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OBPA3OBATEJIbHbIE MATEPUAJIbI 014 MAUMEHTOB N YXAXKUBAKOLNX 3A
HUMW JTNL,

O mytTauum reHa BMPR1A

OTa nHpoOpMallrsa IOMOXKET BaM y3HaTh, KakK MyTaliusa reHa BMPR1A MOXeT
IIOBJIUSATH Ha BaC U Ballly CEMBIO.

B 3TOM MaTepuase CI0BO «CeMbsI» O3HAdaeT JII0AeH, C KOTOPLIMU BEI
CBSI3aHBLI KPOBHELIM POACTBOM. K HUM He OTHOCSITCS JIIOOU, C KOTOPLIMHU BHI
IIOPOOHUINCEH Yepe3 Opak MU Yyepes3 yChIHOBIeHUe/yoouepeHue. MbI TakKxkKe
HA3bIBAE€M 3THX YJI€EHOB CE€MbH BalllUMU KPOBHBIMU POOCTBEHHUKAMH.

I'en BMPR1A oOBIYHO IIOMOTAEeT NPEOTBPATUTh PaK. MyTaliisi 3TOro reHa
BBLI3LIBAET HAPYIIEHUS B ero pabore.

BaxXHO ITOHMMAaTh, YTO HaJIM4YMe MyTallil B 9TOM I'eHe He O3Ha4daeT, YTO Y
Bac 00s13aTeNbHO OymeT OOHapyzKeH pakK. ITO O3HAYaeT, YTO Bbl HOOBEPKEHEI
OO0JIBIIIEMY PUCKY PA3BUTHUS HEKOTOPHIX BUMOB paka. TUII paKa y Jiofei
MyTalliel B 3TOM I'eHe MOXKeT OBITh Pa3HBIM JaKe B OITHOM CeMbe.

KakoB pUcCK 3a0oseTb pakoM npu
HaJIMiMuM MyTauuum reHa BMPR1IA?

MyTtamus reia BMPRI1A o3Ha4daeT Hanu4due 3a00jieBaHusI, Ha3bIBaeMOT 0
IOBEHUJIBHBIM ITOJIMIIO3HEIM cuHAPOMOM (Juvenile Polyposis syndrome (JPS)).
JPS moBBIIIIaeT pUCK pPa3BUTUS ONpeleleHHBIX BUAOB paKa, BKIOYas:

e KOJIOPEKTAJIbHLIM PakK (pPakK TOJICTOM U NMPSIMOM KHUIIIKKU) 1 00pa30BaHUe
TIOJIUIIOB (TKaHEeBBIX HAPOCTOB);

* pak XKenyOka.

MyTtamus reia BMPRI1A o3Ha4daeT Hanu4due 3a00jieBaHusI, Ha3bIBaEMOT 0
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IOBEHUJIBHBIM ITOJIMIIO3HEIM cCuHAPOMOM (Juvenile Polyposis syndrome (JPS)).
JPS mosBrilaeT pucK 0Opa30BaHUS MOIUIIOB (TKAHEBBIX HAPOCTOB) B TOJICTOM
1 IPSIMOU KUIIIKE. OTU IIOJIUITEI MOTYT IMOBHIIIATh PUCK PAa3BUTHUA
KOJIOPEKTAJIbHOTO pakKa (paka TOJICTOM U MPsSIMOU KHUIIIKHK). JPS Takxke
IIOBBIIIIAET PUCK Pa3BUTHUS ONPEOEIeHHLIX BUOOB pakKa, BKIII04as pakK
XKenynka. JPS TakxkKe MOXKET ITOBBICUTh PUCK Pa3BUTHS paKa TOHKOUW KHUIIIKU
1 IOOXKENyd0YHOHU XKeJle3kl, HO 9THU ClIydau MeHee PacIpOCTPaHEeHH.

[To Mepe u3y4yeHus 3TUX MyTalluil MBI MOKeM OOHapPyKUTh, YTO OHU
YBEJIMYUBAIOT PUCK PA3BUTHUS OPYTUX TUIOB paka. KOHCy/IbTaAHT II0 TeHETUKE
IIPEJOCTaBUT BaM OOIIOJIHUTEJIbHYIO HH(POPMALMIO O MOBHIIIEHNN PUCKa
pa3BUTHUS paKa, €CJIM Yy BaCc €CTh MyTallus.

Bonee nogpobHas nH(popMalus npeacTaBjieHa B MaTepuaie
HacnencrBeHHBIH pakK TOJICTOH KHIIIKH H ITO/IHIIO3 -
www.mskcc.org/genetics/colon-cancer-polyposis

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

KoHCynbTaHT 10 TeHETHUKE U3YyUYUT Balllkd pe3ynabTaThl. OH 00CYyOUT C BaMH, C
KaKMM THUIIOM pPaKa CBs3aHa Ballla MyTauusd. [Io Mepe u3ydeHus 3TUX
MyTallui MBI MOXKeM OOHapyKHUTh, UTO OHU YBEJIMYUBAIOT PUCK PAa3BUTHUSA
OPYTUX TUIIOB PakKa.

Bailr KOHCYNIbTaHT IO TeHETUKE TaKKe U3YYUT Balll TNYHBIA U CEMENHBIN
aHaMHe3, CBSI3aHHBIM C PaKOM, ¥ OaCT PEKOMEHOAIINH 10 ITPOX0XKIEHUIO
oOcrnemoBaHNl Ha HaIW4MWe PaKOBHIX onyxojier. OH MOXKET ITOPEKOMEHIOBATh
HaudaTh O0CliejoBaHUE Ha Hajln4yue paka B 00jiee paHHEM BO3pacTe U C
OOIbIIIEN YaCTOTOM 110 CPAaBHEHUIO C OOJILIIIMHCTBOM JIIOJIEN UIU ITPOUTHU
crieliianbHble 00CIeqoBaHusI, YTOOB 00OHAPYKHUTH PaK KaK MOXKHO PaHBbIIIE.

K Takum O6C.TIe,'E[OBaHI/IHM Ha HaJIN4YKe PaKOBBIX OHYXO.TIGIZ OTHOCATCHA:

o KonoHockomnus B 0ojee PaHHEM BO3pPaCTe U C OoJbIIIe YaCTOTOU II0

2/4


https://www.mskcc.org/genetics/colon-cancer-polyposis

CPaBHEHHIO C OOJIBLIIIMHCTBOM JIIO[EN.

e DHIOOCKOMNMS BEPXHUX OTHEJIOB IIHUINEBAPUTEIBHOI0 TPaKTa (IIpolieaypa,
KOTOpPas ITO3BOJISIET Bpauy BUIETH BAlll JKEIYI0K U TOHKUN KUIIIEYHUK).

Ecnu BaM Ha3HadyeHa ollepalius 0 yOaJleHNI0 PaKOBOM OMYXOJIM TOJICTOM
KHWIITKY WM II0JIMIIOB, KOHCYJIbTAHT 110 TeHEeTHKE MOXKeT ITOPEeKOMEeHI0BaTh
BaM yOAJIUTh JOIOIHUTEIbHYIO TKaHb TOJICTON KUIIKU, YTOOHI
IIPegoOTBPaTUTh JalibHENIIIee pa3BUTHE PaKa.

KoHCYnIbTaHT IO TeHETUKE TaKKe OOCYOUT C BaMHU OPYTHUE CIIOCOOHI
oO0cnemoBaHus U IPEeOOTBPANIeHUsI PAa3BUTHS pakKa, KOTOPbIe MOTYT BaM
TIOMOMUTH.

YTO Hanuuue MyTauum reHa BMPRIA
O3Ha4aeT AJidA MOUX KPOBHbIX
POACTBEHHUKOB?

[Tpu HaTUYUM Y BaC MyTallu¥ BEPOSITHOCTb HATUYUS 3TOM MyTallUU y BallIUX
OMoJIorMYecKux poouTesiel, OpaTtbeB, cecTep u getel coctaBnsieT 50%. Y

BalllX OaJIbHUX POACTBEHHUKOB TaKKe MOXKET UMEThCS PUCK HaJIUUU s
IMomoOHOM MyTalluu.

BepOHTHOCTB rnepeagady MyTallu JPYT''M 4YJIeHaM CEMbU My2KUYKWMHaAMU U
JKeHIIMHaAMU OOUHaKoBa. [1JI5 IIOBLIIIIEHUS PHUCKa Pa3BUTHUA PaKad JOCTATOYHO
YHaCJIegoBaTb MYTallUIO OT OOHOT'O POOUTEJIA.

KOHCyJ/IbTaHT 110 TeHEeTUKE O3HAKOMUTCS C Balllen JINYHOU U CEMENHOU
MEOULIMHCKOU UCTOPUEN, IIOCIIE YEeTO CKaXKeT, HYXKHO JIA [IPOUTU
reHeTU4YeCKUe UCClIeqoBaHUA BallluM KPOBHBLIM POACTBEHHUKAaM.

HYTO O3Ha4YaeT OTCYTCTBUE Y MeHSA
MyTauuu?
Ecnu y Bac HET MyTalluu UJIA €CITA Mbl OOHAPYKUJIM BapHUaHT

HeoIlpeageneHHoro 3Havyenus (variant of uncertain significance, VUS), Baiu
KOHCYJIbTQHT 110 TeHEeTHKE U3YUYUT Balll IMYHLIM U CEMEVHBIU aHaMHEe3 pPakKa.
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Bam pamyT obIiie peKOMeHOalluu 10 IPOX0XKAeHNI0 00CcjieqoBaHUN Ha
HaJIn4Yle PaKOBLIX OIYXOJIeH.

VUS o3HaugaeT, 4To ObIJI0 0OHaApPyKEeHO U3MeHEeHNEe B I'eHe, HO MHI II0Ka He
3HaeM, CBSI3aHO JIM OHO C ITOBBIILIEHHBIM PHUCKOM pPa3BUTUA pPakKa.
BonbirmHCcTBO VUS B KOHEYHOM UTOr'€ OKa3bIBAlOTCSI HOPMaJIbHEIMU
W3MEHEHUSIMY, He BJIUSIOLIUMYU Ha COCTOSTHUE 30POBBA.

KoHTaKTHasa uHpopMmauus

Ecnu y Bac eCTb BOIIPOCHI UIU OITaCeHNsi, 0OpaTUTECH K BallleMy
KOHCYJIbTAHTYy IO TreHeTuKe B CyK0e KINHUUYECKUX TeHEeTUYEeCKUX
ucciaenoBaHui (Clinical Genetics Service). Bel MokeTe cBI3aThCS C HUM
c noHegenbHUKA 110 IATHHULY C 9:00 mo 17:00 mo Tenedory 646-888-
4050.

IomonmHUTENbHYIO UH(POPMAIINIO CM. B HaIllell BUPTyaJIbHOU OMOIMOTEKE Ha
cauTe www.mskcc.org/pe.
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