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OBPA3OBATEJIbHbIE MATEPUAJIbI 014 MAUMEHTOB N YXAXKUBAKOLNX 3A
HUMW JTNL,

NMHcopMauma 0 pa3BepHYTOM
reHeTU4eCcKoOM UccsiegoBaHUM
Ha HaJmuue cuHapoMa JimHua

9Ta nHdopMaIus IIOMOXKET BaM y3HATh, YTO TaKOe Pa3BEPHYTOE
reHeTUYeCcKOe HCCIeloBaHue Ha Hanuure cuHaopoMa JIuH4da. OHa TakXke
IIOMOZKET BaM y3HaTh, KaK Pe3yIbTaThl 3TOT0 UCCJIEOAOBAHUS MOTYT IIOBJIUATD
Ha BaC ¥ Ballly CEMBIO.

B 3TOM MaTepHasie CJI0BO «CeMbsI» O3HAYaeT JII0AeH, C KOTOPLIMU BEI
CBSI3aHBLI KPOBHLIM POACTBOM. K HUM He OTHOCSITCS JIIOOU, C KOTOPLIMHU BHI
IIOPOOHUINCE Yepe3 Opak M Yyepes3 yChIHOBIeHUe/yoouepeHue. MbI TakKxkKe
Ha3LIBAE€M 3THX YJIEHOB CE€MbH BAllIMMK KPOBHBLIMU POACTBEHHUKAMH.

OTO pa3BEepPHYTOEe TeHEeTUYEeCKOe NCCileJOBaHte IIPOBOOUTCS OJISI IPOBEPKU
Baieu [IHK Ha Hanmnuyue reHeTUYECKUX MyTalliil, CBSI3aHHBLIX C CHHIPOMOM
JImruya. CuHOgpoM JIMHYa aCCOLMUPYETCS C PAKOM TOJICTOM U IIPSIMOU KHUIIIKHU,
PaKoOM MaTKHU (9HOOMETPHS), PAKOM SSMYHUKOB M OIPYTMMHU BHOAMM PakKa.

OOGBIYHO T'eéHbl, CBA3daHHbBIE€ C CHHOPOMOM JIuHYa, moMorarT InpenyrnpeainuTb
Pa3BUTHE PakKa. MYTaHI/IH I9THUX I'€HOB BLI3EIBAET HAPYIIEHUA B UX pa60Te.
ITO MOBHIIIIAET PHUCK PaAa3BUTHUS OIIPpedEeJIEHHBIX BUOOB PaKa.

BaxxHO ITOHMMAaTh, YTO HaJIM4YMe MyTallud reHa CUHApoMa JIuH4Ya He
O3HA4YaeT, YTO Yy Bac 00si3aTesIbHO OymeT oOHapy2KeH pakK. ITO O3Ha4YaeT, YTo
BBl IO[IBEPIKEHBI OOBIIIEMY PUCKY Pa3BUTHUSA HEKOTOPHIX BUOOB paKa. Tum
paka 1 BO3pacT, B KOTOPOM OBIJI IOCTaB/I€H AUArH03, MOTYT ObITh PA3HBIMU Y
JII0Oer ¢ CUHOAPOMOM JIMH4Ya gJake B OOHOU CEMBE.
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I71s1 mony4YeHus: OOMMOIHUTENbHOM HH(pOPMAIIUU IPOYUTAUTE MaTepUal
«CuHgpoM J/IHHYa U reHeTHYeCcKoe uccaeqopaHue» (Lynch Syndrome &
Genetic Testing) (www.msk.org/genetics/lynch-syndrome).

HYTo Takoe pa3BepHyTOe reHeTudeckoe
MccnepgoBaHuve?

MBI MOK€EM HCCJIeIoBaTh Ha HaIuyue MyTallui OOWH I'eH WU HEeCKOJIbKO
TeHOB OTHOBPeMeHHO. [Ipu pa3sBepHYTOM reHeTHYEeCKOM HMCCIeIOBAaHUU MBI
13y4yaeM HEeCKOJILKO T€HOB OMHOBPEMEHHO, UCIIOIb3Yys OOUH U TOT XKe
oOpa3el] CIIOHEI 1IN KPoBU.IIpu omHOBPEeMEHHOM HMCCIeqOBaHUU HECKOJIbKUX
TeHOB MOXKHO OBICTpee 0OHAPYKUTh IPUUYNHY PAa3BUTHUS HACJIEICTBEHHOTO
paka.

AHaNun3 Kakmx reHoB OypneT BbiNOJIHEH BO
BpeMsa pa3BepHyTOro reHeTu4eckoro
nccinenoBaHuva?

MEI IpOBEPUM D T'€HOB, CBSI3aHHLIX C CUHOpPOMOM JIunuya: MLHI1, MSH2,
MSH6, PMS2w EPCAM.

YTO, eCsin Yy MeHA eCTb MyTauua?

O6Hapy}KeHHe MyTallid B 1 13 5 reHos CHUHOPOMa JInHYa 03HavyaeT HaJIuyue
38.60J'I€B8.HI/IH, Ha3bIBAaeMOI'O CMHOPOMOM JInH4Ya.

CunpgpoM JIuHYa MOBHIIIAET PUCK Pa3BUTHUS OIIPedeIeHHBIX BUOOB pakKa,
BKJTIOYasi:

* KOJIOPEKTalIbHbIY pakK (pakK TOJICTOM U MPSAMOU KUILKN);

* paK MaTKHU (3HIOMETpUs);

Cunapom JIMHYa TaKKe MOXKEeT YBeJIMYUBATh PUCK PA3BUTUS OPYTUX BUOOB
paka, HO 9TH ClIy4Yau MeHee pacIpoCTpPaHeHHl. [IpuMeps MeHee
pacupoCcTpaHEeHHHBIX BUAOB paKa, CBI3aHHBIX C CUHOAPOMOM JIMHYa:
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e Pak SMYHUKOB

* pak XeJygka.

* pakK TOHKOU KMIIIKH;

e Pak MOYEBBIBOOSIIUX ITyTEU

* paxK IMOOXKeIyOOYHOU XKeJe3hl;

® PakK FeHaTO6HHHapHOﬂ CUCTEMEI (paK B KJIETKaX IIe4YeHH, 2KEeJIYHBIX
IIPOTOKOB U 2KE€JIYHOI'O Hy3BIpH),‘

¢ PaK I'OJIOBHOT'O MO3I'q,

* KapIMHOMAa CaJIbHLIX 3KeJie3 (pak xKeje3, BhIpadaThIBAIOIINX KOXKHOE
cajo).

[To Mepe U3y4YeHUs 3TUX MyTallil MBI MOXKeM OOHapPYyKUTh, YTO OHU
YBEIUYHUBAIOT PUCK Pa3BUTHUSA OPYTUX TUNOB paka. KOHCYNIbTAHT II0 TeHETUKE
IIPEegOCTaBUT BaM OOMOJTHUTENbHYI0O UHPOPMAIINIO O TOBHIIIIEHNHN PUCKA
pa3BUTUS paKa, €CIU ¥ BaC €CTb MyTallus.

7151 moy4YeHus: OOMOJIHUTEIbHOU NH(pOpPMaluy IPOYUTauTe MaTepual
CurgpoM JIHHYa U reHeTHYEeCKOoe HCCIeJOBaHHuEe
(www.msk.org/genetics/lynch-syndrome).

YTOo 1 MOory caenaTthb AN CHUXKEHUA pUcKa
Pa3BUTUA paKa NPU HAJIMYUMUN MyTaL UM
cuHpapomMma JinHua?

KoHCYyIbTaHT IO TEHETUKE U3YYUT Balllu pe3yibTaThl. OH 00CYOUT C BaMH, C
KaKUM PaKOM CBsI3aHa Ballla MyTallusl.

Baiir KOHCY/IbTaHT IO TeHETUKE TaKKe U3YYUT Balll TNYHBIA U CEMEWHBIN
aHaMHe3, CBSI3aHHBIM C PaKOM, ¥ OaCT PEKOMEHOAIINH 10 ITPOX0XKIEHUIO
oOcnemoBaHU Ha HaIW4MWe PaKOBHIX onyxojier. OH MOXKET ITOPEKOMEHIOBATh
HaudaTh 00CliejoBaHUE Ha Hajln4yMe paka B 00jiee paHHEM BO3pacTe U C
OOIbIIIEN YaCTOTOM 110 CPAaBHEHUIO C OOJILIIIMHCTBOM JIIOJIEN I ITPOUTHU
crieliianbHbie 00CIeqoBaHusI, YTOOB 0OHAPYKUTH PaK KaK MOXKHO PaHBbIIIE.
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K Takum OGCHGHOBaHI/IHM Ha Hallh4iHhe PaKOBBIX onyxoneﬁ OTHOCATCHA:

e KomoHockonus B 60jiee paHHEM BO3pacTe U C OOJIbIIeN 4YaCTOTOM! 10
CPaBHEHUIO C OOJILITUHCTBOM JIIOOEH.

e DHOOCKONMS BEPXHUX OTHOEJIOB IIHINEBAPUTENBHOIO TPaKTa (IIpolenypa,
KOTOpas IO3BOJISIET Bpauy BUOETH Balll JKEIYOOK U TOHKUN KUIIEYHUK).

e AHanmu3 Mo4YHu (Ha HaJlIn4yue KPOBU B MOUYe).

KOHCYJ'H:TaHT II0O TEeHEeTHUKE TaKzZXKe MOXKeET OGCYJII/ITB C BaMM BO3MO2KHOCTbB
ornepanuy OJjisd InpegoTBpallleHuss Pa3BUTHUA PaKa, TaKOM KakK:

e omepalus I10 yoaleHUI0 MaTKU [OJI IPeaoTBPallleHusI paka SHIOMETPUS;

¢ OImepanusa I10 YyoaJIEHNIO AUMYHUKOB OJId ITPpEeJOTBPAIllEeHU A PaKa AUYHHUKOB.

Ecnu BaM Ha3HadeHa oIlepalys 110 yOaJleHUI0 paKOBOM OIIYXOIU TOJICTOM
KHWIITKY UJIU II0JIUIIOB, KOHCYJIbTAHT 110 TeHEeTHKEe MOXKeT ITIOPeKOMEHI0BaTh
BaM YOAJIUTh JOIOIHUTEIIbHYIO TKaHb TOJICTOM KUIIKH, YTOOHI
IIPEeNoOTBPATUTh HalibHENIlee pa3BUTHE PakKa.

Ecnu BB pemInTe MPOUTHU omnepalnunio, 00CyaguTe ¢ KOHCYJIbTaHTOM II0
reHeTUKe HauboJsiee Mogxonsiiee Oy 9TOoro BpeMs. Onepanus mo ygaleHuio
MaTKU U TUYHUKOB BIUSET Ha JETOPOOHYIO QYHKIMIO (BO3MOXKHOCTh UMETH
Ouosiorudeckux metei). Ecium BeI IJTaHUPyeTe UMETh AeTel, KOHCYJIbTaHT 110
reHeTUKe MOXKeT 00CyOUTh C BaMU BO3MOXKHbIE BapHUAHTHI.

KoHCYnIbTaHT IO TeHETUKE TaKiKe OOCYOUT C BaMHU OPYTHUE CIIOCOOHI
o0cnemoBaHus U IPEeOOTBPANIeHUI PAa3BUTHS pakKa, KOTOPbIe MOTYT BaM
TIOMOMTH.

4YTO O3HaYaeT OTCYyTCTBUE Y MeHSA
MyTauuu?

Ecnu y Bac HET MyTalluy UJIN €CJIM Mbl OOHaApPY2KUJIU BapuaHT
HeoIlpeaeeHHoro 3HaveHus (variant of uncertain significance, VUS), Bai

KOHCYJIBTAQHT IIO TEHETUKE U3YUYUT Badlll JINYHBIN U CEMEeNHBIM aHaMHe3 PakKka.
Bam oangyT 06H_II/Ie PEKOMEeHOaAIuN I10 ITPOXO02KIOEeHHUIO O6CJ'IeJIOBaHI/II;I Ha
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HaJIn4yre PaKOBBIX OIYXOJIeH.

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

YTO 0O3HAYaeT Hanu4Yue MyTauum reHa pons
MOMX KPOBHbIX POACTBEHHUKOB?

HacnepgoBaHue My'TaI_II/II;I, KOTOPBIE MEI U3y4a€EM, IIPOUCXOOUT IIO
OJOMHWHAHTHOMY THUIIY. ITO O3HaAYaeT, 4YTO HacJieJoBaHue MyTalluU1 OaXKe OT
OOHOI'O poauTelis IMTpuUuBedeT K IIOBHIIIIEHNIO PUCKaA PA3BUTHUA PaKa.
BepOHTHOCTB rnepeagady MyTalli JPYT''M 4YJIeHaM CEMbU My2KUYKWMHaAMU U
2KEHIIMMHaMM1 OOMHaAKOBaA.

Ecnu y Bac eCTb MyTallusi B OMHOM M3 3TUX I'€HOB, BO3MOXKHO, YTO OHA €CTh U
y OPYTUX KPOBHBIX POJICTBEHHUKOB. BEPOSITHOCTL HAIUYUSA 3TOU MyTalluu y
BaIlIUX OMOJIOTUYECKUX POOUTEIIeH, OpaTheB, CECTEP U IeTel COCTaBJISIET
50%.

Y Bamux majabHUX POICTBEHHUKOB TaK¥XKe MOXKET UMEThCS PUCK HaJIUYUsI
IomoOHOM MyTalli. BO3MOXKHO, OJisi HUX 9Ta UHGpoOpMaIlusa Takxke OymeT
II0JIE3HOM. B 3Ty KaTeropuio BXOOSAT TETU, OIOU, IIJIEMIHHUILI, IIJIEMIHHUKHU
11 IBOIOPOOHBIE OpPAThs U CECTPHI.

KOHCyJIbTaHT 110 TeHEeTUKE O3HAKOMUTCS C Balllen JINYHOU U CEMENHOU
MEOULIMHCKOU UCTOPUEN, IIOCJIE YEeTO CKaXKeT, HYXKHO JIA IIPOUTU
reHeTU4YeCKUe UCCIIeqoBaHUA BallluM KPOBHBLIM POACTBEHHUKAM.

4TO 3TO O3Ha4YaeT ONA NJIaHUPOBaHUA
ceMbun?

Ecnu npu HalMW4Yuy y BaCc MyTallu¥ CUHOPOMa JIMHYa BhI MJIaHUPYyEeTEe UMETh
OeTel, eCTb CIIOCOORI ITPeOOTBPATUTD YHACTIeAOBaHNEe MyTallul BalllUMU
neTbMU. BO3MOKHO, BBl 3aXOTHUTE O0OCYOUTh 3TU BapuaHThl, 0OCOOEHHO eClu U
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Y BaC, 1 y BallieT O ITIapTHEPa €CTb MyTallid B TOM 2K€ I'eHe CUHOPOMa JInHYa.

[Tpu HanmMuum MyTalluu TeHa CUHApoMa JInHYa y Bac 000UX eCThb
BEPOSITHOCTH, YTO Balll peOEHOK POOUTCS C PEOKUM, HO CEPhE3HBIM
3ab0JieBaHUEM, KOTOPOEe Ha3bIBaeTCsI CUHOIPOMOM KOHCTUTYIIMOHAILHOTO
meduimTa BOCCTaHOBNIEeHUSI HecooTBeTCTBUM (Constitutional Mismatch
Repair Deficiency, CMMR-D). CuagpoMm CMMR-D noBbIIIIa€T PUCK Pa3BUTUA
OeTCKOoro paka. Eciu y Bac yxke ecTs getu, Hanuuue y Hux CMMR-D
MaJIOBEPOSITHO, IIOCKOJIbKY 3TO HapyIllleHle OOLIYHO JUaTrHOCTUPYETCS B
paHHEeM Bo3pacTe. i IoIy4YeHUsI JOIOJTHUTEIbHOU NHPOPMallu! O
reHeTUYeCKOM HCCIeJOBaHUU U IIJIaHUPOBAHUM CEMbU 00paTUTECH K
KOHCYJIbTAQHTY I10 T€HETUKE.

KoHTaKTHasa uHpopMmauus

Ecnu y Bac eCTb BOIIPOCHI UIU OIlaCeHMsi, 00OpaTUTECH K BallleMy
KOHCYJIbTAHTYy 10 reHeTuKe B CyK0e KIMHUYECKUX TeHEeTUYEeCKUX
uccinenoBaHui (Clinical Genetics Service). Bel MozkeTe ¢cBI3aThCS C HUM
c noHepenbHUKA 110 IATHHULY C 9:00 mo 17:00 o Tenedory 646-888-
4050.

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

About the Multi-Gene Panel Test for Lynch Syndrome - Last updated on August 8, 2023
Bce npaBa 3amuiieHs U1 npuHaaiexaT Memorial Sloan Kettering Cancer Center
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