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MONEKYNAPHO-TEHETUYECKOE TECTUPOBAHMWE MO MPOD®UJIIO
«PAK MOJ1IOYHOW KENE3bl N ANYHUKOB, 7 MAPKEPOB»
®.1.0. NAUMEHTA:
OATA POXKOEHUA NALUMEHTA:
non:
NNABOPATOPHbI HOMEP:
HAMPABNAKLWEE YYPEXKAEHUE:
[ATA BblJAYM:
PE3Y/IbTATbI TEHETMYECKOIO TECTUPOBAHMUA
leH rs Monnmopdusm PesynbTaTt MHTepnpeTauus
80357783 1854eiAG o st nscrenctseniort, pate
NM_007294.3:¢.66_67AG P . A P
MOJIOYHOW Kenesbl U ANYHMKOB.
3875del4 wt/wt [eHOTMN He aCcCOLLMMPOBAH C PUCKOM
rs80357868 NM_007294.3:¢c.3752_375 Pa3BUTUA  HACNEACTBEHHOTO  paka
5GTCT MOJIOYHOW *Kenesbl U ANYHMKOB.
2080delA wt/wt [eHOTMN He acCoLMMPOBAH C PUCKOM
BRCA1 rs80357522 NM_007294.3:c.1958_196 pa3BUTUA HaCeACTBEHHOro paKa
1del MOJIOYHOW KeNesbl U AUYHMKOB.
80357711 A153ila o B
NM_007294.3:¢.4035delA P . A P
MOJIOYHOW Kenesbl U ANYHMKOB.
£382incC wt/wt [eHOTMN He acCcoLMMPOBaH C PUCKOM
rs80357906 Pa3BUTMA HaCAeACTBEHHOro paka
NM_007294.3:¢.5266dupC .
MOJIOYHOW Kenesbl U ANYHMKOB.
wt/wt [eHOTMN He acCcoLMMpPOBaH C PUCKOM
BRCA2 rs80359550 6174delT a3BUTUA HaACNeACTBEHHOro paka
NM_000059.3:¢.5946del P . A P
MOJIOYHOW Kenesbl U ANYHMKOB.
wt/wt [eHOTUM He aCCoLMMPOBAH C PUCKOM
CHEK2 rs555607708 1100delC a3BUTUA HaACNeACTBEHHOro paka
NM_007194.4:¢.1100delC P . A P
MOJIOYHOW Kenesbl U ANYHMKOB.
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OBLWAA MHOOPMALLMA

PaK mosiouHo kenesbl (PMMK) Bo Bcem mupe inamnpyeT cpesm OHKOIOTMYECKOM NaToNorMu HapyKHbIX JIOKaAn3aumii U 3aHMMaeT
3-e MecTo cpegm BCex 3/10KayecTBeHHbIX HOBOOGPa3oBaHWiA, YCTynas Aulb Paky NErkux v paky Kenygka. Y mysKumH PMXK
BcTpeyaeTca B 100 pas peke, yem y KeHwuH. OcobeHHOCTbIO paka AnYHUKOB (PA) ABAsAETCA TO, YTO NPOAO/IKUTENIbHOE BPEMSA OH
npoTeKkaeT 6eCCMMNTOMHO, U Y NOAAaB/AIOLWLEro 6OAbLUMHCTBA XKEHWMH agnarHocTupyetca Ha lll-IV ctagusx.

C nosuuMM COBPEMEHHbIX MNpPeACcTaBNEHUW 3/10KQYEeCTBEHHble HOBOOOPa3oBaHMSA MOTyT OblTb Hac/ieACTBEHHbIMU U
HeHacneACTBEHHbIMM, T. e. cnopaguyeckumun. Cnopagmyeckuii pak BbiasaatoT B 70-80 % cnyyaes, u npnbamsmtenbHo y 5-10 %
obLero ymcna 3abo1eBLUMX OTMEYAOT HAaIMYME NMOJIOMKM FreHHOTO annapaTta, @ UMeHHO — Hac/iegyemble MyTauumn B reHax BRCAL
nnn BRCA2, KoTopble nepenatoTca U3 NoKoAeHWA B MOKoaeHue. B 15—-20 % HabntofeHW i cemeiHbi pak He CBA3aH C HapyLeHUAMMN
B reHome.

leHbl BRCA1,2, CHEK2 oTHOCATCA K rpynne reHoB-CyNpeccopoB OMNyXo/1eBOro pocta. Hanuume KAMHMYECKM 3HAYMMbIX MyTauuii B
3TMX reHax Bbi3blBaeT NoTepto GyHKLMM 6eKOB, KOAMPYEMbIX STUMU FrEHaMU, B pe3y/ibTaTe Yero HapyLwaeTcsa OCHOBHOW MeXaHn3Mm
penapaumu AgyLenoveyHbix pa3pbiBoB LJHK. AnbTepHaTUBHbIE NYTM penapaLmnmn He cnocobHbI MOHOCTHIO UCKOYUTb HAKoNIeHne
60/1blWIOro uncna owKnbOK B nepsBuyHON cTpykType AHK, cneactsuMem 4ero ABAAETCA MOBbILWEHHbIM PUCK BO3HWMKHOBEHMA
HEKOTOPbIX 3/10KaYecTBeHHbIX HOBOObpa3oBaHuii (PMXK, P, paka npocTaTtbl, paka NoAKenyA04HOM Kenesbl, paka »Kenyaka, paka
roptaHu). TakKe 3TM MyTaLMKn HaK1a4bIBAOT OCOBEHHOCTU HA KIMHUYECKOEe TeYeHNe OHK03aboieBaHuU.

Y }KEeHLWMH ¢ Hannumem myTaummn reHa BRCAL puck Bo3HMKHOBeHUA PM K Ha npoTaxKeHUM )un3Hu coctaBnsaet 50—80%, BepOATHOCTb
pa3BUTUA paKa BO BTOPOI MONOYHOM Kenese — 40—60%, paka asMuHUKoB (PA) — 15-45%. Y KeHWwMH ¢ myTaumein reHa BRCA2 puck
BO3HUKHOBeHMA PM XK B TeueHume xu3Hu coctasnaet 50-85%, PA — 10-20%, Tak»Ke 3aMeTHO yBe/IMYMBAETCA PUCK BO3HUKHOBEHUA
cnHapoma PMMK+AP.

Y My»K4MH ¢ myTaumen reHa BRCA 2 puck pa3sutma PMIK Ha npoTaxKeHUM Xun3HM cocTasnaet 6%, 4yto B 150—-200 pas BbiLle, Yem B
06bl4HOM nonynauuu. B nccnemoBaHmaAx, NpoBeAeHHbIX B ceMbAX ¢ Hacnegyembim PMMX y my»KumH, myTaummn reHa BRCA2 6bian
obHapy:keHbl B 76%, BRCA1 — B 16% ciy4aes.

lfeH CHEK2 oTHOCUTCA K reHam CcO cpefHel meHeTpaHTHOCTbio pasButus PMXK u AP. OgHako, MHTepecHOW OCOBEHHOCTbIO
POCCUNCKUX NALMEHTOK ABNAETCA OTHOCMTE/IbHO YacTaa BCTPevYaemocTb myTaumii B reHe CHEK2, ocobeHHo y xkutensHuy, CeBepo-
3anagHoro pervoHa. Puck pa3sutna PMMK B TeyeHue KuU3HW y HocuTenein mytaumm CHEK2, coctasnsaet opueHTUpoBoYHO 20% ana
KEHLMH, HE UMEIOLLMX CEMENHOMN UcTopum 3aboneBanuns, u 44—57% A0S KEHLMH C BbiParKEHHOM cemenHon nctopmen PMXK.

leTepo3nroTHas MHaKkTMBaLma reHa CHEK2 conpoBokaaeTca NpomesKyToUHbIM NOBbILEeHMeM pUCKa pa3sutmna PMMK (okoso 20%),
roMo3uUroTHaa - 6osiee Yyem [ABYKpaTHOE MOBbilWeHMEe pucka PMM B CpaBHEHUM C reTepo3UroTHbIM Yy Hac/ieo0BaHHbIM
HocuTenbcTBOM (0K00 40%). M3meHeHuA B reHe CHEK2 BcTpeyatoTca B 4% ciyyaeB HacieacTBeHHOro PMMK.

OTpuuaTe/ibHbIV pe3ybTaT TeCTa Ha YacTble MyTaLLMK HE TapaHTUPYET OTCYTCTBUE APYIUX MyTaLLMIA B 3TUX reHax!
NMOKA3AHMA K HASHAYEHMIKO NCC/TEQOBAHUA:

e Hanuuue B cembe 3a601€BLUMX PAKOM MOJIOYHOW Kese3bl NN ANYHUKOB.
e  BbliaB/iEeHME PMUCKA PA3BUTHA PaKa MOIOYHOM Kenesbl.
e Pak rpyay unm npeactateibHoM Kenesbly My>KUMH B CEMbE.

®  Hanuume B cembe ApYrux OHKOIOMMYECKnX 3ab01eBaHNN.




NHO®OPMALUWNA O TEHAX

leH BRCAI; reH paka MONOYHOM xenesbl 1
Breast cancer susceptibility gene type-1
MIM: 113705

leH BRCA2; reH paka MOIOYHOM Kenesbl 2
Breast cancer susceptibility gene type-2
MIM: 600185

FeH CHEK2; yeknonHT-K1Ha3a 2
Checkpointkinase 2
MIM: 604373

3AK/TKOYEHUE:

MNepeyncneHHbIx MYTaLI,VIlZ, OTBETCTBEHHbIX 3a pa3BUTUE HaCc/1eACTBEHHOIO paka MOJIOYHO ¥Kese3bl U ANYHUKOB, He BbIsIBJIEHO.

OTCyTCTBME MYyTauMii NO MCC/IeAyemMbiM reHeTUYeCKUM MapKepam HE UCKAOuaeT BO3MOMKHOCTb Pa3sBUTMA paKka MOJIOYHOM
JKenesbl, paka AMYHUKOB, U He rapaHTUPYeT OTCYTCTBME Apyrux, 6onee peakuUx MyTauui, acCOLMUPOBAHHLIX C AAaHHbIMM
3a601eBaHMAMM U HE OTMEHSAET PerynsipHbIX NPOPUNAKTUHECKUX MePONpUATUIA:

e camoobcne0BaHNE MOMIOYHBIX FKene3 exkeMecsAuHo ¢ 20 NeT B OAMH U TOT e AeHb MEHCTPYa/IbHOTO LMKAA (Ha 7-14 aeHb);
e 11040 net obcnenoBaHve y Bpada-rnHekosora 1 pas s rog, nocne 40 net - 1 pas B nonroaa;

o Mammorpadus c 40 net 1 pas Brog;

® [PM OTCYTCTBUM Kanob obcnesoBaHme y Bpada-mammoriora ¢ 30 net 1 pa3 B 1,5roaa;

e VY3-nccnenoBaHWe opraHoB Masioro Tasa 1 pas B rog,.

Pe3ynbTaT reHeTMUECKOro UCC/ef0BaHUA He ABAAETCA AMArHO30M U O0/IKEH MHTEPNpeTMpoBaTbCA BPauOM-CNELMannucTom B
KOMMJIEKCE C aHaMHe30M, KAMHUYECKUMU, NabopaTopHbIMM M, NPU HEOBXOAMMOCTH, APYrMMU FEHETUYECKUMMU AaHHbIMMU.
PeKomeHgaumumM HOCAT MUHPOPMATMBHDIN XapaKTep U MOryT BbITb yuTeHbl NPK BbiIbope meToa0B 06cnenoBaHMA U NPodUNaKTUKK!

PEKOMEHIALNM:

KoHcynbTauma nevawlero Bpaya no pesysnbratam Uccaef0BaHuUA.

AHAJIN3 NPOBOAN/IN:

NabopaHT:
Bpay-reHeTukK:

Bpay n1abopatopHbIli reHeTUK:
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