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Cunzpom JInnua: MHpopManusa ajs CeEMeU C

IIaTOreHHbIM BapuaHToM B MLH1 rese

Llenb AaHHOW NaMATKM COCTOUT B TOM, YTOObI NpeaocTaBUTb Bam NoApPOOHYO

MHPOPMALNIO O pe3ynbTaTax reHEeTUYECKOro TecTa, KOTOPYIO Bbl MOXKETE NPOYNTaTb U
0bcyauTb CO CBOMMM NlevalMmm nposangepamu (meapabotHnkamum). Uccneposatenu
6yayT npoaonxKatb nsyyaTtb reH MLH1, nosatomy, noxanyiicra, pas B rog obpaliaitechb

K cBOMM npoBaigepam (meapaboTHMKaM), YUTOObl y3HATb HOBYIO MHPOPMaLUIO,
KOTOpaa MOXKeT bbITb BaykHa A/1A Bac U Y4/IeHOB Ballen cembM. (MoxKanyincra,
03HaKOMbTECb C rnoccapmem meauuUUHCKUX TEPMUHOB, NOAYEPKHYTbIX Ha NocaeaHeMn
CTPaHuLEe AAHHOIO JOKYMEHTa.)

Bbl ABNAeTECb HOCUTE/IEM NAaTOreHHOro BapuaHTa B MLH1 reHe. 3710
O3HayaeT, YTo Y BAaCCUHAPOM JIMHYA (TaKKe M3BECTHbIN KaK CUHAPOM
HacNeACTBEHHOroO He-N0JIMNO3HOro KosopekTanbHoro paka (HNPCC)).

YTo TaKoe HacneaCcTBeHHbI paK?

PaK sBnseTcs pacnpocTpaHeHHbIM 3aboneBaHnem. OauH mn3 3 yenosek B CLUA B TeueHuMe Kn3HM 3abosieeT Tem
WU UHBIM BUAOM PaKa.

MpumepHo 5-10% pakosbix 3aboneBaHuli (4o 1 3 10) ABNAOTCA HaceaCTBEHHbIMWU. HacneacTBEHHbIN paK
BO3HWMKAET, KOTZa Ye/I0BEK POXKAAETCA C MATOrE€HHbIM BapUAHTOM (TaK)Ke M3BECTHbIM KaK MyTaLMsA) B reHe,
KOTOPbIV YBE/IMYMBAET LUAHC PAa3BUTUA ONpeaeNeHHbIX TUNOB paKa. MNaToreHHbI BapnaHT MOXKeT bbiTb
nepesaH U3 NOKONEHWA B MOKO/EHME.

KaK npasunno, cembu ¢ NAaToreHHbIM BapuaHTom MLHI nmeroT oanH nnm 6onee 13 cnesyrowmx NpU3HaKoB:
o0 PaK TONCTOM KMLWKK 1/MAn Nnpeapakosble NoANMbl TOACTON KULWKK (4acTo BO3HMKatoT 4o 50 nerT)
SHAOMETPUYECKN (MaTOUHbIN) paK
FacTpuyecknit pak (xkenyaka)
Pak An4yHMKoB
Jlnua c bonee yem € OLHMM TUNOM pPaKa, NepeyncieHbl Bbiwe
HecKoNbKO Y1IeHOB CEMbM C PAKOM TOJICTO KMLIKK WK APYTMMM, CBA3AHHBIMU C CUHAPOMOM JIMHYa,
TMNaMu paka
o PakoBble 3aboneBaHuA, cBA3aHHbIE C CUHAPOMOM JIMHYA, B HECKONIbKMUX MOKONEHUAX CEMbBMU
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YTo TaKoe NaToreHHbIi BapUaHT?
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DNA (OAHK) — 3To Haw reHeTUYecKMii maTepurasn, KOTopbli NepesaeTcs oT poauTens K pebeHKy. B Hei
coaepyKaTca MHCTPYKLMM O TOM, KaK HalW Tena pa3BMBatoTCA, PacTyT U GYHKLMOHUPYIOT . [eH — 3To
Hebonbwol ¢pparmeHT AHK, KOTOPbLIN BbINONHAET ONpeaeneHHyo paboTy B Tene. HekoTopble reHbl
onpeaensioT TakMe XxapaKkTepHble 0COBEHHOCTHU, KaK LBET r1a3 WM PoCT, TOr4a Kak Apyrue reHbl cB3aHbl €
HaLUMM 34,0POBbEM.

Y BCex Hac ecTb BapunaumMn B reHax, KOTopble AeNatoT HAaC OTINYAOLWNMMMCA APYT OT Apyra. bOAbLWKWHCTBO 3TUX
Bapmau,mﬁ HE MEeHAT NpuHUUn pa60TbI Hawwux reHoB. OA4HAKO HEKOTOpPbIe BapuaLmn He NO3BONAIOT reHam
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pa60TaTb npasubHO. Takoi T1n Bapunauun Ha3biBaeTCA NaTOreHHbiIM BapnaHToOM UIun MYTaLI,MEIZ.

I'quemy Ha/in4yume 3Toro NatoreHHOro BapuaHTa NnoBbillaeT PUCK Pa3BUTUA paKa?
e Pabota reHa MLH1 3aKknto4aeTcs B NPeaoTBpaLLeHMN Pa3BUTUA paKka. OH Ha3bIBaETCA FTEHOM-CYNPECCOPOM
onyxoaun. MLH1 — 3To TMN reHa-cynpeccopa onyxoJ/iei, U3BECTHbIN KaK reH pemoHTa HecooTBeTcTBuaA B JHK.
Mpu npaBuabHOM paboTe reHbl-cynpeccopbl ONyxXoei MOMOratoT NPeaoTBPaTUTb PaK, KOHTPOIMPYSA POCT U
AeNleHNe KNEeToK.

® Jlioam, poxKaeHHble C naToreHHbIM BapMaHToMm MLHI1, umeroT ToNbKO ogHy pabouyto Konuto reHa MLHI,
NOSTOMY PUCK PA3BUTUA PaKa y HUX Bbllle cpeaHero.

KakoBbl PUCKU Pa3BUTUA PaKa, CBA3AaHHbIE C 3TUM NATOreHHbIM BapMaHTOM?
e Jliogu, posKAeHHbIe C NaToreHHbIM BapuaHTom MLH1 (y KOTopbIX eCTb CUHAPOM JIMHYa), uMmeloT 6onee
BbICOKWI PUCK A1A oNpeseneHHbIX TUMOB PaKa, U3/10XKEHHbIX B TabnunLe HUxKe.

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

Jioau, y KOTopbIX HET Jioam, y KoTopbix ectb MLH1
naToreHHOro BapuaHTa NaToreHHbI BapUaHT
Pak ToNCTOM KULLIKM 4.2% 46-61%
SHAOMETPUYECKN (MaTOUHbIN) paK 3.1% 34-54%
FacTpuyeckunin pak (pak »kenyaka) <1% 5-7%
Pak An4yHMKoB 1.3% 4-20%
PakK »KenuHbIx nyTemn <1% 1.9-3.7%
Pak noyeyHom noxaHKM n/Mam MoYeTouYHMKa HepoctynHo 0.2-5%
Pak moueBoro ny3bipa 2.4% 2-7%
PaK TOHKOM KULLKK <1% 0.4-11%
Pak mo3ra/LeHTpanbHON HEPBHOM CUCTEMbI <1% 0.7-1.7%
Pak noaenynovHom xenesbl 1.6% 6.2%
Pak npoctaTbl 12.6% 4.4-13.8%

National Comprehensive Cancer Network no oueHKe reHeTU4eckoro/cemeinHoro Bbicokoro pucka (Genetic/Familial High-Risk Ha aHra.): Pykosoactso no

KONIOpeKTanbHoM Tepanuu, sepcua 1.2023
*3TU PUCKM OCHOBaHbI Ha JAHHbIX O II0AAX, KOTOPbIe He MPOXOAW/N PEryNAPHbIA CKPUHUHT U/WAK Apyrve BUAbI NeYeHUs, TaKMe Kak CHUXKAoWasn pUCK

onepauma.

o MpuBeneHHble BbiWe LJ,VIC])pr npeacTaBaeHbl B BUAE AMana3oHa. ITO CBA3AHO C TeM, YTO He Bce
CEMbM/OTLI,EJ'IbeIe nLa UMeoT O4MHAKOBYIO CTeNeHb pUCKa. Ha cTeneHb pMCKa MOTYT BAUATb OKPYXKatoLwwan
cpeaa, 06pas KU3HU, TNYHAA UCTopuAa 60ne3HU, CEMEeNHbIN aHaMHe3 paKa n apyrue reHeTun4yeckne nnum
HEUN3BECTHble CbaKTOpr.

o B HEKOTOpbIX CeMbAX TaKKe MOXKeT 6bITb NOBbILLEH PUCK pa3BnuTha onpegeneHHbIX TMNos OFIYXOJ'Ief;I KOXXWU, TaKnx
KaK HOBOO6pa3OBaHVIH Ca/ibHbIX Xenes.

e Jliogun, poxAaeHHble C NaToreHHbIM BapnaHTom MLH1, Tak:Ke nmetoT 60/51ee BbICOKUIA PUCK Pa3BUTUA
npeApaKkoBbIX NOJIMMNOB B TO/ICTOM KULIKE, HAa3blBAEMbIX aleHOMaMuK. ALeHOMa — 3TO Npea-pakoBoe
HOBOOOpPa3oBaHWe, U eC/IN ero He yAaNnTb, OHO MOXKET NepepacTu B pak TO/ICTON KULLKMN.

B0O3MOXHO 1M UCNPABUTb NATOreHHbI BApUaHT?

K coxkaneHuto, ncnpasBuTb NAaTOreHHbI BapuaHT reHa MLH1 noka He NpeacTaB/AaeTcs BO3MOXKHbIM. Tem He MeHee,
MOJHO M3MEHUTb NIeYEeHNE U HEKOTOPbIE acneKTbl Bawwero obpasa xusHu. Baw nposaigep(-bl) 0bcygmT C Bamum 3Tu
ONUMK U COCTaBUT NOAXOAALLMI ANA BAC NAaH MEANLMHCKOro 0BCaYKMBaHUA.

KakoBbl pekomeHgauum no meauunuHCKOMy 06cny>KMBaHuio?
PEKOMeHAaU,VIM no meanumnHCKomy 06Cﬂy)'KVIBaHMIO 3a 1104bMM C NATONreHHbIM BapUaHTOM MLH1 pasaeneHbl Ha TpU
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KaTteropuu:
HaGIIIOAEHVIe, onepauyua 1 neKkapcrea.

HabntogeHune:
Llenb HabatoaeHMA (Takxe Ha3biBaemMoro "CKPUHUHIOM") — ANarHOCTUPOBATb PaK Ha Kak MOXHO 60/iee paHHen cTaauun.
XOTA yyeHble M BpayuM He MOryT NpesoTBpaTUTb Pas3BUMTME pPaKa, OYeHb BaKHbIM (AKTOPOM ABAAETCA paHHee
obHapykeHue. Ecnm pak ob6HapyKeH Ha paHHel cTaaumn, BePOATHOCTb ero ycnewHoro nedeHunsa byaer sbiwe. ECTb oveHb
XopoLmne MeToabl HabnoaeHUA A1A HEKOTOPbIX, HO He A/1A BCEX BUAOB paKa.

B Tabnumue HUXKe AaHbl peKoMeHAaumMm no HabaAeHUIo A1A KL, C NaToreHHbIM BapuaHTom MLHI1 (agantupoBaHbl U3
National Comprehensive Cancer Network Genetic/Familial High-Risk Assessment): PykoBoacTBo no npoduiaxktmke
KONOpeKTanbHOro paka, sepcus 1.2023). Moxcanylicma, obpamume sHUMAHUE HG MO, YMo 3Mo obujue peKomeHOayuu.
KoHkpemHsbie pekomeHdayuu 0518 omoesnbHbIX NayueHmos u cemeli Mo2ym pasau4amecs.

Tun paka

Pak ToncTon KuLLKK

PeKomeHaaumm no HabawaeHuio

KonoHockonus, HaunHanA B Bo3pacte 20-25 neT (MM paHblue, ncxoasa uUs
cemeiHOro aHamHesa); NnoBTopANTe Kaxable 1-2 roaa.

SHAOMETPUYECKNIA (MaTOUHBbIN)

pak

JoKazaHHaA Nonb3a CKPUHWMHTA OTCYTCTBYET. PaccmoTpuTe BO3MOXKHOCTb
npoBeAeHUA SHAOMETPUYECKon buoncum Kaxkaple 1-2 roga, HaumHas ¢ 30-35 ner.

BbicTpOe pearMpoBaHue Ha CUMMITOMbI (Hanp. aHOMa/ibHOe KpoBOTe4YeHue)

PaKkoBble 3ab6on1eBaHuA Xenyaka

M BepxHux otaenos KT
(TOHKOrO KULWEeYHMKa)

YUnTbIBasA IMYHbBIN U CEMENHbIA aHaMHE3, PacCMOTPUTE BO3MOXKHOCTb
NpoBeAeHNA BEPXHEW SHAO0CKONUMU

Kaxkable 2-4 roaa, HaunHaa ¢ 30-40 ner.

Pak anyHukos

[oKasaHHaA No/b3a CKPUHWUHIA OTCYTCTBYET.

Cnepyowmii BUSUT K TMHEKonory B 6inKaliwee Bpemsa. bbicTpoe pearvpoBaHue
Ha CUMMTOMbI (Hanpumep, B34yTUE XKNBOTA).

MauneHTam, y KOTOpbIX He 6bin0 CHVI)KaIOLLI,eﬁ PUCK onepaunn Ha ANYHUKaAX,
cnepyeT paccMoTpeTb NpoBeAeHne TpaHc-BarMHaabHoro Y3M 1 aHanmsa KpoBu Ha
CA-125.

Pak anuTenns mo4eBbiBOAALLMX

nyremn

JoKa3aHHaA Nosb3a CKPUHMHTA OTCyTCcTBYET. Mcxoaa M3 ceMeHOoro aHamHesa,
paccmoTpuTe exeroaHbl aHaAn3 mouu, HaunHas ¢ 30-35 ner.

Pak ueHTpanbHOM HepBHOM
cucTemsl

O6yueHune, Kacatloweecs NPM3HAKOB M CUMNTOMOB HEBPOJIOTMYECKOro paKa C
6bICTPbIM pearnpoBaHMem Ha CUMMNTOMbI.

Pak noaenyaouHou Kenesbl

Korzga npymeHnmo, obcyaute NpUHUMMBLI CKPMHUHTA PaKa No4Kenya04HOM
YKenesbl ¢ BallUMm evalym nposagepom (MeapaboTHMKOM), HaunHas ¢ 50 net
(nnm paHble, UCxoaA U3 CEMENHOTO aHaMHe3a).

Pak npoctatbl

OcHoBbIBaACb Ha CEMeMHOM aHaMHe3e, HaYHUTe NPUHUMATb COBMECTHbIE
pelleHns 0 CKPMHUHIe paka npocTaTtbl B 40 feT 1 paccMmaTpuBaiTe
BO3MOXHOCTb NPOBEAEHUA CKPUHMHTA pa3 B rod, a He pas B A4Ba roga.

KokHble Onyxonun

PaccmoTpuTe 0OCMOTP KOXKM Kaxkable 1-2 roaa y MeamumMHCKoro paboTHuKa, y
KOTOPOro eCTb HaBbIKM BbIABAATb KOXHbIE NPOABNEHMUA, ACCOLUNPOBAHHbIE C
CUHAPOMOM JIMHYa. Bo3pacT Havana HabnoaeHUA ABNAETCA HeonpeseNeHHbIM
N MOXKeT ObITb MHAMBUAYANN3UPOBAH.
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OnuMKn CHUXKAOLLLEN PUCK OnepaLmu:

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.

o [ucrepakTomua: OTa onepauma yaanaeT MaTKy, YToO6bl CHU3UTb PUCK SHAOMETPUANBHOIO PaKa (paka cnmsnctom
060/104KN MaTKK). TUCTepaKTOMUIO cneayeT obcyaAnTb CO BCEMM NALMEHTAMU — HOCUTENAMM MATOFEHHOro
BapuaHTa MLHI. Te, KTO NAaHUpPYyET UMEeTb AeTel, MOryT PacCMOTPETb 3Ty OMepaLMio Noc/ie NpekpaLLeHus
AEeTOpOXKAEHMUA.

o  CHMXKalOLWAA PUCK ABYCTOPOHHAA canbnuHroopopakrommua (RRBSO Ha aHrA.): 3To onepauus no yaaneHuto
AWYHUKOB U MATOYHbIX TPYD ONA CHUMNKEHUA PUCKA paKa AMYHUKOB. Bpemsa nposegeHna RRBSO gonKHO 6bITb
WHAMBUAYANbHBIM, UCXOAA U3 TOTO, 3aBEPLLEHO /1M AETOPOXKAEHME, IMYHON MELMULIMHCKON NCTOPUUN U
cemeliHoro aHamHesa. [laxke nocne onepauun RRBSO Bce elue cywectsyeT Hebonblwon (1%-5%) puck pegroro
BMAa paKa, Ha3blBaeMOoro nepBUYHbIM PakomM BpLoLNHbI (paKk BPIOLLIHOM NONOCTU, KOTOPLIN BeAeT cebs Kak pakK
ANYHMKOB).

o  Konakromwmsa: B xoze 3ToW onepaumm yaansaeTcsa BCA UM YacTb TONCTON KULWKK (TONCTbIN KULWEYHMK), 4TOBbI
CHU3UTb PUCK Pa3BUTUA PAKOBbLIX 3a601eBaHMIN TONCTON KULLIKK
pak. Konaktomua obbliHO HeobxoamMMa, Korfa y YenoBeKa pa3BmBaeTca 60/1bloe KOAMYECTBO NOMNOB, C
KOTOPbIMW HEBO3MOXHO CMPABUTLCA TONIbKO C MOMOLLbIO KOJIOHOCKONWUWU. CPOKKU NPOBEAEHUA KONIKTOMUM 3aBUCAT
OT BO3PacTa, KO/IMYecTBa NoiMnoB U Apyrux GakTopos.
ITa onepauua TakkKe MOXKeT bbITb PeKOMEHA0BaHa NAaUMEHTAM, Y KOTOPbIX Pa3BMCA PaK TOACTON KULLIKK U
UMEIOLLMM CUHAPOMOM JTnHYa. ECTb passinyHble BUAbI NpoLeayp YaasaeHUa TOACTON U/UAK NPAMOI KULLKMK,
KoTOpble cneayet o6CcyaAnTb C racTPOIHTEPOSIOFOM U CreLmnasbHO 06yYeHHbIM XMPYProm. BoNbLWNHCTBO
onepaumii KONSKTOMUN He TPebYHT NOCTOAHHbIVM BHELIHUI MELLIOK.

MeauKkameHTbl (Xumuonpodunaktuka):
B HEKOTOPLIX C/y4anx MOTyT 6bITb NPONUCaHbI NEKAPCTBA, CHUMKAIOLLME LLIAHC PAa3BUTUA paKa.
e  AcnupuH: ViccnepoBaHue NOKa3biBAET, YTO aCMUPUH MOXKET CHU3UTb BEPOATHOCTb PaKa TOCTOM KULLKK Y Ntoaei
C cuHapomom JTnHua. Tem He meHee, eLe MHOroe NpPeacTouT y3HaTb 06 MCMOIb30BaHMM acNUPUH Y 04ein C
CUHAPOMOM JTMHYA, M OH MOKET KaK NogoWTV Bam, Tak 1 HeT. lpumeHeHMe acnupuHa NOAX0AUT He BCeM, U
ero He cneayeT NpUHUMaTh 6e3 npeaBapUTeNbHO KOHCYNbTaL MK C leyalMum Bpayom.

K Komy mHe cneayeTt 06paTtuTbCcA 32 MeAULUHCKON NOMOLbIO?

Ba)KHO HANTK MeaUUNHCKUX PabOTHMKOB, KOTOPbLIM Bbl AOBEpPAETe, 414 A0ATOCPOYHOro nocaenyolero HabaaeHus.
YacTb aTux YCNyr MOryT OKa3biBaTb Ballk sievallmne spayun. B HEKOTOPbIX C/Iy4aAX BaM MOXKET I'IOTpe6OBaTbCﬂ noceuieHune
Bpa“lef/'l, npoweawunx cneynanbHyro NnoAroTtoBky Ecaun FIOTpe6y9TCH, Mbl 6yAEM paabl HANPaBUTb BaC K cneuynaancrtam B
Mass General.

Kak s mory BecTtu 340p0BbIii 06pa3s }KU3HU, YTOObI CHU3UTb PUCK Pa3BUTUA paKa?
Kaxkgblit 4oNKeH BECTU 340PO0BbINM 06pa3s KM3HKU, HO 3TO MOXKET ObITb elle bosiee BaXKHO AN1A togel ¢ NOBbILWEHHbIM
PUCKOM pPa3BuTUA paKa. Mo gaHHbIM AMEpPUKAHCKOro oHKonoruyeckoro obuiectsa (American Cancer Society Ha aHra.),
340p0BbIN 06pa3 KU3HM BK/IOYAET:

e Otka3s oT Tabaka.

e [lopaep:kaHue 300pOBOro Beca.

e  PerynsapHble 3aHATUA GU3UYECKUMM YNPAKHEHUAMM.

e CobnogeHne 340poBON AMETbI € ynoTpebeHnem A4OCTaTOYHOro KoinyecTBa GPyKTOB M OBOLLEN.

e OrpaHunyeHue ynotpebneHns ankoronsa Ao 1-2 ankoronbHbIX HANUTKOB B AEHb.

e 3awWumTa Ballel KOXM U FNa3s OT CONHLA.

e  3HaHWe CBOEro Tena, a TakKe CBOel U ceMenHoM cTopum 601e3HM 1 BalMX PUCKOB.

e  PerynsapHble 06cnef0BaHNA U CKPUHUHIOBbIE TECTbI Ha PaK.
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KaKoBbl WaHCbI, YTO Y 41eHoB MOEeW ceMbM TOXKe eCTb NaTOreHHbIN BapMaHT?

Bawwu getu: Kaxabivi U3 Bawmnx getein umeet 50% LaHC yHacneL0BaTb HOPMabHYLO (pabouyto) Konuio reHa
MLH1 v 50% waHc yHacnenoBaTb NaToreHHblt BapuaHT MLHI1 (Hepabouyto Konuto). MaToreHHble BapuaHTbl
MLH1 He cBA3aHbl ¢ 3ab60n1eBaHMEM PaKOM B AETCTBE U HE USMEHAT NNaH MeULMHCKOro 06CNyXnBaHuUA
yenoBeKa Ao Bo3pacrta 20-25 nert. MoaTomy TecTupoBaHue geTeit (HecoBepleHHoNeTHMX A0 18 neT) Ha
naTtoreHHble BapnaHTel MLH1 He peKomeHAayeTcA.

o B oueHb peakux cnyyasnx, koraa oba poguTens ABAAKOTCA HOCUTENAMM NATOreHHOro BapuaHta MLH1,
pebeHOoK MoXKeT yHacnenoBaTb 3aboneBaHue, HasbiBaemoe KOHCTUTYUMOHaAbHbIN aeduunt
penapaumn paccornacoBaHusa (Constitutional Mismatch Repair Deficiency — CMMRD Ha aHra.)
Morkanylicta, obpawantecs K CBOEMY reHETUYECKOMY KOHCYIbTAaHTY, €C/IM Y Bac eCTb BOMPOCHI UK
onaceHunA no nosoay cuHapoma CMMRD.

Bawwu 6paTba M cecTpbl U Apyrue poacTBEHHUKMU: B BoNbLUMHCTBE cyyaes, y 6paTbeB U cecTep YenoBeka C
naToreHHbIM BapuaHToMm MLH1 50% waHc MMeTb TaKOW e NaToreHHbl BapuaHT. Kpome Toro, apyrue
Y/ieHbl ceMby (Hanpumep, poauTeNN, ABOOPOLHbIE BPaTbA U CECTPbI, TETU U AAAM) TaKKe MOTYT BbITb
noABepKeHbl PUCKY MMETb 3TOT NATOrEHHbIV BapUaHT.

MnaHupoBaHue cembu: Jlloam ¢ naToreHHbIMU BapnaHTamu MLHI moryT umeTb onaceHua o nepegayve
natoreHHoro BapmaHta MLHI1 pebeHKy. ECTb penpoayKTMBHbIE ONUUK, KOTOPbIe MOTYT BbITb MCMNO/Ib30BaHbI,
YTObbI CHM3UTb LLAHC Nepeaayn naToreHHoro BapmnaHtTa MLH1 pebeHky. Ecam Bbl XoTUTE y3HaTb 60/bllEe 06
3TUX OnuMAX, 0bpaTUTECh 3a HanpaBNEHUEM K CBOEMY FreHETUYECKOMY KOHCY/IbTaHTY.

B nMcbMe OT BalLero reHeTMYECKOro KOHCY/IbTaHTa, AaHbl 60/1ee KOHKPETHbIE PEKOMEHAALLMM O TOM, Kakue
POACTBEHHUKM ABAAIOTCA KaHAMAATAMM HA reHeTUYecKoe TecTupoBaHue. OgHaKo, Noxanyicra obpawaiTecs K Ham
C N06LIMU LONONAHUTENBHBIMU BONPOCAMMU.
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Fae 8 mory HauTu 4ONOAHUTENbHYIO MHPOPMALUIO?

MNoxkanyiicTa, obpalLaiiTeck K Ham, ec/in Yy Bac BOSHUKHYT BONPOCHI MW €ClM BaM NOHago6aTca AONOIHUTENbHbIE
pecypcbl. HekoTopble ntoan HaxoaAaT Noae3HbIM NOroOBOPUTL C APYTMMKU NOABMU C NATOreHHbIMKM BapuaHTamun MLH1,y
KOTOPbIX eCTb NOX0XKUe onaceHusa. Mol 6yaem pasbl OpraHM30BaTb AN1A BaC TaKyto BCTPeYy, eCAU Bbl B STOM
3anHTEpecoBaHbI.

HuKe npuBeaeH CNUCOK SOMOAHUTENbHBIX UCTOYHUKOB MHOPMaLMK:
Center for Cancer Risk Assessment
Mass General Cancer Center
www.massgeneral.org/ccra
(617) 724-1971
American Cancer Society
WWWw.cancer.org
(800) 227-2345
Lynch Syndrome International
https://rarediseases.org/non-member-patient/lynch-syndrome-

AliveAndKickn
Haworth, NJ 07641
aliveandkickn.org
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http://www.cancer.org/
http://www.massgeneral.org/ccra

Fnoccapuit TEpMUHOB reHeTUKM paKa:
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KneTtka: OcHOBHas CTPYyKTypHaa u GpyHKUMOHaNbHaA eanHMLA Nt060ro XKMBOro cyllectsa. Kasxkaan KneTka —
3TO He6ONbLIOW KOHTEMHEP C XMMUKATAMM U BOAOW, MOKPLITbIA MembpaHoi. YesloBeYECKOE Te/I0 COCTOUT U3
100 TPMNANOHOB KNETOK, POPMUPYIOLLMX BCE YACTU TeNa, TaKMe KaK OpraHbl, KOCTU U KPOBb.

OHK (DNA Ha aHrn.): [e3oKcumpuboHyKnenmHoBas Kucnota, uanm [AHK, — 3To reHeTMyeckuin maTepuan,
nepesaBaembll OT poauTens K pebeHKy, KOTOPbIN COAEPKUT UHCTPYKLLMM NO PA3BUTUIO, POCTY U eXXeHEBHOMY
OYHKUMOHMPOBAHMUIO.

PaHHee BbiaBneHue: MNpouecc 06HapyeHUA paKka, Koraa OH TONbKO HauYMHaEeT pa3BUBaTbLCA.

FeH: l'eH — 310 HebonbLwoW yyacTok AHK, KOTopbI COAEPKUT MHCTPYKLUUM No GOpMUpPOBaHULO cneunduyeckoro
npu3sHaka.

YHacnepoBaHHbIM NPU3HaK: XapaKTep UM 0COBEHHOCTb, KOTopas nNepesaeTca oT poauTens K pebeHKy.

Mo)X13HeHHbIN pUCK 3a60neBaHUA pakom: LLIaHC TOro, YTO y YeNIOBEKA B TEUEHWE €T0 UNU €€ KU3HU
pasosbeTca pak. MHoraa aTo onpegenaetca Kak WaHC pa3BuTmna paka K 75 namn 80 rogam.

MaToreHHbIX BapuaHT: I3ameHeHUe B reHe, KOTOPoe He N03BoAIAEeT eMy paboTaTb NpaBuAbHO. TaK»Ke Ha3biBaeTcA
MyTaumnen.

CHMKawwWwan puck onepauuma: Onepauns no yaaneHuio 340p0BbIX TKAHEN UAN OPraHoB A0 Pa3BUTUA
paka. TakKe Ha3blBaeTca NpodpunakTMYeckom onepaymen.

Ha6nopeHue: CKpUHUHIOBbIE TECTbI AW NPOLEeAYPbl, HANPaBAEHHbIE Ha BbiABAEHWE PaHHMX NPU3HAKOB
pa3BUTMA paka UK ero Bo3BpalleHus (peumansa).

CuHpgpom: Ha6op NPU3HAaKOB U CUMNTOMOB, KOTOpPbI€ NPOABNAAKTCA BMECTE U XapPaKTEPU3YIOT 3aboneBaHue nau
COCTOAHME 300pP0OBbA.

FeH-cynpeccop onyxonu: Mpu npasuabHOM paboTe reHbl-Cynpeccopbl ONyxosei npeaoTepallatoT passuTmne
paKa, KOHTPOINPYA POCT KNETOK.

o [eHbl penapaunn HecootseTcTBUA (Mismatch repair — MMR Ha aHra.): CylecTsyeT MHOro TUMNOB
reHoB-CynpeccopoB onyxone, u reHol MMR — 3TO TONbKO 04HM 13 HUX. [0 Mepe TOro KakK B KJeTke
obpasyetca HoBasa AHK, reHbl MMR nomoratoT npoBepATb HoBble Lenodkn AHK ana Toro, 4tobbl
BbIABUTb M MCMPABUTb OLINOKM.
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