ab6oseBaHul (4o 1 n3 10) aBnAwTCA HacnenCcTBEHHbIMKU. HacneAcTBEHHbIV pak
BO3HWMKAET, KOTZa Ye/I0BEK POXKAAETCA C MATOre€HHbIM BapUAHTOM (TaK)Ke M3BECTHbIM KaK MyTaLmsA) B reHe,
KOTOpPbI yBEINYMBAET BEPOATHOCTb PAa3BUTMA ONpesesieHHbIX TMNOB paKa. MaToreHHbIM BapnaHT MOXKeT
nepesaBaTbCA U3 NOKOJIEHMA B MOKOJIEHUE.

e  Kak npaBuo, CEMbM C NAaTOreHHbIM BapMaHTOM PMS2 UMELOT O4MH UM HECKO/IbKO M3 Cleaytowmnx NPpU3HaKoB:
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PaK TOACTOM KUWKKU M/MAM NpeapakoBble NoIMMbl TONCTOW KMLLKKM (4acTo BO3HMKaOT 40 50 ner)

PaKk sHgomeTpua (MaTku)

[Jpyrve Tmnbl paka (pakK XenyaKa, AMYHUKOB, TOHKOM KUMKW, MOYEBbIBOAALLMX NYTEN, MO3ra) MOFyT UMETb
MecTo

Nnua c 6onee Yem OAHMM TUMOM paKa, NEPEYNCNEHHbIX Bbille

HecKoNbKO Y1IeHOB CEMbM C PAKOM TO/ICTON KULIKK MAK APYTMMU TUMIAMK PaKa, CBA3AHHbBIMMI C
CUHOPOMOM JIMHYA

PakoBble 3aboneBaHusA, CBA3aHHbIE C CUHAPOMOM JIMHYA, B HECKONIbKMUX MOKONEHUAX CEMbBMU

YTo TaKoe NaToreHHbli BapuaHT?

e  [HK (DNA Ha aHrn.) — 370 HalW reHeTUYecKMii maTepuan, KOTopbli NnepesaeTcs oT poauTens K pebeHky. B
Hel coaepKaTca MHCTPYKL MM NO Pa3BUTUIO, POCTY U GYHKLIMOHMPOBAHUIO HALLEro opraHnsma. FeH — aTto
HebobloM yyacTok [IHK, KOTopbilt BbINOAHAET onpeseeHHyo paboTy B opraHname. HeKoTopble reHbl
onpeaensioT Takne xapakTepHble 0COBEHHOCTK, KaK LBET I/1a3 AN POCT, B TO BPEMA KaK ApYrue reHbl
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CBA3aHbl C HAaWKM 340p0OBbEM.

e Y Kaxgoro 13 Hac ecTb BapMaLMm B reHax, KOTopble 4eNaloT Hac OTANYALWUMUCA APYT OT Apyra. BonbWwKHCTBO
3TUX BapuaLMii He MEHAIOT NPUHLMM PaboTbl HAWKX reHoB. Tem He MeHee, HEKOTopble BapMaumMm MeLuatoT
npasu/bHOM paboTe reHa. Takol TN Bapuauum HasbiBaeTCsA NAaTOreHHbIM BapUAHTOM MU MyTauuen.

I'quemy Ha/n4yume 3Toro NatoreHHoOro BapuaHTa NnpnBoAuUT K noBblilLLEHHOMY PUCKa Pa3BUTUA paKa?
e Pabota reHa PMS2 — 370 npeaoTepalieHme paka. OH Ha3bliBaeTcA FEHOM-CYNPeccopom onyxoan. PMS2 — sto
TUN reHa-cynpeccopa onyxosiei, M3BeCTHbIN Kak reHbl penapaunun HecootsetcTemii AHK. Mpu npaBuabHom
paboTe reHbl-cynpeccopbl Onyxosielt MOMOratoT NPeA0TBPATUTb PaK, KOHTPOIMPYA POCT U AeNIeHUE KNIETOK.

e Y nogen, porKAEHHbIX C NaTOreHHbIM BapMaHTom PMS2, ecTb TO/IbKO 0aHa paboyas Konua reHa PMS2,
NOSTOMY PUCK PaKa Y HUX Bbllle CPeaHEero.

KakoBbl PUCKU Pa3BUTUA PaKa, CBA3AHHbIE C 3TUM NAaTOreHHbIM BapMaHTOM?
e Jltogu, poXKAEHHbIE C NAaTOreHHbIM BapuaHToM PMS2 (y KOTOpbIX ecTb cCUHAPOM JInHYaA), umetoT 6onee
BbICOKME PUCKM ONpeaeneHHbIX BUAOB paka, ONUCaHHbIX B TabauLe HUKe.

Tabnvua: Mo>KU3HEHHbIW PUCK Pa3BUTUA paKa (wwaHc 3a601eTb pakom B N11060e Bpemsa B TeUeHUe KU3HK)

Jlroaun, He umetouwme Jlroaun, y KoTopbixX
reHeTUYeCcKoro NaToreHHOro  ecrtbeeHemuYecKulinamoz2eHHbili
BapuaHTa eapuaHm 2eHa PMS2
PaK TONCTOM KULLIKK 4,2% 8,7-20%*
PaK sHaOMeTpuA (MaTKku) 3,1% 13-26%*

National Comprehensive Cancer Network no oueHKe reHeTU4ecKkoro/cemeiHoro nosbilweHHoOro pucka (Genetic/Familial High-Risk Ha aHr.): PykoBoacteo
no NpoduNaKTUKe KONOPEKTaNbHOTO paKa, sepcua 1.2023

*JTW PUCKM OCHOBAHbI HA J@HHbIX O JIOAAX, KOTOPbIE HE MPOXOAUN PETYAAPHbINA CKPUHUHT U/WKN APpYTVe BUAbI IEYEHUs, TAKME KaK CHUXKAKoLWAs PUCK
onepauus.

o [puBeaeHHble Bbilwe Undpbl NpeacTaBAeHbl B BUAE AMana3oHa. ITo CBA3AHO C TEM, YTO He Bce
ceMbu/oTaeNbHbIE MLA UMEIOT OAMHAKOBYIO CTeneHb PUCKa. Ha cTeneHb prcKa MOTYT BAUATL Takue GpaKTopsl,
KaK OKpy:Katolan cpeaa, obpas XKM3HU, IMYHAA UcTopua 6one3Hn, ceMenHblii aHaMHes paka u gpyrue
reHeTUYECKMNE UM HEM3BECTHbIe GAKTOPbI.

e B HEKOTOpbIX CEMbSAX C CMHAPOMOM JIMHYA TaK)Ke MOXKET ObiTb MOBbLIWEHHbIA PUCK APYrMX BUAOB pPaka,
BK/IIOYAA PaK XKeNyaKa, ANYHUKOB, YKEeNUYHbIX NMyTel, MOYEBbIBOAALLMX NYTEN, TOHKOW KULLIKKU, NOSMKENYA0HHOM
»Kenesbl, MO3ra M npocTaTtbl. B HEKOTOPbIX CEMbAX TaKKe MOMKET ObiTb MOBbIWEHHbIA PUCK Pa3BUTUSA
onpeaeneHHbIX TUMOB ONyX0/iei KOXKM, TaKUX Kak HOBOOOPA30BaHMA CaNbHbIX Kenes.

o Jltogn, poxaeHHble ¢ NaTOreHHbIM BapnaHTom PMS2, Takke umetot NOBbILEHHbIN PUCK pa3sBntnA
npeapaxkosbiX NO2INNOB B TOJ/ICTOM KULLIKe, Ha3blBaeMblX ageHomamu. AgeHoma — 3To Npea-pakosoe
Hosoo6pa303aHMe, M ecnun ero He yganntb, OHO MOXKET NepepacTtn B pak TOJICTOM KULLKMN.

B0O3MOXHO 1M UCNPABUTb NATOreHHbI BApUaHT?

K coxkaneHuto, McnpaBuTb NAaTOreHHbIM BapuaHT reHa PMS2 noka He npeacTaBaseTcs BO3MOXKHbIM. Tem He meHee,
BO3MOHO M3MEHUTb Ballle ieyeHUe M HeKOTopble acreKTbl Ballero obpasa »Ku3Hu. Baw(u) nposaligep(bl)
(meppaboTHUKK) ByaeT(yT) c Bammu paboTaTb, UTOBbI 06CYANUTL 3TU BapUaHTbI M COCTaBUTb NOAXOAALLMA ANA BAC NAaH
MeaMULMHCKOTO yX0Aa.

KakoBbl pekomeHgauum no meauLuHCKomy yxoay?
PeKOMeHAaU,VIM no meanmumHCKoOMy yxoay 3a itoabMu C NaTOreHHbiM BapnaHTOM PMS2 pa3geneHbl Ha TPU KaTeropuun:
HaGIIIOAEHVIe, onepauyua 1 neKkapcrea.
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HabntogeHune:

Lenb HabaoaeHUs (Takxke Ha3biBAeMOro "CKPUHUHIoM") - AMarHOCTMPOBaTb PaK Ha Kak MOXHO 6o/iee paHHel cTaguu.
XOTA yyeHble M BpayM He MOryT NpesoTBpaTUTb PasBUTME pPaKa, OYeHb BaKHbIM (AKTOPOM ABAAETCA paHHee
obHapyeHune. Ecnun pak obHapyKeH Ha paHHel CTaann, BEPOATHOCTb €ro YCMeLwHOoro feveHus byaet Bbiwe. EcTb oyeHb
XopoLne MeToabl HabNAeHUA A1A HEKOTOPbIX, HO He A7 BCEX TUNOB PaKa.

B TabmLe HUKe M310XKEeHbl PEKOMEHAALLMM NO HAabAoAEeHWNIO AN WL, C NAaTOFeHHbIM BapnaHTom PMS2 (afanTupoBaHbl
u3 ny6amkauumn National Comprehensive Cancer Network Genetic/Familial High-Risk Assessment): PykoBoAacTso no
KONopeKTabHOMY paky, Bepcua 1.2023). Obpamume 8HUMAHUe, Ymo 3mo obujue pekomeHOayuu. KoHkpemHsle
pekomeHOayuu 02149 omoesbHbIX NAYUEHMo8 U cemeli Mo2ym pasau4amecs.

Tun paka PekomeHaauumn no HabnogeHunIo

Pak ToncTom KULLIKK

KonoHockonus, B Bo3pacTe 30-35 neT (Man paHblue, Ucxoas us
cemeiHOro aHamHesa); noBTopAnTe Kaxable 1-3 roaa.

PaK sHoOoMmeTpuA (MaTku)

JloKkaszaHHaa nonb3a CKPUHKUHIA OTCyTCTBYET. PaccmoTpuTte
BO3MOXHOCTb NPOBEAEHUA BUOMNCUM IHOOMETPUA KaxKable 1-2
roga, HaumHasa c sospacta 30-35 ner.

BblCTpOe pearMpoBaHMe Ha CMMMITOMbI (Hanp. aHoOManbHoe
KpOBOTEYEHUE)

PakoBble 3a601eBaHUA KeNyAKa U BEPXHUX
otaenos KT (TOHKOro KullieyHuKa)

YUnTbIBasA IMYHBIN U CEMENHbIA aHaMHEe3, paccMmoTpuTe
BO3MOXHOCTb NPOBEAEHUA BEPXHEN SHAOCKONUM Kaxable 2-4 roaa,
Ha4mMHaA ¢ Bo3pacta 30-40 ner.

Pak AanyHuKos

[oKasaHHaA No/b3a CKPUHWUHIA OTCYTCTBYET.

MocTosHHOe HaboaeHue y rMHeKonora. bbicTpoe pearmpoBaHue
Ha CUMNTOMBbI (HanNpMMep, B34YTUE KUBOTA).

Pak anuTenns mo4eBbIBOAALLMX NYyTEN

JoKa3aHHaA No/b3a CKPUHWMHTA OTCyTCTBYET. McxoaAa U3 cemenHoro
aHaMHe3a, PaCCMOTPUTE eXKerofHbli aHaIM3 MOYM, HAYNHAA B
Bo3pacte 30-35 ner.

Pak ueHTpasbHOW HEPBHOM CUCTEMbI

ObyyeHue, Kacatoweecs NPU3HAKOB U CUMMTOMOB
HEBPONOIMYECKOro paka C bbICTPbIM pearnpoBaHMem Ha CUMMTOMbI.

Pak noaenyaouHou Kenesbl

Jlnuam, y KoTopbix B CEMEMHOM aHaMHe3e bbin pak
noasKenyAo4HOW Kenesbl, cnegyet 06cyanTb MHAMBUAYA/IbHbIE
pPEKOMEHZALMN NO CKPUHUHTY NOAKENYAO0YHOM Keesbl CO CBOMMMU
nposangepamun (MeapaboTHUKaMM).

Pak npoctatbl

OcHOBbIBaACb Ha CEMeMHOM aHaMHe3e, HauYHUTe MPUHUMATb
COBMECTHbIE pPelleHMs O CKPMHUHTE paKa NpocTaTbl B Bo3pacTte 40
NIET M PACCMOTPUTE BO3MOXHOCTb NMPOBEAEHNA CKPUHMHIA Pa3 B
rod, a He pas B ABa roga.

Onyxonu Koxu

PekomeHAyeTcA OCMOTP KOXKM Kaxkable 1-2 roga y nposaiigepa
(MeppaboTHMKA), Y KOTOPOTrO eCTb HaBbIKW BbIABAATL KOXKHbIE
NPOABAEHUA, aCCOLMMPOBAHHbIE C CMHAPOMOM JIMHYa. Bo3pact
Ha4ana HabalaeHNA ABNAETCA HEONPeaeNeHHbIM U MOXET BbITb
WMHAWBUAYANN3NPOBAH.
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OnuMKN CHUMKAIOLLMX PUCK ONepauunii:

Llenb cHU»KaloWen pUcK onepaLmm COCTOMT B YMEHbLUEHUWN PUCKA Pa3BMTMA paKa NyTem yganeHus 340p0BOM TKaHM Ao
pPa3BMTUA B HEW paKa. ITO TaK»Ke HasblBaeTcs NpodunakTmyeckomn onepaymeit. CHMXKalowasn puck onepaums He
WCK/IOYaeT WaHC 3a60/1eTb PaKOM, HO 3HAUYUTENbHO CHUMXKAET TaKOM LIAHC.

McTepakToMua: ITa onepauma yaanseT MaTky, YTobbl CHU3UTb PUCK PA3BUTUA paKa IHAOMETPUA (paka
C/IM3KUCTON 060104KM MaTKK). TUCTEPIKTOMMIO CnepyeT 06CyauTb CO BCEMU NaLMEHTaMU — HOCUTENAMM
NaToreHHoro BapuaHTa PMS2. Te, KTO NnaHUPYeT MMETb AeTel, MOTyT PacCMOTPETb 3Ty onepauuto nocne
NpeKpaLeHnn 4eTopoXKaAeHUA.

CHMXKalOLWan pUCK ABYCTOPOHHAA canbnuHroopopakromua (RRBSO): ITo onepaums nNo yaaneHuno SUYHUKOB U
MaTOYHbIX TPYD A8 CHUXKEHUA PUCKA PaKa ANYHUKOB. Bpems nposegeHns RRBSO 401KHO BbITb
MHOMBUAYANbHBIM, UCXOAA U3 TOTO, 3aBEPLUEHO NN AETOPOXKAEHUE, IMYHON MEANLNHCKOW UCTOPUN U
cemeiHoro aHamHesa. [laxke nocne onepaumm RRBSO Bce eule cywectsyeT Hebonblomn (1%-5%) puck peakoro
TWMNa pakKa, Ha3blBAeMOro NepBUYHbIM PaKoOM BPIOLWMHBI (paK BpOWHOW NOAOCTH, KOTOPbIN BeaeT cebs KaK pak
ANYHUKOB).

Konskromusa: 31a onepauuna yganaet BCO U1X 4acCTb TONICTOM KULLIKK (TOJ'ICTbIl:i KVILUE‘-IHVIK), YTO6bI CHU3UTL PUCK
PaKa TONCTOM KULIKKM KonaKTommna obbIuHO HEO6XOAVIM8, KOoraa y 4enoseKka noAasadaeTca 60/bLLOe KONNYECTBO
noannos, C KOTOPbIMU HEBO3MOXHO CMPaBUTbCA TOJIbKO C NOMOLBbIHO KO/ZTIOHOCKONUNA. CpOKVI nposeneHnUA
KON3KTOMMM 3aBUCAT OT BO3pacTa, KOAMUYecTBa NOANNOB U Apyrux GpakTopos. ITa onepauusa MoXeT bbiTb
TaKXe peKkoMeHA0BaHa NauneHTam, Y KOTOPbIX Pa3BUCA PaK TOICTON KUWKM U eCTb CUHAPOM JTMHYa.
EcTb pasnuuHble BUABI NpoLEeayp YAaNeHUsA TONCTON U/MAn NPAMOW KMLWKK, KOTopble cneayeT
06CyaNTb C racTPO3HTEPONOTOM U CNeLManbHO 0ByYeHHbIM XMPYProm. BoAbLIMHCTBO onepaLmi
KOJISKTOMUU He TpebyoT NOCTOAHHBIN BHELUHUIA MELLOK.

MeaukameHTbl (XMmuonpodpunakTuka):
B HEKOTOPbIX C/Iy4aAX MOTyT 6bITb nponuncaHbl NeKapcTea, CHUXKakowmne BepoOATHOCTb Pa3BUTUA PaKa.

AcnupuH: MiccnegoBaHme NOKasblBaeT, YTO aCNUPUH MOXKET CHU3NTb BEPOATHOCTb paKa TO/ICTOM KULLIKK Yy I'IPOLI,EIZ
C cMHApPOMOM JInHYa. Tem He meHee, ele MHOroe NpeacTouT y3HaTb 06 ncnonb3oBaHUK npenapata sulindac Yy
I'II-OLI,ef/'I C CMHAPOMOM JIMHYa, U OH MOXKeT I'lO[l,OVITVI BaMm, a MOXKeT 1 HeT. pumeHeHUe acnupuHa NOAXOAUT He
BCeéM, U ero He chegyet npuHMMmaTb 6e3 npeABapMTeanoﬁ KOHCy/bTauuu € revyaljmum spavyom.

K Komy mHe cneayet o6paTuUTbCA 3a Me4ULUHCKMM yXxogom?

BayKHO HalTW Nevalumx NpoBainaepos (MeapaboTHUKOB), KOTOPbLIM Bbl AOBepAeTe, A1A A0ATOCPOYHOTO NoC/AeayoLLero
HabntogeHuA. YacTb 3TUX YCIYT MOTYT OKasbiBaTb BaLLM leyalume Bpayun. B HEKOTOPbIX CIyYanX BaM MOXKET
noTpeboBaTbCA NOCELLEHNE Bpayeld, NpoLeawmnX cneumanbHyo Noarotosky Mpu HeobXoAMMOCTM Mbl ByLem paabl
HanpaBuTb Bac K cneunanmcrtam B Mass General.

Kak s mory BecTtu 340p0BbIi 06pa3s }KU3HU, YTOObI CHU3UTb PUCK Pa3BUTUA paKa?

Kaxkgblih yenoBek goNKeH BECTU 340p0BbIN 06pa3 KM3HWU, HO 3TO MOXKET ObITb ele 60/iee BaXKHO ANA Ntoaewn ¢
NOBbILLIEHHbIM PUCKOM Pa3BUTUA paKa. Mo AaHHbIM AMEPUKAHCKOro oHKolormyeckoro obuiectsa (American Cancer
Society Ha aHrn.), 340p0BbIi 06Pa3 KU3HWN BKAIOYAET:

)
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OTka3s oT Tabaka.

MNoapeprkaHue 340p0BOTO Beca.

PerynapHble 3aHATUA GU3NYECKMMU YNIPANKHEHUAMM.

CobntoageHne 340poBON AMETbI C ynoTpebeHnem 4OCTaTOYHOro Koinyectsa GPyKTOB M OBOLLEN.
OrpaHuyeHune ynotpebneHua ankoronn Ao 1-2 ankoronbHbIX HANUTKOB B AEHD.

3alumMTa BalLen KOXKM U rNas oT CONHLA.

3HaHWe CBOEro opraHM3Ma, a TaK»Ke CBOei U ceMelHOM UCTopumM 6oNe3HM 1 BalLMX PUCKOB.
PerynapHble 06cnenoBaHMA U CKPUHUHTOBbIE TECTbI HA PaK.
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KakoBbl WaHCbl TOro, 4YTo y 4YneHos Moel cembyU TOXKe ecTb NaToreHHbIM BapMaHT?

e  Bawmwu getn: Kaxkabiit U3 Balwmx geteit umeeT 50% wwaHC yHacneaoBaTb HOpMabHyto (pabouyio) Konuio reHa
PMS2 n 50% waHc yHacnenoBaTb NaTOreHHbI BapMaHT reHa PMS2 (Hepabouyto Konuto). MaToreHHble BapuaHTbl
PMS2 He cBA3aHbl C paKOBbIMM 3a60/1€BaHMAMM B AETCKOM BO3PACTe U HE U3MEHAT NNaH MeULMHCKOro yXxoaa
[0 Bo3pacTta 20-25 nert. MoaTomy TecTupoBaHue aeTeit (HeCOBEPLUEHHONETHMX, A0 18 NeT) Ha NaToreHHble
BapunaHTbl PMS2 He peKomeHAayeTCA.

o B oueHb peakux cayyasnx, koraa oba pogutens ABAAKOTCA HOCUTENAMM NaTOreHHOro BapuaHTa PMIS2,
pebeHOoK MoXKeT yHacnenoBaTb 3aboneBaHue, HasbiBaemoe KOHCTUTYUMOHaAbHbIN aeduunt
penapaumn paccornacoBaHusa (Constitutional Mismatch Repair Deficiency — CMMRD Ha aHra.)
Ob6paTtuTecb K CBOEMY reHEeTUYECKOMY KOHCY/IbTaHTY, €C/1M Yy BacC eCTb BOMNPOChI UM OMaceHua no
nosoay 6onesHn CMMRD.

e Bawwu 6patba 1 cecTpbl U Apyrue poacTBEHHUKU: B 60/1bLIMHCTBE ClyyaeB 6paTba U CECTPbI YEIOBEKA C
naToreHHbIM BapuaHToM PMS2 nmetoT 50% LaHC TOro, YTo y HUX DyZeT TaKOM e NaToreHHbI BapuaHT.
Kpome Toro, fpyrve yneHbl cemby (Hanpumep, poamTenu, ABOOPOLHbIE 6paTbaA U CecTpbl, TETU U AALM)
TaKKe MoryT 6bITb NOABEPKEHBI PUCKY MMETb 3TOT NATOrEHHbIM BapUaHT.

e NMnaHuposBaHue cembm: /llogm ¢ NaToreHHbIMKU BapmaHTamm PMS2 moryT umeTb OnaceHnA o nepegaye
natoreHHoro BapmaHta PMS2 pebeHKy. CyLecTBYIOT penpoayKTUBHbIE OMNUUM, KOTOPbIE MOXKHO
MCNONb30BaTb A5 CHUXKEHUS LWAHCA Nepeaayn naToreHHoro BapuaHTa PMS2 pebeHky. Ecnm Bbl XoTuTe
y3HaTb 60/ble 06 3TUX onuuax, obpaTUTeCh 3a HanpaB/eHUEM K CBOEMY FreHETUYECKOMY KOHCYbTaHTY.

B nMcbMe OT BalLero reHeTMYeCKOro KOHCY/IbTaHTa, AaHbl 60/1ee KOHKPETHbIE PEKOMEHAALLMM O TOM, Kakue
POACTBEHHUKM ABAAIOTCA KaHAMAATAMM HA reHeTUYecKoe TecTupoBaHue. OgHaKo, Noxanyicra obpawanTecs K Ham
C NO6LIMKU LONONHUTENBHBIMU BONPOCAMMU.

Foe A mory nony4ynTb A0NO/IHUTE/NIbHYIO UHGOpPMaLuio?

MNoxkanyiicTa, obpalLaiiTeck K Ham, eC/IN Yy Bac BOSHUKHYT BONPOCHI MW €ClM BaM NOHago6aTca AONOIHUTENbHbIE
pecypcbl. HekoTopble Ntogn HaXoAAT NONE3HbIM MOrOBOPUTL C APYIMMU NHOLbMU C MATOTEHHbIMKW BapuaHTamu PMS2, y
KOTOPbIX eCTb NoAobHble onaceHus. Mbl bygem pagbl OPraHNM30BaTb A5 BaC TaKyo BCTPEYY, €CAN Bbl B 3TOM
3aMHTEPECOBAHbI.

Huke npuBeaeH CNUCOK AONONHUTENbHBIX UCTOYHUKOB MHOPMaLUK:
Center for Cancer Risk Assessment
LLeHTp OUEHKWN pUCKa pa3BUTUA PAKOBbIX 3a601eBaHN
Mass General Cancer Center
OHKONOrnyeckuit LeHTp B Mass General
www.massgeneral.org/ccra
(617) 724-1971
American Cancer Society
AMepUKaHCKOe OHKO/I0rMYeckoe o6LLecTBO
WWW.cancer.org
(800) 227-2345
AliveAndKickn
Haworth, NJ 07641
aliveandkickn.org
Lynch Syndrome International
https://rarediseases.org/non-member-patient/lynch-syndrome-international/

Fnoccapuii TepMUHOB reHeTUKU paKa:
e Knetka: OcHOBHas CTPYKTYpHaA U GYHKUMOHaNbHAA eanHuLa Ntoboro Kueoro cywectsa. Kaxaaa Knetka -
3TO HEGONbLIOM KOHTEMHEP C XMMMUKATAaMM U BOAOM, NOKPbLITbIM membpaHoi. YenoBeyeckoe Teno COCTOUT 13
100 TPMAAMOHOB KNETOK, GOPMUPYIOLLMX BCE YAaCTM OPraHN3Ma, TaKMe KaK OpraHbl, KOCTU U KPOBb.

=)

-5- PMS2_2023

ll


http://www.cancer.org/
http://www.massgeneral.org/ccra
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OHK (DNA Ha aHra.): [Je3oKcupuboHykneMHoBasa Kucnota, wuam [JHK, - 3To reHeTuuyeckuit matepuan,
nepesaBaemblil OT poaUTeENs K pebeHKY, KOTOPbIN COAEPKUT MHCTPYKLMU NO Pa3BUTUIO, POCTY U eXXeaHEeBHOMY
GYHKLMOHMPOBAHMIO HaLLero opraHM3ma.

PaHHee BbiaBneHue: MNpouecc 06HapyeHUA paKka, Koraa OH TONIbKO HaYMHaEeT pa3BUBaTbLCA.

FeH: l'eH - 310 HebonbLwoN yyacTok AHK, KOTOpbIN COAEPKUT MHCTPYKL MM No GOpMUpPOBaHUIO cneunduyeckoro
npu3sHaka.

Hacnepgyemblii npu3HaK: XapaKktep uav 0COBeHHOCTb, KOTopas Nnepeaaerca OT POAUTENs K pebeHKy.

Mo)X13HeHHbIN pUCK 3a60neBaHUA pakom: LLIaHC TOro, YTO y YeIOBEKA B TEYEHWE €T0 UU €€ KU3HU
pa3oBbeTcA paKk. MHoraa sTo onpegenaeTca Kak WaHC pa3BuTmna paka K 75 namn 80 rogam.

MaToreHHbI BapuaHT: I3meHeHWe B reHe, KOTopoe He No3BoaAeT eMy paboTaTb NpaBMAbHO. TaKKe Ha3biBaeTcs
MyTaumen.

Onepauums, cHUKaowas puck: Onepaums No yaaNeHUIo 340Pp0BbIX TKAHEN MW OPraHOB A0 PAa3BUTUA
paka. Tak»Ke Ha3blBaeTca NpodpunakTMYeckomn onepaymen.

Ha6noaeHune: CKPUHUHIOBbIE TECTbI AW NPOLLEAYPbl, HANPaBAEHHbIE Ha BbiBEHWE PAaHHMX MPU3HAKOB
pa3BUTMA paka UK ero Bo3BpalleHus (peumansa).

CuHgpom: CnuHapom: Habop NpM3HaKOB M CUMMNTOMOB, KOTOPbIE NPOABAAIOTCA BMECTE M XapaKTepUsyoT
3a60/1€BaHMe MAN COCTOSHUE 340POBbA.

FeH-cynpeccop onyxonu: Mpu npasmabHON paboTe reHbl-Cynpeccopbl ONyxosei NnpesoTBpaLlaoT passuTne
paKa, KOHTPOINPYA POCT KNETOK.

o [eHbl penapaunn HecooTseTcTBUA (Mismatch repair — MMR Ha aHra.): CylecTByeT MHOroO TUMNOB
reHoB-CynpeccopoB onyxonen, u reHol MMR — 3TO TONbKO 0A4MH 13 HUX. [0 Mepe TOro KakK B KNeTke
obpasyetca HoBasa AHK, reHbl MMR nomoratoT npoBepATb HoBble Lenodkn AHK ana Toro, 4tobbl
BbISIBUTb M UCMPaBUTb OLLIMOKM.
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