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Hacnedcmeennbiii Henoauno3Hwlii paKk moacmoll Kuwku — Haubonee wacmas opma HacaedcmeeHHo2o Koaopekmanviozo paka (KPP)
€ AymocomMHO-00MUHAHMHbIM MUnom Hacaedosanus. Ha eeo donro npuxodumces om 2 do 5% ecex cayuaee KPP. Eeo pazeumue 00ycioeiero
Haauvuem 2epmMuHoeHHbIX Mymauuil 6 00Hom u3 eenoe penapauuu ITHK (MLHI1, MSH2, MSH6,PMS2). Paccmompenbt 0cHoGHbIe XaPaK -
mepucmuku cunopoma Jlunua, KauHu4ecKue u eenemuyeckue Kpumepuu, 0C00eHHOCIU OUACHOCMUKU U PEKOMeHOayuu no OUCHAHCEPHOMY
HabAI00enuI0 3a NayUueHmamu.

Karouesnle caosa: koropexmanvhulii pax, HacAe0CMEeHHbLI HENOAUNO3HbLI PAK MOACMOU KUWKU, cundpom Jlunua, mukpocamenrumuas
HecmabuabHOCIY, 2ePMUHOCEHHbIE MYMALUU
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Hereditary nonpolyposis colorectal cancer is the most frequent form of hereditary colorectal cancer (CRC) with autosomal dominant inheri-
tance type. It takes from 2 to 5% of all cases of CRC. Hereditary nonpolyposis colorectal cancer is caused by presence of germline mutations
in one of DNA reparation genes (MLH1, MSH2, MSH6, PMS2). The basic characteristics of L ynch syndrome, clinical and genetic crite-

ria, features of diagnostics and recommendations on follow up of these patients are reviewed.
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Konopekranphblit pak (KPP) B HacTosiiiee Bpemsi —
OJTHO U3 CaMbIX PacIpOCTPAHEHHBIX OHKOJOTUYECKUX 3a-
OosneBaHMii. HecMoTpst Ha TOCTOSIHHOE COBEPILIEHCTBOBA-
HUE METOMIOB AUATHOCTUKU U JIeYeHUs, 3a0071€BaeMOCThb
Y1 CMEPTHOCTb HACEJIEHUS TTPOAOIKAIOT HEYKJIIOHHO PACTH.
B cTpykType OHKOJIOrMYeCcKOl 3a00JIEBAEMOCTH B MUPE PaK
tonctoil kumiku (PTK) y MyxxuuH 3aHuMaeT 3-e MecTo,
y xeHIrH — 2-¢ [1]. B 2009 . B cTpykType 3a001eBaeMoCTr
3JI0Ka4ecTBEeHHbIMU HOBoOOpa3zoBaHusimu (3HO) B Poccuu
KPP 3ans1 2-e mecto. [Tpu 3TOM nokaszarenb 3a060sieBaeMo-
ctu HaceneHus: Poccuu pakom obonouHoit kuiku (POK)
coctaBua 22,8 Ha 100 Thic. HaceaeHuUsI, a ToKa3aTelb 3a00-
neBaemocty 3HO nipsiMoii kumiiku — 17,6. MakcumaibHbIe
ypoBHHU 3aboneBaemoct POK 3adukcupoBanbl B CaHKT-
ITetepbypre (37,7) u Mockse (31,8) [2].

B ctpykType cmeptHOcTH Hacesenus Poccuu or 3HO
B 2009 . POK 3ansn 3-e MecTo, a pak NpsiMOii KUAIIKU —
4-e. Yposennb cmeptHocTu oT POK cocrasun 15,1 Ha
100 toic. Hacenenust u 11,8 — nag 3HO npsiMoit kuiu-
ku [2]. [TpyumrHa cI0XUBIIENCS CUTYyallud — HU3KOE Ka-
YECTBO TUATHOCTUKU, OTCYTCTBUE MPOTPaMM CKPUHMHTA
B Halei ctpaHe U B CaHkr-IletepOypre B 4aCTHOCTH,
a TaK>Ke HeaJeKBAaTHOE JICUEHUE.

OpHuM U3 mIaBHBIX (hakTOpoB pucka passutusi KPP
SIBJISIETCSI TTOXKWJIOW BO3PACT: PUCK BO3HUKHOBEHUS MOBbI-
LIAETCS Y JIULL CTapiie 55 JIET U 3aMETHO BO3pacTaeT nocie
70—75 net [3].

B nocnenHee BpeMsi, HECMOTPS Ha yBEJIMYEHUE YPOB-
H$ 3200JIEBAEMOCTHU B CTapIIIMX BO3PACTHBIX TPYIIAaX, BCE
yame PTK BbIsiBIIsIETCS Y MOJTOIBIX TALIMEHTOB B BO3pacTe
1o 50 JIeT, 4YTO HABOJUT HA MBICJIb O HACJIEACTBEHHOM Xa-
pakTepe JaHHOTO 3a00JIEBaHMUS.

PazButrie KPP B GoJIBIIMHCTBE CiTyd4aeB HOCUT CIOpa-
nuyeckuit xapakrep [4]. Ha momo HacnenctBeHHbIx PTK
MPUXOAUTCS OT 5 10 15 % Bcex HOBOOGpa3oBaHU TOJICTOIM
KUIIKH [5].

BriepBbie MBICITb O TPEAPACTION0XKEHHOCTU HEKOTOPBIX
CeMeli K Pa3BUTHIO paka B MOJIOJIOM BO3PACTE U O BOZMOXK-
HOCTHU HACJIeAOBAHUS OHKOJIOTUYECKUX 3a00JIeBAaHUI ObI-
Jia BbickazaHa B 1895 r. [laTosioroanatom Mudnranckoro
yHuBepcuteta A. Warthin onrican pogociioBHyto cembu G.,
B KOTOPOU pOJICTBEHHUKU 4 ToKojeHuii ctpaganu PTK,
paKoM KeJyaKa, TeJa MaTKU U MOJIOYHOM kese3bl. Tak
MOSIBUJICS. TEPMUH «paKoBasi CEMbs» [6].

B 40—50-x rogax OTKpBIBAIOTCSI PEIKUE CUHIPOMBI,
npeapacnonarawoiue K pa3sutuio PTK Ha doHe cemeii-
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Horo nosimno3sa: cuHapom lapaHepa, Ileititua—Erepca,
Tiopko u Jip., ¥ yCTAaHABIUBAETCS HACJIEICTBEHHBIN XapaK-
Tep JaHHOTro 3a0osneBaHus. Bce Oosbllle HaKaIrIMBaeTCs
CJTyyaeB BBISIBJICHUS «PAKOBBIX CEMETi».

B 70—90-x romax mpoBOAMTCSI aHaJU3 HECKOJbKUX
TBICSTY POAOCTOBHBIX, HA OCHOBAHUU YET0 OBbLIO MOKA3aHO,
YTO B CEMbSIX TPOOAHAOB, CTPAAIOIINX PAKOM OIPEEIeH-
HBIX JOKaJU3alluii, MOJOOHBIE OIMYXOJU BCTPEYAOTCS
B 3-4 pa3a yaiiie, 4eM B 0011Ieii TTOMyJISIIINK, a 9acToTa pa-
Ka IpYruX JOKAJIU3alUiA B U3YYEHHBIX CEMbSIX HE OTIMYa-
€TCs OT OOLIEMOMYJISIIOHHOA.

ITosryyeHHbBIE CBEIEHUSI TOATBEPXKIAIOT HACJIEACTBEH -
HbIi XapakTep HakorieHUs 3HO B «paKoBBIX CEMbSIX».

HaubGonee usBectHpiMU (hOpMaMu HACIEICTBEHHOTO
TMOPAXKEHUS TOJICTOM KUILIKU SIBJISIFOTCS CEMEMHBIN aieHO-
Mato3Hbiil moumo3 (CAIT) Toncroii kumku (familial
adenomatous polyposys, FAP), yactoTa pa3aBuTus paka Ha
doHe kotoporo coctapisietT okojio 100% [7] u Hacien-
ctBeHHbI Henonuno3ubli PTK (HHITPTK), ussectHbli
TakXke Kak CUHApPOM JInHya.

WUctopust otkpeitugs HHITPTK cBsizaHa ¢ numeHem
aMepuKaHCKoro yueHoro [enpu JInHua, Kotopslii B 1966 1.
onmcan 2 cembu Ha 3amnane CoenuueHHbix LlltaToB, Tae
B HECKOJIBKUX TMTOKOJIEHUSIX BCTpeuanuch 6oabHbie PTK,
B COYETAHUU C 3JIOKAYECTBEHHBIMU OMYXOJISIMU KETyIKa
u sHnomeTpus [8]. JlaHHoe HaboaeHne ObUIO HAa3BaHO
«CeMENHBIM paKOBBIM CUHIPOMOM». BriocnenctBum onu-
CaHHBI cuHApoM ObL1 mepeumeHoBaH B HHITPTK.
Co BpeMeHU OTKPBITUSI TePMUHAIBHBIX MyTallMi B TEHAX
MMR (MMR — methyl-directed mismatch repair), oTBeT-
CTBEHHBIX 32 perapanuio 1e30KCUPUOOHYKIIEMHOBOM KUC-
jgotel (AHK), y nauuentoB ¢ HHITPTK, oH monydaet
Ha3BaHue — cuHapoM JIunua [9, 10]. B HacTos1ee Bpemst
3TO Haubosiee yacTtas HacjienctBeHHas dopma PTK
C ayTOCOMHO-JIOMUHAHTHBIM TUIIOM HacjienoBaHus [11].
OH xapaktepusyercs pazputueMm KPP B Heckobkux mo-
KOJIEHUSIX, MOJIOZIBIM (110 45 jieT) Bo3pacToM Haudaja 6o-
JIE3HU, MPEUMYIIECTBEHHO MOPAXEHUEM MPABBIX OTAEJIOB
000JJOYHOI KHUIIIKU, BBICOKOW YaCTOTON Pa3BUTUS CUH-
XPOHHBIX (B TeUEHUE 6 MeC TToCIe JICUeHUsI) U METaxpOH-
HbIX (TI03e 6 Mec Tociie JIeYeHUsT) OMyXoJiel, a TakxkKe
Bo3HUKHOBeHUeM apyrux 3HO: paka anmomeTpust (puck
pa3BUTUSI B TEUCHUE XKU3HU Y XKeHIUH: 40—60 %, anuHu-
KoB (12—15%), Xenynka (IpeUMYIIECTBEHHO B CTpaHax
Azum) u nip. [12].

Ha nomio cunapoma Jiunua npuxoaurcst ot 2 10 5%
Bcex cityyaeB 3aboneBanus KPP [13].

Puck paszsutusg PTK y manuenroB ¢ HHITPTK co-
craBiseT okojio 80 % [14].

Boiaenstor 2 ocHoBHbie (popmbl HHITPTK [15]:

e cu"apom JluHyal — ayTOCOMHO-AOMUHAHTHOE
3a00JIeBaHUE C U30JUPOBAHHBIM MOPAXKEHUEM TOJICTOM
KUIIKA, TPEUMYIIECTBEHHO MPABbIX OTIAEJIOB, HEMTOJIUIO3-
HOW 3TUOJIOTMU, BO3HUKAIOIIEE B MOJIOIOM BO3pacTe
U CBSI3aHHOE C BBICOKMM PUCKOM Pa3BUTUSI MTEPBUYHO-
MHOXECTBEHHBIX OMYXO0JIe TOJICTON KUIIKU;

* cunapom Jlunua II — nmposBisieTcss HAKOTUIEHUEM
B cembsix PTK, a takke 3HO nmpyrux moxanuzaimmii:
paka 3HIOMETPUS], SUYHUKOB, MOJIOYHOM XeJe3bl, XKe-
JIyaKa, TOHKOM KUIIKU, TOXETYIOYHOM XKee3bl, renaTo-
ounmapHoro Tpakrta [16] u koxu (cuHapoM Mioup—
Toppe) [17].

KnuHu4ecKue Kpumepuu

HHNPTH

B 1991 . MmexnmyHapoaHOI IpynIoi ucciaenoBareei
(International Collaborative Group on Hereditary Non-
polyposis Colorectal Cancer (ICG-HNPCC)) BnepBbie
O6buTK cornacoBaHbl KinHuyeckue npusHaku HHITPTK,
TakK Ha3bIBaeMble AMcTepIaMcKre Kputepuu. B MupoBoit
JiTepatype oHM 0003HauYeHBI Kak AMCTepIaMCcKue Kpu-
tepun I (Amsterdam Criteria I) [18]:

1. Moniogoil Bo3pacT BO3HUKHOBEHUS 3a00J€BaHUS
(mo 50 ner).

2. Hanmuwe 3 wim 6osee poIcTBEHHUKOB ¢ MOPhOIIO-
rudyecku BepuduumpoBanHbiM PTK.

3. 3aboneBanue KPP 6osee uem B 1 mokoneHun.

4. He MeHbIlle YeM OIWH M3 3a00JIEBIINX, JOJDKEH
OBITH POJCTBEHHUKOM TIEPBOIl CTETIEHU POJCTBA IO OT-
HOIIIEHUIO K OCTAIBHBIM 2.

5. CAII nosxeH OBbITh UCKJIIOYEH.

B 1999 . AMctepnamckue kputepuu | ObU1M pacium-
PEHBI ¢ BKITIOUEHUEM 3JI0KAUECTBEHHBIX OITYXOJIE IPYyTUX
Jokanu3anuii. OHM U3BECTHBI Kak AMCTEpIaMCK1e Kpu-
tepun Il (Amsterdam Criteria IT) [19].

HoBblif 1ONOTHUTENBHBIN KpUTEPUA K AMCTEpIam-
cKuUM Kputepusm I — Hanmuue 3 unu 60s1ee poICTBEHHU -
koB ¢ HHITPTK-accouuupoBannbimMu onyxossimu (PTK,
paK SHAOMETPUSI, TOHKOTO KUIIEUHUKA, XKeTyaKa, SUIHU-
KOB, YPETpPHI, TIOYEYHOI JIOXaHKU, CUHIpOM TiOpKO mimn
cuHapom Mioup—Toppe).

B 1997 1. nonosHuUTENbHbBIE UCCAEIOBAHUS, TTIPOBEACH -
Hble B AMEpUKAaHCKOM HallMOHAJIbHOM WHCTUTYTE paka
(NCI Bethesda, USA), mo3zBosminu pa3padoTaTh peKOMEH-
JAIAY 15T TIPOBE/IEHNST TEHETUIECKOTO KOHCYJIBTUPOBA-
HUS IPU HATMYUW KIIMHUYECKUX MPU3HAKOB — KPUTEPUU
Bethesda [20]:

1. Pak, oTBevaromnit AMCTepAaMCKAM KPUTEPUSIM.

2. JIBa HacIeCTBEHHO-00YCIOBJIEHHBIX paKa, BKITIO-
yasi CMHXPOHHBIE MM METaXpOHHbIE 3JI0KaYeCTBEHHBIE
OITYXOJIM TOJICTOW KWIIIKM, WJIX acCOLIMMPOBAHHBIE HEO-
TUTa3UH.

3. Hannune KPP y namuenTa u koro-ambo u3 poj-
CTBEHHUKOB TIEPBOI JIMHUU (JTMOO acCOLMUPOBAHHBIE
HEeOoIlJIa3u|, JIM00 aleHOMAaTO3HbIE TTOJIUIIBI), TIPU YCIIO-
BMU, YTO OJTHA U3 3JI0KAUECTBEHHBIX OITyXO0JIeil BbISBICHA
B Bo3pacTte 110 45 JieT, a aJleHOMaTO3HbII MOJIUIT — B BO3-
pacre o 40 ner.

4. KPP nu6o pak sHIOMeTpusi, BBISIBICHHBIN B BO3-
pacte 1o 45 ner.

5. KonopeKTanbHblil aeHOMATO3HbII MOJUI, BbISIB-
JIEHHBIN B Bo3pacte 10 40 sier.
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Hnsa 6osee TOYHON uAeHTUGUKALMU CeMeil ¢
HHITPTK B 2004 . xputepun Bethesda 6b111 0OHOBIIEHBI
(Revised Bethesda Guidelines) [21]:

1. KPP, Bo3HuKkIuii B Bo3pacte 10 S0 JieT.

2. Hanuuuve CUHXPOHHBIX, METaXPOHHBIX OITyXOJIei
tosactoi kuiuku uin HHITPTK-accounrvpoBaHHBIX OTTy-
XOJIe, HE3aBUCUMO OT BO3pacTa.

3. KPP ¢ NOBBILIEHHBIM YPOBHEM MUKPOCATEJJIUTHOM
HEeCTaOWJIbHOCTH, NTUATHOCTUPOBAHHBI B BO3pacTe M0
60 set.

4. PTK, BbIsIBIIEHHBI y 2 Wi OoJiee pOJICTBEHHUKOB
MepBOU WX BTOPOI CTENEHU POJICTBA B JIIOOOM BO3pacTe.

5. KPP, nuarHoCTMpOBaHHBI y OJHOTO WU OoJee
POJICTBEHHUKOB TIEPBOIl CTETIEHU POJICTBA B COYETAHUU
¢ HHITPTK-accouunpoBaHHOI OMYyXO0JIbIO, TPU BO3HUK-
HOBEHUU OJTHOTO paka B Bo3pacte 10 50 jer.

MonexynapHble MapKepbl

HHINPTH

Monekynsipubiii natoreHe3 pazputuss KPP ocHOBBI-
BaeTcs Ha (peHOMeHe HAKOTUIEHWS COMAaTUYECKUX MyTa-
muit. CylHOCTh JaHHOTO (hDeHOMEeHa 3aKJTI09aeTCs B TOM,
YTO HA MPOTSKEHUM BCEUl XKM3HU OpraHM3Ma B KJIeTKaX
HaKaIUIMBAIOTCSI TeHETUIeCKre MyTalii. Bo3HUKHOBEeHME
TeHETUUYECKUX MYyTallUii TPOMCXOMUT KaK CIOHTAaHHO, TaK
U TIOJT BJIUSTHUEM Pa3JINYHbBIX KAHIIEPOTeHHBIX (haKTOPOB.

EnnHuvHbIe reHeTUUECKE TTOBPEKIEHUSI KOMTIEHCH -
pytorcs. K 3710KauecTBeHHON TpaHCchOpMaIUU KIIETOK
MPUBOJISIT HAKOTUIEHWE KPUTUYECKOTO YMCIIa MyTaluii
(5—-6) [22].

B omnpeneneHHBIX cydasix MOA0OHbBIE MyTallUK TIPU -
CYTCTBYIOT Y€ Ha CTaIuu 3UTOThl — TaK Ha3bIBaeMbIe
3apOJIBIIIEBbIE WJIM TePMUHOTEHHBIE MYTalliK, KOTOPhIE
TepeaTcsl BEPTUKAIBHBIM TTyTeM OT poauTeneit. B pe-
3yJIbTaTe BCE KJIETKM OpraHu3Ma OyIyT coepkarh JaHHBI
reHeTuyeckuii fedekT. MoneKyaspHbIii TaToreHe3 3/10Ka-
YECTBEHHOI OITyXOJIM COKpaIllaeTcst Ha | 3BeHO, 9YTO 00b-
SICHSIET OYeHb BBICOKYIO TMPEIPACITONIOKEHHOCTh TT0100-
HBIX MAIMEeHTOB K pa3sutuio 3HO [23].

Hocwureneit repMuHaIbHBIX MyTallUi XapaKTepU3yeT
BBICOKMI PUCK Pa3BUTHsI OHKOJIOTUYECKUX 3a00IeBaHUIM
B Oosiee MosnonoM Bo3pacte (mo 50 jieT) U pa3BUTHUS
TepPBUYHO-MHOXECTBEHHBIX OITyXxoJieit [24].

Hauano monexynsipubsix uccinenoBanuii npu HHITPTK
oTHocuTcs K 1993 1., Korna ObLIv TpoBeIeHbl aHAJIU3 TeHe-
TUYECKOU CBSI3U U UIESHTU(UKALKS JOKYCOB Ha 2p U 3p
XPOMOCOMaX, aCCOLIMMPOBAHHBIX C TEHAMU TIPEIPACITONO-
JKeHHOCTH K pa3zsutuio PTK.

B ocnoge pazsutusg HHITPTK nexur nHaauuyue rep-
MWHOTEHHBIX MYTallMii B OJHOM W3 TE€HOB pernapanuu
HOHK (MMR-rennt) [25—28]. @yHKIUS JaHHBIX TEHOB
3aKJTI09aeTCs B MOMAEPXKaHUU TOUYHOCTU PETIUKAIIUUN
JHK.

B HacTosiiee BpeMsi u3BeCTHbI 7 OCHOBHBIX M MR-
reHoB: AMLHI, hMSH2, hMSH6, hPMS1, hPMS2, htMSH3
u EXO1 (tabn. 1):

Tabmuua 1. Yacmoma ecmpeuaemocmu mymauuii 6 eenax penapayuu JJHK

Ten XpoMOCOMHAs JIOKAJIU3AHUs Yacrora myranmii
MSH2 2pl6 45—-50 %
MLHI 3p22 20%
MSH6 2pl6 10 %
PMS2 Tp22 1%

PMS1 2p32 <1%
MSH3 5q14 <1%
EXO1 1943 <1%

Ocrasmmecst 20—25 % ciydaeB MyTalnii OTHOCSITCS
K ellle He OTKPBITHIM TeHaM [29].

Kaxk BumHO 13 BBIIIIECKa3aHHOTO, OCHOBHAST YaCTh MY~
tauuii (okos10 70 %) npuxoaurcs Ha reusl MLHI u MSH2.
Ien MSH2 sxmouaet 16 3k30H0B, 935 komoHoB (171 925
HYKJIEOTUIIHBIX T1ap) U KOAUPYeT OeJI0OK, COCTOSIIINI 13
934 aMUHOKMCIIOTHBIX OcTaTKOB. [eH ML H I mpencraBiicH
19 sx30Hamu, 757 konoHamu (57 358 HyKJIEOTUIHBIX Tap,
KOIUpyeT O6eJIoK U3 756 aMUHOKUCIOT). BolbInHCTBO
MyTalllil JIOKAIU3YIOTCS BO BHYTPUTEHHOW WM UHTPOH-
Holt obaactsax. B cembsix, rioe momumo PTK npociexuBa-
€TCs1 HAaKOTUIEHME ClTydaeB 3a001eBaHMs paKOM TeJla MaT-
KU, BBISIBJISIIOTCSI TeDMUHOTEHHbBIE MyTaluu B reHe MSHG.
[penmonaraercs, yro MSH6-accolimrpoBaHHas TIpeipac-
TOJIOKEHHOCTh MOXET Peanu30BbIBATHCS B aTUTTMYHOM
TEYeHUU U1 T0OpOKAUECTBEHHBIX (hopMax cuHapoma JInH-
ya. K TeCTUpOBaHUIO IPYTMX T€HOB MPUOETAIOT MPU OT-
CYTCTBUU MyTalnii reHoB PMS1u PMS2.

B ciiygae nacnenoBanust mytainuii B reHax MLHw MSH
puck paszputust 3HO TonCTON KUIIKK YBETUYUBAETCS A0
80 %. Jnst U1l My>KCKOTO TToJla TaHHbBIe TIOKa3aTeIu elle
BbIle. Puck pazsutust KPP y nuin skeHckoro mnosa cocraB-
nstet 30 %, a puck pa3BuUTHs paka sHmometpust 40—60 %.

Hapymenus B renax penapauuu JHK npusopsar
K YBEJIMYSHUIO YaCTOThI MyTallUii U CBSI3aHbI C (DEHOTUTIOM
HEYCTOMYMBOCTU JIMHBI JJOKYCa MUKPOCATEJUIUTA, T. €.
OHM TIPOSIBJISIIOT TaK Ha3bIBaEMYI0 MUKPOCATEJUTUTHYIO
HecTabwibHOCTS [30, 31].

DeHOMEH MUKPOCATEJUTUTHON HECTAOMITLHOCTH ObLT
OTKpHIT B 1993 . M. Perucci.

Mukpocate/uInTHas HeCTaOWIBHOCTD OTIPEeISIeTCS
6osee yem B 90 % ciiyqaes HHITPTK u Tosbko B 10—15 %
npu cnopaguyeckux opmax KPP [32].

NMeHHO TI03TOMY TEepBBIM MOJIEKYJISIPHBIM T€CTOM
JUIST TUaTHOCTUKU cUHApoMa JIMHUYa SIBJISIETCS TeCT Ha
MMKPOCATEJUTUTHYIO HECTAOWIbHOCTD. [Ipn Hanuuuu no-
JIOXXWUTEIBHOTO pe3yJibTaTa TeCcTa JaHHbIe CAy4Yau IOJ-
BEpraroTcs IeTaIbHOMY TeHETUIECKOMY TeCTUPOBAHUIO
Ha repMUHaJIbHbIE MyTalluu B reHax pernapauuu JHK.
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Ta6muua 2. Pexomendayuu no Habaw0eHU 3a poOOCMEEeHHUKAMU
nauuenmog ¢ cunopomom Junua

Bo3spacr Bun uccienosanus WnrepBan

20—25 net

(vu Ha S JIeT paHblIie,

YeM BO3PACT MOCTAHOBKH

MarHo3a mepBoro OHKO-

a p DrOPOKOIOHOCKOITHUST 1-2 roma

JIOTUYECKOro 3a001eBa-

HUSI B CEMbE, €CJIN OH

OBbLI MOCTaBJIEH paHee)

¢ 30 et (MSH2)
[HeKoIorMIecKuii 0CMOTp,
TpaHCBarMHAJIbHOE yJIBTpa-

30—35 et P YIIBID 1-2 roga
3BYKOBOE MCCJIEIOBAHUE
(Y3H), CA-125
DubporacTpomyoIeHO-

30—35 ner P POAYOR 1-2 roga
CKOITHST
VY3U GprolHO MOJIOCTH,

30—35 ner aHaJIM3 MOYM C LIMTOJIOTU- 1-2 rona

YECKUM UCCIICNOBAHUEM

Hnss HHITPTK xapakrtepeH TOT (pakT, 4To 3apojbiiiie-
Bble MyTauuMu B reHax penapauuu JIHK nepenarorcs us
TMOKOJICHUSI B MOKOJIEHUE, T. €. OT POOUTENEH K JETIM.
Y Takoro opraHu3Ma Bce KJIETKU OyIyT COAepXKaTh Kak
MUWHHUMYM OIHO OHKOJIOTUYECKU 3HAUYMMOE ITOBPEXIEHUE.
DTO MPUBOIUT K YCKOPEHUIO KaHIIeporeHe3a Ha O/THO 3Be-
Ho [33, 34].

Paznuuus B MONEKYJISIPHOM IMaTOreHe3e O0YCIaBIu-
BalOT OCOOEHHOCTU KJIMHUYECKUX U MPOTHOCTUYECKUX
(aktopoB HHITPTK. OTmeueH Gosiee paHHUI IO CpaB-
HeHulo co criopangnyeckuM PTK Bo3pacT BO3HUKHOBEHUsI
3abosieBaHus (45 1 65 €T COOTBETCTBEHHO), BO3MOXKHO,
CBSI3aHHBIN C YCKOPEHHBIM KaHieporeHe3oM. [TokazaHo,
YTO MHOTOCTYTEHYATBII TPOIECC «afeHoOMa — KapIlv-
HOMa» y MAallUEHTOB C OHKOJIOTUYECKU OTSATOILIEHHBIM
aHaAMHE30M U (PYHKIMOHAJIBbHBIMU T€HETUYECKUMHU Ha-
pyLIEeHUSIMU MpoTeKaeT 2—3 roja, Toraa Kak B oOuiei
noryssiiuy 8—10 et. Omyxosu, accolmupyeMble ¢ MyTa-
msimu MSH v ML H, xapakTepu3yloTcsl HU3KOM CTETICHbIO
nuddepeHUUPOBKU, MO TUCTOJOTUYECKOMY CTPOEHUIO
Yaiie IpeCTaB/IeHbl CIM3UCTBIMU aIEHOKAPIIMTHOMAMU 1
MEePCTHEBUIHO-KJIETOYHBIM PAKOM, JUISl HUX XapaKTEePHO
HaJnuue TUM@OIUTapHOTrO UH(MUIBTPATa, OHU PEIKO Me-
TACTa3UPYIOT, JIy4llle OTBEYAIOT Ha JIECYEHUE U UMEIOT OoJiee
0JIarONPUSTHBINA TPOTHO3.

Huarnoctuka HHITPTK nipeacraisier co0oii ciox-
HYIO 3aJla4yy U CKJIaIbIBAETCS W3 TLIATEJIbHOIO aHaIn3a
CeMEeMHOro aHaMHe3a ¢ MOCeIyIOIIMM MPOBEICHUEM Te-
HETUYECKOTO TECTUPOBAHMUSI.

Tenetnyeckas TMarHocTUKa 6a3UpyeTcs Ha BBISIBJICHUA
TepMUHAIBHBIX MyTalvii B reHax penapaiuu JJHK, B ocHOB-
HoM ato 4 reHa: MLHI, MSH2, MSH6 v PMS2 [35].

OpHako B KIIMHWYECKOUW MPAKTUKE ITO 3aHUMAET J0-
CTaTOYHO MHOTO BPEMEHU U SIBJISIETCSI JOPOTOCTOSIIIIUM
HCCieIOBAaHUEM, TTIOATOMY TEHETUUECKOE TECTUPOBAHME
BCETO HaceJeHUsI MPaKTUYeCKU HEBO3MOXHO U Helese-
coo0pasHo.

Otnenenue kononpokrtojorun HUU onkosornu
um. H.H. TleTpoBa omHMM U3 MEpPBbIX B HAllleil CTpaHe
Hauyajao 3aHUMAThCS TTPOBENEHUEM TEHETUYECKOTO KOH-
CYJBTUPOBAHMUS C LIEJIbIO JUATHOCTUKU HACJIEICTBEHHBIX
dopm KPP [36]. Beina mokazaHa HeOOXOAUMOCTb CO3/1a-
HWUSI TPYTII TTOBBIIIEHHOTO prcKa (Ha OCHOBAaHUU AMCTep-
IaMCKUX KpuTepueB U KputepueB Bethesda), koTopbie
HEoOXOAMMO MOJBEpPraTh TEHETUYECKOMY KOHCYJIBTUPO-
BaHUIO.

Kpowme Toro, 6pU10 10Ka3aHO, YTO HU OJTUH U3 KJTUHU-
YECKUX KPUTEPUEB B OTAEIBHOCTHU HE SIBJISIETCS a0COIIOT-
HBIM U HAaMpaBJ€HUE HA T€HETUYECKYI0 KOHCYJBTALIUIO
11eJ1eCO00pa3HO TOJIBKO MPU HATMYUU HE MEHEe 3 KITUHU-
YeCKHUX (paKTOpOB.

B cnyyae moaTBepxkneHUsT B pe3ybTaTe reHeTU4eC-
KOT0 KOHCYJBTUPOBAaHUS HacieACTBeHHOU npupoasl KPP
B MOCJIEOINEPALIMOHHOM TEPUOAE MOKA3aHO TIIATEIbHOE
nucnaHcepHoe HaOmoaeHue. Heo6xoauMo BBIAETUTH
2 OCHOBHBIE IPYIIBI 151 AMciaHcepu3anuu. [1pexne Bce-
0, 9TO CaMU TMAlMEHTHI C CUHAPOMOM JIMH4Ya, TTOIBEPTHY-
ThIe XUPYPTUUECKOMY JICUEHUIO, TaK KaK Y HUX UMEeTCsI
TTOBBIIIIEHHBI PUCK PA3BUTUSI METaXPOHHBIX HOBOOOpA-
30BaHUIi U BTOpAs rpyIna — YWieHbl UX CeMe. YUUThIBasI
TOT (akT, yTo Bo3HUKHOBeHHEe 3HO BO3MOXHO B JII0OOOM
BO3pacTe Y JIMI C HACJIEeCTBEHHOW MPEeApacloOKEeHHO-
cteio K KPP, kiuHUYeCcKuii MOHUTOPUHT 3a COCTOSTHUEM
UX 300POBbS TOJIKEH OCYIIECTBISATHCS HA MPOTSXKEHUU
Bcell xxu3Hu [37].

B Hacrosuiee Bpemst Haubosiee 3 HEeKTUBHBIM METO-
JIOM JTAAarHOCTUKU TMPU HAOIIONEHUHU 32 JIMIIAMU C BBICO-
kuM puckoM pa3zButust KPP u mauuenramu ¢ HHITPTK
SIBJIIETCS TOTaIbHAS (DUOPOKOIOHOCKOMHS.

AMepuKaHCKasi MEIUIIMHCKAs accolldalusl peKo-
MEHJyeT TPOBOAUTH (PUOPOKOTOHOCKOIUIO YWieHaM CeMeEN
MalMeHToOB ¢ CUHAPOMOM JInHYa HauMHas ¢ BO3pacTa
20—25 net exeronHo unu 1 pa3 B 2 roga. B ciydae BbisiB-
JIEHWSI TePMUHOTEHHBIX MyTallnii B reHe MSHG6 cCKpuHUHT
cnenyet HaumHath ¢ 30 net [38]. [Maunenram ¢ HHITPTK,
MOJBEPIHYTHIM XUPYPTUYECKOMY JIEUEHUIO, HEOOXOIUMO
TaKKe €XETrOoTHO BBIOJHATH (hMOPOKOJIOHOCKOMUIO.

I[MTomumo KPP nipu cunapome JInHua Hanbosee yacto
seysttoTcst 3HO XKeHCKOM pernpoyKTUBHOM CUCTEMBI: pak
sHaoMeTpust (40—60 % XeHIH ¢ TePMUHOTEHHBIMU MY~
TaIUSIMU ), paK SIMIHUKOB (12—15 %) [39], y >KeHIIUH Mpo-
rpamMMa HaOIIOAeHUS T10/KHA ObITh JOMOJIHEHA TPaHCBA-
TUHAJBbHBIM YJIBTPAa3BYKOBBIM HCCIEAOBAHUEM MajOro
Ta3a, onpeaeseHueM oHkomapkepa CA-125. lanHag nua-
THOCTUYECKAs MporpaMMa HabIIOAeHUS TOJKHA OCYIIECT-
BJIAThCA exerogHo y nauueHTok ¢ HHITPTK, koTopbiM
ObLUIO MPOU3BENICHO XUPYPTUUYECKOE JIEUEHUE, U Y UX POI-
CTBEHHMII HauMHas ¢ Bo3pacta 30—35 jeT.



Onkonoruseckad KO IONPOKTOJIOTUA

PexoMeHmauuu no HaOJIIOAEHUIO 3a POACTBCHHU -
KaMH MMaliu€HTOB C CMHAPOMOM Jlunua npeacTaBICHbI

B Tabum. 2 [38].

HccnenoBanus 1o npobiemMe TMarHOCTUKU HACJe-
ctBeHHBIX hopM KPP Ha 6a3e Hairero otaesieHUs Mpo-
JOJKaloTCs. B yacTHOCTH, 0 HACTOSIIETO BPEMEHU HET
paboT, ONMUCHIBAIOIIUX T€PMUHATbHbIE MyTallUU, OTBET-
CTBEHHBIE 32 IPEIPACIIONIOKEHHOCTh K HACIEACTBEHHOMY

PTK, Bcrpewarommecst B momynsunu Poccuiickoit deme-
pauuu. [ToucK YyCTOMYMBBIX FepMMHAJbHBIX MyTallui

B IOIIYJALIMU XKATEJIEN POCCI/II/I, JCTCPMUHUPYIOIINX

OpeapaciiooK€HHOCTDb K HACJICACTBECHHOMY PTK, co3aa-
HUE JUAarHOCTUYECKOMN ImaHEJIN, BOBMOKHOCTb BHECAPCHUA
TeHETUYECKOM NUArHOCTUKU B nporpamMmy CKpMHHUHTA
PTK, Ha Halll B3IJIA 0, ABJIACTCA IICPCIICKTUBHBIM HAITpaB-
JICHWEM UCCIEOOBAaHUM HA CETOMHSIIIHUIA J€Hb.
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