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OBPA3OBATEJIbHbIE MATEPWAJIbI OJ1 MAUWEHTOB U
YXAXKNBAKOLWNX 3A HAMW NTNL,

O mytTauum reHa BMPR1A

OTa nHpopMaliida IIOMOXKEeT BaM Y3HaTh, KaK MyTallus
reHa BMPRI1A MOXeT IOBIUATh Ha BaC U Ballly CEMbIO.

B 3TOM MaTepualie CIOBO «CeMbs» O3HavaeT JII0Oeu, C
KOTOPHLIMHU BBI CBA3aHBI KPOBHEIM POOCTBOM. K HUM He
OTHOCSTCS JIIOOU, C KOTOPLIMU BEI IOPOOHUIIUCE Yepe3
Opak uam 4epe3 YCHIHOBJIEHHE/yoodepeHnue. MBI Takxke
Ha3bIBa€M 3TUX YJIEHOB CEMbHU BAIlIUMU KPOBHBEIMU
POOCTBEHHUKAMU.

I'en BMPRI1A oOBLIYHO IIOMOTAET NIPEeaoTBPATUTh PakK.
MyTalusa 3TOro reHa BbI3bIBAET HAPYILIEHUS B €r0
paborTe.

Ba>kHO MOHMMATh, YTO HaJIuyle MyTallid B 3TOM IreHe He
O3HA4vaeT, 4YTO y Bac 00si3aTeIbHO OymeT oOHapy2KeH pak.
9TO 03HAYaeT, YTO BHI IIOJIBEPKEHBI O0JIbIIIEMY PUCKY
pPa3BUTUS HEKOTOPHIX BUOB pakKa. THII paKa y Jiogel C
MyTalliell B 9TOM I'eHe MO>KeT OBITh Pa3HLIM JlazKe B
OIODHOU CceMbe.
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KakoB puck 3aboneTtb pakoMm npu
HaJnduum MmyTauum reHa BMPR1A?

MyTtauusa reHa BMPRI1A o3HadyaeT HalIu4yue
3a00J1eBaHU s, Ha3bIBAEMOT'0 I0OBEHUJIbHLIM IOJTUIIO3HEIM
cuHgpomoM (Juvenile Polyposis syndrome (JPS)). JPS
IIOBBIMIIAET PUCK Pa3BUTUA ONIpedeIeHHBIX BUOOB PaKa,
BKJIIOYasd:

e KOJIOPEKTAJIbHLIM PaK (PakK TOJICTOU U MPSIMOM KUIIIKH)
11 oOpa30oBaHHeE MOJIUIIOB (TKaHEBBIX HAPOCTOB);

e PakK XKemyOka.

MyTtauusa rena BMPRI1A o3HadyaeT HaJu4yue
3a001eBaHN’sI, HAa3bIBAEMOTO I0BEHUJIbHBIM ITOJIMIIO3HBIM
cuHgpomoM (Juvenile Polyposis syndrome (JPS)). JPS
IIOBHIIIIAET PUCK 00Pa30BaHUS IIOJIUIIOB (TKAaHEBEIX
HapPOCTOB) B TOJICTOU U MPSAMOU KHUIIKE. OTU IIOJIUIIEI
MOT'YT IOBHIIIIATh PUCK PA3BUTUS KOJIOPEKTAJILHOI'O pakKa
(paka TOJICTOM M MPAMOM KMUINKM). JPS TakzKe MOBHIIIIAET
PUCK Pa3BUTUS OIpede/IeHHBIX BUOB PaKa, BKIto4as
pakK xkejymnoka. JPS Takxke MOXKET ITOBLICUTHL PUCK
Pa3BUTHA PaKa TOHKOM KUIIKU U IIOOXKEJIYI0YHOMU
2KeJlie3bl, HO 9TU CJIydau MeHee PaclIpOCTPaHEHHI.

[Io Mepe u3y4eHus 3TUX MyTalluil MBI MOXKEM
OOHapPYXKUTh, YTO OHU YBEJIMYHUBAIOT PHUCK PA3BUTUS
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OPYTUX TUIIOB paka. KOHCYIbTAHT I10 TEHETUKE
IIPEeIOCTAaBUT BaM OOIIOJIHUTEIbHYIO HH(POPMAIUIO O
IIOBBIIIIEHUM PHCKA Pa3BUTHS PaKa, €CJIA YV BaC eCTh
MYy Tallus.

bonee noagpoOHasa nHGOpPMaIus IpeacTaBiIeHa B
MaTtepuane Hac/seqcTBeHHBIH PAK TOJICTOH KHILIKH U
moauno3 - www.mskcc.org/genetics/colon-cancer-
polyposis

Y10 71 MOry coenaTtb AJIA CHUKEHUA PUCKa
Pa3BUTUA pPaKa NPV HAJIMYUM MyTaL MU
reHa BMPR1A?

KOHCYIBTAHT II0 TEHETUKE U3YUUT Balllid pe3yabTaThl. OH
oOCyauT C BaMH, C KaKMM THIIOM pPaKa CBs3aHa Ballla
MyTanus. [To Mepe u3ydyeHus: 3TUX MyTalliil MBIl MOXKEM
OOHApPYKUTh, YTO OHU YBEJIMYHUBAIOT PHUCK PA3BUTHUS
OPYTHUX THUIIOB paka.

Balll KOHCY/IbTAHT I10 T€HETUKE TaKXKe U3YUYUT Balll
JINYHBIL U CEMEWHBIM aHaMHe3, CBSI3aHHLIM C PAKOM, U
O0aCT peKOMEeHOAIUM [0 MPOX0XKAEHUI0 00CIedOBaHUM Ha
HaJIM4yre PaKOBBIX OIlyxXoierd. OH MOXKeT
IIOPEKOMEHOO0BATh HadaTh 00CIemoBaHNeEe Ha HaJlu4due
paka B 00ojiee paHHEM BO3pacTe U C OOJIbIIIEN YaCTOTOU
I1I0 CPAaBHEHUIO C OOJIBIIMHCTBOM JTIOOEM UIN IPOUTH
cIienanbHbBIe 00CIedOBaHUsA, YTOOLI OOHAPYKUTH PakK
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https://www.mskcc.org/genetics/colon-cancer-polyposis

KadK MO2XKHO PaHBbIIIe.

K Takum OGCHGHOB&HI/IHM Ha HaJIN4YHe PAaKOBBIX OHYXOHefI
OTHOCATCHA:

e KonmoHOCKOMIKA B 00jIee paHHEM BO3pPacTe U C
00JIbIIIEe YaCTOTOM II0 CPAaBHEHUIO C OOJILIINHCTBOM
JIIOEN.

e JHOOCKONIHNS BEPXHUX OTHOEJIOB IIUIIEBAPUTEIFHOT O
TPpakTa (Impoieaypa, KoTopasi IO3BOJISET Bpauyy BUOETh
Balll XKeJIYJOK U TOHKUUN KUIIIEeYHUK).

Ecnu BaM Ha3Ha4yeHa oIllepallls M0 yoaJleHUI0 PaKOBOu
OIYXOJIX TOJICTOM KUIIKU HJIX IMOJIUIIOB, KOHCYJILTAHT II0
reHeTUKe MOXKeT ITIOPEeKOMEHI0BAaTh BaM yIOaJIUuTh
OOIIOJTHUTEIbHYIO TKaHb TOJICTOM KHUIIIKH, YTOORI
IIPEOTBPATUTh AJaJbHENIIIee pa3BUTHE PaKa.

KOoHCYJIbTaAHT I10 TeHeTHKe TaKxKe O0OCYIOUT C BaMH
Opyrue criocoObl 00CIenoBaHMusI U IIPEedOTBPAIlleHUSsI
pa3BUTHS PaKa, KOTOPEIE MOT'YT BaM ITOJOMTH.

HYTO Hasimume MyTauum reHa BMPRIA
O3Ha4aeT AJiI1 MOUX KPOBHbIX
POACTBEHHUKOB?

[Ipy Hanuyum y BaC MyTallid BEPOSITHOCTb HAIUYUS
9TOM MyTalli{ y BalluX OMOJIOTUYECKUX POOUTETIEHN,
OpaThkeB, cecTtep u meteu coctaBasgeT 50%. Y Bamux
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OaJIbHUX POACTBEHHUKOB TaKXKe MOXKeT UMeThCS PHUCK
HaJIN4us II0JO00OHOM MyTalllH.

BeposTHOCTEL mepemadyy MyTalluy OPYTrUM 4YJieHaM CEMbU
MYy2K4YMHAMHU U XKEHIITHHAMH OOWHAaKoBa. [1y1s
IIOBLINIEHNSI PHCKa Pa3BUTHS PaKa JOCTATOYHO
yHacJIegoBaTh MyTaIllui0 OT OMHOTO POOUTEIS.

KOHCYJIbTAHT 110 TEHETUKE O3HAKOMUTCS C Balllen
JINYHOHU U CEMEHNHON MEeUIIMHCKOU UCTOPHUEM, II0CIe
4Yero CKaXKeT, HyXKHO JIA IIPOUTU TeHEeTUYECKUe
HCCJIENOBAaHU BalllUM KPOBHBLIM POOCTBEHHUKAM.

HYTO O3Ha4YaeT OTCYTCTBUE Y MeHSA
MyTauuu?

Ecnm y Bac HET MyTalluM UJIU €CJIM MBI OOHapPyKUIIU
BapHaHT HeOoNpedeleHHOro 3HavyeHus (variant of
uncertain significance, VUS), Balll KOHCYJIbTaAHT II0
reHeTHKe U3YYUT Balll INYHBIM U CEMEUHLIM aHaMHe3
paka. Bam magyT ob6miyie peKoMeHOalluu 1o
IIPOXOKIOEeHNI0 00CcIeJOBaHUN Ha HaJlindlne PaKOBBIX
OIIyXOJIEH.

VUS o3HavaeTt, 4TO ObIJI0 00OHapyKEeHO N3MEeHEHNE B
reHe, HO MHbI II0Ka He 3HaeM, CBSI3aHO JIM OHO C

IIOBHIIIIEHHBIM PUCKOM Pa3BUTUA PaKa. bOIBIIMHCTBO
VUS B KOHEYHOM UTOT'€ OKaA3hIBAIOTCSI HOPMAaJIbHBIMU
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N3MEHEHUAMHU, HE BIIMAIOIIINMHU HA COCTOSSHHE 300POBBI.

KoHTaKTHasa uHpopMmauus

Ecnu y Bac €CTh BOOIPOCH UJIK OHaCeHusI, 00paTUTECH
K BallleMy KOHCYJIbTaHTYy 10 reHeTukKe B Ciyxk0e
KJIMHUYEeCKUX remetnueckux ucciaenoBanuu (Clinical
Genetics Service). BBl MokeTe CBSA3aThCSI C HUM C
rnmoHenmenbHUKAa 0 IATHUILY C¢ 9:00 go 17:00 mmo
Tenedony 646-888-4050.

ITommoMHUTENNbHYIO HHPOPMAIINIO CM. B HaIllek
BUPTYyaJIbHOM OMOIMOTEKEe Ha cauTe www.mskcc.org/pe.

About Mutations in the BMPR1A Gene - Last updated on July 16,
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Bce mpaBa 3amuuineHsl 1 npuHaanexaT Memorial Sloan Kettering
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