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MuapopManus 1j1 ceMeH C IIaTOT€HHbIM
BapuaHTOM B rene CHEK?2

Llenb AaHHOW NamMATKU — NpPeAoCcTaBUTb Bam NoApobHY0 MHGOPMaLMIo O pe3yabTaTax
reHeTMYEeCcKOoro Tecta, KOTOPYO Bbl MOXKeTe Npo4YnTaTb 1 06CyanTb CO CBOMMMU
Nevyalwumm nposangepamu (meapabotHMkamm). UccnegoBatenm 6yayT NnpoaosiKaTb
n3y4datb reH CHEK2, noatomy, noxkanyincra, pa3 B rog obpatiantecb K CBOUM
nposaligepam (MeapaboTHNUKam), YUTOObI y3HaTb HOBYIO MHHOPMALINIO, KOTOPasA MOXKeT
6bITb Ba*KHa A8 BaC M YNeHOB Ballel cembM. (Fnoccapuii MeanLUHCKUX TEPMUHOB,
NOAYEPKHYTbIX B aHHOM JIOKYMEHTE, CM. Ha Noc/ieiHEN CTpaHuLe.)

UTo TaKoe HacnenCcTBEHHbIM paK?

e Pak — pacnpocTtpaHeHHoe 3aboneBaHue. Kaxabin Tpetunii (1 ns 3) skutenb CLUA B TedeHMe CBOE KU3HN
3ab60/1€€eT TEM MU MHBIM BULOM pPaKa.

o [pumepHo 5-10% pakoBbix 3aboneBaHuii (4o 1 u3 10) asnstoTca HacNeACTBEHHbIMKW. HacneacTBEHHbIN pak
BO3HWMKAET, KOTZa Ye/I0BEK POXKAAETCA C MATOrE€HHbIM BapUAHTOM (TaK)Ke M3BECTHbIM KaK MyTaLMsA) B reHe,
KOTOPbIV YBEIMYMBAET BEPOATHOCTb PAa3BUTUA ONpeaeneHHbIX TUNOB pakKa. [aToreHHbIN BapuMaHT MOXKeT
nepesAaBaTbCs U3 NMOKOIEHNA B NOKO/IEHUE.

e [ockonbky CHEK2 cBsizaH C yMepeHHbIM yBeIMYeHNneM 3a601eBaeMOCTU PaKOM, HEKOTOPbIE CEMbMU C
naToreHHbIM BapmaHTom CHEK2 moryT He NposABAATb TUNMWYHbIX MPU3HAKOB HAaC/NeACTBEHHOIO CMHAPOMA
paka. [lpyrme cembyn MOryT MMETb UCTOPMIO PaKa rpyam y XMeHLWMH M/ M paKka TONCTOM KMLLKK.

YTO TaKOe NaToreHHblii BapuUaHT?

e [HK (DNA Ha aHrn.) — 3TO reHeTMYeCcKnin matepunan, KOTOPbIN NepeaaeTca oT poauTeneit K pebeHky. B Helt
COAEPKATCA MHCTPYKLUM NO Pa3BUTUIO, POCTY U GYHKLUNMOHMPOBAHMIO Hawero Tena. [eH — 3To HebonbLlwon
¢dparmeHT AHK, KOTOPbLIN BbINOAHAET OnpeneneHHyto paboTy B Tesie. HeKoTopble reHbl onpeaenstoT Takme
XapaKTepHble 0CO6EHHOCTK, KaK LLBET F/1a3 UKW POCT, B TO BPEMSA KaK APYrue reHbl CBA3aHbl C HAWMM
3/10POBbEM.

e Y Kaxgoro 13 Hac ecTb BapMaLMm B reHax, KOTopble 4eNaloT Hac OTAINYALWUMUCA APYT OT Apyra. bonblwnHCTBO
3TUX BapuaLMii He MEHAIOT NPUHLMM PaboTbl HaWKX reHoB. O4HAKO HEKOTOPbIE BapuauMn NPENATCTBYIOT reHy
paboTaTb NpaBUAbHO. TaKoW TMN BapMaLLMK Ha3biBAaETCA NATOrE€HHbIM BapUaHTOM MW MyTaLMeN.

Mouyemy HanMuMe NATOreHHOro BapMaHTa NPUBOAMUT K NOBbILLEHUIO PUCKA
pa3BuTUA paKa?

e Pabota reHa CHEK2 - 310 npeaoTBpalleHme paka. OH Ha3blBaeTCs reHOM-Cynpeccopom onyxoau. Mpu
npaBuabHON paboTe reHbl-Cynpeccopbl ONyxosel MOMOratT NPeaoTBPaTUTb PaK, KOHTPOAUPYA POCT U
LeneHune KNeTok.
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e VY oaen, porKAeHHbIX ¢ NaToreHHbIM BapMaHTom CHEK2, ecTb TONbKO 0AHa paboyana konua reHa CHEK?2,
NO3TOMY PUCK Pa3BUTUA paKa Y HUX Bbllle cpesHero.

KaKoBbl pUCKM pa3BmUTUA paKa, CBA3AHHbIE C 3TUM NAaTOreHHbIM
BapuUaHTOM?

e Jltogu, poamBLuMecs ¢ NnaToreHHbiM BapuaHTom CHEK2 , MetoT NOBbILWEHHbIN PUCK Pa3BUTUA HEKOTOPbIX
BM/OB paKa, KOTOpble NpeAcTaBeHbl B TabanLe HUKe.

Tabnnua: NoKU3HEHHbIW PUCK 3a601€BaHMA pakoMm (BepOATHOCTb 3a60/1eTb paKoM B 110601 MOMEHT XKU3HMU)

Nioan, y KoTopbIX HeT Nioam, y KOTopbIX ecTb
naToreHHOro BapuaHTa (0,3,¢
PaK rpyam (oaa vy, KOTOPLIM NPU POXKAEHUMU 10-12% 20-40%
NPWUCBOEH YKEHCKUI NoJ)
PaK TONCTOMN KULWIKK 4-5% 5-10%

HauuoHanbHas ceTb no m3ydeHuio paka (National Comprehensive Cancer Network Ha aHrn.) FeHeTUueckas/cemeliHas oLeHKa BbICOKOTO PUCKa 1
PYKOBOZCTBO MO paKy AUYHUKOB, IPYAM U NOAKeNYA04HOW Kenesbl, Bepcua 3.2023

e [lpuBeaeHHble Bbilwe UMdpbl NpeacTasieHbl B BUAe AMana3oHa. ITo CBA3AHO C TeM, YTO He Bce
cembu/oTaeNbHbIE MLA UMEIOT OAMHAKOBYIO CTeneHb pUCKa. Ha cTeneHb pUcKa MOTyT BAMATL GpaKkTopsbI
OKpYIKaloLLei cpeabl, 06pas }KU3HU, IMYHaA UCTopMA 60e3HU, CeMeiHbI aHaMHes paKa U gpyrue
reHeTMYecKme UM HEM3BECTHble GpaKTopbI.

e [laToreHHble BapnaHTbl CHEK2 moryT 6biTb TaK}Ke CBSi3aHbl U C APYrMMM PUCKAMM Pa3BUTMA paka. HekoTopble
M3 HWUX HAaXOAATCA B CTAAUMN U3YYEHUA: PaK ANYHUKOB, rpyau (Y Ntoael, KOTOPbIM NPU POXKAEHUM Bbin
NPWCBOEH MY}KCKOM NOA), IHAOMETPUA, LLIUTOBUAHOMN Kenesbl, MPocTaTbl U MelaHOMa.

e HeKoTopble NaToreHHble BapuaHTbl B reHe CHEK2 , Takue Kak p.1157T (p.lle570Thr), cBa3aHbl ¢ 601ee HU3KUM
PUCKOM Pa3BUTUA pPaKa rPyam y Nt04el, OTHECEHHbIX K Y KEHCKOMY MOy NPU POXKAEHUN, YeM 0BbIYHO
YKa3blBaeTcA 418 NaToreHHbIX BapuaHToB CHEK2 . (41o6bl y3HATb, HOCUTENEM KAKOro MaTOreHHOro BapuaHTa
CHEK2 Bbl AaBNsieTeCb, 03HAKOMbTECH C pe3y/ibTaTaMu aHanu13a).

MoXXHOo nu UCNpaBuUTb naTOI'EHHbIﬁ BapMaHT?

K coKaneHuto, ucnpaBuTb NAaToOreHHbI BapnaHT reHa CHEK2 noka He npeAcTaBAseTca BOSMOXHbIM. TeM He MeHee,
MOKHO M3MEHUTb IeYEHNE U HEKOTOPbIE aCNeKTbl Balwero obpasa XKusHu. Baw nposaingep(-bl) (MeapaboTHUKKM) 06cyanT
C BaMM 3TM OMLMM U COCTAaBUT NOAXOLALLMMA ANA BAC NNAH MEAMULMHCKOIo 06CNyKUBaHUA.

KakoBbl peKomeHgauum no meamuuMHCKOMY 06cnyXKuBaHuio?

CoBpemeHHble PEKOMEHZALMMN MO MEANLNHCKOMY OBCNYKMBAHUIO NtO4EeN C MaTOreHHbIMM BapuMaHTamu CHEK2
cocpefoTouYeHbl Ha HabaAeHUM 32 PaKOM (TaKXe HasbiBaeMom "cKpuHuUHrom"). Llenb HabaoaeHus - AnarHocTMpoBaTh
paK Ha KaKk MOXHO boJsiee paHHel cTaann. XoTa y4eHble U Bpauu He MOTyT NpesoTBPaTUTb PasBMTHUE PaKa, OYEHb BaXKHbIM
dakTopom ABnaeTcA paHHee obHapykeHue . Ecnn pak obHapyKeH Ha paHHel cTagum, BEPOATHOCTb €r0 YCMEeLWwHOoro
neyeHua byzet Bbiwe. CyLWecTBYIOT O4YEHb XOPOLLME MeTOAbl HAabAOAEHUA A1 HEKOTOPbIX, HO HE A1 BCEX BUA0B paKa.

B Tabnumue HUXKe AaHbl peKoMeHaaumMm no HabaAeHUIo A1A KL, C NaToreHHbIM BapnaHTom CHEK2 (apanTupoBaHbl U3
nybamkauum National Comprehensive Cancer Network Genetic/Familial High-Risk Assessment): PykosoacTso no paky
rPyAu, AMMHUKOB M NOAMKENYA04YHOM Kenesbl, Bepcua 3.2023). Obpamume sHUMaHUe, Ymo 3mo obujue pekomeHoayuu.
KoHkpemHsbie pekomeHdayuu 0511 omoesnbHbIX NayueHmos u cemeli Mo2ym pasau4amecs.
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Tun paka PekomeHgauum no

Pak rpyav (&1 avu, KoTopbim Npu ExxerogHo genaiite mMammorpaduio, HaumHas ¢ 40 net, u paccmoTpuTe
POXKOEHUWN MPUCBOEH KEHCKNI NOJ) BO3MOXHOCTb NnpoBegeHna MRI rpygm ¢ KOHTpacTom, HaunHaa ¢ 30-35
PaK TONCTOM KULWKK MpoBegeHne KONOHOCKONUK KaxKapble 5 neT, HaumHasa ¢ 40 net, unm 3a 10

/IeT Jo TOro Bo3pacTa, Npu KOTOPOM Y POACTBEHHMKA NePBO CTENeHM
poAcTBa 6bl1 ANArHOCTUPOBAH KOMOPEKTAbHbIN pPaK.
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Ba)KHO OTMEeTUTb, UTO MHPOPMALMA O PUCKe paKa, cBA3aHHasa ¢ CHEK2, anseTca npeameToM Npoao/IKaloLWMXCa
uccnenosaHuii. Co BpemeHeM MHOOPMALLUA O PUCKE Pa3BUTUA PaKka M PEKOMEHAALUN MO MEAULMHCKOMY
obcnyKnBaHMIO ANA Ntoaen ¢ natoreHHbIMK BapnaHtamm CHEK2 moryT UsmeHUTbCA.

K Komy mHe cneayet 06patuTbCca 3a MeAULMHCKOMK NOMOLLbIO?

Ba)KHO HANTM MeaUUMHCKUX pabOTHMKOB, KOTOPbLIM Bbl fOBeEpsieTe A/1A AONTOCPOYHOro nocaeaytowero HabatogeHus.
YacTb 3TUX YC/Yr MOTYT OKa3blBaTb BaluM sievallme Bpayn. B HEKOTOPbIX CayYaax Bam MoXKeT noTpeboBaTbCca nocelleHne
Bpa‘-lef;l, npoweawunx cneynanbHyro NnoArotoBky Ecamn HY>XHO, Mbl 6yp,eM pagbl HANPaBUTb BaC K cneynaanctam B Mass
General.

Kak A mory Bectu 340p0Bbiv 06pa3 }KU3HU, 4TOObI CHU3UTb PUCK PA3BUTUSA
paka?

Kaxkgblih yenoBek goXKeH BECTU 340Pp0BbIN 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.), 340p0BbIA 06Pa3 KU3HWN BKAIOYAET:

e  Otka3s oT Tabaka.

e [opaeprKaHue 340pOBOro Beca.

e  PerynspHble 3aHATUA GU3UYECKUMM YNPAXKHEHUAMMU.

e CobnogeHue 340poBOMN AUEThI € ynoTpebsieHnem A4OCTaTOYHOIo KoinyecTBa GPyKTOB M OBOLLEN.

e  OrpaHuyeHue ynotpebneHusa ankorons Ao 1-2 aNKoronbHbIX HANUTKOB B AEHD.

e  3awuTa Balel KOXKM 1 rNas oT CoNHLa.

e  3HaHWe CBOEro opraHM3ma, a Tak»Ke CBOel U ceMenHOoM UCTopum 60/1e3HM 1 BalLMX PUCKOB.

e  PerynsapHble 06cnef0BaHNA U CKPUHUHIOBbIE TECTbI Ha PaK.

KaKoBbl WWAHCbI, YTO Y Y1€HOB MOEWN CeMbM TOXKEe eCTb NaTOreHHbIn
BapuaHT?

e  Bawmwu getn: Kaxkabiit U3 Balwmx geteit umeeT 50% wWwaHC yHacneaoBaTb HOpMasbHyto (pabouyio) Konuio reHa
CHEK2 v 50% waHc yHacnefoBaTb NaToreHHbI BapnaHT CHEK2 (Hepabouyto Konuto). MaToreHHble BapUaHTbI
CHEK?2 He cBA3aHbl C paKoBbIMM 3a601€BAaHUAMM B AETCKOM BO3PACTE U HE U3MEHAT NJAaH MeANLNHCKOTo
obcnyxuBaHua fo Bospacta 30 seT. MosToMy TeCcTMpoBaHMe AeTel (HecoBepLleHHONETHMX A0 Bo3pacTa 18
NIeT) Ha naToreHHble BapnaHTbl CHEK2 He pekomeHayeTcs.

e  Bawwu 6patba 1 cecTpbl U Apyrue poacTBEHHUKU: B 60/1bLIMHCTBE ClyyaeB 6paTba U CECTPbI YeIOBEKA C
naToreHHbIM BapuaHToMm CHEK2 nmetoT 50% LaHC TOro, Y4TO Y HUX ByAeT TAaKOM e NaTOreHHbI BapuaHT.
Kpome Toro, fpyrve uyneHbl cemby (Hanpumep, poamTenu, ABOOPOLHbIE BpaTbaA U CecTpbl, TETU U AALM)
TaK¥Ke MoryT OblTb NOABEP!KEHBI PUCKY MMETb STOT NAaTOreHHbIN BapMaHT.
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e MnaHuposaHue cembm: /llogm ¢ natoreHHbIMK BapmaHTamm CHEK2 moryT umeTb OnaceHuA o nepegaye

naToreHHoro BapunaHTa CHEK2 pebeHky. CyLLecTBYIOT penpoayKTUBHbIE ONLUMU, KOTOPbIE MOXKHO

MCMNO/Ib30BaTb AN CHUXKEHWA BEPOSTHOCTU Nepesadn natoreHHoro BapmnaHTa CHEK2 pebeHky. Ecam Bbl

XOTUTE y3HaTb 6osblie 06 3TUX onuuax, 0bpaTUTECh 32 HaNpPaBIEHUEM K CBOEMY FreHETUYECKOMY

KOHCY/IbTaHTY .

B nMcbMe OT BalLero reHeTMYeCKOro KOHCY/IbTaHTa, AaHbl 60/ee KOHKPETHbIe PEKOMEHAALMM O TOM, Kakue

POACTBEHHMKM ABAAIOTCA KaHAMAATAMM HA reHeTUYecKoe TecTupoBaHune. OgHAKo, NoXanyicTa obpalwanTech K Ham ¢
N06bIMU AONONHUTENBHBIMW BONPOCAMMU.

Fae a mory nonyuntb A0NONHUTENbHYIO UHOpPMaUUIO?
MNoxkanyiicTa, obpalLaiiTeck K Ham, €C/IN Yy Bac BOSHUKHYT BONPOCHI MW €ClM BaM NOHago6aTca A0NOIHUTENbHbIE
MHPOPMaLMOHHbIe pecypcbl. HEKOTopble toAM HaXo4AT NONE3HbIM NOFOBOPUTL C APYTMMM NOABMM C NaTOreHHbIMU
BapuaHTamun CHEK2, y KoTopbix ecTb NoAo6Hble onaceHns. Mol Byaem pasbl OpraHM30BaTh 4/1A Bac TaKylo BCTPeYy, ecau

Bbl B 3TOM 3aUHTEPECOBAHbI.

Huke npuseaeH CNUCOK AONONHUTENbHbIX UCTOYHUKOB MHCbOpMaLl,VIMZ
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Center for Cancer Risk Assessment
LIeHTp OLEHKN pPUCKa pa3BUTUA PAKOBbIX 3a601eBaHNI
www.massgeneral.org/ccra
(617) 724-1971
American Cancer Society
AMepUKaHCKOe OHKO/I0rMYeckoe o6LLecTBo
WWW.Cancer.org
(800) 227-2345
Facing Our Risk of Cancer Empowered (FORCE)
CnpaBUTLCA C PUCKOM PA3BUTUS paKa BOOPYHKUBLUNCH 3HAHUAMMU
www.facingourrisk.org
(866) 288-RISK

Hereditary Colon Cancer
HacnefcTBeHHbIV paK TOACTOM KULLKK
Takes Guts
www.hcctakesguts.org
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Fnoccapuii TepMUHOB reHeTUKU paka:

MPUCBOEHHDIN NPU POXKAEHUU KEHCKUI Non/MPUCBOEHHDbIN NPU POKAEHUM MYKCKOM non: OTHOCKTCA K
noJly, KOTOPbIV BPay WAK aKyLlepKa UCMOb30BaN ANA ONMUCAaHUA pebeHKa Npu POXKAEHMM HAa OCHOBaHUW ero
BHELWHEeN aHaTOMUM.

KneTtka: OcHOBHana CTPYKTypHaa U GyHKUMOHaNbHaA eamHuMLa Atoboro xuBoro cylectsa. Kaxagan knetka —
3TO HEBONbLIOW KOHTEMHEP C XMMWKATaMKn U BOAOM, NMOKPbITbIN MeMbpaHoii. YenoBeyeckoe Teo COCTOUT U3
100 TPUNMOHOB KNETOK, GOPMUPYIOLLIMX BCE YACTU OPraHN3Ma, TaKMe KaK OpraHbl, KOCTU U KPOBb.

OHK (DNA Ha aHrn.): Oe3oKcupuboHyKnemHoBas kKucnota, uam JHK, — 3To reHeTMyeckuin matepwuan,
nepesaBaemblil OT poanuTens K pebeHKy, KOTOpbIi eXeAHEBHO AaeT HallemMy Teny MHCTPYKLMU MO PasBUTUIO,
pocTy U GYHKLUMOHUPOBAHMIO.

PaHHee BbiaBneHue: Mpouecc obHapyKeHWA paKa, Koraa OH TO/IbKO HauMHAeT Pa3BMBaTbLCA.

FeH: N'eH — 310 Hebonbwon dparmeHT AHK, KOTOPbLIV faeT UHCTPYKLUKM MO onpeaeeHHOMY NPU3HAKY.

YHacneaoBaHHbI NPU3HaK: XapakTep nam ocobeHHOCTb, KoTopasn NepesaeTca OT POAMTENA K pebeHKy.

MoKN3HEeHHbIA PUCK pa3BUTUA paKa: LLIaHc Toro, 4To y YenoBeKa B TEYEHME Er0 U/IN e€e }KU3HU PA30BLETCA PaK.
MHoraa aTo onpeaenaeTca Kak WaHC pa3BuTuA paka K 75 nam 80 rogam.

MaToreHHbIN BapuaHT: MI3meHeHMe B reHe, KOTOPOe He N03BoIAET eMy paboTaTb NPaBU/IbHO. TaKKe Ha3blBaeTcA
MyTaLnen.

CHumKawowana puck onepauma: Onepauus no yaaneHuio 340p0BbIX TKAHEN UKW OPraHOB 0 Pa3BUTUA
paka. Tak»ke Ha3blBaeTcsa NpodpunakTUYeckon onepaymen.

Ha6noaeHue: CKpMHUHIOBbIE TECTbI AWM NPOLEAYPbI, HAaNPABAEHHbIe Ha BbiABNEHUE PaHHMUX NPU3HAKOB
pasBUTMA paKa WM ero BO3BpaLLeHun (peunamsa).

CuHppom: Habop NpM3HAKOB M CUMNTOMOB, KOTOPbIE MPOABAAOTCA BMECTE U XapaKTepu3ytoT 3abonesaHne unm
COCTOAAHME 340POBbA.

FeH-cynpeccop onyxonu: Mpu npasuabHON paboTe reHbl-cynpeccopbl onyxoiei NpeaoTBpaLLatoT pas3suTue
paKa, KOHTPOIMPYA POCT KNETOK.
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