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Mass General Brigham

Mass General Cancer Center

Cunzpom JIunua: MHpoOpManusa ajis CeEMeN ¢
[IaTOreHHBbIM BapUaHTOM B rene MSH2

Llenb AaHHOW NamMATKM COCTOUT B TOM, YTOObI NpeaocTaBnTb Bam NoApobHYo
nHpopmaLMio O pe3ybTaTax Ballero reHeTUYECKOro TecTa, KOTOPYHO Bbl MOXKeETe
nNpoYUTaTh N 0H6CYAUTL CO CBOMMU MEAUNLMHCKMMUM NpoBaigepamun. Mccnepgosatenu
6yayT npoaonrKaTb M3ydaTb reH MSH2, nosatomy, noxkanyiicra, pa3 B rog obpauiaiitech
K CBOMM MeANLIMHCKUM npoBanaepam, 4tobbl y3HaTb 0 HOBOW MHPOPMALMK, KOTOpanA
MOXKET ObITb BaXKHa A5 BaC M YNeHOoB Ballen cembM. (MoxKanyincra, 03HaKOMbTECH C
rnoccapmvem meaAnLUMHCKUX TEPMUHOB, NOAYEPKHYTbIX Ha NOCNeAHEN CTpaHULE
NAHHOro AOKYMEHTA.)

MNaToreHHble BapuaHTbl B reHe EPCAM npuBoaAT K BblkatovyeHuto reHa MSH2 s
pe3ynbTaTe npouecca, Ha3blIBaeMoro MeTuInpoBaHmMem NnpomoTtopa. MNaToreHHble
BapuaHTbl B reHe EPCAM 0Ka3blBalOT TaKOe e BANAHME Ha OPraHU3M U PUCK pa3BUTUA
pPakKa, KaK 1 naToreHHble BapuaHTbl B reHe MSH2.

Bbl ABNAeTeCb HOCUTE/IEM NAaTOreHHOro BapuaHTa reHa MSH2. J1o
O3HayaeT, YTo Y Bac eCTb CUHAPOM JIMHUA (TaKKe U3BECTHbI KaK CUHAPOM
HacNeACTBEHHOrO He-NOJIMNO3HOro KosopekTanbHoro paka (HNPCC)).

YTo TaKoe HacneaCcTBeHHbIM pak?
e Pak — pacnpocTpaHeHHoe 3abosieBaHue. Kaxagbiin 3-i xuTenb CLUA B TeueHMe CBOEN KU3HU CTPadaeT TEM UK
WHbIM BUAOM pakKa.

o [lpumepHo 5-10% pakoBbix 3abonesaHuii (4o 1 3 10) ABNAOTCA HAaCNeACTBEHHbIMWU. HacneACcTBEHHbIV paK
BO3HWMKAET, KOTZa Ye/I0BEK POMKAAETCA C MATOrE€HHbIM BapUAHTOM (TaK»Ke M3BECTHLIM KaK MyTaLmsA) B reHe,
KOTOPbIV YBE/IMYMBAET LLAHC PAa3BUTUA ONpeaeieHHbIX TUNOB paKa. NaToreHHbIN BapnaHT MoXeT
nepesaBaTbCs U3 NMOKOJIEHNA B MOKOJIEHUE.

e  KaKk npaBuno, cembM ¢ NaToreHHbIM BapMaHTom MSH2 nmetoT oguH nau 6onee us cnepyowmx NpusHaKos:
O PaK TONCTOW KMLIKKM /MK NpeapakoBble NOANMbI TOACTON KULWKK (4acTo BO3HMKatoT 4o 50 neT)

PaK sHaomeTpua (MaTku)

PaK xenyaka (enyaouHo-KMLWeYHoro TpakKTa)

Pak An4yHMKoB

Jnua c 6onee yem 04HMM TUMOM paKa, NepeYnC/eHbl Bbile

HecKoNbKO YIEHOB CEMbM C PAKOM TOJICTON KMLIKK WM SPYTMMU TUNIAMK PaKa, CBA3AHHbIMM C

CUHOPOMOM JIMHYA

o PakoBble 3aboneBaHuA, cBA3aHHbIE C CUHAPOMOM JIMHYA, B HECKONbKMUX MOKONEHUAX CEMbBMU
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UTo TaKoe naToreHHblii BapuaHT?

e  [OHK (DNA Ha aHrn.) — 3To reHeTMYeCcKnin maTepuasn, KoTopbl NepeaaeTcs oT poauTens K pebeHKy. B Heit
CoAeprKaTca MHCTPYKLUMM NO PasBUTHIO, POCTY U QYHKLMOHMPOBAHMIO HaLLero opraHusma. [eH — 3To
HeboblwoM yyacTok [IHK, KOTopbiit BbINOAHAET onpeaeseHHyo paboTy B opraHname. HeKoTopble reHbl
onpeaensioT Takne xapakTepHble 0COBEHHOCTH, KaK LBET I/1a3 UAKN POCT, TOr4a KaK ApYyrue reHbl CBA3aHbl C
HaLIWM 34,0P0BbEM.

o Y BCex Hac ecTb Bapuauum B reHax, KOTopble 4eNatoT HaC OTIMYAOLWMMUCA APYT OT Apyra. BoabWKWHCTBO 3TUX
Bapmau,mﬁ HE MEeHAT NpuHUUn pa60TbI Hawwux reHoB. OA4HAKO HEKOTOpPbIE BapuaLmn He NO3BONAIOT reHam
pa60TaTb NpPaBWAbHO. OTOT TUN BapuaLMKn Ha3bIBaeTCA NAaTOreHHbIM BAPMAaHTOM UAN MYTaLLMeﬁ.

I'quemy Ha/inyme 3Toro NnaToreHHOro BapmaHTa NoBbIlWaeT PUCK PaA3BUTUA paKa?
e Pabota reHa MSHZ2 3aknto4aeTtca B NnpeaoTBpalleHnn pa3BuTnA paka. OH Ha3bIBAeTCSA FTeHOM-CYNpPEeccCopPoMm
onyxoaun. MSH2 — 3To TN reHa-cynpeccopa onyxosaen, U3BeCTHbIM KaK reHbl penapaumm Hecootsetcteuii AHK.
Mpu NpaBuUIbHOM paboTe reHbl-Cynpeccopbl OMNyxXo/iei NoMOoratoT NPeAoTBPaTUTL Pa3BUTHE PaKa,
KOHTPO/IMPYA POCT U AeNeHNe KNeTOoK.
e Y noaen, porKAEHHbIX C NaTOreHHbIM BapMaHTom MSH2, ecTb TONIbKO ogHa paboyan Konus reHa MSH2,
NOSTOMY PUCK PA3BMUTUA PaKa y HUX BbllLe CpesHero.

KaKoBbl pUCKU pa3BUTUA pPaKa, CBA3AHHbIE C 3TUM MaTOreHHbIM BapMaHTOM?

e Jlioam, poXKAeHHbIe C MaToreHHbIM BapnaHTom MSH2 (y KOTOpbIX eCTb CUHAPOM JIMHYA), NOABEPIKEHDI
60onbLIEMY PUCKY OnpeseneHHbIX BUAOB paKa, ONMCAHHbIX B Tabanue HUXe.

Tabanua: NoXKU3HEHHbIW PUCK Pa3BUTUA paKa (waHc 3a60/1eTb pakom B 1t060e BpemMsi B TeYEHUE }KU3HMU)

JNioau, y KoTopbIx HeT JNioam, y KOTOpbIX ecTb
NaToreHHOro BapuaHTa MSH2 natoreHHbI
BapuaHT

PaK TONCTOM KMLWKM 4.2% 33-52%*

PaKk sHgomeTpua (MaTku) 3.1% 21-57%

FacTpuyecknit pak (xkenyaka) 0.8% 0.2-9%

PaK anyHunKos 1.1% 8-38%

PaK »enuHbix NPOTOKOB HepoctynHo 0.02-1.7%

Pak noyeyHom IOXaHKN U/ MOYETOUYHMKaA HepoctynHo 2.2-28%

Pak moueBoro nysbipa 2.3% 4.4-12.8%

PaK TOHKOM KULLKK 0.3% 1.1-10%

Pak mo3ra/ueHTpanbHON HepBHOM CUCTEMbI 0.5% 2.5-7.7%

PaK nopgenypo4yHom xenesbl 1.7% 0.5-1.6%

MpocTaTa 12.6% 3.9-23.8%

National Comprehensive Cancer Network no oueHke reHeTM4eckoro/cemeiiHoro nosblweHHOro pucka (Genetic/Familial High-Risk Ha aHra.): PykosoacTtso
no npo¢uNaKTUKe KONOPEKTabHOTO paKa, Bepcua 1.2023

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

e [lpuBeaeHHble Bbille UndpPbI NpeacTas/eHbl B BUAE AMana3oHa. ITO CBA3aHO C TeM, YTO He Bce
ceMbu/oTaeNbHbIE MLA UMEIOT OAMHAKOBYIO CTeneHb PUCKa. Ha cTeneHb pUcKa MOTyT BIMATb OKPY»KatoLwas
cpena, 06pas KU3HU, IMYHAA UCTopUa 601e3HU, CEMENHbIN aHaMHe3 paKa U Apyrue reHeTUYeckne unm
HeusBecTHble GpaKTopbI.

B HEKOTOPbIX CEMbAX TaKKe MOXKET ObITb MOBbILEH PUCK PA3BUTUA ONpeaeneHHbIX TUNOB ONyX0/el KOXM, TAKUX KaK
HOBOODOPA30BaHMA CaslbHbIX Xenes.
e Jlioam, poXaeHHbIe C MaToreHHbIM BapnaHTom MSH2, Takke MMetoT bonee BbICOKUI PUCK pa3BUTUSA
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NpeapakoBbIX MONMOB B TO/NCTOM KULIKE, Ha3blBaeMblX ageHoOMamMn. AgeHoma — 3T0 npea-pakosoe
HOBOO6GPa30BaHMeE, U €C/IN €ro HE YAAINTb, OHO MOKET NEePepacTy B PaK TOICTON KMLLKK.

B0O3MOXHO 1M UCNPABUTb NATOreHHbI BApUaHT?

K coxkaneHuto, UcnpaBuTb NAaTOreHHbI BapuaHT reHa MSH2 noKa He npeAcTaBAAeTC BO3MOXKHbIM. Tem He meHee,
BO3MOKHO M3MEHUTb Ballle JIeYeHMe M HEeKOTOopble acreKTbl Ballero obpasa *KM3Hu. Baw nposaiiaep(-bl) (MeapaboTHUK)
06CcyaNT C BAMM 3T ONUMKN U COCTAaBMT NOAXOAALLMI A1A BAC NAaH MeAULUHCKOrO o6cayKnBaHus.

KaKoBbl pekomeHgauum no meauuuHCKomy yxoay?
PekomeHgaumMm No meamMLMHCKOMY YyXO4y 3a JIl0AbMM C NAaTOreHHbIM BapuaHToM MSH2 pasaeneHbl Ha TPY KaTeropumu:
HabnoaeHne, onepauma 1 eKapcTea.

HabntogeHune:

Llenb HabawaeHUA (Tak»Ke Ha3biBAEMOTO "CKPUHMHIOM") - AMArHOCTMPOBATb PAK Ha Kak MOXKHO bonee paHHel cTaguun.
X0Ts yyeHble 1 Bpauu He MOryT NpeAoTBPaTUTL pPa3BUTME paKa, paHHee obHapyKeHWe ABNAETCA BaXKHbIM GpaKTopoM.
Ecnv pak obHapyXeH Ha paHHen cTaguu, BepOATHOCTb €ro YCnewHoro sedeHuns 6yaer sbiwe. ECTb o4eHb Xxopowue
meToapbl HabNAEHUA AN HEKOTOPbIX, HO He 415 BCEeX BUAO0B paKa.

B TabmLe HWUKe AaHbl peKOMeHAauMM No Habno4eHUo ANA WL, C NAaTOreHHbIM BapuaHTom MSH2 (aganTupoBaHbl U3
ny6avkaumm National Comprehensive Cancer Network Genetic/Familial High-Risk Assessment: PykoBoacTso no
npodunakTUKe KONOPEKTaNbHOTO paka, Bepcua 1.2023). Moxcanylicma, obpamume 8HUMAHUe HA Mo, Ymo 3mo obwue
pekomeHOayuu. KoHkpemHsle pekomeHOayuu 0118 omoesnbHbiX NAUUEHMo8 U cemeli Mo2ym pas3anu4amecs.

Tun paka PekomeHaauumn no HabnogeHunio

Pak TONCTOM KMLWKK KonoHockonus, HaunHas B Bo3pacTte 20-25 neT (Mnum paHblue,
NCX04s U3 CeMelHOro aHaMmHesa); NoBTopANTe Kaxable 1-2 roaa.

Pak sHaomeTpua (MmaTku) Joka3aHHaA nonb3a CKPUHMHIA OTCYTCTBYET. PaccmoTtpute
BO3MOYHOCTb NPOBEAEHUA BUOMNCUM SHAOMETPUA Kaxable 1-2
roga, HaunHasaA ¢ sospacta 30-35 ner.

BbicTpoe pearMpoBaHMe Ha CMMMITOMbI (Hanp. aHOManbHoe
KpOBOTEYEHME)

Pakosble 3a6onesaHus me%y,qxa QiECRXIX YUnTbIBaA NYHBIV U CEMeViHbIN aHaMHe3, PacCMOTpUTE
otaenos KKT (pakosbie 3a60/1€8aHNA TOHKOTO BO3MOYXHOCTb NPOBEAEHNUA BEPXHEN IHA0CKONUM KaKable 2-4
KMLWe4HWKa) roga, HaumHas ¢ 30-40 ner.

PaK AMYHUKOB [loKasaHHas Mo/ib3a CKPMHUHIa OTCYTCTBYET.

TwaTtenbHoe HabntogeHMe y rTMHeKonora. bbicTpoe pearnpoBaHue
Ha CUMNTOMbI (Hanpumep, B34yTUE KMBOTA).

[na naumeHTOoB, Y KOTOPbIX He Bbl/I0 CHUXKAIOLLEN PUCK onepaLmm
Ha AMYHMUKAX, PACCMOTPMUTE NPOBEAEHME TPAHC-BarMHaabHoro Y3u
M aHanu3a Kposu Ha CA-125.

PaK snuTenna mo4esbIBOAALLMX NyTen Mcxoaa 13 cemeiHOro aHamHesa, pacCMOTPUTE eXKerofHbli
aHanm3 moymn, HaumHasa c 30-35 ner.

PaK LeHTpanbHOW HEPBHOM CUCTEMBI O6yyeHue, Kacatoleecs NPM3HAKOB U CUMNTOMOB
HEeBPOIOrMYECKOro paKka ¢ bbICTPbIM pearnpoBaHuem Ha
CUMMTOMBI.

Pak nogkenyaouHow xenesbl Korga npumeHuMmo, obcyanTte NpUHLMNbLI CKPUHWHIA paKa
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NoAsKenyAoYHOM }Kenesbl C Balnm Nevalum nposangepom
(meapaboTHMKOM), HaunHana ¢ 50 neT (MK paHblue, UCXoan U3
cemelrtHOro aHamHesa).

Pak npocratbl OCHOBbIBAACb Ha CEMENHOM aHaMHe3e, Ha4YHUTe NPUHMMaTb
COBMECTHbIE PELUEHUA O CKPUHUHIE paKa npocTaTbl B 40 neT u
paccMoTpUTE BO3MOMKHOCTb NPOBEAEHUA CKPUHUHIA pas B rog, a
He pas B ABa roaa.

KokHble Onyxonm PaccmoTpuTe ocMOTp KOXM Kaxkable 1-2 roga y npoBangepa
(mepnpaboTHUKA), y KOTOPOro ecTb HaBblKM BbISIBATb KOXKHblE
NPOoABAEHUA, aCCOLMUPOBAHHbIE C CMHAPOMOM JIMHYa. Bo3pacT
Haya/sa HabnaeHNs ABNAETCA HeonpeaeneHHbIM U MOXKET bbITb
WHANBUAYANN3NPOBAH.

Onuumn CHUXKAOLWEN PUCK onepauun:

Llenb cHUKaloLWen pUCK onepaLmm COCTOUT B YMEHbLUEHUWN PUCKA PAa3BUTMA paKa NyTem yaaneHus 340p0BOM TKaHU Ao
pPa3BMTUA B HEW paKa. ITO TaK»Ke HasblBaeTcs NpodunakTmyeckomn onepaymeit. CHMXKalowasn puck onepaums He
WCK/IIOYaEeT WaHC 3a60/1eTb paKOM, HO 3HAYUTENbHO CHUXKAET TAaKOM LIAHC.

McTepakTomma: dTa onepauma yganser mMaTky, YTobbl CHM3UTb PUCK PasBUTUA paKa sHAOMeTpuA (paka
CIM3UCTON 060N0UYKM MaTKK). TMCTEPIKTOMUIO creayeT obCcyauTb CO BCEMM MaUMEHTaMM — HOCUTENAMM
naToreHHoro BapuaHta MSH2. Te, KTO NAaHWUpyeT UMeTb AeTel, MOTyT PacCMOTPETb 3Ty onepauuio nocne
NpeKpaLeHnn LeTopoXKaAeHUA.

CHMXKAIOLW,AA PUCK ABYCTOPOHHAA canbnuHroogpopakromua (RRBSO): 3To onepaums no yaaneHmo anyHUKoB U
MaTOYHbIX TPYD A8 CHUXKEHUSA PUCKA Pa3BUTUA paKa ANYHMKOB. Bpemsa nposeaeHus RRBSO gonkHo 6biTb
MHOMBUAYANbHBIM, UCXOAA U3 TOTO, 3aBEPLUEHO NN AETOPOXKAEHUE, IMYHON MEANLNHCKOW UCTOPUN U
cemeiHoro aHamHesa. [laxke nocne onepaumm RRBSO Bce eule cywectsyeT Hebonbloin (1%-5%) puck peakoro
BMAa paKa, Ha3blBaeMOoro nepBUYHbIM Pakom BploLnHbI (pak BPIOLLIHOM NONOCTU, KOTOPLIN BeAeT cebs Kak pakK
ANYHUKOB).

Konaktomus: B xoze 3Tol onepaLmm yaansietca BC UM YacCTb TOACTOM KULWKK (TONCTbIA KULWIEYHUK), YTOBbI
CHU3UTb PUCK Pa3BUTMA PaKa TOACTOM KMLWKKN KonakTomma obbl4HO Heobxoanma, Koraa y YenoBeKa
pa3BuBaeTcs 60bLIOe KOIMYECTBO NOJIMMNOB, C KOTOPbIMW HEBO3MOKHO CNPABUTLCA TOJIbKO C
NOMOLLLIO KONOHOCKONUK. CPOKM NpoBeaeHNA KOIIKTOMKUKU 3aBUCAT OT BO3PACTa, KOJIMYEeCTBa
noAnnos u gpyrnx GakTopoBs. ITa onepaumnsa MoXKeT ObiTb TaKKe PeKOMeHA0BaHa NauMeHTam, y
KOTOPbIX PAa3BUCS PaK TONCTON KULIKKU U eCTb CUHAPOM JIMHYa. ECTb pa3nunyHbie BUAbLI Npoueayp
yAaNeHUA TONCTON U/UNN NPAMOIA KULLKKM, KOTOPble creayeT 06CyAnTb C racTPO3HTEPOIOTOM U
cneupnanbHo 06y4YeHHbIM XMPYProm. BONbLUMHCTBO Oonepaunit KONIKTOMUKN He TPebyoT NOCTOAHHbIN
BHELUHWI MELLOK.

MeauKkameHTbl (XMmuonpodpunakTuka):
B HEKOTOPbIX C/Iy4aAX MOTyT 6bITb NPonNncaHbl NeKapcTBa, CHUXKakowmne WaHC Ppa3BnUTUA pPaKa.

AcnupuH: MiccnegoBaHWe NOKasbiBAET, YTO aCMMPUH MOXKET CHU3UTb BEPOATHOCTb PaKa TOACTOM KULWKK Y Ntoaei
C CMHAPOMOM JTMHYA. Tem He MeHee, eLe MHOToe NPeaCcTOUT y3HaTb 06 MCNOb30BaHMM NpenapaTa acnUpPUH y
nopent ¢ cMHAPOMOM JIMHYA, M OH MOKET Kak NoAONTM BaM, TaK U HeT. MpumeHeHWe npenapaTa acnyMpuH
noAXoAuT He BCEM, M ero He c/ieayeT NPMHMMaTL 6e3 npeaBapUTeNbHO KOHCYIbTauMM € 1eYallum BPayYom.

K Komy mHe cneayeT 06paTtuTbCca 3a MeAULUHCKON NOMOLbIO?
BaKHO HaWTK Neyallmx nposaitaepos (MeapaboTHMKOB), KOTOPbLIM Bbl AOBepseTe, AN AO0ATOCPOYHOro NocAeayoWero
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HabatogeHuA. YacTb 3TUX YCAYTr MOTYT OKa3biBaTb BALUW NeYalyme Bpayn. B HEKOTOPbIX ClyYasnx BaM MOXKET
notpeboBaTbCA NocelleHne cneunanbHo 0byyeHHbIX iedallmx nposangepos (meapaboTHuKos). Ecan notpebyetca, mbl
byaem paabl HanNpaBUTb Bac K cneunanmnctam B Mass General.

Kak s mory Bectn 340p0BbIii 06pa3s }KMU3HU, YTOObI CHU3UTb PUCK PA3BUTUA paKa?
Kaxkgblit 4oNKeH BECTU 340PO0BbINM 06pa3s KM3HKU, HO 3TO MOXKET ObITb elle 6osiee BaXKHO AN1A togel ¢ NOBbILWEHHbIM
PUCKOM PasBUTUA paKa. Mo gaHHbIM AMepUKaHCKOro oHKonoruyeckoro obuwectsa (American Cancer Society Ha aHrn.),
3/10pOBbIVi 06Pa3 KU3HWN BKIOYAET:

e OrtKas ot Tabaka.

e [loppeprkaHue 340pOBOro Beca.

e  PerynapHble 3aHATUA GU3UYECKMMU YNIPANKHEHUAMM.

e CobnogeHue 300poBOM ANETHI C ynoTpebieHMeM A0CTaTOYHOro KoinyecTBa GPyKTOB U OBOLLE.

e  OrpaHuyeHue ynotpebneHusa ankorona 8o 1-2 ankorosbHbIX HAMUTKOB B AEHb.

e  3awuTa Balel KOXKM U FNas oT CoNHLA.

e  3HaHMWe CBOEro OpraHU3ma, a TaKXKe CBOeN U ceMenHoW cTopun 601e3HU U BaLLMX PUCKOB.

e  PerynapHble 06cnef0BaHNA U CKPUHUHIOBbIE TECTbI Ha PaK.

KakoBbl WAaHChbI, YTO Y YZ1€eHOB MoOel ceMmbM TOXKe eCTb NaToreHHbIM BapMaHT?

e  Bawwu getu: Kaxablit U3 Balwmx aeteit umeet 50% WwaHC yHacnenoBaTb HOpMasbHYO (paboyyto) Konuio reHa
MSH2 n 50% waHc yHacneao0BaTh NAaTOreHHbIM BapuaHT MSH2 (Hepabouyto Konuio). MaToreHHble BapuaHThbl
MSH2 He cBA3aHbl C paKoBbIMK 3a60/1€BaHNAMM B ETCKOM BO3PACTE U HE USMEHAT NAaH MeAMULUHCKOro
obcnykmnBaHua go Bospacta 20-25 net. MosTomy TeCcTMpoBaHUe geTei (HecoBepweHHOoNeTHUX 4o 18 neT) Ha
naTtoreHHble BapnaHTbl MSH2 He peKkomeHAayeTcA.

o B oueHb peakux cnyyasnx, Koraa oba poguTtens ABAAKTCA HOCUTENAMM NATOTEHHOro BapuaHta MSH2,
pebeHOoK MmoXKeT yHacnenoBaTb 3aboneBaHue, HasbiBaemoe KOHCTUTYUMOHaAbHbINM aeduunt
penapaumn paccornacosaHusa (Constitutional Mismatch Repair Deficiency — CMMRD Ha aHra.)
Ob6pawaliTecb K CBOEMY FeHETUYECKOMY KOHCYNIbTaHTY, C/IN Y Bac eCTb BONPOCHI AW ONAaceHua No
nosogy cmHapoma CMMRD.

e Bawwu 6paTba 1 cecTpbl U Apyrue PoACTBEHHUKU: B 6ONbLUMHCTBE CNyYaeB LWAHC TOro, YTO y 6paTbes U
cecTep /LA C NATOreHHbIM BapnaHTom MSH2 nmeTb TaKoM e NaTOreHHbI BapuaHT, coctasaset 50%.
Kpome Toro, fpyrve uyneHbl cemby (Hanpumep, poamTenu, ABOOPOLHbIE 6paTbaA U CecTpbl, TETU U AALM)
TaKKe MoryT 6bITb NOABEPKEHbI PUCKY MMETb 3TOT NATOrEHHbIV BapUaHT.

e MMnaHupoBaHue cembu: J1loan C NaTOreHHbIMM BapuaHTamu MSH2 moryT 6biTb 03abo4veHbl nepenayei
naTtoreHHoro BapuaHTa MSH2 pebeHky. CyLLecTBYIOT penpoLyKTUBHbIE BO3SMOMKHOCTM, KOTOPbIE MOTYT 6bITh
MCMONb30BaHbl AN CHUXKEHMA LWaHCa Nepesaym naToreHHoro BapuaHta MSH2 pebeHky. Ecnv Bbl xoTuTe
y3HaTb 6oAblue 06 3TUX ONuUMAX, 06paTUTECH 33 HAaNpPaB/IeHNEM K BalleMy reHEeTUYECKOMY KOHCYNbTaHTy.

B nMcbMe OT BalLero reHeTMYeCKOro KOHCY/IbTaHTa, AaHbl 60/1ee KOHKPETHbIE PEKOMEHAALLMM O TOM, Kakue
POACTBEHHMKM ABAAIOTCA KaHAMAATAMM HA reHeTUYecKoe TecTupoBaHune. OgHaKo, NoXanyicra obpawanTecb K Ham
C NMO6bLIMU LOMNONHUTENbHBIMM BONPOCAMMU.

Foe A mory HaiiTM gONONHUTENbHYIO UHGOpPMaLUuio?

I'Io>+<any171CTa, o6paLu,al?1Ter K Ham, eC/in y BaC BO3HUKHYT BONPOCbI N eCit Bam I'IOHaLI,OGHTCFl AONONHUTENbHbIE
VIHC])OpMaU,VIOHHbIe pecypcbl. HEKOTOpre N AN Haxo4AT Nos1e3HbIM NOroBOpUTb C APYrMMu NtoabMuU C NAaTOreHHbIMU
BapuaHTamu MSH2, y KOTOpbIX ecTb aHasIorMyYHble onaceHus. Mol 6yaem pagbl OpraHM30BaTh 4J15 Bac TaKylo BCTPeYy,
€C/in Bbl B 3TOM 3aUHTEpPECOBAHbI.

Huke npuBeseH CNUCOK AOMNOHUTENbHbIX UCTOYHUKOB MHGOPMaLMK:
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American Cancer Society
American Cancer Society
www.cancer.org
(800) 227-2345
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AliveAndKickn
Haworth, NJ 07641
aliveandkickn.org
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http://www.cancer.org/
http://www.massgeneral.org/ccra

Fnoccapuii TepMMHOB reHeTUKMU paKa:

)
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Knetka: OcHOBHas CTPYKTypHaa M GyHKUMOHANbHAA eaMHuMLa Nt060ro KMBOro cyllecTsa. Kaxaaa KneTka -
3TO HEOONbLIOWN KOHTEMHeP C XMMUKaTamMM M BOAOM, MOKPbITbIN MembpaHoi. YesioBeyecKkoe Teslo COCTOUT U3
100 TPMNANOHOB KNETOK, GOPMUPYIOLLMX BCE YaCTM OPraHN3Ma, Takue KaK opraHbl, KOCTU U KPOBb.

[OHK (DNA Ha aHrn.): [le3okcupuboHyKnenHoBan knucnota, uam HK, - aTo reHeTMYecknin matepman,
nepegasaemblii OT POAUTENA K PeOEHKY, KOTOPbIA COAEPKUT MHCTPYKLMM MO PA3BUTULO, POCTY U
exxeiHeBHOMY GYHKLMOHMPOBAHMUIO.

PaHHee BbiABneHUe: Npouecc 06Hapy)'KEHMF| PaKa, Koraa OH TO/IbKO Ha4YMHaAET pa3BuBaTbCA.

FeH: leH - 3TO HeboAbLWOMN yyacToK AHK, KOTOpbI COAEPIKUT UHCTPYKLMKU N0 GOPMUPOBAHUIO cneundryeckoro
npu13Haka.

YHacneaoBaHHbI NPU3HaK: XapaKTep UM 0COBEHHOCTb, KOTOpas nepesaeTcs OT POANUTENA K PeBeHKY.

MoXKM3HEeHHbI pUCK 3a6oneBaHUA pakom: LLIaHC TOro, YTO y Ye/IOBEKA B TEUEHME €0 WU €€ XKU3HU
pa3oBbeTcA paKk. MHoraa sTo onpegenaeTca Kak WaHC pa3BuTmna paka K 75 namn 80 rogam.

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

Onepauus, CHUXKaLWaa puck: Onepaums No yaaneHuto 340p0BbIX TKAHEN UM OPraHoB A0 PasBUTHA
paka. TaK:Ke Ha3blBaeTca NPOdUNAKTUYECKON onepaumei.

Ha6noaeHune: CKpMHUHIOBbIE TECTbI MK NPOLEAYPbI, HAaNPABAEHHbIe Ha BbiABNEHUE PaHHMX NPU3HAKOB
pasBUTUA paKa WM ero BO3BpaLleHun (peunansa).

CuHpgpom: Ha6op NMPU3HAKOB N CMMNTOMOB, KOTOPblE NPOABNAOTCA BMECTE U XapPaKTepn3yroT 3aboneBaHue nau
COCTOAHME 300pP0OBbA.

FeH-cynpeccop onyxonu: Mpwu npaBuabHOM paboTe reHbl-Cynpeccopbl Onyxosel NnpesoTBpaLLaloT pasBuTne
paKa, KOHTPOINPYA POCT KNETOK.

o TeHbl penapaunn HecooTBeTcTBUA (Mismatch repair — MMR Ha aHra.): CylectsyeT MHOIO TUMNOB
reHoB-CynpeccopoB onyxonei, u reHol MMR — 3TO TONbKO 04HM U3 HUX. [0 Mepe TOro KakK B KaeTke
obpasyetca HoBasa AHK, reHbl MMR nomoratoT npoBepATb HoBble Lenodkn AHK ana Toro, 4tobbl
BbIABUTb M UCMPABUTb OLINOKM.
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