OB3OP JIUTEPATYPbI REVIEW

https://doi.org/10.33878/2073-7556-2021-20-2-85-96 ) Check for upciates  [[(ec

Cunppowm lMeintua-Erepca: yto crano uasectHo 3a 125 ner
nsyuenus? (o63op nutepartypei)

Caeenbea T.A., Mukynos [.1O., Kysbmuuos A.M., Llykanos A.C.

PreY «<HMUL, kononpoktonorun umenn A.H. Peknx» Munsgpasa Poccun (yn. Canama Aauns, g. 2, r. Mockea,
123423, Poccus)

Cundpom [lleidmya-Ezepca (CIE) asnsemca kpaiiHe pedKum aymocoMHO-OOMUHAHMHbLIM HACAEOCMBEHHbIM 3a60-
Nlesaruem, Komopoe KAUHUYeCKU XAapaKmepu3yemcs pocmoM 2amMapmoMHbIX NOAUNOB 8 Xesy0oYHO-KULeyHom
mpaxme, CAU3UCMO-KOXHOL nuemeHmayuell u noBbIIeHHbIM PUCKOM BO3HUKHOBEHUS 3/10Ka4ecmBseHHbIX H08006pa-
308anull paznuyHol nokanusayuu. B 6onswurcmse cayyaes pazsumue CI1E ceA3aHO C Hanuduem Mymayuu 8 2eHe
STK11, o0HaKo He y scex nayueHmos umeemcs 0aHHas mymayus. B Hacmoswem o63ope numepamypsi npedcmas-
JNleHbl ucmopudecKue acnekmsl noagaeHus 0anHsix o CITE, paccMompeHbl KAUHUYeCKUe NPOABAeHUS 3a60/1eBaHUs,
axkmyanbHble Memodsl OUAZHOCMUKU, a MAKXe COBpeMeHHble 3HaHUS 0 2eHemuyeckux npuyuxax passumus ClIE,
pUCKe BO3HUKHOBEHUS 3/10Ka4ecmseHHbIX H08006pasosanull y nayuenmos c CIE, cywecmsyroujue pexkomeHOayuu
no CKpuHuHay u nevexruto nayueHmos c ClTE. 00Hako Hanudue pada HepeuleHHbIx 00 HACMOAWe20 BpeMeHU B0Npo-
CO8 B 2eHemUKe, MOHUMOPUH2e U Jle4YeHuu csudemenscmsyom o Heobxodumocmu dansHelwux uccaedosaHud.
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Peutz-Jeghers syndrome (PJS) is an extremely rare autosomal dominant hereditary disease characterized by the
growth of hamartomatous polyps in the gastrointestinal tract, mucocutaneous pigmented macules and an increased
risk of malignant neoplasms of various localizations. In most cases the development of PJS is associated with the
presence of a mutation in the STK11 gene, but not all patients have this mutation. This review presents the historical
aspects of the first data on PJS, considers the clinical manifestations of the disease, current diagnostic methods, as
well as recent knowledge about the genetic causes, about the risk of malignant neoplasms in patients with PJS, exist-
ing guidelines for screening and treatment of patients with PJS. However, the presence of a number of unresolved
issues in genetics, monitoring and treatment indicates the need for further research.

KEYWORDS: Peutz-Jeghers syndrome, hamartomatous polyps, lentiginosis, STK11
CONFLICT OF INTEREST: the authors declare no conflict of interest.

FOR CITATION: Savelyeva T.A., Pikunov D.Yu., Kuzminov A.M., Tsukanov A.S. Peutz-Jeghers syndrome: what has been known for 125 years
of research? (review). Koloproktologia. 2021;20(2):85-96. (in Russ.). https://doi.org/10.33878/2073-7556-2021-20-2-85-96

AJPEC A)14 MEPEIMMUCKMN: Cagenvesa T.A., ®BY «HMUL| kononpokmonoauu umeHu A.H. Poixux» MuH3dpasa Poccuu, yn. Canama Aduns, 0. 2,
Mocksa, 123423, Poccus; men.: +7 (901) 522-92-90; e-mail: saveleva_tatijana@mail.ru

ADDRESS FOR CORRESPONDENCE: Tatiana A. Savelyeva, Ryzhikh National Medical Research Center of Coloproctology, Salyama Adilya str., 2,
Moscow, 123423, Russia; tel.: +7 (901) 522-92-90; e-mail: saveleva_tatijana@mail.ru

Hama nocmynneHua — 26.01.2021 Mocne dopabomxu — 11.03.2021 lpuHamo k nybaukayuu — 01.06.2021
Received — 26.01.2021 Revised — 11.03.2021 Accepted for publication — 01.06.2021
Cunppom Menrua-Erepca: yto crano ussectHo Peutz-Jeghers syndrome: what has been known

3a 125 net usyuenns? (o63op nutepatypsi) for 125 years of research? (review)

85


https://crossmark.crossref.org/dialog/?doi=10.33878/2073-7556-2021-20-2-85-96&domain=pdf&date_stamp=2021-06-04

86

OB3OP JINTEPATYPbI

REVIEW

Cunppom Mentua-Erepca (CMNE) sasnsetca kpaliHe peg-
KUM ayTOCOMHO-AOMWUHAHTHbIM HACNeACTBEHHbIM 3a-
GoneBaHMeEM, KOTOPOE KJWMHUYECKU XapaKTepusyetcs
POCTOM MHOXECTBEHHBIX FaMapTOMHBIX MOUMOB B Xesy-
LOYHO-KMLWIEYHOM TPAKTe U CAN3UCTO-KOXKHON NUTMEH-
TaliMeil, a TaKxe BbICOKMM PUCKOM Pa3BUTUS 3/0Kaye-
CTBEHHbIX HOBOOOPA30BaHMIi Pa3IMYHbIX NOKanM3auuii
[1]. NMpwu aTom CMNE 3aHMMaeT BTOpoe MecTo MO YacToTe
BCTPEYAEMOCTU CPean HACNeACTBEHHbIX MNOJUNO30B
KENYAOYHO-KMIWEYHOTO TpaKTa Nocfie afeHOMaTo3HbIX
NoNMNO3HbIX CUHAPOMOB [2,3]. Mo pa3HbIM OLeHKaM 3a-
601€BaeMOCTb COCTaBAfET NpUOAU3NUTENbHO 1 cryvait
Ha 50 000—200 000 HoBOpOXAEHHbIX [4,5]. Okono 55%
naLMeHTOB UMeIOT CEMENHbI aHamHe3 [6].

WUcTopus 3aboneBanus

B 1896 romy noHpoHckuii Bpad Hutchinson J. onwucan
KNMHKUYecKoe HabnlogeHue cecTep-6JM3HELLOB C «YHU-
KanbHO YepHUNbHOI NUrMeHTauuei ry6 u pta» u Heo-
OblYHOI CyabOOM — ofHa cecTpa norubaa oT KUWeYHoM
HenpoxoauMmocTu B Bo3pacte 20 neT, a BTOpas ymepna
OT paka MOJIOYHOW Xesie3bl B Bo3pacTe 52 net [7]. 3atem
B 1921 rogy ronnaHackuit pay Peutz J. coobumn o ce-
Mbe C MONMNO30M KUWEYHUKA U CIN3UCTO-KOXKHOM Nur-
meHTauuen [8]. B 1949 roay goktop Jeghers H. ¢ kon-
neramu ony6/iMKOBan COOCTBEHHblE [aHHble O [ECATH
cyyasx nofoOHOro Noauno3a B OLHON CEMbE, NOAYEP-
KHYB NMpW 3TOM ayTOCOMHO-LOMUHAHTHBIA TUMN Hache-
noBaHus 3abonesaHus [9]. B pesynbrate B 1954 rogy
Bruwer A. c coaBT. U3 KAMHWKW Meilo BBen 3NOHUM
«cuHppom [eiTua-Erepca», KOTOPbIA NPUHAT U NO Ha-
cTosiwee Bpems [10].

KnuHunueckas kaptuHa

Cunppom [MeiiTua-Erepca KNMHUYECKN XapaKTepu3yeTcs
HaAnyneMm XenypoyYHO-KUWEYHbIX ramapToM U CAu3u-
CTO-KOXHOI nurmeHTauueit [1,2,11], Ha3biBaeMoli Takxe
newturo [12].

[epBble KAMHWYECKME CMMNTOMBI, BO3HMKalOLWwMe npu
CMNE, Takue Kak aHemus, TOWHOTA, 6O/b B KUBOTE, K-
WweyHas HeNnpoOXOAMMOCTb, KPOBb B CTyJe U BbiNageHue
MONMMOB M3 3a4Hero Mpoxoja MOryT BCTPeyaTbCs npu
pasHbix 3abonesaHuax [13]. OgHako yalye BCero ¢ Ku-
HUYECKUMU NPOSIBNEHNUAMU 3a00N1E€BAHNA CTANIKUBAIOTCS
LeTcKue xupypru. Hambonee pacnpocTpaHeHHbIM 1 3Ha-
YMMBIM NposBNEHMEM 3a60NeBaHNUs y AeTell U NoAPOCT-
KOB fIBNAIE€TCA KWLEYHasns HenpoXOLUMOCTb, Bbl3BaHHas
MHBarMHauuen TOHKOMW KUMKW C CONYTCTBYIOWMWUM pu-
CKOM MH(APKTa KUWEYHUKA, U KEeNYyA0YHO-KUWeYyHoe
KpoBoTedeHue [11,12], obycnasnueaiowme Heobxoam-
MOCTb 06palLEHNs 33 CPOYHOI MELULMHCKON NOMOLLbIO,
3ayacTyto, TpebyioLLen XMpypruyeckoro BMeLLaTenbCTBa.
B nccneposaHuu Hinds R., nocBsweHHOM BAUAHUIO Me-
aunatpuyeckoro ckputuHra npu CME, npumepro 30% na-
LMEHTOB HYXAANUCb B XMPYPr1UYecKOM BMeLlaTeNbCcTBe
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B Bo3pacrte o 10 net un 68% — po 18 net. Cembpecat
NPOLEHTOB NepBOHAYasbHbIX 1anapoTOMUi ObiAN Bbi-
MOJIHEHbI B CPOYHOM NOPAAKE MO NMOBOAY KULWEYHON He-
npoxoaumocTy [14].

Y 60-90% nauneHTOB ramapTOMbl TOKANIU3YIOTCA B TOH-
KOW Kuwke, y 50-64% naumeHTOB — B TONCTOW KULLKE,
y 25% nauneHToB — B xenyake [11,15]. Mopagok ux
pacnpoCcTpaHeHHOCTU: TOWAA KWWKA, NOAB3AOLWHAA
KMILKa, ABEHAALATUNEpCTHas KWIIKa, 3ateMm TONCTaA
Kuwka u xenynok [16]. Monunel npu CMNE Haubonee
4acTo pacnofNoXeHbl rpynnamu, U X pasmep MOXeT Ba-
pbMPOBATL OT HECKOIbKMUX MUNIIUMETPOB 1O HECKONbKUX
caHTUMeTpoB [1]. amapToMHble moaAuMbl pa3BUBAOTCS
Ve B NepBOM fecAaTunetun *u3suu u K 10 ropam Ha-
6ntopatoTcs y 33% nauueHTos, kK 20 rogam — y 50-60%
naunentos [11,16]. Takxe noaunbl npu CME MoryT BbI-
ABNATHCA HA BHEKMWLIEYHbIX Y4YaCTKaX, TAaKUX KaK Xenu-
HbI/ Ny3bIpb, BPOHXM, MOYEBOI MY3bIPb U MOYETOYHUKN
[6,11,12,17].

CornacHo nuTepaTypHbIM AaHHbIM, A0 95% MHBaruHa-
LMA NPOMCXOAUT B TOHKOW KMLLKE M AnLIb OKONO 5% —
B ToNCTON Kuwke [18,19]. 3T0 cornacyertcs ¢ TeMm, YTo
ramapToMmbl, MPeuUMyLLecTBeHHO, NIOKaAu3yTca B TO-
e KUWKe N UrpatoT Bedyllyio poib B pa3BUTUMN Kau-
HUYeCKOW KapTuHbl. MHBarMHauuio 06bIYHO Bbi3bIBAKOT
ramapTombl guameTpom 6onee 15 MM, npuyem pasmep
nonuna senserTcs Haubonee BaXKHbIM (haKTOpOM pu-
CKa pa3BUTUS MHBArMHaLKUM TOHKOW KULWKW W KuUwey-
HOM HenpoxoguMMmocTW. PUCK MHBArnHauum He 3aBu-
CUT OT N0Aa, CEMENHOro aHamHesa 1 cTatyca mytauuu
B reHe STK11 [18].

CoBOKYNHbI PUCK WMHBarMHauum oueHusaetca B 50—
68% B meTckom Bo3pacte [20]. CpeaHuit Bo3pacT nep-
BOW MHBarnHauum — o1 10 go 16 net, camble paHHue
anu3opfbl Habnopatotes ot 1 go 5 et [12]. Kopeiickoe
“ccnepoBaHue noKasano, YTo CPeAHUiA BO3PacT noasne-
HUSA NepBbIX CAMNTOMOB cocTaBniseT 12,5 net [20].

Ewe opHum xapaktepHbim gns CIME npusHakom aBnsetcs
Hanuyne NepuopanbHOro IEHTUIMHO3a, KOTOPbI UMeeT
MecTo Gonee yeM B 95% ClyyaeB M OKa3biBAeT 3HAYU-
TeJIbHYI0 NOMOLLb B NOCTAHOBKE NPaBWAbHOIO fMarHosa
(Puc. 1). Yawe Bcero nurMeHTauus nosBAseTCa B feT-
CTBe nocne 5 net BOKPYr eCTeCTBeHHbIX «OTBEPCTUN»:
pTa, HO3Apeli, NnepuaHanbHoit 06nacTy, a Takxe B 06na-
CTW NafoHen, KOHYMKOB NanbLeB pyK u Hor. B nogasna-
foliem GOJbLWMHCTBE Cly4aeB NUrMEHTHbIE NATHA COXpa-
HAIOTCA B TeYEHME BCEMN KU3HU, 0COOEHHO Ha CIU3NCTON,
HO OHM MOTYT BefHeTb MW UCYe3aTb NOC/IE NOA0BOIo
co3peBaHus [12,15].

MNosBneHne NUrMEHTHbLIX NATEH CBA3AHO C YBeNMYEHUEM
CeKpeuun MenaHuHa B GasaNbHbIX KNETKax, BepPOSATHO,
BCNEACTBME BOCMANUTENbHON GNOKafbl nNpu Murpa-
UMM MeNnaHuHa U3 MeNaHoLUMTOB B KepaTuHouuTsl [15].
OpHaKo nepuopanbHbIi TEHTUTUHO3 He ABNAETCA NaTor-
HoMOHUYHBbIM ona CME — ero Takxe MOXHO BCTPETUTb
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PucyHok 1. [lepuopanbHbii neHmMu2uHo3
Figure 1. Perioral lentiginoses

PucyHok 2. famapmomubili nonun 060004YHOU KUWKU NPpU CUH-
Opome [lelimya-Eeepca, 8bissaeHHbIT Npu KOJOHOCKONUU
Figure 2. Hamartomatous polyp of the colon in Peutz-Jeghers
syndrome detected by colonoscopy

PucyHok 3. Tunu4yHoe mopghosnozudeckoe cmpoeHue eamap-
momHo20 noauna npu cuHopome llelimya-Ezepca. Okpacka ze-
MAMOKCU/IUH-303UHOM.

Figure 3. Typical morphological structure of the hamarto-
matous polyp in Peutz-Jeghers syndrome. Hematoxylin-eosin
staining

Cunppowm Menrtua-Erepca: yto crano nssectHo
3a 125 net usyuenns? (063op nuteparypsi)

y naumeHToB ¢ komnnekcom KapHu [21] u cuHapomom
LEOPARD [22].

Knuuuyeckune kputepun pns auardoctuku CMNE Gbinu
ycraHosneHbl BO3 B 2000 rogy, a 3aTeM nepecMoTpeHbl
EBponeiickum KoHceHcycom 3kcnepTtoB B 2007 rogy.
Knunuueckui guarHo3s CME ycraHasnusaetca, ecav npu-
CYTCTBYET OfiMH U3 ciepyrolmx kputepues [11,12,15,18]:
1. [1Ba unu 6onee rucTonornyecku NoaTBEPKAEHHbIX ra-
MapTOMHbIX MOJIUMOB;

2. Jlio6oe KoNMYecTBO raMapTOMHbIX NOAKUNOB, 0GHapy-
YKEHHbIX Y OAHOr0 NALMEHTA C NOATBEPXKAEHHBIM CEMEN-
HbIM aHAMHE30M;

3. Hanuumne xapaKTepHOW CAU3UCTO-KOXHOW MUIrMEH-
Tauuu y nauueHTa, MMEKOLEro PoLCTBEHHUKOB C MOj-
TBepxaeHHbIM CNE;

4. Jllo60€ KONMYeCTBO raMapTOMHbIX MOIMMNOB Y NaLueH-
Ta, Y KOTOPOrO TaKXe eCTb XapaKTepHas MUrMeHTauus
CM3UCTON 060N10YKU.

MccnepoBsanue Aretz S. u coaBT. NoKasano KOppenauuio
puarHoctuyeckux kputepues CIME ¢ yactoToi BbisBNE-
HUA MyTauuin B reHe STK11. U3 71 nauueHTa, KOTOpble
cootBetcTBoBanu kputepusm CIME, 6onee 94% wumenu
BbISIBNIEHHYI0 MyTauuto [23].

Mopdonorua nonunos

BrewHwnii Bug nonunos npu CIME aHgockonuyeckn mo-
KET HanoMWHaTb runepniacTuyeckue noaunel [15], og-
HaKO MO rMCTONornYeckoi cTpyktype nonunsl ME oTHO-
CAT K ramaptomam [12].

TepmuH «ramaptoma» — (OT Ap.-rpey. CLUOPTMHOL
apapticc  —  «owubKay, «U3bAH» M -OUO
(oT oykoua) — «onyxonb») — y3n0Boe Ao6poKaye-
CTBEHHOE OMNyX0NieBUAHOE 00pa3oBaHue, NpencTaBns-
folee co6oil TKaHEBYID aHOMaNWIo pa3BUTUSA, BNepBble
ucnonb3oBan B 1904 rogy Hemeukui natomopdonor
Albrecht E. [24]. TamapToMbl COCTOAT M3 TexX e TKaHe-
BbIX KOMNOHEHTOB, YTO N OpraH, rae OHN PacrnonoXeHbl.
I'Ipw 3TOM OHU OTANYAKTCA aHOMaJibHbIM CTpPOEHUEM
U cTeneHblo AudQepeHLMpoBKu TKaHel. bonblwMHCTBO
ramMapToM WMEIOT HOXKY, KOTOpas COAEpXWT 3nuTe-
NnanbHbleé KOMMOHEHTbI, TUNWYHbIE ANA KOHKPETHOro
yyacTKa XenynouHo-kuweyHoro Tpakta (Puc. 2) [15].
Monunel npn cuHgpome [eiiTua-Erepca otnnyalotcs
OT ApYyrux Hann4ynem B CTpomMe APeBOBUAHOBETBALLIUX-
€A NYYKOB TNAfKUX MbIlL, UCXOAALWMX M3 COBCTBEH-
HOW MbIWEYHON NNACTUHKM CAM3UCTON  06O0J0YKU.
rJ'IaJJ,KOMbILIJeLIHbIe NYYKU NOKPbLITbl YAJIUHEHHBIMW U pa3-
BETBJIEHHbIMU }ene3aMu, BbICTIaHHbIMW 3penbiM 3nnuTe-
nvem. KpunTbl v enesbl 4acTo YANUHAIOTCA, CIM3UCTas
060/104Ka Kak Obl ApanupyeTcs Ha cepalueBuHe pacTs-
T’MBaKWKUXCA MbllIEYHbIX NYYKOB, NPOCTUPAIOLWLMXCA OT
HOXKM o ronosku nonuna (Puc. 3) [19,25,26].

[ns Gonblweit poctoBepHoctu guarHosa CMNE Heobxo-
oumo nposefeHne WIX-uccnepoBaHus, npu KOTOPOM
BOKPYF 3TUX JONEK BbIABAAIOT AECMUH-NON0XKUTENbHbIE
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rnagKomblleyHble BOJOKHA [19], 4To saBNseTCcs NaTorHo-
MUYHBIM MPU3HAKOM raMapTOMHbIX MOAUMOB.

XoTa Mopdonorua ramapTom oTAMYaeTca OT Apyrux no-
NWMOB, OHA He ABNAETCA MOMHOCTBIO CheLnpUyHON.
Kputepnem pnsa yBepeHHo naToMopdonoruyeckoi se-
puduMKaLuMM ramapToOMHOTO MOAMNA ABNAETCA Hanuyue
y NalWeHTa COOTBETCTBYIOLLErO aHaMHe3a MU FeHeTu-
YecKoro noaTBepxpaeHUs 3abonesaHus. B npoTuBHOM
cnyyae, B 3aKntoyeHnn Mopdonornyeckoro nccnefoBa-
HUS GOMKHO ObITb HAMMWCAHO: MOAWUN COOTBETCTBYET MO-
nuny ME [25].

lamapTomHble moaunbl chnepyeT Takxke auddepeHLun-
poBaTh C BbiNafeHWeM Ciu3UCTON 060/0YKM, KOTOpOe
MOXeT NPOUCXOAUTL B Pa3HbIX OTAeNAX KeNYA0UHO-KU-
WEeYHOTo TPaKTa, B CBA3M C YeM MOryT BbITh yCTAHOBNE-
Hbl pa3IMYHbIe AMATHO3bI, TAKWE KaK CUHAPOM nponanca
CNM3MCTON 060I0YKM, KNOAKOTEHHBbI NOANUN U CUHAPOM
CONNUTApPHOW A3Bbl NPAMOiA KUWKK. Nogo6HO ramapToM-
HbIM NOMIMMAM, 3TV NOPAXEHUS XapaKTepU3yTCa Hau-
YMeM B LLeHTpe NPoMdepUpyoLLIMX MbILIEYHbIX BONOKOH,
OKPYXEHHBIX HOPMANbHOW MU PEAKTUBHON CAU3UCTOM
060/104KOI, KOTOpas, Kak nonaraioT, BASETCA BTOPUY-
HOVA MO OTHOLUIEHWIO K NPOAANCY MM BbINAYUBAHUIO C/N-
31cTOl 060/10YKM B MPOCBET KENYAOUYHO-KULIEYHOTO
TpakTa [25].

Ewe onHa ocobeHHOCTb, Habnpaemas B pe3ynbTaTte
nponanca Ciu3nUCTON 060NOYKN, — «NCEBLOUHBA3MUAY,
KoTopas MOXeT OblTb OWMOBOYHO NPUHSATA 33 UHBA3UB-
Hylo KapuuHomy. OTCyTCTBME aTUNKUM NPU TUCTONOTMYe-
CKOM UCCNeA0BaHNMN MOMOrAeT UCKNYUTBL pak [20].
Tem He MeHee, Ha cerogHAWHMIA JeHb auarHo3 CIE
B 3HAUYUTE/IbHON CTENEHU OCHOBLIBAETCS HA NaToMopdo-
NOrMYeckoM pacno3HaBaHuu nonuna [19].

FeHeTUyecKue acneKTbl 3a6oneBaHus

B 1998 r. reH STK11 (serine/threonine kinase gene),
paHee W3BEeCTHbIN Kak reH LKB1 (neyeHo4Has KuHasa),
pacnonoeHHblit Ha xpomocome 19p13.3 6bin KapTUpo-
BaH ABYMS HE3aBMCUMbIMW Fpynnamn nccnepfoBaTeneil:
Jenn D. c coaBt. [27], a Take Hemminki A. c coasT.
[28]. HacnepcteeHHble MyTauuu reHa STK11 Gbian Bbi-
AsneHbl y 5 1 12 naumenTtoB ¢ CMNE 13 HepoACTBEHHbIX
cemeli, COOTBETCTBEHHO. bbINo [OKaszaHo, 4To repmu-
HaJbHble MyTaLuK B LAHHOM reHe 00yCNOBAUBAIOT CUHA-
pom MNeiiTua-Erepca [28,29]. MeHeTpaHTHOCTL MyTaLMK
STK11 coctauna 100% [12].

Cnegyetr oTmetuts, u4TO reH STKI1 pepmko MyTupy-
€T B OO/bWMHCTBE TUMOB OMyXONei Cnopaguyeckoro
npoucxoxpeHus. Tak, cornmacHo paHHbeiM Sanchez-
Cespedes M. c coaBT., myTauus B reHe STK11 umena
MeCTo Aulb B 4% ciyyaeB paka NopxenyaouHon xe-
nesbl [30]. Mpu 3ToM B MUCCNef0BaHUAX, NPOBEAEHHbBIX
Resta N. # coaBT., npu CNOpaaM4YeckoM KONOPeKTaNbHOM
pake comaTuyeckue mytaumu B reHe STK11 He BbissBAEHbI
BoobGute [31].
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leH STK11 BknoyaeT 10 3K30HOB, 9 U3 KOTOPLIX KOAM-
pyloT 6enoK CepuH-TPEOHUHKUHA3Y, COAepXalimii 433
aMmuHokucnoTel [28]. Ikcnpeccus benka STK11 Habnio-
[aeTcs BO BCeX TKaHAX B3POC/Oro YyenoBeka M nnoaa,
HO B pasHoii cTeneHn [27,28,32]. 0cobeHHO Bblpaxe-
Ha aKcnpeccus benka B cepAle, NULEBOAe, NOAKENy-
LOYHOI Xenese, NeyeHu, AMYKax U CKENeTHbIX MbIlILax
[30]. Kpome Toro, 6biia 0OTMeY€EHa ero runepakcnpeccus
B TOHKOWM KULIKE W TKaHW XenyaKa nnoja no CpaBHEHMIO
CO B3POCNbIMU, YTO YKa3ano Ha ponb STK11 B pa3Butum
MOMMNOB XEeNyaouHo-KuwWweyHoro Tpakta [33]. Moteps
benka STK11 BAUsET Ha NOAAPHOCTb KIETOK, MEPEeXoj
3NUTENUSA B ME3EHXMMY, aNONTO3, aHTUOTEHE3 U UHTUOU-
poBaHuWe KneTouyHoro uukna [33,34]. B utore myTtauus
STK11 npuBOLMT K CMELLEHMIO INUTENNSA CO BTOPUYHBIMM
M3MEHEHUSMU W3-33 BbINafEHUs CU3UCTON 060J0YKM
M 00pa3oBaHUI0 «FAMAPTOMHbIX» MOAMUMOB, TUMWUYHBIX
ansa CME [25].

MoTepa annens AMKOro TMNa Npu ramapToMax u afeHo-
KapuMHOMax, BO3HWKalowmx y nauueHTtos c CMNE, no3so-
nAeT NPeAnoNoXuTb, Yto STK11 ABNAeTCA reHOM-cynpec-
copom onyxonu. MyTauuu B reHe STK11 cnocobcreytoT
OHKOreHe3y NOCPeACTBOM Pa3/IMYHbIX MEXaHW3MOB, Ta-
KMX KaK MHAYKLMA aHTUOreHe3a, anonTo3 U noTeps Kne-
TOYHOI nonspHocTm [35].

MaTtoreHHble MyTauuu B reHe STK11 0ObIYHO BbIABAAIOT
y 75-94% nauneHToB C XapaKTepPHON KINHUYECKOW Kap-
TuHoi CMNE npu ncnonb3oBaHuy TpPagULMOHHBIX METOAOB
CKPUHMHIa MyTauuii, TaKUX KaK NpsMOe CeKBEHWpOBa-
HUE OTAENbHbIX 3K30HOB U NOUCK GOMbLWNX BCTABOK/fie-
neumnit. bein oBHapyXKeHbl pasnuyHble TUMbl MyTauuii,
BK/I0Yas HeGOsbLIME BCTABKY, Aeneunu, AeteKTbl yyacT-
KOB CnaaicuHra, KpynHole nepectpoiku. [pumepHo
B 30% ciydyaeB 0OHAPYKMUBAIOT YACTUYHbIE UNU MOJHbIE
Oeneuun reHa, B 64% — TouyeyHble myTauum [27]. Ha ce-
FOAHAWHKIA AeHb 3aperucTpupoBaHo B 06LLEl CNOXKHO-
CTM 0K0J10 200 pa3NunyHbIX MyTaLWUi reHa 3apoAblLLEeBO
NnHuK STK11 [36]. BonblMHCTBO NCCnef0BaHMii NpoBo-
AMNOCb Ha 3anafHoeBpONeRCcKUx NonynsaLusax, ogHaKo
“3yyeHne naTuHoamepukaHckmx naumentos c CME BbI-
ABUJIO 2 HOBble MyTauumu B 3k30He 2 (c.350_351insT)
¥ 3k30He 6 (c.811_813delAG) rena STK11 [37].

Amos C. # coaBT. co06WAT 0 reHoTUN-theHoTUNnYe-
ckon koppensauun npu CME. ABTOpbl NpUwWwan K 3aknto-
YEHWI0, YTO Y NIOfEN C MUCCEHC-MYTaLUUAMU CUMNTOMBbI
NPOABNANNCL MO3XKE, YEM Y NALUEHTOB C APYrUMMU BU-
pamu mytaumii B STK11 [38]. Schumacher V. u coasr.
NPeanonoXuimn, 4To MyTauuM B [OMeHaX, KOAWpYIo-
wux 6enok u ceasbiBaHue AT®, peako accoLUMpOBaHbI
C paKkoM, a MucceHc-myTaummn B C-KOHLE 1 B YacTu reHa,
Koaupytollero 6enKoBble LOMEHbI As pacno3HaBaHUs
cy6cTpata, OblaM Yalle CBA3aHbl CO 3/10KaYECTBEHHBIMU
HOBOOOPa30BaHMAMM, TOrAa Kak y NauuMeHToB C KapLu-
HOMOI MOIOYHOW Xene3bl npeobnaganyu MyTauuu, npu-
BOAALME K YKOpOoUueHUto Genka [35].
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Tabnuua 1. KymyasmusHslli puck pazgumus paka npu cuHopome lleimuya-Eeepca [47]

Table 1. Cumulative cancer risk in Peutz-Jeghers syndrome [47]

. Cunppom NMeittua-Erepca
Jlokanusauum paka 06wt puck pasaumr paka CpepnHuii Bo3pact
Ana HaceneHusa, % Puck passutus paka, %
AWarHoCTUKU paka, net
ToncTas Kuwka 5 39 42-46
Xenynok <1 29 30-40
ToHKasA KulWKa <1 13 37-42
MonoyHble xenesbl 12,4 32-54 37-59
ANYHUKM 1,6 21 28
LWenka maTkn <1 10 34-40
Teno matku 2,7 9 43
MopxenypoyHas xenesa 15 11-36 41-52
Anukn (knetoyHas onyxonb Ceptonu) <1 9 6-9
Nerkve 6,9 7-17 47

Mehenni H. v coaBT. usyununu 49 cemeit ¢ CME c BbI-
ABNEHHBIMU MyTaUMAMU U 0OHapyxunanm 32 paka. OHu
3aKNI0YUAIKM, YTO NPU MyTaLuMAX B 3K30He 6 reHa STK11
MMEETCA BbICOKMI PUCK pa3BuUTUSA paka [39].

B cBoto ouepeap, Giardiello F. n coaBT. npoaHanusupo-
Banu AaHHble 240 naumeHTtoB c CIE, umelowumx myta-
umnto B reHe STK11, ofHaKo npu 3TOM He BbIABUIW pas-
ANYNIE MEXAY MHAMBMAYYMAMU C MUCCEHC-MYTaLUAMM
W MyTaLWAMM, NPUBOASAIWMMU K YKOpPauuBaHuio Genka,
a TaKXKe Mex[y CeMeiHbIMU U CNOpafNYeCcKUMU CayYa-
AMU, XOTA ObINO BbICKa3aHO NpeanonoxeHue o Gonee
BbLICOKOM PUCKe Pa3BUTUA paka y HocuTenem mytauuu
B 3K30He 3 [40].

[laHHble vccnenoBaHNUs NpoBeAeHbl HAa He6GObLWNX Bbi-
OOpKax NaLWeHTOB, B CBA3W C YeM HAa OCHOBAHWUU Npea-
CTaB/IEHHbIX Pe3yNbTaToOB TPYAHO CAENaTbh OKOHYaTeNb-
Hble BbiBOAbI [39].

Hearle N. v coaBT., npoaHan13npoBaB KNNHUYECKNE AaH-
Hble 419 naumnenTos c CME, y 297 n3 koTopbIX MMenach my-
Taums B reHe STK11, npuiunm K BbIBOAY, Y4TO TUM 1 MECTOMNO-
JIOXKEHWE MyTaLLMW He BAMAIOT HA PUCK pa3BUTUA paka [41].
Takum 06pa3om, He BbISBNEHO YETKO reHOTUN-(heHOTU-
nuyeckon koppensuuu npu CMNE. Kpome Toro, He Hanpe-
HO 3HAYUMbIX Pa3AUYNI B KTUHUYECKOW KapTUHe Mexay
nauueHTamm c mytaumein STK11 u Temu, y KOro mytaums
He Gbina naeHTuduumMposana [12].

CnepyeT 0TMETUTB, YTO 1O HACTOALLEr0 BPEMEHM Y NaLu-
€HTOB 6€3 BbIfBNEHHO MyTaLuu B STK11 He obHapyxe-
HO Apyroro reHa, BbizbiBatowero CME [11,12].

Puck pa3sutus paka

Jo 1987 ropga cuHgpom lenTua-Erepca cumtanca co-
cTosiHMeM 6e3 3/10KayecTBEHHOro mnoTeHuuana [42].
Giardiello F. n coaBT. oTMeTunun 18-kpaTHoe yBeNuYeHne
pUCKa pa3BMTUA 3/10KAYECTBEHHbIX OMyXOMel nuwesa-
PUTENBHOTO TPAKTa M BHEKULLEYHOI ToKanm3auum y na-
uneHToB ¢ CIME B TeyeHue BCEN KU3HU NO CPAaBHEHUIO
c obuwei nonynsuuei [43].

B AnoHckom wuccnepoBaHuM,  BKAlYalowem 222
nauventa ¢ CIME, 60% cmepTel B BO3pacTe

Cunppowm MMeittua-Erepca: uto crano ussectHo
3a 125 net usyuenns? (o63op nuteparypbi)

ctapwe 30 neT ObINO CBA33HO CO 3/10KAYECTBEHHbLIMMU
HOBOOGpa3zoBaHUAMM [44].

B cucrematnyeckom o63o0pe fBafLaTM KOTOPTHBIX MC-
cnepoBaHui ¢ yyactuem 1644 naymentos c CIE, npose-
peHHom Van Lier u coaBT., y 349 13 Hux pa3sunoch 384
3/10KayeCTBEHHbIX HOBOOOpa3oBaHmii. CpeaHuit Bo3pact
AMarHo3a paka coctaBun 42 ropa [45].

OAHUM M3  KpYMHbIX MHOTOLEHTPOBLIX MCCnefoBa-
HuWit ¢ yyactuem rpynnel naumentos ¢ CIME n3 Eepons,
Asctpanuu, CWA sBnsetcs uccneposaHue Hearle N.
¥ coasT. V13 419 nauneHToB (B TOM Ynche, 297 ¢ myTaum-
et STK11) y 85 nayueHTOB 6bINO AMArHOCTUPOBAHO 96
paKoBbIx onyxonen. Puck pa3suTus paka B Bospacte 20,
30, 40,50, 60 1 70 net coctasun 2%, 5%, 17%, 31%, 60%
1 85%, cOOTBETCTBEHHO. Hanbonee pacnpocTpaHeHHble
BUAbI paKa OblAM XKeNy[ouHO-KUIWEYHOTO NMPOUCXOXKE-
HWA: racTpo33odareanbHblil, TOHKON KULWKKW, KONOPEK-
TaNbHbIA U NOMKENYAOYHON XKenesbl. PUCK 3TUX BULOB
paka B Bo3pacrte 30, 40, 50 n 60 net coctasunun 1%, 9%,
15% 1 33% cooTBeTCTBEHHO [41].

B Gonee no3gHMUX UTANbAHCKUX U FONNAHACKUX UCChe-
LOBAHUAX MONYYEHbl aAHANOTUYHblE pe3yabTaTthl. TakK,
no paHHbiM AIFEG (MTanbsHckas accoumaums no wms-
VUYEHUIO CEMEeWHbIX W HACNeACTBEHHbIX OMyXxonei xe-
NYLOYHO-KMLWEYHOTo TpaKTa), COBOKYMHbIA PUCK pas-
BuTMA paka npu CME cocraBnser 20% — B 40 ner,
43% — B 50 net, 71% — B 60 net, 89% — nocne 65 net
[46]. Mo paHHbIM Van Lier ¢ coaBT., 3TOT pUCK AOCTH-
raet 20% + 5% — B 40 net, 36% + 5% — B 50 ner,
58% + 7% — B 60 net, 76% + 8% — B 70 net [45].
KyMynaTUBHbI PUCK pa3BUTUA paka NpeAcTaBieH B Ta-
6nuue 1.

B cBA3M C MOBbLIWEHHLIM PUCKOM Pa3BUTUA paka Mo-
noyHoit xenesbl Chen H. u coaBT. oTMeyaloT 3Hauu-
TeNbHO 6onee BbICOKMI PUCK Pa3BUTUA PaKa Y KEeHWMH
¢ CME, yem y myxuuH (p < 0,05) [48]. Puck passutus
paka MosouHoii xenesbl oueHuaetca Hearle N. B 8%
B 40 net v B 31% — B 60 net [41]. Kak 1 y naumeHToB
€ MyTauuammu B reHax BRCA1/2, cywecTByeT NOBbIlWEH-
HbIA PUCK [BYCTOPOHHEro pa3Butua paka. OCHOBHbIM
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TMCTONIOTMYECKUM TUMOM SABASETCA WHBA3MBHAs Npo-
TOKOBaf KapLMHOMa, HO BO3MOXHbl TaKke WHGUb-
TpaTUBHble N06YNApHble KapuuHoMmbl [15,49]. Takxke
B uccnepoBaHuu Hearle N. nokasaHo, yto nocne 50 net
BO3pacTaeT pPUCK pa3BUTUA ANA BCEX BUAOB paka [41],
OAHAKO 3TOT (haKT He YYUTLIBAETCA B 6OJbWMHCTBE CO-
BPEMEHHbIX MPOTOKO0B 3nuaHaa3opa [11]. Kpome Toro,
aBTOPbl OTMEYAIOT BbICOKOI PUCK PA3BUTUA paKa NErKux,
noyeK, MpeAcTaTeNbHOW Xene3bl, KOCTel 1 neikemun
[41]. AHanu3 Kannana-Meitepa nokasan, 4to puck 3a-
6oneBaHns pakoM Gbln o4MHAKOBbIM y nauueHTos ¢ CME
C upeHTUdULMpoBaHHON STK11 myTaumeit u 6e3 obHa-
pyxuBaemoii mytaumu. Kpome toro, Tun mytauyum STK11
CYLLECTBEHHO He BIUAN HA PUCK Pa3BUTUA paka [24].
Bonpoc BO3HMKHOBEHWS paKa XenyLoYHO-KUILEYHOTO
TpakTa npu CMNE 1 ponb ramapTOMHbIX NOIMMNOB B pa3Bu-
TUM OMYXONU OCTAETCSH HEBbIACHEHHLIM [O HACTOAWETO
BpeMeHU. bbino BbicKazaHO NpeanonoXeHue, 4To cylie-
CTBYET YHWUKaNbHbIW MyTb raMapTOMa-afleHoOMa-KapLMHO-
Ma [50,51]. ITa runoTesa NoOATBEpXKAAETCA 0OHApYKe-
HMEM afleHOMATO3HbIX 04aroB B FaMAapTOMHbIX MOJMUNAX,
a TaKkxke pasBuBlerocs paka [52]. [pyrue uccnego-
BaTeNM MOKas3anW, YTo ramMapTOMHbIE MOAWUMbI HE UMe-
IOT 3110KaYeCTBEHHOro noTeHuMana. 3n10KayecTBeHHas
TpaHchopMauMa B HeM pacCMaTpuUBaeTCs TOJNbKO Kak
penkoe cobbITUe, NOATBEPKAAlOLEE 3Ty runoTesy [53].
Latchford A. # coaBT. B OAHOLLEHTPOBOM MCCNE[0BAHUM
13 noytn 2500 ypaneHHbIX raMapToOMHbIX NOJAUMOB Bbl-
ABUAM AMUCnNasnio/atunuio Tonsko B 6 (0,24%) U3 HUX
[54]. Mpu 3TOM OTCYTCTBME 3/10KAYECTBEHHOTO MOTEHLM-
ana B raMapTOMHbIX MOJIUMAX MOXET 03HayaTb, YTO paK
BO3HUMKaeT Ha (hOHe HecTabunbHOCTU CAU3UCTON 060-
NIOYKM, NPeAnoNoXUTENbHO, Yepe3 0OblYHble MYyTH KaH-
ueporexesa [15].

Takum o6pasom, y naumenTtos ¢ CME nmeercs Heobxoau-
MOCTb B MPOBEAEHUMN PAHHEro CKPUHUHIA paKa pasnuny-
HbIX TOKaNu3aLuii.

06cnepoBanue

Hanuyne Knaccumyeckoh nuUrMeHTauumnm CAU3UCTON
060/7104KM NO3BONSAET NPEANONONKUTL AMArHO3 Aaxe
[0 NMPOTrHOCTUYECKOTO TECTUPOBAHMA, HO NATHA MOTYT
OTCYTCTBOBATb B MepPBble HECKONbKO JIET XU3HU UK
MOTYT 6bITb HE3AMETHbIMU Aaxe y YenoBeka C reHe-
Tnyeckum puarvosom CIME. CnepoBaTenbHo, oTCyT-
CTBME NEHTUTMHO3a HE MOXET MOJIHOCTbI0 UCKAOYNTD
ChE[12].

MonekynapHblii aHanu3 reHa STK11 pekomeHpoBaH
BCEM NaLMeHTaM C KNUHMYeckum nopo3peHnem Ha CME
C LeNblo BbIABNEHNUA BCEX HOCUTENEN MyTaLMM U NOCTa-
HOBKM MX Ha MOXU3HEHHbI KIMHUYECKUIA MOHUTOPUHT.
Ecnm y npoGaHaa myTtaums He uaeHTUdOMUMPOBAHA, TO
OPYrMM KpOBHbIM POACTBEHHMKAM MONEKynApHas puar-
HOCTMKA He NnoKasaHa. B cBsa3u ¢ 3TM HeobXxoaMMO Npo-
BOAWUTb TWATENbHbIA KAWHUYECKUIA MOHUTOPUHT BCEX
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POACTBEHHUKOB C A€TCTBA, YTOObI Y HUX CBOEBPEMEHHO
BbIBUTb KNMHUYeckue npusHaku CME [15].
FeHeTUYeCKOe TeCTUPOBaHUE MOXET ObiTb BbIMONHEHO
Ha obpasLie kposwu unu bykkansHom obpasue [12]. C no-
ABNIEHNEM HOBbIX METOA0B MOJHOIK30HHOTO U NONHOTe-
HOMHOTO CEeKBEHMPOBAHMA, a TaKKe metoaa MLPA cyuwe-
CTBEHHO paclWwupeHa BO3MOXHOCTb BbIBNEHWUS HOBbIX
mytauuin y nauuento c CME. Tak cpegn poccuitckux
nauueHToB GbIO BbISBNEHO 3 HOBBIX MyTauuu, paHee
He onucaHHbIXx B 6a3e gaHHbix Human Gene Mutation
Database [55].

MpoTokonbl HabnogeHus nauuentos ¢ CME umeloT aBe
ocHoBHble uenn. OgHOW M3 HUX ABNAETCA BbIABNEHUE
raMapToM, KOTOpble MOryT Bbl3BaTb WHBaruHauuio/06-
CTPYKLMIO UAKU KpoBOTeueHne/aHemuto. [pyras — 06-
HapyXXeHue paka Ha paHHeil cTaguu. Mo3tTomy nokasa-
HUA K CKPUHWMHTY 3aBUCAT OT BO3pacTa: OCNOXHEHWS,
CBA3aHHble C MONMMNAMKU, MOTYT BO3HMKaTb B AETCTBE,
TOrfa Kak puCK pa3BUTUA paka, B OCHOBHOM, OTHOCAT
K B3pociiomy Hacenenuio [11,15,29].

BonblWNHCTBO PYKOBOACTB pEKOMEHAYIOT NpoBefeHue
KOHTPACTHOMN peHTreHorpauu TOHKON KULWKKW, HAYMHasA
€ 8 f1eT ¥ MHTEpBaNOM B npeaenax ot 2 4o 5 net [12,48].
Y nauwuenTtoB ¢ CMNE BO3MOXHO TaKkxe MCNoNb3oBaHue
ynbTpa3BykoBoii (Y3) puMarHocTuku pnsa wccneposa-
HUA TOHKOW KWWKKW C LEeNbio BbIBNEHUA UHBArMHaLuu,
a y XyAbix fieTeil MOXeET ObiTb BU3yanu3uMpoBaH nosiun,
BbI3BaBWMIA MHBarnHauuio. OAHaKo MCMonb30BaHue
yNbTpa3ByKa ANA CKPUHWUHIA NONUNOB TOHKOW KULWKKM He
Bcerpa uHcdopmatusHo [12].

YuuTbiBas PUCK pasMaLMOHHOTO 06AYYEHUs, TOJbKO
nocne nposefeHus Y3-uccnefoBaHus y NauMeHTOB
C OCTPON KMLWEYHON HEempoXOAMMOCTbIO s Beputu-
KaLuuu MHBArnMHata npu CoOXpaHeHUW AWNArHOCTUYECKOW
HeonpeeneHHOCTU [OMKHA ObiTb NPOBEAEHA KOMMbIO-
TepHas Tomorpacus (KT)[12]. YyscTBMTENbHOCTL
u cneyunduyHocte KT y B3pocnbix nauMeHTOB OLEHKBA-
10T B 93% 1 99%, COOTBETCTBEHHO [56].

B nocnegHee Bpems NosBUAWUCH HOBble BapuaHTbl 06-
cnepoBaHua ToHKon kuwku npu CMNE. 3To BMAeokan-
cynbHas 3Hpockonus (BK3J), GannoHHas aHTepockonus
(B3C), marHMTHO-pe3oHaHcHas 3HTeporpacus (MPT-
3HTeporpactus), BUpTyanbHas KonoHockonus [57,58].
3TM MeTofbl CTanM LWMPOKO AOCTYMHbI ANA KIMHUYe-
ckon npaktuku. Mpenmywectso B3C coctout B TOM,
4TO OHa NO3BONAET He TOJbKO MPOM3BECTU BU3yanu-
3auMi noauna, HO [aeT BO3MOXHOCTb 3HAOCKOMMUYe-
CKOTO yfaneHus MoAWnOB TOHKOA KUWKKU. ITO MOXET
NpeaoTBpPaTUTL TaKoe OCNOXHEeHWe KaK WHBarumHauus,
CHMXaeT YacToTy 1anapoTOMUIA 1, TeM CaMbIM, yyylla-
eT pe3ynbTaThl sevyeHus [18,22]. OgHako 6bIIO BbiCKa-
3aHO NMpPeAnoNoXeHne O HEBO3MOXHOCTU BbINONHEHUS
B3Cy nauymnenToB c CMNE B cnyyae paHee nepeHeCeHHOro
XMPYPrUyeckoro BMelIaTeNbCTBA Ha OPIOLWHON NONOCTH.
MocneonepauuoHHble BHYTPUOPIOWHbBIE CNANKK MOTYT
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Tabnuua 2. PekomeHOayuUU NO CKPUHUH2Y 018 nayueHmos ¢ cuHdpomom lMelimya-E2epca [6]
Table 2. Recommendations for screening for patients with Peutz-Jeghers syndrome [6]

CKpMHUHT paKa Bospact Hauana | Uutepsan Bupbl 06cnepoBaHus
cKpuHuHra (net) | (ner)

ToncTas Kuwka 25 2 KonoHockonus
¥enypok 1 TOHKUI KMLWeEeYHUK 10 2 J30¢aroracTpoayoAeHOCKONUs, peHTreHorpatus ToHkoit kuwku, BK3, b3C
MopxenypoyHas xenesa 30 1-2 Y3-uccneposanue
MonouHble xenesbl 20 2 Mammorpacus
MaTtka 20 1 TpaHcBarmHanbHoe unu TpaHcabaomuHansHoe Y3-uccnegosaHue
Lenka maTku 20 1 Masok ans LMTONOrMYecKoro nccneaoBaHus
Anukn 10 1 dusnkanbHoe nccnefosakue, Y3-uccneposanue

npensTcTBOBaTb CBOGOAHOMY MPOABUIKEHMIO annapara
No TOHKOWM KWLKE, BAUA HA rNybUHY MaKCUManbHOro
ocmoTpa [59].

Postgate A. ¢ coaBT. 6bI10 NpOBeAeHO CpaBHeHUe -
(heKTMBHOCTU NPUMEHEHWUS PEHTreHoN0rMYeckoro wuc-
CNefloBaHUs TOHKOM KUIIKKM C 6apuem U BUAEOKanCyb-
Hoit aHpockonun y peteii ¢ CTE. Mpu 3TOM CywecTBEHHbIX
pasnuuuit npu obHapyxeHUn nonunos > 1 cM He ObiO
BbISIBJIEHO, OLHAKO Npu 3ToM B npouecce BKI BrisBns-
nocb 6osblie noaunos < 1 cM. Takke Gblna oTMeYeHa
ropasgo nyywas nepeHocumocts BKI [60].

B Hacroslee BpeMA BO MHOMMX AMArHOCTUYECKUX LieH-
Tpax MCnonb3yloT ucknountensHo BKI, nockonbky npu
paBHOM MArHOCTUYECKOW 3HAYUMOCTU C PEHTTEHO0MU-
yeckum uccneposaruem c 6apuem npu BK3 otcytcreyer
nyyeBas Harpyska [11]. OfHaKo npu3HaHo, 4To LBEHAL-
LATMNEePCTHAsA KWWKA M NPOKCUMANbHbIA OTAEN ToLen
KULLKKM ABAAIOTCA HaMboNee CNOXHBIMU ANs UCCNefoBa-
HUSA ¢ nomolLblo BKI 13-3a GbICTpOro npoxoxaeHus Kan-
CyNbl U OTHOCWUTENIBHO Y3KOro MpocBeTa Kulwku. Kpome
TOro, CNefyeT Takxe OTMETUTb, YTO OAHUM U3 Haubonee
cepbe3Hbix ocnoxHeHuin BK3 aBnsetca 3actpeBaHue
Kancynbl B KakoMm-nn6o u3 otgenos KT, uto obbluHO
TpelOyeT XMPYPruyecKoro BMeLaTeNbCTBa.

B uccnepoBanusx Caspari R. u coasT. 66110 npoBefe-
HO cpaBHeHne MPT-3HTeporpapuu u BK3. lpu 3tom
Oblna BbISBNIEHA MeHbluas 4yBCTBUTENbHOCTE MPT-
3HTeporpaduu Npu BbISBAEHUU NOAUMOB TOHKOW KUL-
kn < 15 mm. OgHaKo, HeCMOTPS Ha 3TO, aBTOPbI MPULLIK
K BbiBOAY, 4T0 MPT-3HTeporpacus gaet npemmyliecTso
Gonee TOYHOI OLEHKM pa3mMepa Noiuna u ero Jokanusa-
LM B KOHKPETHOM CErMeHTe TOHKOM KuULWKK [58].
N3yyeHne ponu BUpPTYaNbHOWM 3HTEPOCKONUN B UCCNEA0-
BaHMAX TOHKOW Kuwku npu CMNE Su X. n coasT. nokasano
6onee BbICOKYIO LUarHOCTUYECKYI0 TOYHOCTb YKa3aHHOTO
MeTofa Npy BbIABNEHUM ONyXonei TOHKON kuwwku [61].
Takum 06pa3oM, COBpeMeHHble METOAMKM MO3BOJSIOT
BbIABAATL 6OAbWKMHCTBO nonunoB y nauuentos ¢ CIE.
MponyleHHble NONUNbl 0ObIYHO MMEIOT pasMep MeHee
10 MM ¥ HEe CYMTAIOTCA KIMHUYECKM 3HAYUMbIMK [57].
YunTbiBas NOBbILEHHBII PUCK PA3BUTUA PaKa, BCEM NaLu-
eHTam c CME Heobxo[MMo NPOBOAUTL CKPUHUHT HaA CBO-
eBpeMeHHOe BbIfBNIEHE BO3MOXKHBIX 3/J0KaYeCTBEHHbIX

Cunppowm MMeittua-Erepca: uto crano ussectHo
3a 125 net usyuenns? (o63op nuteparypbi)

HOBOOOpPa30BaHMUit. TOXMU3HEHHbII CKPUHUHT ABASETCA
00s3aTeNbHbIM Ha perynspHoit ocHose (Tabn. 2). Takxe
HeobxoanUMo obcnefoBaHUe BCeX POLCTBEHHUKOB nep-
BOI cTeneHwu poacTsa [1].

IuddepeHunansHbI gUarHos

FamMapToMHble MOMUMbI He ABAAIOTCA NAaTOrHOMOHWYHBI-
mu ana CMNE, Tak Kak BCTpeYaloTcs U Npu Jpyrux ramap-
TOMHbIX MONMMNO3ax: OBEHWIBHOM nonunose (cBA3aH
¢ myTauuamu B reHax SMAD4 wnn BMPR1A) n cungpome
KayneHa (cBsizaH ¢ myTauueit B reHe PTEN), npu KoTo-
poMm Takxe Habnopaetcs gucmopdus (Makpouedanus),
yacTble MOpPaXeHWUs CNU3UCTON 0BONOYKN U MOBbILEH-
HbIii PUCK paKa MONIOYHOM Xene3bl, WUTOBUAHON XKene3bl
M TONCTON KUwkn [15].

Tem He MeHee, IOBEHW/bHbIE MOMUMbI OTAWNYAIOTCA OT
nonunos npu CIME TeM, 4To Ux xene3bl 3aNOAHEHbI CNU-
3bl0, MeXAy KpunTamu 60JbliOe KOJAWYECTBO CTPOMbI
C NPM3HaKaMu OTeKa M BOCNaneHus, 1 NpakTU4yecKku oT-
CYTCTBYIOT FNafKoMbllWeYHble npocnoikn [17,23]. Mpu
cnHapome KayfeHa BbIABNAIOTCA BOCNANUTENbHbIE U TU-
nepnnactuyeckue nonunsl [62]. Moaunsl npu CME otau-
4aloTCA OT afleHOMATO3HbIX HANMYNEM B CTPOME [ipeBO-
BUAHO-BETBALMUXCA MYYKOB FMAJKUX MbILIL, UCXOAALMX
13 COOCTBEHHOM MbIWEYHOI NAACTUHKM CAU3UCTON 060-
nouku [23].

Ha pepmatonornueckom yposHe CIME cnegyet audde-
peHumpoBaTb ¢ Komnnekcom KapHu [21] u cuHppomom
LEOPARD [22].

JleyeHue

B npowsnoM WHBarMHaUMWM TOHKOWM KUWKKU OblAn OC-
HOBHO NpuyuHoOii cMmepTu y naumentos c¢ CME [18].
WNHBarnHauus npomncxopmuT, KOraa NpoKCMManbHbIN cer-
MEHT KWUWWKMN 1 CBA3aHHAs C HUM OpbiXKeiiKa N0 UHepLUu
CKO/b3AT 33 MONUNOM B MPOCBET COCEAHEro ANUCTab-
HOTO CermMeHTa, YTO MPUBOAUT K OBCTPYKLUM KULIKK,
uwemnu, Hekposy W nepdopaunn. PerpocneKTnBHble
AaHHble CBUAETENbCTBYIOT O PUCKE MHBATMHALMK U IKCT-
peHHoW nanapotomuu y 70% naumentos c CME B Bo3-
pacte go 18 net, HO 3TO NPOMCXOLMNO A0 BBeAEHUS
nporpammbl HaGNIOAEHUS 33 TOHKOW KuwKon [12,14].
HecBoeBpemeHHOe BbiiBNEHWE KpYMHbIX MONWUMOB
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TOHKOM KWIWKM NPUBOLMUT K HEOOXOLMMOCTU MOBTOPHBIX
onepauuii c pe3eKkuuein KMWEYHNKA, 4TO MOXeT npuse-
CTW K CMHAPOMY KOPOTKOW KWLWKM U HAapyLWEeHUI0 BCAChI-
BaHus [6].

B nccneposanum Van Lier M. ¢ coasTt. B rpynne u3 110
nauuentos ¢ CMNE cpegHuit pa3mep nonuna, npuBoAsA-
Wero K MHBAarMHaLum B TOHKOWM KULIKe, cocTaBun 35 MM
(15-60 mm) [18]. Kpome pazmepa nosMnoB, HET HUKAKMUX
LPYrux NpefuKTOpoB, MO3BONAIOWMX ONPefennTb, y Ka-
kux nauueHToB ¢ CME pasoBbetcs nHearnHauus [18,63].
MauueHTam Gbina peKOMEHAOBAHA NanapoToMUs C UH-
TpaonepawuoHHON IHTEPOCKONMEN AN YAANEHUA Noau-
MOB TOHKOI KMWKK AnameTpom 6onee 1,5 cm [6].

B nocnepHee Bpems Obin npefnoxeH 6ofee aKTUBHbII
MOLXOL K NIEYEHMIO — BBINONHEHWNE IHLOCKOMUYECKOTO
UCCNefoBaHWA C OAHOBPEMEHHOW NONUNIKTOMUEN [64—
66]. Latchford A., Van Lier M. pekomeHpyloT ynanathb
nonunsl pasmepom 10 MM M 6Gonee, NOCKONbKY LENbI
NONUN3KTOMUN ABNAETCA NpefoTBpalleHne MHBaruMHa-
uum [12,18].

Bbibop MeToAa yaaneHus ramapTom JOMKeEH ObiTh cae-
NaH WHAWBMAYaNbHO B 3aBMCMMOCTW OT MecTa pac-
MONOXEHUA M pa3Mepa MoJWna Ha OCHOBAHUK paHee
NpOBEeLEeHHOro 06CNef0BaHNA. IHAOCKONUYECKNIA, XU-
PYpruyecknii U1 KOMOUHMPOBAHHbLIA MOAXOALI UMEKOT
CBOM [OCTOMHCTBA W HepfoCTaTKM. IHAOCKOMMYecKas
nonunaktomus npu CME TpebyeT onbiTa U JOMKHA BbI-
NOMHATLCA TONbKO CMELWManucTom B 3TOW obGnacTu.
Puck nepdopaunu KUWKW BO BPEMA MOSMMNIKTOMUM
npu CME Bblwe, 4em y Apyrux racTpOMHTECTUHANbHbIX
nonunos. MNpu NOAUNIKTOMUM HEOOXOAUMO NPUMEHSATD
METOAbI, CHUXatoWue puck nepdopaLumm u KpoBoTeye-
HUS, BKMIOYas AUGDTUHT CAU3UCTON 060M0YKM, IHAO-
KJWUNCbl, NaTeKCHble NeTnu W 3NEKTPOXMPYPruyecKuil
HOX [12,48].

bannoHHas 3HTEpPOCKONMUA [AET BO3MOXHOCTb yAaNeH!s
MONMUMNOB TOHKOM KUWKKM 6e3 NpUMEHeHUs NanapocKo-
nuu. MosBnsetcs Gonblue faHHbIX, Kacawwmxcs 6e3o-
nacHoctu b3C. Sakamoto H. npepnaraet noimMnakTomMuio
npu ABOIHOI GaNNOHHOM IHTEPOCKONUN KaK afbTepHa-
TUBY XMPYPrUYeCcKOMy BMeLaTensCcTay [67].

HeT paHHbIX O pa3mepe ramapTOMHbIX MOMMMOB, KOTO-
pble ClefyeT ynanath U3 XKenyaka UAK TOJNCTON KULIKMK,
HO 3HAOCKOMWUYECKas MOJUNIKTOMUA M3 3TUX OPraHoB
HEeCeT TaKOW e PUCK OCNOXHEHWN, KaK npu yaaneHuu
NONMUNOB U3 TOHKOW KMWwKK. CuuTaetcs, 4to HebonbLmne
NONUNbI XKeNyKa U TONCTON KULKK OT 3 10 5 MM He Tpe-
OytoT ypanenus. [lns Gonee KpynHbiX NOAUNOB CledyeT
BbIOUPATh ONTUMANbHYIO CTPATErMio: NGO IHJOCKONM-
YeCcKyIo NOSIMNIKTOMMUIO, MO0 NanapoCKONUYECKYIo Ku-
HOBUAHYIO pe3ekuuio [12].

B HacToslwee BpemsA NpPOBOAATCA IKCMEPUMEHTaNbHbIE
MCCNef0BaHWA MO UCMOb30BAHUIO PA3NUYHBIX XUMUO-
TepaneBTUYECKUX areHToB A MpoduNakTUKM pocTa
nosnnos.

KOJIOMNPOKTOJIOT U4, Tom 20, N2 2, 2021

WccnepoBaHnsa Ha Mblwax nokasanu, 4To panamuuuH
(MMMyHOLENpPEeCcCcaHT) Npu eXefHEBHOM MpPUMEHEHUN
B TeueHuwe anutenbHoro nepuopa 3 dekTuBeH B OT-
HOLWEHUN CHUXEHMA KOAMYecTBa WM pasmepa Nonunos
B MblwmnHon mogenu CMNE [68].

Takxe B KayecTBe MOTEHLWANbHOrO areHTa s neye-
Hus CMNE u3yyaloT MMMyHOLenpeccaHT IBeposmmyc.
Kuwada S. coobuiaet o nepBom onbiTe €ro UCNONb30Ba-
Husa y naymenTos c CME [69].

Takum 06pa3oM, [O HACTOALWEro BPEMeHW He BbIpa-
00TaHO KaKoi-nnbo CcTpaTernu XMMUONPODUNAKTUKM
npu CME, n noatomy cdapmakonoruyeckue npenapatbl
Ans nedyenus CME noka He MoryT GbITb peKOMeH0BaHbI
K WMPOKOMY Ucnonb3oBaHuio [12].

3AKITKOYEHME

B 3akitoueHnn Heo6X0MMO OTMETUTb, YTO, HECMOTPS
Ha 6onee yem BEKOBOW nepuop HabnogeHus 3a na-
UMeHTaMU C PEAKUM HacneaCTBEHHbIM 3aboneBaHnem,
«cunpgpomom [leiitua-Erepca», B HacToslee Bpema
0CTAEeTCA 3HAYUTENIbHOE KOJIMYECTBO BOMPOCOB, HE Ha-
weplWwnux cBOero peweHus. B nepsyio oyepenb, 3T0
KacaeTtcst MONEKyNspPHO-reHeTUYeCcKoi OCHOBbI 3a60-
NleBaHusA, TaK Kak He y BCEX NaLMEHTOB MOXeT ObiTb
UaeHTUdMLUMpPOBAHA MyTaLUs, YTO MOXET OblTb CBfi-
3aHO C MeToAuKoM BbinonHeHus AHK-guarHoctuku.
Kpome Toro, y naumeHToB MOXET ObITb MyTaLMs B aflb-
TEPHAaTMBHOM reHe, KOTOPbI elé He onucaH Kak ac-
COLMMPOBAHHbLIA C AAHHbBIM CUHAPOMOM. B-TpeTbux,
MOXET MPUCYTCTBOBATb COMATUYECKUIA MO3anULU3M
[43]. C coBpemMeHHbIM pa3BUTUEM FeHETUKU U ycne-
XOM B M3YYEHMU FeHOMa Yel0BEeKa BO3MOXKEH MOUCK
BMNOJHE BEPOATHbLIX JOMONHUTENbHbIX TEHETUYECKUX
npuunn CIE.

Ewe ofHMM HEBbIACHEHHbIM BOMPOCOM OCTAaeTCcA Mexa-
HU3M Pa3BUTMS 3/10KAYECTBEHHbIX HOBOOOPA30BaHMIA
y nauunentoB ¢ CMNE u cnekTp 3n10Ka4ecTBEHHbIX OMyXO0-
nen. Puck BO3HMKHOBEHMA 3710KaYeCTBEHHOW ONyXonu
MOXeT BapbMpOBATLCA B 3aBMCUMMOCTM OT 3THUYECKOM
NPUHAANEKHOCTH, OKpYXKaloWeil cpefbl, 06pasa Ku3Hu
[70]. Takum o6pa3om, nporpamMmbl 3NMAHaA30pa 3a 310-
KayeCTBEHHbIMU OMyXONAMU, NPeAnaraemble 3anagHbiMu
CTpaHaMmu, He MOryT BbiTb 6E30rOBOPOYHO MPUHATLI ANs
poccuitckmx nauneHToB. OcTaeTca akTyasbHbIM NPOAON-
KeHUe UCCNefoBaHWUA C LEeNbl BbiABAEHUS BCEX BO3-
MOXHbIX KNMHUKO-TEHETUYECKUX XapaKTEPUCTUK NaLu-
eHToB c CME.

YuutbiBas pefkyto yactoty Bctpedaemocty CIE u oTcyT-
CTBME HeobX0AMMOro OMnbiTa BeAeHUs Nof06HbIX 60Jb-
HbIX B 001[e60/bHUYHOM ceTH, HeobxoanMa paspaboTka
YETKUX KpUTEpPUEB 1 PAHHEN AMArHOCTUKM 3aboneBa-
HWA ONA NpefoTBPALLeHUs pa3BUTUA OCTPOW KULWEYHOW
HENpPOXOANMOCTH, MOKA3aHUIA K TOMY UM UHOMY MeTomy

KOLOPROKTOLOGIA, vol. 20, N2 2, 2021
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NleyeHus, a TaKxKe fanbHellero MOHUTOPUHIA naLueH-
ToB ¢ CINE B poccuitckoit nonynauum.
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