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OBPA3OBATEJIbHbIE MATEPWAJIbI OJ1 MAUWEHTOB U
YXAXKNBAKOLWNX 3A HAMW NTNL,

O mytTauum reHa MLH1

OTa nHpopMaliida IIOMOXKEeT BaM Y3HaTh, KaK MyTallus
reHa MLHI1 MOXeT IIOBJINATH 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 MLHI oOBLIYHO TOMOTAET NPEeaOTBPATUTh PaK.
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
HaJIMdMm MyTauum reHa MLHI?

Hanuuwue y Bac MyTauuu reHa MLH1 o3HadYaeT HaIu4due
3abomeBaHus, Ha3bIBAEMOT'0 CHUHAPOMOM JInHYa.

CurpgpoM JIMHYa IIOBHIIIIAET PUCK PA3BUTHUSA
OomnpedesieHHBIX BUOOB PaKa, BKIOYas:

e KOJIOPEKTaJIbHLIM PakK (pakK TOJICTOM U MPSIMOU
KUIIKA);

e PaK MaTKHU (3HOOMETPUS);

CunnopoM JIMHYa TakXKe MOXKET YBeJIMUUBaATh PUCK

Pa3BUTHUA OPYTUX BUOOB pakKa, HO 3TU CIIy4au MeHee

pacrnpocTpaHeHnl. [IpuMeprl MeHee pacClIpPoOCTPaHEeHHBIX

BUOOB PakKa, CBA3aHHBIX C CHHOAPOMOM JIvHYa:

e PaK AMYHUKOB

® PDaAK 2ZKeJIyOoKa.

PaK TOHKOM KMIIIKH;

e PaK MOUYEBLIBOOSINUX IIyTEMN

pPaK MOIKeJTyA0YHOM KeJle3hI;

paK renaToOMINapPHOM CUCTEMHI (PaK B KJIeTKax
[Ie4YeHU, XKeJTYHBIX IIPOTOKOB U XKEJTYHOTI'O ITY3LIPS);

PaK I'OJIOBHOI'O MO3TI'q,
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e KapIIMHOMaA CaJIbHEIX XKeJjie3 (pak xKeJes,
BEIpAOaTHIBAIOIINX KOXKHOE Callo).

[To Mepe u3ydeHus: 3TUX MyTalluil MBI MOKEM
OOHAPY2KUTh, YTO OHU YBEINYHUBAIOT PUCK PA3BUTUS
OPYTUX TUIOB paka. KOHCY/IbTaHT IO T€HETHUKE
IIPEIOCTABUT BaM OOMNOJITHUTENIBHYIO HH(POPMAIIHIO O
IIOBBLIMIEHNY PHCKa PA3BUTUSA PaKa, €CJIN Yy BaC €CTh
MYy Tallus.

117151 ONMy4YeHUA OOMOJIHUTEIbHOU HHPOPMaIlIuKU
rnpounutauTe MmaTtepuan CHHIpoOM J/IHHYa ¥ TeHETHYECKoe
ucciaenoparue (www.msk.org/genetics/lynch-syndrome).

YTO0 A MOry caenaTthb OJ1I1 CHUXKEeHUA pPUcCKa
Pa3BUTUA paKa NMPU HAJIMYUUN MyTaLUm
reHa MLH1?

KOHCYJ'II:)TaHT II0O TEHETUKE U3YUYUT Ballld PE3YyJIbTATHI. OH
OGCYJII/IT C BaMH, C KaKHM PAKOM CBfA3adHA Badllla MyTallUsi.

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
II0 CPaBHEHUIO C OOJIBIIMHCTBOM JTIOOEM UIN IPOUTH
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cIienaibHbBIe 00CIemoBaHusI, YTOOLI OOHAPYKUTH PakK
KaK MOXKHO pPaHBbIIIe.

K Takum OGCJ’IGHOB&HI/IHM Ha HaJIN4YHE€ PAaKOBBIX OHYXOJ'IGIZ
OTHOCATCHA:

e KonmoHOCKONUSA B 00JIee paHHEM BO3pPacTe U C
00JIbIIIe YaCTOTOMN II0 CPAaBHEHUIO C OOJILIINHCTBOM
JIIOEN.

e JHOOCKONIHNS BEPXHUX OTHOEJIOB IIUIIEBAPUTEIFHOT O
TpakKTa (rmpoueaypa, KoTopas [IO3BOJISAET Bpadyy BUOETH
Balll JXeJIYOIOK U TOHKHUU KUIIIEYHUK).

e AHanmu3 MO4YH (Ha HaJIu4yuve KPOBU B MOYe).

KOHCY/IBTAHT II10 TEHETUKE TaKxXKe MOXKeT O0CYOUTh C
BaMM BO3MOXKHOCTB OIlepalluy OJIs MPeaoTBpalleHus
Pa3BUTHS pPaKa, TAKOU KakK:

e OIlepaIus MO YOaJeHNUI0 MaTKU [JIs IIPeI0oTBPaleHus
paKa 3HOOMETPUS;

e OIIepanusd I10 YaOaJIEHNIO AUYHUKOB OJIA
InpegoTBpalmiennsa pakKa SH4YHHUKOB.

Ecyiu BaM Ha3HadyeHa oIlepalys 10 yOaJeHHUI0 PaKOBOM
OITyXOJIM TOJICTOM KHIIKHK WJIH IIOJIMIIOB, KOHCYJILTAHT IIO
reHeTHKe MOXKeT ITIOPeKOMEeH/J0BaTh BaM VHAJIUTh
OOTIOJIHUTEILHYIO TKaHb TOJICTOM KUIIIKH, YTOORI
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IIPEeOTBPATUTh JaJbHellllee pa3BUTHE PaKa.

Eciu BB pelinTe IIPOUTHU Omepalinio, 00CyouTe C
KOHCYJIbTAHTOM II0 TeHeTHKe HanuboJsiee moaxomsiiiee ojis
3TOr0 BpeMs. Onepariys 110 yoaJeHUI0 MaTKU U
SIMYHUKOB BJINSAET Ha OETOPOOHYIO (DYHKITUIO
(BO3MOXKHOCTh UMETh OMOJIOTuYecKux nerteu). Eciu Bh
[IJIaHUPyeTe UMETh IeTeu, KOHCYJIbTaHT I10 TeHETUKE
MOZKeT 00CyOuTh C BaMH BO3MOZKHEIE BAPUAHTHI.

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

HYTO Hanuuduve MyTauum reHa MLH1
O3Ha4aeT AJiI1 MOUX KPOBHbIX
POACTBEHHUKOB?

[Ipy Hanuyum y BaC MyTalliud BEPOSITHOCTb HaAIUYUS
9TOM MyTall{ y BalluX OMOJIOTUYECKUX POOUTETIEHN,
OpaThkeB, cecTtep u geteu coctaBasgeT 50%. Y Bamux
OaJIbHUX POOCTBEHHUKOB TaKXKe MOXXET UMEThCA PUCK
HaJIn4us II0gOo0OHOM MyTalluHu.

BepOHTHOCTb repegadyu MyTallu OJPYI'dM 4JiIeHaM CEMBbH
MY2KUHMHAMHU U 2KEHIMNMHAMHM OOJMHAKOBA. 115
IIOBHIIITEHHU A PUCKaA PA3BUTHUA PaKa OJOCTATOYHO
YHaACJiegoBaThb MyTalliIO OT OOHOI'O POOUTEIJIsA.
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KOHCY/IbTAHT 110 TEHETUKE O3HAKOMUTCH C BallleUn
JINYHOU U CEMENWHOU MEeUIIMHCKOU UCTOPUEM, II0CIIe
4Yero CKaxXeT, Hy>KHO JIU [IPOUTU T€eHEeTUYEeCKUe
MCCJIeOBaHUs BalllUM KPOBHLIM PONCTBEHHUKAM.

4YTO 3TO O3Ha4YaeT ONA NJaHUPOBaHUA
ceMbn?

Ecnu nipy Hanu4yuu y Bac MyTauuu reHa MLH1 BuI
IIJIaHUPyeTe UMETh JeTel, eCTh CIIOCOOBI ITPEedOTBPAaTUTh
yHacJieJOoBaHWEe MyTalluU BalllUMU OEeTbMHU. BO3MOXKHO,
BEI 3aXOTUTE OOCYOUTh 3TU CIIOCOOBI, 0COOEHHO IIPU
HaJIM4Yuyu MyTauuu redHa MLHI v y Bac, 4 y Balllero
rnmapTHepa.

[Ipu HanuuuuM y Bac 00oux MmyTtanuu reHa MLHI1 eCcTb
BEPOSITHOCTD, UTO Balll peOEHOK POOUTCS C PEOKHUM, HO
cepbe3HBIM 3a00JIeBaHNEM, KOTOPOE HAa3bIBAETCS
CUHOIPOMOM KOHCTUTYIIMOHAJIBHOTO geduiiira
BOCCTaHOBJIeHUusI HecooTBeTCcTBUU (Constitutional
Mismatch Repair Deficiency (CMMR-D)). Cunapom
CMMR-D rmoBhIllIaeT PUCK Pa3BUTHUA OETCKOI'O pakKa.
Ecnu y Bac yxke ecThb getu, Hanuune y Hux CMMR-D
MaJIOBEPOSITHO, IOCKOJIbKY 3TO HapyIIeHUEe OOBIYHO
OUarHOCTUPYETCSA B PaHHEM Bo3pacTe. [IJId IMoJIy4YeHusd
OOMOJIHUTEIbHOU HHPOPMAIINU O TEHETUYECKOM
1ICCJIEJOBAHUM U IIJIAHKMPOBAHUU CEMbH OOpaTUTECH K
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KOHCYJIBTAHTY IIO T€HETHUKE.

HYTO O3Ha4YaeT OTCYTCTBUE Y MeHSA
MyTauuu?

Ecnu y Bac HET MyTallul WUJIHA €CJIM Mbl OOHaAPYKUJIN
BapHaHT HeOoNpedeleHHOro 3HavyeHus (variant of
uncertain significance, VUS), Balll KOHCYJIbTaAHT II0
reHeTHKe U3YYUT Balll JINYHBIM U CEMEUHbLIM aHaMHe3
paka. Bam magyT obmiyie peKoMeHOalluu 1o
IIPOXOKIOEeHNI0 00CIeJOBaHUN Ha HaJlndlne PaKOBBIX
OIIyXOJIEH.

VUS o3HavdaeT, 4TO ObIJI0 00OHapyKEeHO N3MEeHEHNE B
reHe, HO MBI [I0Ka He 3HaeM, CBA3aHO JIU OHO C

TIOBBILIIEHHBIM PUCKOM Pa3BUTUSA pakKa. bOIbIIMHCTBO
VUS B KOHEYHOM UTOT€ OKa3hIBAIOTCSI HOPMAaJIbHBIMU

N3MEHEHUSIMH, HE BIIUAIOINMNMHU Ha COCTOAHHUE 30O0POBbSI.

KoHTaKkTHasa uHpopMmauus

Ecnu y Bac eCTh BOIIPOCHI UJIX OMaCeHUsA, OOpaTUTECH
K BallleMy KOHCYJIbTAHTY I10 TeHeTukKe B Cinyxk0e
KJIIMHUYEeCKUX reietnueckux ucciaenmoBanuu (Clinical
Genetics Service). Bel MoxkKeTe CBsSI3aThCSI C HUM C
rmoHenenbHUKa 10 mATHUIY ¢ 9:00 go 17:00 mmo
Tenedony 646-888-4050.
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tel:+1-646-888-4050

IIOIOMHUTENIbHYIO HH(POPMAIINIO CM. B Hallleun
BUPTYaJIbHOU OMOIMOTEKE Ha cauTe www.mskcc.org/pe.
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Bce mpaBa 3alnuineHssl U npuHaainexkaTt Memorial Sloan Kettering
Cancer Center
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