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MuadopManus 1j1 ceMeH ¢ IIaTOTeHHbIM
BapuaHTOM B reHe ATM

Llenb AaHHOM MaMATKM COCTOUT B TOM, 4TOBbI NpeaoCcTaBUTb Bam NoApo6HYo
NHPOPMaLMIO O pe3y/ibTaTax Ballero reHeTUYECKOro TecTa, KOTOPYIO Bbl MOXKETe

npo4YmnTaTb N 06CyaANTb CO CBOMMM MeAULNHCKMMUM NpoBangepamn. iccnegosatenu
6yayT npoaonXKaTtb M3yyaTb reH ATM, noaTomy, NoXKanyicTa, pas B rog, obpaliantech K

CBOMM MEAMLMHCKUM NpoBaiaepam, YTobbl y3HaTb O HOBOM MHOPMALUM, KOTO
MOKET ObITb BarkHa AN5 Bac U Y4eHOB Bawewn cembM. (MoxKanyicra, nocmorpure
nocnegHen CTpaHULUE AaHHOTO AOKYMEHTA FNOCCapuii C NOAYEPKHYTbIMU
MeANLUMHCKUMWN TEPMUHAMMU.)

UYTOo TaKOe HacneaCTBEHHbIN paK?

pas
Ha

e  Pak — 370 pacnpocTpaHeHHoe 3aboneBaHue. Kaxgbiit 3-i1 kutenb CLLUA B TeueHMe CBOEN }KU3HU CTpadaeT TeM

UIN UHBbIM TUNOM pPakKa.

e [pumepHo 5-10% pakoBbix 3aboneBaHn (8o 1 13 10) aBnsAoTcA HacAeACTBEHHbIMU. HacneacTBEHHbIN

pak

BO3HWKAET, KOTZa Ye/I0BEK POXKAAETCA C MATOrE€HHbIM BapUAHTOM (TaK»Ke M3BECTHLIM KaK MyTaLMsA) B reHe,

KOTOPbIV YBE/IMYMBAET LLAHC PAa3BUTUA ONpeaeeHHbIX TUNOB paKa. MNaToreHHbI BapuaHT MoXKeT
nepesaBaTbCs U3 NOKOJIEHNA B MOKONEHUE.

o MockonbKy ATM cBA3aH C yMmepeHHbIM yBennyeHnem 3abosieBaemocTyn PaKoOMm, HEKOTOpPble CeMbM C

NaToreHHbIM BapnaHTOM ATM MOTyT He NPOABAATb TUMUYHbIX MPU3HAKOB CMHAPOMA HacNeACTBEHHOMO paKa.
[pyrue cembu MOryT UMeTb aHaMHE3, KOTOPbIW BKIIOYAET YKEHCKUI paK rpyam u/uam pak nogsKenyno4uHom

xenesbl.

YTO TaKOe NaToreHHblii BapuUaHT?

e  [OHK (DNA Ha aHrn.) — 3TO reHeTMYeCcKnin matepuan, KOToOpbIA NepeaaeTcs oT poauTens K pebeHKy. B Helt
coaepyKaTca MHCTPYKLMM MO Pas3BUTUIO, POCTY U GYHKLIMOHMPOBAHWUIO Hallero Tena. [eH — 3To Hebonbluol

dparmeHT AHK, KOTOPbLIN BbINONHAET OnpeaeneHHyto paboTy B Tesie. HeKoTopble reHbl onpeaenstoT Tak

ne

XapaKTepHbie 0COBEHHOCTH, Kak UBET rnas nan pocT, Toraa Kak gpyrme reHbl CBA3aHbl C HAlWWMM 3400P0OBbEM.

o Y BCex Hac ecTb BapuaLum B reHax, KOTopble AenatoT HaC OT/IMYAOWMMUCA APYT OT Apyra. BOAbWMHCTBO 3TUX

BapMaLMi He MEHAIOT NPUHUMN PaboTbl HaWMX reHoB. O4HAKO, HEKOTOPbIE BAPMALLMKN HE NO3BOIAIOT re
paboTaTb NpaBUbHO. TaKoOW TMN BapMaLLMM Ha3biBAaETCA NAaTOFE€HHbIM BapUaHTOM MW MyTauMeN.

Ham

Mouyemy Hannume 3TOro NAaTOreHHOro BapMaHTa NOBbILWAET PUCK paKa?

o PaboTa reHa ATM 3aKkntoyaeTcs B npeaoTBpalLeHnmn pa3BuTmAa paka. OH Ha3bIBAeTCA reHOM-CyNpeccopom

onyxoau. Mpu npaBuabHOM paboTe reHbi-cynpeccopbl ONyxosein NoMoratoT NpesoTBPaTUTb pak,
KOHTPOAMPYA POCT U AeNEHUE KNETOK.

e VY oaen, porKAEHHbIX C NaToreHHbIM BapuaHTom ATM, ecTb TONbKO ogHa pabovas konus reHa ATM,
NOSTOMY PUCK PA3BUTUA PaKa Yy HUX Bbllle cpeaHero.
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KakoBbl pUCKM paKa, CBA3aHHbIE C 3TUM NATOrNeHHbIM BapMaHTOM?

o Jltogun, poxAaeHHbIe € NaToreHHbIM BapnaHTtom ATM, nmetot 6onee BbICOKUI PUCK onpegeneHHbIX TMNOB paka,
OMNUCaHHbIX B TaGI'IVILJ,e HWXe.

Tabnmua: Mo>KU3HEHHbIW PUCK Pa3BUTUA paKa (wwaHc 3a60s1eTb pakom B N11060e Bpemsa B TeUeHUe KU3HK)

Niogun, He metowmne Noam, y KOTopbIX ecTb
reHeTU4YecKoro NaToreHHoro reHeTU4YeCcKuii NaToreHHbIN
BapuaHTa BapuaHT reHa ATM

PaK rpyauv (a9 vu, KOTOPbIM NPU POXKAEHUM 10-12% 20-40%

NPWUCBOEH KEHCKWI No)

Pak nopgenyno4HoM Kenesbl 1-2% 5-10%

National Comprehensive Cancer Network no oueHKe reHeTU4ecKkoro/cemeiHoro nosbilweHHoOro pucka (Genetic/Familial High-Risk Ha aHr.): PykoBoacteo
no paky rpyau, ANYHUKOB U NOAXKeNyA04HOW Kenesbl, v3.2023

e  BblweyKasaHHble 3HAYEeHWA NpeACcTaB/eHbl B AMana3oHe. ITO CBA3AHO C TeM, YTO He BCe ceMbW/OTAebHbIE ML
MMeIT OAMHAKOBYIO CTEMEHb PUCKA. Ha cTeneHb pucKa MOTYT BAMATb OKPYKaloLWwan cpesa, 06pas KusHu,
NNMYHaA nctopuma 60ne3HN, cemeliHbli aHaMHe3 paka U Apyrve reHeTMYeckme Uan HemsBecTHble GaKTopbl.

e [laToreHHble BapmnaHTbl ATM MoryT 6bITb TaK¥Ke CBA3aHbl C APYIMMM PUCKAMM PasBUTUA paKa. K uncny
N3y4YaemblX OTHOCATCA PaK ANYHUKOB, KONIOPEKTA/IbHbIV PaK, pPaK KenyaKa U pak npocTaThl.

BO3MOKHO 1M UCNPaBUTb NATOreHHbI BapUaHT?

K coaneHuto, UCnpaBuTb NAaTOreHHbI BapuaHT reHa ATM noka He nNpeAcTaBAAeTCcA BO3MOXKHbIM. TEM HE MeHee, MOXKHO
M3MEHUTb fleYeHMe U HEKOTOPble aCcneKTbl Ballero obpasa KM3HW. Baw nposaiiaep(-bl) 06cyanT ¢ Bamu 3TV ONLUN U
COCTaBMT NOAXOAALLMIA ANA BAC NAaH MeAULMHCKOro yxoaa.

KakoBbl peKomeHgauum no megauLUHCKOMY yxoay?

CoBpemeHHble pEKOMEHZALUMN MO MEANLNHCKOMY YXO4y NtoAel ¢ NaToreHHbIMK BapuaHTamu ATM cocpefoToueHbl Ha

HaboAEHUM 33 PAaKOM (TaK»Ke Ha3bliBaeMoM "CKpuHUHrom"). Llenb HabnoaeHna - AMarHoCTMPOBAaTb Pak Ha Kak MOXHO
60s1ee paHHeW CcTagnn. XoTA yYeHble U Bpauu He MOTyT NpeaoTBPaTUTb Pa3BUTUE PaKa, paHHee 06HapyKeHWe ABaAeTcA
Ba*KHbIM pakTopom. Eciim pak obHapyKeH Ha paHHEeW CTaAnK, BEPOATHOCTb €ro YCneLwHoro fevexHus byaet sbiwe. Ectb

O4YeHb XopoLune MeToabl HaboAeHUA ANA HEKOTOPbIX, HO He A/1A BCeX BUAOB pakKa.

B Tabmue HUKe AaHbl peKOMeHAAUUM No HabnoAeHUIo ANA UL, C NATOreHHbIM BapuaHTom ATM (4acTuyHO
ajantuposaHbl M3 nybankaumm National Comprehensive Cancer Network Genetic/Familial High-Risk Assessment:
PyKoBOACTBO NO paKy rpyau, AMYHUKOB M NoAKenyao4Hou xenesbl, v3.2023). Moxcanylicma, obpamume sHUMaHUE Ha
mo, Ymo 3amo obujue pekomeHoayuu. KoHkpemHsie pekomeHOayuu 0758 omoesbHbIX nayueHmos u cemeli mo2ym
pa3AuU4YamMsCA.

Tun paka PekomeHaauumn no HabnogeHunio

PaK rpyay (anA 1L, KOTOPLIM NPU POKAEHUN  EyeronHas mammorpadus, HaumHas ¢ sospacta 40 net

NPUCBOEH EHCKMI Non
P ) PaccmoTtpuTte nposegeHue exkerogHolx MRI rpyan ¢ KOHTpacTom,

HauunHaA ¢ 30-35 ner.

Pak nogskenyAouHou xenesbl Koraa 3to npMmeHnmo, obcyante peKkomeHAaLmMm No CKPUHUHTY
paKa NnoAKeyA04HOM Kese3bl C Balm BPayoMm.

Ba)KHO OTMETUTb, YTO MHPOPMALLMA O PUCKE Pa3BUTUA PaKa, CBA3aHHaA c ATM, aBnseTca 061acTblo TEKYLLMX
nccnenosaHuii. Co BpemMeHeM MHGOPMALMA O PUCKE PA3BUTUA PaKa U PEKOMeHAaLUMM No OKa3aHWUI0 MeAULMHCKOM
MOMOLLM IML,AM C NaTOreHHbIMU BapnaHTamu ATM MOTYT U3MeHATLCA.
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[JaHHble 0 pUCKe pasBUTUA paKa, BbI3BaHHOTO paauaumeit, y ntogen, UMelLwmx oAnH NaToreHHbl BapuaHT ATM, B
HacTosLLee Bpems ABAAOTCA HeonpeaeneHHbiMu. NMoatomy National Comprehensive Cancer Network He cogepKuT
KOHKPETHbIX KIMHWUYECKUX PEKOMEHAAUMM, KacatoLWMXCA PaANaLMOHHOTO 061yYeHNA AN IeYeHUs HocuTenel
naToreHHbIX BapnaHToB ATM.K Komy MHe ciefyeT obpatTbCaA 3a MEeAULUHCKOM NOMOLLbIO?

Ba*KHO HAWTW MeAMLMHCKMX PabOTHMKOB, KOTOPbLIM Bbl AOBEpPAETE, A48 AOATOCPOYHOIO Nocaeaytolero HabntoaeHus.
YacTb 3TUX yCAyr MOTyT OKasbiBaTb BaLUW leyalyme Bpayn. B HEKOTOPbIX CNyvasx BamM MOXKET NoTpeboBaTbcA NocelleHne
Bpayen, npoleaLnx cnewnanbHyo Nnoarotosky. Ecam notpebyerca, mbl byaem paapl HANPaBUTb BAcC K CNeLmaancTam B
Mass General.

Kak a mory BecTu 340p0oBbiii 06pa3 KU3HU, YUTOObI CHU3UTb PUCK paKa?

Kaxkgblit 4oNKeH BECTU 340PO0BbINM 06pa3 KMU3HKU, HO 3TO MOXKET ObITb elle bosiee BaXKHO 4N1A togel ¢ NOBbILWEHHbIM
puckom paka. Mo gaHHbIM AMepUKaHCKOro oHKkonorndeckoro obuiectsa (American Cancer Society Ha aHrA.), 340poBbIN
06pas KU3HW BKOYAET:

e Otka3s ot Tabaka.

e [lopaep:kaHue 300pOBOro Beca.

e PerynsapHble 3aHATUA GU3UYECKMMU YIIPANKHEHUAMM.

o CobnoaeHune 300poBON AMETHI C ynoTpebaeHnem AOCTAaTOYHOIO Konnyectsa GpyKTOB U OBOLLEN.

e OrpaHunyeHue ynotpebneHns ankoronsa Ao 1-2 ankoronbHbIX HANUTKOB B A€Hb.

e  3awuTa Baleln KOXKM M rNas oT CoHLA.

e  3HaHWe cBOEro Tea, a TaKKe CBOel N ceMeHOn NcTopmm 60NE3HM U BaLLMX PUCKOB.

e PerynsapHble 06cnefoBaHUA U CKPUHUHIOBBIE TECTLI Ha paK.

KaKoBbl LWAHCbI, YTO Y Y1€HOB MOEW CeMbM TOXKE eCTb NaTOreHHbIn
BapuaHT?

e  Bawmwu getn: Kaxkabiit U3 Balwmx geteit umeeT 50% wwaHC yHacneaoBaTb HOpMasbHyto (pabouyio) Konuio reHa
ATM v 50% WwaHc yHacneaoBaTb NaToreHHbI BapnaHT ATM (Hepabouyto Konuto). NaToreHHble BapuaHTbl ATM
He CBA3aHbl C PaKoBbIMW 3a60/1€BAaHNAMM B AETCKOM BO3PACTE U HE U3MEHAT NAaH MeAULMHCKOrO yXo4a A0
Bo3pacTa 3035 neT. [MoaToMy TecTMpoBaHMe geTein (HecoBepLlIEHHONETHUX A0 18 neT) Ha naToreHHble
BapuaHTbl ATM He pekomeHAayeTcA.
o B pepkux cnyyasx, koraa oba poguTens ABAAKOTCA HOCUTENAMM NaToreHHOro BapuaHta ATM, pebeHok
MOKeT yHac/neaoBaTb 3abonesaHue, HasbiBaemoe Ataxia Telangiectasia (AT). Moxanyiicta, obpatuTech K
BallemMy reHeTUY4EeCKOMY KOHCY/IbTaHTY, eC/IN Yy BacC eCTb BOMPOChI UK ONaceHuA no nosoay 6onesHu AT.

e  Bawwu 6patbA 1 cecTpbl U Apyrue poacTBEHHUKU: B 60NbLIMHCTBE CyYaeB LWAHC MMETb TAKOW Xe
naToreHHbIN BapmaHT y bpaTbeB U cecTep NMLa ¢ NaToreHHbIM BapuaHTom ATM coctasnseTt 50%. Kpome
TOro, ApYrue YaeHbl cembM (Hanpumep, PoanTENM, ABOKOPOLHbIE BPaTbs U CECTPbLI, TETU U AAAN) TaKKe
MOryT 6bITb NOABEPKEHDBI PUCKY UMETb 3TOT NAaTOFEHHbIN BapuaHT.

e MnaHupoBaHue cembMm: JlloaM ¢ NaToreHHbIMK BapuaHTamm ATM moryT 6biTb 03aboyeHbl nepegavei
naToreHHoro BapuaHTa ATM pebeHKy. CyLLecTBYIOT penpoAyKTUBHbIE BO3MOXKHOCTHU, KOTOPbIE MOTYT 6bITb
MCNO/b30BaHbl A1 CHUXKEHUA LWaHCca Nepeaayn naToreHHoro BapnaHta ATM pebeHky. Ecam Bbl xoTuTe
y3HaTb 60/blie 06 3TUX onuuax, obpaTUTech 3a HaNPaBAEHMEM K BalLEMYy reHETUHECKOMY KOHCY/IbTaHTY.

B nMcbMe OT BalLero reHeTMYeCKOro KOHCY/IbTaHTa, AaHbl 60/1ee KOHKPETHbIE PEKOMEHAALMM O TOM, Kakue

POACTBEHHMKM ABAAIOTCA KaHAMAATaMM Ha FTeHeTMYecKoe TecTMpoBaHue. Tem He meHee, noKanyicra, obpaliantech
K Ham C 1t06bIMMN AONONHUTENbHBIMM BOMPOCAMM.
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Fae A mory HaTu JONONHUTENbHYIO MHPOpPMaLUIO?

MNoxkanyiicTa, obpalLaiiTeck K Ham, ec/IN Yy Bac BOSHUKHYT BONPOCHI MW €CAM BaM NOHago6aTca A0NOIHUTENbHbIE
MHbOpPMaLMOHHbIe pecypcbl. HEKOTOpble Nt0AM HAXOAAT NOAE3HbIM NOrOBOPUTL C APYTMMU NHOABMU C MATOre€HHbIMMU
BapuaHTamu ATM, y KOTOpbIX eCTb NoA0bOHbIe onaceHnsa. Mbl byaem pabl OpraHM30BaTh A1 BaC TaKylo BCTPeYy, ecnm
Bbl B 3TOM 3aUHTEpPeCcOBaHbl.

Huke npuBeaeH CNMCOK AONONHUTENbHBIX UCTOYHUKOB MHbOPMaLUK:
Center for Cancer Risk Assessment
LleHTp OLEHKM pUCKa pa3BUTUA PaKOBbIX 3a601eBaHNI
Mass General Cancer Center
OHKONOrnyeckuit LeHTp B Mass General
www.massgeneral.org/ccra
(617) 724-1971
American Cancer Society
AMepUKaHCKOe OHKO/I0rMYecKoe o6LLecTBo
WwWw.cancer.org
(800) 227-2345
Facing Our Risk of Cancer Empowered (FORCE)
CnpaBuUTLCA C PUCKOM PA3BUTUA PaKa BOOPYKMBLUMCH 3HaHMAMU(FORCE)
www.facingourrisk.org
(866) 288-RISK

-4 - ATM_2023


http://www.cancer.org/
http://www.massgeneral.org/ccra
http://www.facingourrisk.org/

Fnoccapuit TEepMUHOB reHeTUKU paKa:

MPUCBOEHHDbIN NPU POXKAEHUMN XKEHCKUII NOA/NPUCBOEHHDbIN NPU POXKAEHUU MYMKCKOMU non: OTHocKTCA K
noJly, KOTOPbIN Bpay WK aKyllepKa UCNO/1b30Banun AN onucaHua pebeHKa Npu poXKAEHUN Ha OCHOBaHUKN ero
BHeLUHen aHaTOMUU.

Knetka: OcHOBHaA CTPYKTypHaa U GpyHKLMOHANAbHAA eanHMLa Ntob0oro *KMBoro cyllectsa. Kaxaan Knetka —
3TO HEGONbLIOM KOHTEMHEP C XMMUKATAaMM U BOAOM, NOKPbLITbIN membpaHoin. YenoBeyeckoe Teno COCTOUT 13
100 TpMNAMOHOB KNETOK, GOPMUPYIOLLMX BCE YACTU TeNa, TAKME KaK OpraHbl, KOCTU U KPOBb.

OHK (DNA Ha aHra.): [e3oKkcumpuboHyknenHoBas Kucnota, uanm OHK, — 3To reHeTuyecknin maTepuan,
nepesaBaemMblil OT poAUTENS K PeBEHKY, KOTOPbIN COAEPKUT MHCTPYKLMU NO Pa3BUTUIO, POCTY U eXXeLHEBHOMY
dOYHKUMOHMPOBAHMUIO.

PaHHee BbiaBneHue: MNpouecc 06HapyeHUA paKa, Koraa OH TONIbKO HaYMHaEeT Ppa3BUBaTbLCA.

FeH: FeH — 370 He6obLWOM yyacToK JHK, KOTOPbIV COAEPHKUT MHCTPYKLMM MO GOPMUPOBAHMIO CNeLmMbuYecKoro
npu13Haka.

YHacnepoBaHHbI NPU3HaK: XapaKTep nam ocobeHHOCTb, KOTOpas nepeaaerca OT POAMTENA K PebeHKy.

Mo}K13HeHHbIN pUCK 3aboneBaHuA pakom LLIaHC TOro, YTO y YesiOBEKA B TEUEHME KU3HW PA30BLETCA Pak.
MHoraa aTo onpeaenaeTca Kak WaHC pa3BuTuA paka K 75 nam 80 rogam.

MaToreHHbI BapuaHT: MI3meHeHWe B reHe, KOTOpoe He No3BoaAeT eMy paboTaTb NpaBMAbHO. TaKKe Ha3biBaeTcs
MyTaumen.

CHMKaloLWan puck onepauus: Onepauua no yaaneHunio 350p0BbIX TKaHE UM 0PraHoB 4,0 Pa3BUTUA paka. Takke
Ha3blBaeTcA NPodUIaKTUYECKOWN onepaLmein.

Ha6noaeHune: CKPMHUHIOBbIE TECTbI AW NPOLLEAYPbl, HAaNPaBAeHHble Ha BbiABEHWE PAHHMX MPU3HAKOB
pa3BUTMA paka UK ero Bo3BpalleHus (peumansa).

CuHgpom: Habop NPU3HAKOB M CUMMTOMOB, KOTOPbIE MPOABAAIOTCA BMECTE U XapaKTepm3ytoT 3abonesaHne nam
COCTOSAHME 340POBbA.

FeH-cynpeccop onyxonum: MNpu npasnabHoOM paboTe reHbl-Cynpeccopbl Onyxonei npeaoTepallatoT passuTme
paKa, KOHTPOIMPYA POCT K/IETOK.
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