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PexoMenganuy MoCKOBCKOI0 OHKOJIOTHYECKOIo 001mecTBa 1 MOCKOBCKOI0O
00I1IIeCTBA MeTHIIUHCKHUX T'eHEeTHKOB
10 MeIMIMHCKOMY HAO0JII0IEeHUIO 3/I0POBbIX HOCHTEJIeil MyTallid B IreHax,

ACCONMHMPOBAHHBIX ¢ HACJICACTBCHHBIMHU OIIYX0J1€BbIMU CUHAPOMAaMHU, C 11€/IbI0 BbISIBJICHUA
COJIMIHBIX OHyXOJIeﬁ Ha paHHeﬁ CTaIui 1 BO3SMOKHOCTHU NNIPUMEHCHUA UHHOBAIITMOHHBIX
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1. PekoMeHI0BaHHAs TaKTHKA JalbHENIIEro HaOIIoJeHHs 310POBBLIX HOCHTEjei

MYTAlliH B I'eHAX, ACCOUMHPOBAHHBIX C HACIEICTBEHHBIMHU ONYX0J1eBbIMH CHHIPOMAaMH, B
3aBUCUMOCTH OT Pe3yJIbTaTOB OHKOT€HETUYECKOIO HCCIIEeI0BAHHUS.

1.1. BrigBieHUE MAaTOTEHHBIX W/WIMA BEPOSTHO MATOTCHHBIX BAPUAHTOB HYKJICOTUIHOM
[OCJIEA0BATENbHOCTH  (MyTanuii), MPUBOASIIMX K  IIOBBIILIEHHOMY PHCKY  pa3BUTHS
3JI0KQUYECTBEHHBIX HOBOOOPAa30BAaHUM, SBISETCA TOKAa3aHWEM [UIs HAalpaBJICHUS HOCUTEIS
mytauuu B Llentp nepconanusupoBannoit meauuunsl (LIIIM) I'BY3 « MKHII um. A.C. JlornnoBa
JA3M» ¢ nenpio TanbHeHIero HaoMoIeHHUs U PAHHETO BBISIBICHUS COJIMIHBIX OITYXOJICH.

[TaTorennsle u/im BEPOSITHO [aTOreHHbIE BapUaHThI HYKJICOTUIHOM
[0CJIEI0BATEIBHOCTH (MYTALMM) MIPEICTABISAIOT COO0I reHeTHYeCKUe BapUaHThl, KOTOPbIE MOTYT
OBbITh BBISIBJIEHBI C IOMOIIBIO T€HETHYECKOT0 UCCIIEI0BaHMs, B TOM WIIM MHOM CTENEHHU BIUAIOT Ha
3JI0pPOBbE U MOT'YT CTaTh IPUYMHOMN 3a00JI€BaHMUSL.

1.2. BrlsiBiIeHHE BapHAHTOB HYKJICOTUIAHOH MOCIENOBATEIBHOCTH (MyTalmui) C
HEoIpeAeeHHON KIMHUYECKON 3HAUMMOCTbIO SBJIIETCS IMOKAa3aHUEM JJI1 KOHCYJbTAallMi Bpaya-
renetuka [ITM.

JlonmyckaeTcsi U3MEHEHHE aITOpUTMa OOCIEIOBaHMS B 3aBUCHUMOCTH OT KIMHUYECKON
CUTYallUH.
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2. PeKOMeHHaHI/H/I 110 MC,HI/IHI/IHCKOMY COHpOBO)K,Z[eHI/IIO HOCUTECIA MyTaHI/Iﬂ le/l

BbISIBJIECHUM TATOT€HHbIX M/WJIM BEPOSAATHO TMATOTeHHbIX BAPHAHTOB HYKJICOTHIHON
HOCJICI0BATEIbHOCTH (MyTaIlnii)

2.1. Tlpwm BoiBnenuun mytauuii reHoB BRCAL, BRCA2 y sxeHuH:

- KOHCYJIbTAllMsl Bpada-T€HETHKa, BKIIOYaromnias WHGpOpMHpPOBaHHMEe O MOBBIIIEHHOM
pHCKe Pa3BUTHSA PAKA MOJOYHOM KeJle3bl, IMYHUKA U NOIKeJTy104YHOM KeJle3bl:

- OCMOTpP MOJIOYHBIX e€Jie3 BpauOM-MaMMOJIOTOM U YJIbTPa3BYKOBOE HCCIEAOBaHUE
MOJIOYHBIX JKeJIe3 KasKable 6 MecsaleB, HauuHas ¢ 25 JIeT,

- npoBeaenue MPT u mammorpadumu:

Bo3pact 25-29 ger: MPT MomouyHOW »Kene3bl ¢ KOHTPACTHPOBAHHEM €XKErogHO (WU
MaMMorpadusi ¢ TOMOCHHTE30M, ecii npoBeieHrne MPT HeaocTymHoO);

Boszpact 30-75 uer: mammorpadus ¢ TomocuHTe3oM U MPT MonouHOM Kenmes3bl ¢
KOHTPACTUPOBAHUEM €XKETOIHO;

BO3pacT > 75 JeT: B MUHAUBUIYaJIbHOM IOPSJIKE;

- TPAHCBAarMHAJBHOE YJIBTPA3BYKOBOE MCCIIEIOBAHME B cOYeTaHUM ¢ ompenenecHueM CA-
125 B CHIBOPOTKE KPOBU €:KeroaHo, HaunHas ¢ 30-35 Jer;

- CKPMHMHI paka moJikenynodHoit xenespl: MPT ¢ koHTpacTupoBaHueM / MarHUTHO-
pE30HAHCHAs XOJaHTUOMAaHKpeaTorpaguss U / WIM OSHIOCKOIMUYECKOE YIbTPa3BYKOBOE
uccienoBanre kaxapie 12 mecsineB, HaunHas ¢ 50 Jjer munm 3a 10 net 10 Bo3pacta pa3BUTHUS
CaMOTO PaHHETO YK30KPUHHOTO paKa MO HKETYTOUYHON KEIE3bl B CEMbE.

2.2. Ilpu BeisBnennu mytanuii reioB BRCAL, BRCA2 y myk4uH:

- KOHCYNbTallUsd Bpadya-T€HETHKa, BKJIOYaroiass WH(GOPMHPOBaAHHE O NOBBLIIIEHHOM
PHCKe Pa3BUTHS PaKa MOJIOYHOM ’KeJIe3bl, IPOCTATHI M MOIKETyI0YHOH KeJie3bl,

- OCMOTpP MOJIOUHBIX )K€JIe3 BpauoM-MaMMOJIOTOM Kaxkable 12 mecsineB, HauMHas ¢ 35
JIeT,

- MamMorpadusi y My>KUYUH ¢ THHEKOMacThuel exXeroaHo, HauuHas ¢ 50 et wiu 3a 10 ner
JI0 BO3pacTa pa3BUTHs CaMOr'0 PAaHHETO U3BECTHOTO PaKa MOJIOUHOM JKeJe3bl y MY)KUHH B CEMBE,;

- CKPMHUHT paka npocTaTsl, HaunHas ¢ 40 Jie;

- CKpHMHHUHT paka mojpkenyfaouHoit xene3bl: MPT ¢ koHTpacTupoBaHHEeM / MarHUTHO-
pEe30HAHCHAs XOJaHTMOMAaHKpeaTorpaguss MU / WIM SHIOCKOIUYECKOE YIbTPa3BYKOBOE
uccienoBanre kaxabie 12 mecsines, HaunHasg ¢ 50 Jer ninm 3a 10 et 1o Bo3pacra pa3BUTHUSA
CaMoro paHHETO dK30KPHUHHOIO PaKa MOJHKEITyJOUHOM JKEIE3bl B CEMBE.

2.3. llpwu BbIsiBIeHUU MyTaluu reHa TP53 y skeHIUH:

- KOHCYJbTallUsl Bpaya-TeHEeTHKa, BKJIIOYAIoUias MH(pPOPMHMPOBaHHE O TOBBIIIEHHOM
PHCKe Ppa3BHTHS pPaKa MOJIOYHOH *Kejle3bl, pakKa TMOMKeJYI0YHOH Kejae3bl U
KOJIOPEKTAJbHOI'0 pPaKa,

- OCMOTpP MOJIOYHBIX J>eJie3 BpPadyoM-MaMMOJIOTOM H YJIBTPa3BYKOBOE HCCIIEAOBaHNE
MOJIOYHEIX JKejie3 Kaskable 6 MecsneB, HaunHan ¢ 20 Jer;

- mpoBeaenue MPT u mammorpaduu:
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Bo3pact 20-29 jier: MPT Mos1049HO# jKelie3bl ¢ KOHTPACTHPOBAHUEM €XKETOHO;

Bo3pact 30-75 ner: mammorpadus ¢ TomocuHTe3oM W MPT Moo4yHOM Kene3bl ¢
KOHTPAaCTUPOBAHUEM €KETOJIHO;

BO3pacT> 75 J1eT: B MHIUBUAYAIBHOM MOPSAKE.

2.4. llpwu BbIsIBICHUU MyTaluy reHa TP53 y My »KYHH M JKeHIIMH

- KOHCYJbTallUsl Bpaya-reHETHKa, BKJIIOYAIOIas HH(OPMHUPOBAHHE O MOBBLIIIEHHOM
PHCKe Pa3BUTHS PaKa MOKETYI0YHOI JKejle3bl U KOJIOPEKTAIBHOI0 PaKa;

- KoJIoHOCKoOMuUs U 330¢aroractpoayoacuockonus (I /IC) kaxable 2—5 jer, HaunHAas ¢
25 et wim 3a 5 €T 0 Bo3pacTa pa3BUTHS CaMOTr'0 PaHHEr0 U3BECTHOTO PaKa TOJCTOW KHIIKH B
ceMbe;

- CKPHHHUHI paka HoKemynodHol xene3sl: MPT ¢ koHTpacTMpoBaHMEM / MarHMTHO-
pE30HAaHCHAs XOJaHTHOMaHKpearorpaduss M / WIM DHIOCKOIHMYECKOE YIBbTPAa3BYKOBOE
uccienoBanye Kaxkable 12 mecsineB, HaunHas ¢ 50 jer nau 3a 10 jer 10 Bo3pacta pa3BUTHUS
CaMoro paHHETO YK30KPHHHOTO paKa MOKEITyJOUYHOHN JKeIe3bl B CEMbE.

2.5. llpwm BeisiBnenun mytanuu rena PTEN y skeHImH:

- KOHCYJIbTAllMsl Bpaya-r€HEeTHKa, BKIIOYamoias WHGpOpMHpPOBaHHME O NMOBBIIICHHOM
PHCKe Pa3BUTHS PAKa MOJIOYHOM KeJie3bl, KOJOPEKTAJIBLHOI0 PaKa U PaKa dHI0OMeTPHSs;

- OCMOTP MOJIOYHBIX €Je3 BpauoOM-MaMMOJOTOM M YJIbTPa3BYKOBOE€ HCCIEAOBaHUE
MOJIOUHBIX JKeJe3bl Kaxjable 6 MecsineB, HauumHasi ¢ 25 jer wim 3a 5-10 ner g0 Bo3pacta
pa3BuUTHA caMoro paHHero u3BectHoro PMXX B cemse;

- npoBenenue MPT u mammorpaduu:

- HaunHas ¢ 30-35 aet: MPT Mot0uHOI &Kemne3bl ¢ KOHTPAaCTHPOBAaHUEM W MaMMOTpadust
C TOMOCHHTE30M €KEroIHO Wi 3a 5-10 jeT 10 Bo3pacTa pa3BUTHs CAMOTO PAaHHETO U3BECTHOTO
paka MOJIOYHOM KeJie3bl B CEMbE; BO3pacT™> 75 JieT: B MHAUBUAYAJIbHOM MOPSIKE;

- CKpHHHHT paKa dHJIOMETPHS: BO3MOXHO MPOBEICHNE OMOIICUU YHAOMETpUS Kaxkable 1-
2 rona, HaunHas ¢ 30-35 et (Ha3HAYAETCHA MHAUBUAYAJIBHO B 3aBUCUMOCTH OT KJIMHUYECKOM
CUTYyalMH).

2.6. Tlpwm BeisiBneHnn MyTanuu TeHa PTEN y My »KUHH U sKeHIIHH

- KOHCYJIbTAllMsl Bpada-T€HETHKa, BKIIOYANOIIas MHGpOpMHMpPOBaHHME O NMOBBLIIICHHOM
pHCKe Pa3BUTHSA KOJOPEKTAJIbHOIO PAKa,

- KOJIOHOCKOIHMS KasKIAble S j1eT (WM 4Yalle NPpH BbISIBJICHHHU NOJMIIOB), HAUNHAS ¢ 35
JIeT, €CJIM HEeT CUMIITOMOB, WJIM €Clii Y pojacTBeHHuKa /11 cTrenenu poacTBa pak TOJICTON KUIIKA
BbIsBIIeH 710 40 set, 0o 3a 5-10 jer 1o Bo3pacTa pa3BUTHS CAMOTO PAHHEr0 M3BECTHOTO paka
TOJICTON KHILIKU B CEMBE.

2.7. Tlpwm BeisgBienuu myrarui reaoB MLH1, MSH2, MSH6, PMS2:

- KOHCYJIbTAllWs Bpava-TeHETHKA, BKJIIOYArONias WHGOPMHUPOBAHHE O MOBBLIIIEHHOM
PHCKe Pa3BUTHSA KOJOPEKTAJIBLHOIO pakKa, pakKa MNOMKeJIyI0YHOH :Kejde3bl H paka
HAOMeTpuS (Y JKEHIIMH);
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- KOJIOHOCKOTIUA Kaxkable 1-2 roxa, HaunHas ¢ 20-25 jer wim 3a 2-5 JieT 10 Bo3pacta
Pa3BUTHS CAMOTO PAHHETO paKa TOJCTON KUIITKH, €CTM OH TUAarHOCTUPOBAH 10 25 JIeT;

- CKpHUHHUHT paka MmoJpKenyaouHoit xkene3bl: MPT ¢ koHTpacTMpoBaHMEM / MarHUTHO-
pE30HAaHCHAs XOJIaHTHOMaHKpeaTorpadbus W / WIM SHIOCKONUYECKOE YIbTPa3BYKOBOE
uccienoBane Kaxkable 12 mecsineB, HaunHas ¢ 50 jger nau 3a 10 jer 1o Bo3pacra pa3BUTHUS
CaMOT0 PaHHETO YK30KPUHHOTO paKa MOJKEITYA0YHOH Kelle3bl B CEMbE;

- CKpMHMHT paka 3HJIOMETPHS y KCHIIMH: BO3MOXKHO MPOBEJICHUE OMOIICUM SHIOMETPUS
Kaxable 1-2 roaa, nauunas ¢ 30-35 jer (Ha3HavaeTcss MHAUBUAYAJIBLHO B 3aBUCUMOCTH OT
KJIMHUYECKOH CUTyaluuu).

2.8. Ilpu BeIsiBneHun mytanuu reaa APC:

- KOHCYNbTallUi Bpaya-TeHETHKA, BKIOYAIONIas WHGOPMHPOBAHHE O NMOBBLIIIEHHOM
pHCKe Pa3BUTHS KOJOPEKTAJBHOIO PaKa;

- KOJIOHOCKOIIHS Kaxable 12 mec., HauuHas ¢ 18 Jier.

- KOHCYJbTAaLMS XHPYPra-OHKOJIOTa C IIeNbI0 PACCMOTPEHUST BO3MOXKHOCTH H
1EJIECO00Pa3HOCTH MPODUIAKTHIECKON KOJIIKTOMHUH.

2.9. Ilpu BeisiBnenuu mytanuu rera MUTYH (2 noBpe:kieHHbIe KONMU):

- KOHCYNbTallUi Bpaya-TeHETHKA, BKIIOYAIONIas WHGOPMHPOBAHHE O NMOBBLIIIEHHOM
PHCKe Pa3BUTHS KOJOPEKTAJIBHOIO PaKa;

- KOJIOHOCKOIIHA Ka:kable 1-2 roma, HaunHag ¢ 25-30 JieT;

- Bo3MokHO mipoBeaeHue DI'JIC (Bkirodasi moaHyro Buzyanusamnuio daTepoBa cOCOUKa),
HauyuHas ¢ 30-35 Jer.

2.10. Ilpu BeiaBinennn mytanuii reHoB MUTYH (1 noBpe:xxnennasi konusi), RNF4:

- KOHCYJIbTallMsl Bpada-r€HEeTHKa, BKIIOYaronias WH(pOpMHpPOBaHHME O MOBBIIIEHHOM
pHCKe Pa3BUTHSA KOJOPEKTAJIbHOIO PaKa,

- KOJIOHOCKOMHMS C TOJUIIKTOMUEH [0 YyAAJNeHUs BCEX IOJMIOB >5 MM, 3aTeM
KOJIOHOCKOITHS KazKable 1-3 rofa B 3aBUCMOCTH OT KOJIMYECTBA M pa3Mepa TOJIHIOB..

2.11. Ilpwm BeIsiBIeHNN MyTarmu rera STK11:

- KOHCYJbTAIlUMsl Bpadya-T€HETHKa, BKIOYAKONiasi WH(OPMHUPOBAHHME O NOBLILIEHHOM
PHCKe PA3BUTHUS KOJOPEKTAJIbHOI0 PAKa U PAKa MOAKEJTYT104YHOM KeJie3bl;

- KOJIOHOCKOTIHS KaxK1able 2-3 roaa, HAYMHAs ¢ MOMCHTA BBISBJICHHS MyTaluu (y JUI] B
Bo3pacte 18 ser u crapuuie);

- KkosioHOcKkonusi ¢ mosumdkroMued u OI'JIC ¢ monumdIKTOMUEH ISl yHAAJIeHHUs BCEX
MOJIUTIOB pazMepoM Oonee 3 Mwm;

- OJIUTMIPKTOMHUSI TOHKOW KHIIIKHU JOJI’KHA BBIMOJIHATHCS 7151 BCEX MOJIMIOB, BHI3BIBAOIINX
CHUMIITOMBI, U MTOJMIOB pazmepoM > 10 mm;

- CKpUHHUHT paka moJpkenynouHoit xkene3bl: MPT ¢ koHTpacTMpoBaHHEM / MarHUTHO-
pEe30HAHCHAs XOJaHTMOMaHKpeaTorpaguss U / WIM SHIOCKOINUYECKOE YIbTPa3BYKOBOE

! yﬂaHGHI/Ie BCEX NOJIMIIOB NPEANTOYTUTECIIBHO, HO HE BCCTZIda BO3BMOXKHO.
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uccienoBanie Kaxable 12 mecsimeB, HaurHas ¢ S0 jger uinu 3a 10 jeT 10 Bo3pacTa pa3BUTHS
CaMOTO PAaHHETO YK30KPUHHOTO paKa MO KETYTOUYHON KEJIe3bl B CEMbE.

2.12. Ilpu BeisBiennn mytanuii reHoB GREM1, POLD1, POLE, AXIN2, NTHL1, MSH3:

- KOHCYJbTallUs Bpaya-T€HETHKA, BKJIOYarollas WH(OPMHPOBAHHE O NOBBLIIICHHOM
PHCKe Pa3BUTHS KOJOPEKTAJBHOIO PaKa;

- KOJIOHOCKONMS Kaxkable 2—3 roaa, HaunHas ¢ 25-30 j1eT 1npu OTCyTCTBUU NATOJIOT UM,

- KOJIOHOCKOTIHS Kax/ble 1-2 rosa npu BbIsSIBJEHUHU MOJIUIIOB.

2.13. Ilpu BeisiBnenuun mytanuii renoe SMAD4, BMPR1A:

- KOHCYNbTallUi Bpaya-TeHETHKA, BKIIOYAIONIas WHGOPMHPOBAHHE O NMOBBLIIIEHHOM
pHCKe Pa3BUTHA KOJOPEKTAJIBHOIO PaKa,

- KOJIOHOCKONHS KasKable 2—3 rojaa, HaunHas ¢ 18 jer;

- KOJIOHOCKOTIHS KaxK/ble 1-2 roaa npu BbIsIBJIEHUH MOJIUIIOB.

2.14. Ilpn BBISBICHUH MYTAUMI JAPYrHX TeHOB TOPSAOK MPO(UIAKTHYECKUX
o0cneoBaHUM MPOBOAUTCS B COOTBETCTBUU C [lpmkazom MunmcTepcTBa 31paBOOXpaHEHUS
Poccuiickoit denepaunu ot 13.03.2019 No 124n «OO6 yTBEepkACHUU TMOPSAKA MPOBEICHUS
npOQUIAKTUYECKOTO MEAMIIMHCKOTO OCMOTpa M AMCIAHCEPH3alH OMPEICNIEHHBIX TPYIII
B3POCJIOTO HACEJICHUSI.
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