$ Memorial Sloan Kettering
T ) Cancer Center

OBPA3OBATEJIbHbIE MATEPWAJIbI OJ1 MAUWEHTOB U
YXAXKNBAKOLWNX 3A HAMW NTNL,

NMHdopmMauumsa 0 pa3BepHYTOM
reHeTU4eCKOM UccJsiefoBaHUM
Ha HaJimuuue cuHapoMa JimHua

OTa HH@POpMalys TIOMOXKET BaM Y3HaTh, YTO TaKOe
pPa3BEpPHYTOE T'eHETUYECKOE UCCIIeqOBaHue Ha Haluuue
cuHOgpoma JIuHuya. OHa TakXKe [IOMOZXKEeT BaM y3HaTh, KakK
pPe3yabTaThl 3TOI'0 UCCJIeqOBaHUd MOT'YT IIOBJIUATE Ha Bac
¥ Ballly CEMBIO.

B 3TOM MaTepHalie CJI0OBO «CeMbsi» O3HAYaeT JII0OeN, C
KOTOPLIMHU BBI CBA3aHBI KPOBHEIM POOCTBOM. K HUM He
OTHOCSTCS JIFOOU, C KOTOPBEIMU BEI IOPOOHUIIUCH Yepe3l
Opak uam 4epe3 YCHIHOBJIEHHE/yoodepeHnue. MBI TakKxke
Ha3bIBa€M 3TUX YJIEHOB CEMbHU BAIlIUMU KPOBHBEIMU
POOCTBEHHUKAMU.

OTO Pa3BEPHYTOE T'eHEeTUYECKOe NCCIIelOBaHUe
IIPOBOOUTCH OJig mpoBepKu Baieu [THK Ha Hanmuyue
reHeTUYEeCKUX MyTallul, CBI3aHHLIX C CUHIPOMOM
JImaga. CurgpoM JIMH4Ya aCCOLMUPYETCSI C paKOM
TOJICTOU U IPSIMOM KHMIIIKM, PAKOM MaTKM (9HOOMETPHU),
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PaKOM SAMYHHUKOB U OIPYI'MMH BUOAMM PaAKa.

OOBIYHO TeHHI, CBsSI3aHHLIE C CUHAPOMOM JIMHYa,
IIOMOTAIOT IPEeayIPeauTh Pa3BUTHUE paKa. MyTalus 9THUX
IeHOB BBI3LIBAET HAPYIIIEHUS B UX Pad0Te. OTO IIOBHIIIAET
PHCK pPa3BUTHS OIIpenesieHHBIX BUOOB paKa.

BaXHO MOHMMATh, YTO HaJIN4Yle MyTalluu reHa
cuHgpoMa JIHYa He 03HadaeT, YTO Y Bac 00s13aTeJIbHO
OymeT oOHapyKeH pakK. ITO 03HAYAET, YTO BHI
IIO[IBEPKEHBI OOJIBIIIEMY PUCKY PAa3BUTHS HEKOTOPHIX
BHUOOB pakKa. THII pakKa 1 BO3PACT, B KOTOPOM ORI
IIOCTaBJIEH OAHMATHO3, MOTYT OBITH PA3HBIMU Y JIIOMEM C
cUHOpoMOM JIMHYa fJaxke B OODHOU CEMbE.

117151 IONMy4YeHUA OOMOJIHUTEIbHOU HHPOPMaIlIuKU
rpounuTauTe Matepuan «CHHApoM JInHYa U
reHeTH4eckoe uccaegoBaHue» (Lynch Syndrome &
Genetic Testing) (www.msk.org/genetics/lynch-
syndrome).

HYTo Takoe pa3BepHyToOe reHeTudeckoe
mccnepgoBaHuve?

M5I MOKeM HCCJIeIOBaTh Ha HaJIM4YMe MyTalluli OOUH T'eH
11JI1 HECKOJIBKO T€HOB OOHOBpPEMeHHO. [Ipu pa3BepHyTOM
reHeTU4YeCKOM MCCJIeHJOBAaHUU Mbl M3y4aeM HECKOJIBKO
reHOB OJHOBPEMEHHO, UCIOJIb3ys OOUH U TOT K€
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oOpa3sel CIoHbI uian KpoBu.lIpum omHOBpEMEHHOM
1CCJIEJOBAaHUM HECKOJIBKMX I'€HOB MOXKHO OBICTPEe
OOHAPYXKUTH IPUYHHY PAa3BUTUS HACJIEOCTBEHHOIO pPaKa.

AHaNun3 Kakmx reHoB OypneT BbiNOJIHEH BO
BpeMsA pa3BepHyTOro reHeTud4eckoro
mccnepoBaHua?

MBI IpOBEPUM D I'€HOB, CBSI3aHHBIX C CUHOPOMOM JInHYa:
MLHI, MSH2, MSH6, PMS2 v EPCAM.

Y10, €caim y MeHA eCcTb MyTauua?

OOHapyzkeHHe MmyTaliuu B 1 u3 5 reHoB cuHApoMa JInH4Ya
O3HavYaeT Haanmuue 3a001eBaHus, Ha3bIBAEMOT'0
CUHOpPOMOM JIMHYa.

CurgpoM JIMHYa IIOBHIIIAET PUCK PA3BUTHUSA
OomnpedesieHHbIX BUOOB PaKa, BKIOYas:

e KOJIOPEKTaJIbHBEIM PakK (pakK TOJICTOM U MPSIMOU
KUIIKA);

e DAaK MaTKU (9HOOMETPUI);

Cunpgpom JImHYa TakKxXKe MOXKEeT YBeJIUYHBATh PUCK
pPa3BUTHS OPYTUX BUOOB pPaKa, HO 9THU CIy4Yal MeHee
pacIpocTpaHeHHl. [IpuMepsl MeHee pPacIpPOCTPaHeHHBIX
BUIOB PaKa, CBI3aHHBIX C CHHOpPOMOM JInHYa:

e Pak aMYHUKOB
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pak XKenyaka.

e PAaK TOHKOM KUIIIKHU;

PakK MO4YEBLIBOOSIIUX IyTEMN

PakK HOH}KGHYJZ[OLIHOIZ 2KeJIE3HI,

e PaK renaToOMIMAPHOM CUCTEMHEI (PaK B KJIEeTKax
IIeYeHH, XKEeJIYHLIX IPOTOKOB 1 KEJTYHOT'0 ITy3hIPH);

PaK I'OJIOBHOT'O MO3r'q;

e KapIIMHOMaA CaJIbHEIX XKeJjie3 (pak xKeJes,
BEIpAOATHIBAIOIINX KOXKHOE Callo).

[To Mepe u3y4eHus: 3TUX MyTalluil MBIl MOKEM
OOHAPYKHNTh, YTO OHU YBEINYHUBAIOT PUCK PA3BUTUS
OPYTUX TUIOB paka. KOHCY/IbTaHT IO T€HETHUKE
IIPEOCTABUT BaM OOMNOJITHUTENIBHYIO HHPOPMAIIHIO O
IIOBBLIMIEHNY PHCKa PA3BUTUSA PaKa, €CJIN Yy BaC €CTh
MYy Tallus.

117151 IONTy4YeHUa OOMOJIHUTEIbHOU HHPOPMaIIuKU
rnpounutauTe Matepuain CHHIpoOM J/IHHYaA ¥ TeHETHYECKOe
ucciaenosarue (www.msk.org/genetics/lynch-syndrome).

YTOo 1 MOory caenaTthb AN CHUXKEHUA pUcKa
Pa3BUTUA paKa NMPU HAJIMYUUN MyTaLUmU
cuHpapomMma JinHua?

KOHCYJ'II:)TaHT II0 TEHETUKE U3YUYUT Ballll PE3YyJIbTATHI. OH
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OGCYJII/IT C BaMH, C KAKHUM PAKOM CBfi3dHa Badlllda MyTallU.

Balil KOHCYJIbTAHT 110 T€eHETHUKE TaKxKe U3YUYUT Balll
JINYHBIM U CEMEWHBLIM aHaMHe3, CBSI3aHHLIM C PAaKOM, U
O0acT peKOMeHOalliu I10 IIPOX0XKIOeHNI0 00CIeqoBaHUM Ha
HaJIn4yre PaKOBBIX OIlyXoeu. OH MOXKeT
IIOPEKOMEHOO0BAaTh HadaTh 00CIemoBaHue Ha HaJlu4due
paka B 0ojiee paHHEM BO3pacTe U C OOJIBIIIEN YaCTOTOU
II0 CPaBHEHUIO C OOJIBIIMHCTBOM JIIOOEMN UJIN IPOUTH
cIienaabHbBIe 00CIedOBaHUsA, YTOOLI OOHAPYKUTH Pak
KaK MOXHO PaHbIIIe.

K Takum OGCJ’IGJIOBaHI/IHM Ha HaJIN4YHUE PAKOBBIX onyxonef/i
OTHOCATCHA:

e KonmoHOCKOMIUA B 00jIee paHHEM BO3pacTe U C
O00JIbIIIe YaCTOTOMN IO CPAaBHEHUIO C OOJIBIINHCTBOM
JIIOOEMN.

e DHJIOCKOIIMS BEPXHUX OTHEJIOB IIHUIEBAPUTEIILHOTO
TpakTa (IIpolenypa, KoTopas II03BOJIsSeT Bpauyy BUOETh
Balll 2KeJIyOOK ¥ TOHKHUYM KUIIeYHUK).

e AHanIn3 MO4YH (Ha HalIu4yue KPOBU B MOYe).
KOHCYJIbTAHT II0 TEHETHUKE TaKiKe MOXKeT OOCYOUTh C

BaMHK BO3MOXKHOCTB OIlepalliy OJis NPeaoTBpallleHusI
Pa3BUTUS pPaKa, TAKOH KakK:

e OIlepallys II0 YOaJeHUI0 MaTKHU [JIsS IIPegOTBPaIlleHHU s
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paKa 9HIOOMETPHS;

e OIlepanusd I10 YOaJIEHNIO AUYHUKOB OJIA
InpegoTBpalieHnsa pakKa SH4YHHUKOB.

Ecnu BaM Ha3HauyeHa oIlepalis II0 yoaJeHHI0 PAaKOBOM
OITyXOJIX TOJICTOM KHIIKHK WJIH IIOJIMIIOB, KOHCYJILTAHT IIO
reHeTHKe MOXKeT IIOPeKOMEeHJ0BaTh BaM VIAJIUTh
OOTIOJIHUTEILHYIO TKaHb TOJICTOM KUIITKH, YTOORI
IIPegoTBPATUTh JaibHelIlee pa3BUTHE PaKa.

Ecnu B pelinTe IMIPOUTH OIepalinio, 00CyouTe C
KOHCYJIbTAHTOM II0 TeHeTHKe HanuboJjiee moaxomsiiiee s
3TOr0 BpeMs. Onepaliud 110 yoaJeHUu0 MaTKU U
SSUYHUKOB BJINSAET Ha JEeTOPOOHYIO (PYHKIINIO
(BO3MOXKHOCTh UMETh OMOJIOTUYECKUX neteu). Eciu Bu
IIJIaHUPyeTe UMETD [IeTeu, KOHCYJIbTaHT I10 T€HETUKE
MOZKeT 00CyOuTh C BaMH BO3MOZKHEIE BAPUAHTHI.

KOHCYJIbTaAHT I10 TeHETHKE TaKxKe OOCYOUT C BaMH
Opyrue criocoObl 00CIemoBaHUS U IIPEeOOoTBPAIlleHU s
pPa3BUTHS PaKa, KOTOPEIE MOTYT BaM ITOOOMTH.

HYTO O3Ha4YaeT OTCYTCTBUE Y MEeHSA
MyTauuu?

Ecnu y Bac HET MyTallu¥ UJIA €CJIM MBI OOHapyKUJIU
BapHaHT HEONpeaeleHHOro 3Hauyenud (variant of
uncertain significance, VUS), Balll KOHCYJIbTaHT II0
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reHeTHKe U3YYUT Balll INYHBIM U CEMEUHbLIM aHaMHe3
paka. Bam magyT obmiyie peKoMeHOalluu 1o
IIPOXOKIOEeHNI0 00CIeJOBaHUM Ha HaJlndlne PaKOBBIX
OIyXOJIEH.

VUS o3HavaeT, 4TO ObIJI0 00HapyKEeHO N3MEeHEHNE B
reHe, HO MBI [I0Ka He 3HaeM, CBA3aHO JIU OHO C
TIOBBILIIEHHBIM PUCKOM Pa3BUTUSA pakKa. bOIbBIIMHCTBO
VUS B KOHEYHOM UTOT€ OKa3hIBAIOTCSI HOPMAaJIbHBIMU
W3MEHEHUSIMH, HE BIIUAIOIIUMU Ha COCTOAHUE 3TOPOBLA.

Y10 0O3HAYaeT HaNu4Yue MyTauum reHa pns
MOMX KPOBHbIX POACTBEHHUKOB?

HacnenmoBaHue MyTallii, KOTOPHIE MBI U3y4YaeM,
IIPOUCXOOUT I10 HOMUHAaHTHOMY THUIIYy. DTO O3HA4YaeT, UYTO
HacJiegoBaHWe MyTalluU JazXke OT OJHOT'O POOUTEIIA
IIPUBENET K ITOBBIIIEHNUIO PUCKa Pa3BUTHUS PaKa.
BeposATHOCTE nepemayu MyTallui OPYTrUM 4jieHaM CEMbU
MYyX4YHWHaAMU U XEHIIUHAMU OOUHAaKOBAa.

Ecnu y Bac eCTh MyTallisi B OODHOM K3 3TUX I'€HOB,
BO3MO2KHO, YTO OHA €CTh M Y IPYTUX KPOBHEBIX
POOCTBEHHUKOB. BEPOSITHOCTh HAJIUYHUS 3TOU MyTalluH y
BaIlINX OMOJIOTMYECKHUX poauTenel, OpaThbeB, cecTep U
meteun coctaBasieT 50%.

Y Bammx gajnbHUX POOCTBEHHHNKOB TaK2K€ MO2KET
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MMEThCS PHUCK HaIN4Hs MOJ00HOM MyTanui. Bo3MOXKHO,
07151 HUX 9Ta nHPOpMamus TakxKe OygeT moje3Hou. B aTy
KaTEeropuio BXOOAT TETH, OSIOHU, IJIEeMSIHHUIILI,
IIJIEMSIHHUKH W IBOIOPOOHEIE OPaThs U CECTPHI.

KOHCY/IbTAHT 110 TEHETUKE 03HAKOMUTCH C BallleUn
JINYHOU U CEMEHWHOU MEeUIIMHCKOU UCTOPUEM, II0CIIe
4Yero CKaxXeT, HyKHO JIU [IPOUTU TeHEeTUYEeCKUue
MCCJIeNOBaHUs BalllUM KPOBHLIM PONCTBEHHUKAM.

4YTO 3TO O3Ha4YaeT ONA NJaHUPOBaHUA
ceMbn?

Ecnu npu Hajluyuu y BaCc MyTalliuu CUHOpoOMa JIMHYa BEI
IIJIaHHPYyeTe UMETh OeTel, eCTh CIIOCOOBI MPeaoTBPATUTh
yHacJIiegoBaHWE MyTalluM BalllMMU OeTbMHU. BO3MOXKHO,
BEI 3aXOTUTE OOCYOUTh 3TU BapuaHThI, 0OCOOEHHO €CJIU U
y Bac, ¥ y Balllero IIapTHepa €CTh MyTallusd B TOM JKe
reHe cuHapoMma JIvH4Ya.

IIpy Hanuuuu MyTalluu reHa CuHapoMa JInH4Ya y Bac
000X eCTh BEPOSITHOCTD, YTO Balll peOEeHOK POOUTCS C
penKuM, HO Cepbe3HEIM 3a00jIeBaHEM, KOTOPOE
Ha3bIBAaeTCSA CUHOIPOMOM KOHCTUTYIIMOHAJIBHOI' O
neduiiTa BOCCTaHOBJIEHUS HECOOTBETCTBUU
(Constitutional Mismatch Repair Deficiency, CMMR-D).
CuagpoM CMMR-D moBuIIIaeT PUCK Pa3BUTUSA OETCKOTO
paka. Eciu y Bac yxKe ecTh geTu, Hannune y Hux CMMR-
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D MaloBEpPOSITHO, HOCKOJIBKY 3TO HapyIIeHUe OOBIYHO
OUArHOCTUPYETCS B PaHHEM Bo3pacTe. IS MoTydeHUusd
OOIIOTHUTENIbHON NH(OPMAIlNK 0 TEHETUYECKOM
1CCJIeAOBAaHUM U IIJIAaHUPOBAHUU CEMBbH O0PATUTECH K
KOHCYJIbTAHTY II0 TEHETHUKE.

KoHTaKTHasa uHpopMmauus

Ecnu y Bac €CTh BOOPOCH UJIK OHaCeHusI, 00paTUTECH
K BallleMy KOHCYJIbTAaHTYy 10 reHeTukKe B Ciyxk0e
KJIMHUYEeCKUX remetnueckux ucciaenoBanuu (Clinical
Genetics Service). BEI MokeTe CBsA3aThCSI C HUM C
nmoHenmenbHUKa 0 mATHUILY C¢ 9:00 go 17:00 mmo
Tenedony 646-888-4050.

ITommoMHUTENbHYIO HHPOPMAIINIO CM. B HaIllek
BUPTYyaJIbHOU OMOIMOTEKE Ha cauTe www.mskcc.org/pe.

About the Multi-Gene Panel Test for Lynch Syndrome - Last
updated on August 8, 2023

Bce mpaBa 3amuinieHsl 1 npuHaanexaT Memorial Sloan Kettering
Cancer Center
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