$ Memorial Sloan Kettering
T ) Cancer Center

OBPA3OBATEJIbHbIE MATEPUAJIbI 014 MAUMEHTOB N YXAXKUBAKOLNX 3A
HUMW JTNL,

O myTauum reHa PMS2

OTa nHpopMallysa IOMOXKET BaM y3HaTh, KakK MyTalius reHa PMS2 moxeT
IIOBJIUSTH 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 PMS2 0OBIYHO TIOMOTAET ITPEIOTBPATUTL PaK. MyTallisi 9TOr0 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
HaJIMdMM MyTauum reHa PMS_2?

Hanuuwue y Bac myTtaiuu reHa PMS2 o3HavaeT Hanuuue 3a001eBaHusd,
Ha3bIBAeMOT' 0 CUHOPOMOM JIvHYa.

CunpgpoM JIuHYa MOBHIIIAeT PUCK Pa3BUTHUS OITPedeIeHHBIX BUOOB pakKa,
BKJTIOYasl:

* KOJIOPEKTalIbHbIY pakK (pakK TOJICTOM U MPSIMOU KUILKN);

* pakK MaTKHU (3HIOMETpUs);

CunpgpoM JInH4Ya TakKe MOXKET YBEeIN4YUBaTh PHUCK Pa3BUTHUS OPYTUX BUIOOB
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pakKa, HO 3TU CJIy4yau MeHee paclnpocTpaHeHksl. [IpuMepsl MeHee
pacIpoCcTPaHeHHLIX BUOOB paKa, CBI3aHHLIX C CHHAPOMOM JIMHYa:
e PakK AMYHUKOB
* pak xXeJyngka.
* pakK TOHKOU KWIIKU;
e Pak MOYEeBBIBOOALIUX ITyTEU
* pax IOOXKEeJIYOOYHOU XKeJIe3Hhl;

e pak remaToOMUIMAapPHON CUCTEMEI (PakK B KJIETKaX IMeYEeHU, KEJTUHBIX
IIPOTOKOB U XKEJTYHOTO ITy3hIPs);

¢ PaAK I'OJIOBHOT'O MO3Tq;

e KapIMHOMA CaJIbHBIX Kejie3 (pakK Keje3, BepabaThIBAlOIIUX KOKHOE
cajio).

ITo Mepe U3y4EeHUd 3TUX MYTaHI/II‘;I MBI MO2XeM O6Hapy}KI/ITL, 4TO OHHU
YBEIIMYUBAIOT PUCK PA3BUTHUA OPYI'UX TUIIOB PaAKaA. KOHCYJ'IBT&HT IIO TeHeTukKe
mpeagoCTaBUT BaM OOITIOJIHUTEJILHYIO I/IH(I)OpMaI_[I/IIO O ITIOBHIIITIEHNWHX PHCKa
Pa3BUTHUA PaKa, €CJIKM Y BaC €CTb MyTallr4.

7151 mony4YeHus: OOMMOIHUTENbHOU HH(pOPMallu IPOYUTaAUTEe MaTepUal
CuHgpoMm JIHHYa ¥ TeHEeTHYECKOEe HCCIeJOBAHHE
(www.msk.org/genetics/lynch-syndrome).

[To HEKOTOPHEIM IaHHBIM, Yy JTIOJIeN C MyTallmeli reHa MSH6 o0l pucK
Pa3BUTHUS pPaKa MOXKET ObITh HUZKE II0 CPAaBHEHUIO C JIIOObMU, UMEIOIMIUMU
MyTallid B OOHOM U3 OPYTUX F€HOB, CBSI3aHHBIX C CHHOPOMOM JInHYa (TaKux,
Kak MLHI1, MSH2 u EPCAM). BaxxHO noggepKuBaTh KOHTAKT C
KOHCYJIbTA@HTOM 10 TeHETHKE U CIellaJIuCcTaMu jiedallled KOMaHhI,
IIOCKOJIbKY MHpOPMaIUsa 00 3TUX PHUCKaX MOXKET MEHSTHCS C TEUHEHUEM
BPEMEHHU.

Y10 71 MOry coenaTtb AJIf CHUKEHUA PUCKa
Pa3BUTUA paKa NPV HAJIMYUM MyTaL MU
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reHa PMSZ2?

KOHCYJ'II:)TaHT IIO TEHETUKE U3YUYUT Ballld PEI3YJILTATHI. On O6CYJII/IT C BaMy, C
KaKUM PAKOM CBsi3dHd Bdllla MYTallH4.

Balr KOHCYJIbTAHT 110 TeHEeTUKE TaKiKe U3YYUT Balll JINYHBIU U CEMENHBIN
aHaMHe3, CBA3aHHBIM C PAaKOM, U JaCT PEKOMEHOALUU I10 IIPOXOXKAEHUIO
oOcJieqoBaHNl Ha HaJInM4MWe PaKOBBIX onmyxoiei. OH MOXKeT TOPEeKOMEHI0BATh
HavaThb 00ClIlejoBaHNWEe Ha Hanmu4yre paka B 00jiee paHHEM BO3pacTe U C
OO0mbIllel 4aCTOTOM IO CPaBHEHUIO C OOJIBITMHCTBOM JIIOAEMN WU IIPOUTH
cIelmaabHble 00CIeqoBaHtsI, YTOOB OOHAPYKUTDH PaK KaK MOXKHO PaHbIIIE.

K TakuM oOciemoBaHUSM Ha HaJIM4YHE PAKOBEIX OMYXOJIeH OTHOCSITCS:
e KomoHockonus B 60jiee paHHEM BO3pacTe U C OOJIbIIeN 4YaCTOTOM! 10

CPaBHEHUIO C OOJILITMHCTBOM JIIOOEH.

e DHOOCKONMS BEPXHUX OTHEJIOB IIHINEBAPUTENBHOIO TPaKTa (IIpolienypa,
KOTOpas ITO3BOJISIET Bpauy BUIOETH Balll JKEIYOOK U TOHKUN KUIIEYHUK).

e AHanu3 Mo4YHu (Ha HaJlIn4yue KPOBU B MOUYe).

KOHCYJ'II:)TaHT II0O TEHEeTHUKE TaKzZXKe MOXKeET OGCYJII/ITB C BaMM BO3MO2KHOCTbB
ornepanuy OJjisd npegoTBpallleHuss Pa3BUTHUA PaKa, TaKOM KakK:

e omepalus I10 yoaleHUI0 MaTKU [OJI IPeaoTBpallleHusI paka 9HIOMETPUS;

¢ OImepanusda I10 yoaJIEHHNIO AMYHUKOB OJId ITPpEeJOTBPAIlleHU A PaKa AUYHHUKOB.

Ecnu BaM Ha3HadeHa oIlepalus 110 yOaJleHUI0 paKOBOM OIIYXOIU TOJICTOM
KHWITKY UJIM IIOJIUIIOB, KOHCYJIbTAHT 110 TeHEeTHKEe MOXKeT ITIOPeKOMEHI0BaTh
BaM YOAJIUTh JOIOJIHUTEIIbHYIO TKaHb TOJICTOM KUIIKH, YTOOHI
IIPEeNOTBPATUTh HalibHENIIlee pa3BUTHE PaKa.

Ecnu BBl pemInTe MPOUTHU onepalunio, 00CyauTe ¢ KOHCYJIbTaHTOM II0
reHeTUKe HauboJsiee mogxonsiiee Oy 9Toro BpeMs. Onepanus no ygaleHuio
MaTKU U TUYHUKOB BIUSET Ha JETOPOOHYIO QYHKIMIO (BO3MOXKHOCTh UMETH
OuosiorudecKkux metei). Ecium BeI IJTaHUPyeTe UMETh AeTel, KOHCYJIbTaHT 110
reHeTUKe MOXKeT 0OCyOUTh C BaMU BO3MOXKHbIE BapHUAHTHI.
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KoHCYnbTaHT IO TeEHETUKE TaKiKe OOCYOUT C BaMHU OPYTHUE CIIOCOOHI
o0cnemoBaHus U IPEeOOTBPANIeHUSI PAa3BUTHUS pakKa, KOTOPbIe MOTYT BaM
TIOMOMUTH.

YTOo Hanunume MmytTauum reHa PMS2
O3HavaeT AJI1 MOUX KPOBHbIX
POACTBEHHUKOB?

[Tpu HanMM4YuM y BaC MyTalliM BEPOSITHOCTb HAJTUYUs 3TOM MyTallud y BalllUX
OMOIOTUYEeCKUX poauTesieli, OpaTheB, cecTep u geTeu coctaBnsgeT 50%. Y
BalllX JaJIbHUX POACTBEHHUKOB TaKKe MOXKET UMEThCS PUCK HaJIU4U s
ITO00HOM MyTallUH.

BepOHTHOCTB rnepeagady MyTalluv JPYIr''M 4JIeHaM CEMbU My2XKUYKWMHAMU U
JKEeHIIIMHaAMU OOUHaKoBa. [1JI5 IIOBLIIIIEHUS PHCKa Pa3BUTHA PaKad JOCTATOYHO
YHaCJIegoBaTb MYTallUIO OT OOHOT'O POOUTEJIA.

KOHCyJ/IbTaHT 110 TeHEeTUKE O3HAKOMUTCS C Balllen JINYHOU U CEMENHOU
MEOULIMHCKOU UCTOPUEN, IIOCJIE YEeTO CKaXKeT, HYXKHO JIA IIPOUTU
reHeTU4eCKHe UCCIIeqOBaHUs BallluM KPOBHBIM POOCTBEHHUKAM.

4TO 3TO O3Ha4YaeT ONA NJIaHUPOBaHUA
ceMbun?

Ecnu npu Hanuyuu y BaCc MyTaluu reHa PMSZ2 Bel IlTaHUPYyETE UMETh JETEN,
€eCTh CIIOCOOHI ITPEeOTBPAaTUTh YHACIEAOBaHUEe MyTallui BalllUMHU OETHMHU.
B03MOKHO, BBl 3aXOTUTE O0OCYOUTH 3TU CIIOCOOB, 0COOEHHO IIPU HATIUYUU
MyTaluuu reHa PMS2 v y Bac, 4 y Balllero IapTHepa.

[Tpu Hanmuyum y Bac o6oux MmyTtauum reia PMSZ2 eCTb BEPOSITHOCTh, YTO Balll
pebeHOK POOUTCS C PEOKUM, HO CeEPbe3HBIM 3a00jieBaHUEM, KOTOPOe
Ha3bIBAeTCs CUHAPOMOM KOHCTUTYLIMOHAJILHOTO OeduiiuTa BOCCTAHOBJIEHUS
HecooTBeTCcTBUU (Constitutional Mismatch Repair Deficiency (CMMR-D)).
Curgpom CMMR-D noBhIIIIaeT PUCK Pa3BUTUSA OETCKOTO0 paka. Eciu y Bac
yXKe eCTb getu, Hanuuue y Hux CMMR-D mMannoBeposiTHO, IIOCKOJIBKY 3TO
HapyllleHre OOBIYHO JUarHOCTUPYETCS B paHHEM Bo3pacTe. [[/1s MonydYeHus
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OOIIOJIHUTEILHOU I/IHd)OpMaI_II/II/I O TEHETN4YECKOM HCCII€eOOBaHUHU U
IIJIaHNPOBAHHUHK CEMbBbH O6paTI/ITer K KOHCYJIBTAHTY IIO TEHETHUKEe.

HYTO O3Ha4YaeT OTCYTCTBUE Y MeHSA
MyTauuu?

Ecnu y Bac HET MyTalluu UJIA €CITH Mbl OOHAPYKUJIA BapHUaHT
HeollpeageneHHoro 3Havyenus (variant of uncertain significance, VUS), Baiu

KOHCYJIbTQHT 110 TeHEeTHKEe U3YUYUT Balll IUYHLIM U CEMEVHBIU aHaMHEe3 pPakKa.

Bam pamyT obOiime peKoOMeHAaluy 10 IPOX0XKAeHUI0 00CcieqoBaHUN Ha
HaJInyre PaKOBBIX OIIyXOJIEH.

VUS o3HaydaeT, 4TO ObIJIO OOHapPyKeHO N3MEHEHNE B TreHe, HO MBI IOKa He
3HaeM, CBSI3aHO JIM OHO C IMOBHIIIIEHHBIM PUCKOM Pa3BUTHUSA PakKa.
bonbimuHCcTBO VUS B KOHEYHOM UTOT€ OKa3bIBalOTCSI HOPMaJIbHBIMU
WU3MEHEHUSIMHU, HEe BIUSIOIIUMU Ha COCTOSIHUE 300POBbA.

KoHTaKkTHasa uHpopMmauus

Ecnu y Bac eCTb BOIIPOCH! U/IN OMaCeHusi, 00OpaTUTECH K BaIlleMy
KOHCYJIbTAHTY IO TeHeTuKe B Cnnyk0e KIMHNYECKUX T€HETUUYECKUX
uccinenoBaHuu (Clinical Genetics Service). Bel MmozkeTe CcBsI3aThbCSI C HUM
c noHegenbHUKa 10 nATHUILY ¢ 9:00 mo 17:00 mo Tenedony 646-888-
4050.

IloToMHUTENbHYI0 HPOPMAIINIO CM. B Hallle BUPTyaJIbHOM OMOIMOTEKE Ha
caute www.mskcc.org/pe.
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