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O6ocHoBaHMe. HacneacTBeHHble MOMMNO3HbIE cuHApoMbl (HIC) npeactaBnsioT cobou rpynny PeAKUX FeHETUYECKMUX
3a60/71eBaHNI, XapaKTePUIYIOLMXCS PA3BUTUEM MHOXECTBEHHbIX MUTENNAIbHbIX 06pa30BaHUI B eJy[A0YHO-KULLIEYHOM
Tpakte (MKKT), obnagarolmx BbICOKUM PUCKOM MasMrHU3aLmm n pasBuUTUS HeEonaasuu ApYyrux Jokaam3dauuni. TakTuKa
JIMHaMUYeCKoro HablAeHUs] Npu HacNeCTBEHHbIX M0JIMN103ax MMEET CYLECTBEHHbIE Pas3/inyus, n anpoepeHuymnaibHas
ZIMarHOCTUKa MOXKET MPeACTaB/IsiTb C/I0XKHOCTb BBUAY BapnabesibHOCTH ¢peHOoTUNa U CXOACTBAa KIMHUYECKMX MPOosiBEHMH.
Lenb muccnegoBaHuss — OrpeaenTb POJib MOJIEKY/ISPHO-FEHETUYECKOro TEeCTMPOBaHMUS M 3HAOCKOMUYECKOro MUcce-
[I0BaHWs B AMArHOCTUKE WU JIeYeHUW [eTel C HacaeACTBEHHbIMU MOJIMMO3HbIMU CUHAPOMaMK. MaTtepuanbl U MeToAbl.
B petpocnektuBHoe HabiwgaTtesnbHoe UccaegoBaHUe 6blin BKAOYEHbI 17 NauMEHTOB C KIMHUYECKUMMW MPU3HaKamu
HacneACTBEHHbIX MN0MNO30B, obpatmBlumxcss B HUW getckon oHKosormm u rematonorun um. J1.A. [ypHoBa 3a nepuoj
¢ 2013 no 2023 r. Bcem naumeHTam 6b110 BbIMNOJIHEHO MOJIEKY/SIPHO-FEHETUYECKOE TECTUPOBAHUE U KOMIMIEKCHOE
3HAOCKOMUYECKOoe mccie[oBaHne BePXHUX U HKHuX otgenoB XXKT. Pe3yabtarthbl. [10 pe3ysibtataM reHeTU4eCKOro TeCTum-
pPOBaHUs BblAeIeHbl 7 rpynn naLnueHToB C PasiMiyHbIMU MyTaLUSIMKU B FeHax, aCCOLMUPOBAHHbIX C HacaeACTBEHHbIMU Ory-
xoneBbiMuU cuHapomamm: STK11 (35,3%; n =6), APC (17,6%; n = 3), PTEN (11,8%; n = 2), SMAD4 (5,9%; n = 1), BMPR1A
(5,9%; n = 1), MUTYH (5,9%; n = 1), MLH1 (5,9%; n = 1). TakXe y O4HOI MNaLMNEHTKM C KOJIOPEKTa/bHbIM PAKOM Ha
¢poHe npealecTByOLEr0 aeEHOMAaTO3HOro rnouna BbisiBJIEHbI NaToreHHble BapuaHTbl MyTauui B reHax ATM n CHEK2,
4YTO MOXXHO paccMaTpuBaThb Kak Haandume MysabTHUAOKYCHOro onyxonesoro cuHapoma (MINAS) (5,9%, n = 1). Y ogHou
(5,9%) nauneHTKN ¢ MHOXKECTBEHHbIMWU raMapPTOMHbIMU [10JIMNaMu TeNa XKesyaKa n MHOXECTBEHHbIMMW raCTPOUMHTECTUHAIb-
HbIMM CTpOMasbHbIMW ornyxonsamu xenyaka (TMCO) natoreHHbIX MyTauui He BbisBAE€HO. KoMnieKcHoe 3HAOCKOMUYeCKoe
nccnegoBaHme nposegeHo 14 (82,3%) naumeHTam, BO BCeX Cry4dyasix OGbl/in BbISIBJIEHbI 3MUTENAJIbHbIE WUIN HE3NUTe-
JinasbHble 06pa30BaHNS KenyaKka U KUIWEYHUKa. 3/10KayeCTBEHHbIE HOBOObGpa3oBaHus 12-nepCTHONM M TOJICTOM KMILIOK
AnarHoctupoBaHbl y 3 n3 14 naumneHtoB (21,4%). Mopgosiornieckme BapmaHTbl BbisIBI€HHbIX 06pa3oBaHui B XKKT 6biimn
npeacTaBaeHbl raMapTOMHbIMU, TMAEPNAACTUYECKUMMU M IOBEHUbHBIMUW MOAUNamMu, afleHoMamu, 3y64aTbiMu afeHoma-
Mu, ageHokapunHomon u MCO. BbisBAEHHbIE 3nUTENNAbHbIE 06pa30BaHMs B XKenyaKe, 12-nepCTHON KULLKE U TOJICTOM
Kuwke y 8 ua 14 nauymeHtoB (57,1%) 6bian yaaneHbl MeETOoAaMmn 3HAOCKOMUYECKON MOJMMIKTOMUM U IHAOCKOMUYECKOM
PE3EKLMN CAN3UCTON 060JI0YKN. B 0TAEIbHbIX Caydasx MpoBOAMIN PE3EKUMIO TOHKON KUIIKKU (14,3%, n = 2), ToTaJlbHyt0
Konaktommio (14,3%, n = 2) u ractpaktommio (14,3%, n = 2). 3aknoyeHme. [NIoHUMaHUE MOEKYISPHO-6MOJI0rMYECKOM
atnonoruu pa3sutus HIMC, 0cO6eHHOCTEN SHAOCKOMUYECKON ANArHOCTUKM N IE4EHMS MO3BOISET ONTUMU3UPOBATh TAKTHUKY
BeleHUs1 AaHHOM rpynnbl NaLMEeHTOB U MUHUMN3UPOBATb PUCKN Pa3BUTUSI 3/T0KAYECTBEHHbIX HOBOOGPa30BaHMi BEPXHUX
n HKHUX otaenoB XKKT, a TakKe onyxosen BHEKMLIEYHON JIoKaan3aumm nytemM rnpoBEAEHUS CBOEBPEMEHHbIX 1€4€6HO-
MPOPUIAKTUYECKMX MEPOMNPUSTUMN.
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cuHapowm [lentua — Erepca, cuHapom KoyaneHa, HacneACTBEHHbIN KOBEHW/IbHbIM M0JIMM03, CEMENHbIN ageHOMaTO3HbIN MNoJn-
no3, MUTYH-accounupoBaHHbIN MOANMNO3, CUHAPOM JInHYa, 3HAOCKOMUYECKas AMarHOCTUKa, SHAOCKOMMYECKOE JIe4YeHne,
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BBEAEHMUE

HacneactBeHHble nonuno3sHele cuHapombl (HIMC) npea-
CTaBNSAT COO0M rpynny peaKkux reHeTMYecKmx 3aboseBaHuin,
XapaKTEPUIYIOLWMXCA Pa3BUTMEM MHOMECTBEHHbIX 3MuTe-
NManbHbiX 06pPa30BaHUM B XKeNyAoYHO-KULEYHOM TpaKTe
(XKKT), obnapatolmx BbICOKMM PUCKOM ManurHmusaumu [1].
Bce nmauuneHTbl, BHE 3aBUCMMOCTU OT GEHOTUMUYECKUX MpPO-
fBNeHn 3abofieBaHMs, MMEeIOT NOBbIWEHHbIA PUCK pa3BU-
TUS 310Ka4€CTBEHHbIX OMYyX0Nen, B YaCTHOCTU KONOPEKTaslb-
Horo paka (KPP), B cTpykType 3a60/1eBaeMoCTM KOTOPOro
oT 3 10 5% BCcex ciy4aeB CBSA3aHO C HANMYMEM FEHETUHECKHUX
MyTauui. BONbLMHCTBO HAcNeACTBEHHbIX MOAMMNO3HbIX CUHA-
POMOB XapaKTepu3yloTCs ayTOCOMHO-AOMUHAHTHbIM TUMOM
HacnefoBaHKWS, YTO MOXET UrpaTh BaXHY POJb NPW NaaHKU-
poBaHUKU LeTOPOXKAeHUS [2].

Bce HIMC ycnoBHO MOXHO pa3aenuTb Ha [BE OCHOB-
Hble TPynnbl — ramapToMHble (pa3BUBalOWMECT B pamMKax

cuHgpoma lNentua — Erepca, cuHapoma KoyaeHa u Hacneg-
CTBEHHOMO 0OBEHWIbHOIO MOAMNO3a) M aAeHOMaTo3Hble
noanno3bl (CEMENHbIN ageHoMaTo3HbIM nonnnos n MUTYH-
accounmnpoBaHHbiv nonunos) [2]. K otaenbHom rpynne 3a6o-
NeBaHMN OTHOCUTCS CUHAPOM JIMHYa, KAMHMYECKas MaHu-
decTtauma KOTOPOro MNPOWMCXOAMT MPEUMYLLECTBEHHO BO
B3POC/IOM BO3pacTe, B CBA3M C YEM KpanHe BaXKHbIMU SBNSOT-
€Sl paHHee BbISIBIEHWE HOCUTENbCTBA FEHETUYECKNUX MyTaLMi
M CBOEBPEMEHHOE Hayano CKPMHMHIOBOro HabnoaeHus [3].

CuHgpom lentua — Erepca (CME; OMIM #175200)
OTHOCMTCS K rpynne raMapTOMHbIX MOAMMNO30B, HacnegyeTcs
No ayTOCOMHO-AOMMWHAHTHOMY TUMY, NaToreHe3 pa3BuUTUS
CBfI3aH C noBpexaeHnem reHa STK11. PacnpocTpaHeHHOCTb
B MOnyasiuuun coctaBnset npubnnautenoHo 1 Ha 50-200 Thbic.
HOBOPOXAEHHbIX [4]. K OCHOBHbIM MposiBNEHUAM 3abone-
BaHWS OTHOCATCS MHOMECTBEHHbIE 3nuTenuanbHble ob6pa-
30BaHusa XKT, HapylleHne MUrMeHTauuu KOXHbIX MOKPO-
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Role of Genetic Testing and Complex Endoscopic Examination
in Differential Diagnosis of Hereditary Polyposes in Pediatric
and Adolescent Patients: 10 Years Clinical Experience

Background. Hereditary polyposis syndromes (HPS) are a group of rare genetic diseases characterized by multiple epithelial lesions in
the gastrointestinal tract (GIT) with high risk of malignancy and neoplasia development in other localizations. The case follow-up tactics in
hereditary polyposes have significant differences, and differential diagnosis can be complicated due to the phenotype variability and the
clinical manifestations similarity. Objective. The aim of the study is to determine the role of molecular genetic testing and endoscopic
examination in the diagnosis and management of children with HPS. Materials and methods. The retrospective observational study
included 17 patients with clinical signs of hereditary polyposes who applied to the L.A. Durnov Research Institute of Pediatric Oncology and
Hematology during the period from 2013 to 2023. All patients underwent molecular genetic testing and comprehensive endoscopic
examination of upper and lower GIT. Results. We have divided patients into 7 groups according to the results of genetic testing.
Patients had various mutations in genes associated with hereditary tumor syndromes: STK11 (35.3%; n = 6), APC (17.6%; n = 3),
PTEN (11.8%; n = 2), SMAD4 (5.9%; n = 1), BMPR1A (5.9%; n = 1), MUTYH (5.9%; n = 1), MLH1 (5.9%; n = 1). One female patient with
colorectal cancer with history of adenomatous polyp had pathogenic variants in the ATM and CHEK2 genes; it could be considered
as multi-locus tumor syndrome (MINAS) (5.9%, n = 1). Another female patient (5.9%) had multiple gastric body hamartoma polyps
and multiple gastric gastrointestinal stromal tumors (GIST) but with no pathogenic mutations. Complex endoscopic examination
was performed in 14 (82.3%) patients. Epithelial or non-epithelial lesions of the stomach and intestine were revealed in all cases.
Malignant tumors of duodenum and colon were diagnosed in 3 out of 14 patients (21.4%). Morphological variants of these GIT lesions
were represented by hamartoma, hyperplastic, and juvenile polyps, adenomas, serrated adenomas, adenocarcinoma, and GIST. The
diagnosed epithelial lesions of the stomach, duodenum, and colon were removed via endoscopic polypectomy and endoscopic mucosal
resection in 8 out of 14 patients (57.1%). Some cases required small bowel resection (14.3%, n = 2), total colectomy (14.3%, n = 2),
and gastrectomy (14.3%, n = 2). Conclusion. Understanding the molecular and biological etiology of HPS, its endoscopic diagnosis, and
treatment features allows us to optimize the management of such patients and to minimize the risks of developing malignant tumors in
upper and lower GIT, as well as extraintestinal tumors by carrying out timely medical and preventive measures.
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BOB W BbICOKMM PUCK Pa3BUTUSA OMyxOneBbiX 3abosieBaHWi
B TeYeHWe XN3HK (Tabn. 1). Ana 3aboneBaHns XapaKTepHbI
HapYLLEeHNS MUTMEHTALMUN KOXKHbIX MOKPOBOB MO TUMY NEH-
TUIFO — Ha KpacHOW KanMe ryb, Koxe BOKpPYr pTa, Ha WekKax,
nagoHsax u nogowsax [5]. B 20% HabnoaeHuWn KiMHu4e-
cKkas maHudectauusa CIE npoucxoaut Bcneacteue pasBu-
TUS OCTPOM KMULLIEYHON HEMNPOXOAMMOCTU WM TOSICTOKMLIEY-
HOW WHBarnHauuu, a TaKXe aHeMUU HESICHOro reHesa wnu
Manbabcopbuuun [4]. HactoTa nokanusauuu anutenuanb-
HbiX 06pa3oBaHui B XKKT pasnuyHa: B 60—90% Habnwoae-
HUA — MNPOKCUMalbHblE OTAENbl TOHKOM KWILKK (Mpenumy-
LLLECTBEHHO Towasa Kuwka), B 20-30% — ToncTas KullKa,
B 20-25% — »enyanok [6].

OCHOBHbIMKM METOAAMW 3HAOCKOMUYECKOW AMArHOCTUKMK
y AaHHOM rpynnbl NauMeHToB sBAAlOTCH 330daroractpoay-
opgeHockonua (ArAC), TOHKOKMUILEYHas W TOJNICTOKMLIEYHas
3HAOCKONMS, a TaKKe 3HAOCOHOrpaduyecKkoe nccnegoBaHue.
KonnyectBo anutennanbHbix o6pa3oBaHui B KT moxeT
6bITb BapnabenbHbIM (TaK e, KaK U pa3aMepbl) — OT eAUHKNY-
HbIX 4O HECKONbKMX cOTeH. [amapTomHble nonaunbl npu CIME
XapaKTepU3YTCS MHOro4oNb4aTon CTPYKTYpPOW, Manunnsap-
HbIM TUNOM MOBEPXHOCTKU, MOKPLITOM FMNepniIasvpoBaHHOM
YKENe3ncTon Cnm3ncTon 060/104KON. [pn OCMOTPE B peXmnmax
Y3KOCMEKTpaNbHOM BU3yann3aLmmn U yBENNYEHUS USMEHEHUS
COCYAWUCTOro M SIMOYHOrO PUCYHKOB COOTBETCTBYIOT 1-My Tvny
no kKnaccudurkaumm Narrow-Band Imaging International
Colorectal Endoscopic (NICE). MNpu MHCTpyMEHTanbHOM nNasib-
nauuMmM oTmMevaeTcs MJOTHOCTb CTPYKTYpbl 06pa3oBaHui
B CBSI3M C Ha/lMYMEM MHOMKECTBEHHbIX PA3BETB/IEHHbIX Ape-

BOBMAHbIX MYYKOB [MafgKMUX MbllEYHbIX BOJOKOH B CTPOME,
YTO ABASETCA BaXKHbIM AP dEpPeHLManbHO-AUarHOCTUYECKUM
NPU3HAKOM B CPaBHEHUW C aAEHOMATO3HbIMM MOAMMAMM
KT [7]. CnegyeT OTMETUTb, 4TO Y NauneHToB ¢ CIE Bo3MOX-
HO GOPMUPOBAHMUE HE TONBKO raMapTOMHbIX, HO U ageHoMma-
TO3HbIX 06pa30BaHUi, OBHapPYXEHUE KOTOPbIX MOXKET cTaTb
NPUYUHON OWKMBOYHOrO AMarHo3a [8]. SHAocKonu4yecKas
TaKTUKa Jle4eHus anutennanbHbix o6pa3oBaHuin KT aHa-
NIOTMYHA W3NOXKEHHOM B peKoMeHaauusax, pas3paboTaHHbIX
EBponencknum o6LWecTBOM raCTPOMHTECTUHASIbHbIX 3HAOCKO-
nuctoB (European Society of Gastrointestinal Endoscopy;
ESGE) n AmepuKaHCKOW KoOfnernen racTpoaHTEpOnoros
(American College of Gastroenterology; ACG) anst B3pocsbix
nauneHToB (puc. 1). B cBA3M C BbICOKMM PUCKOM pa3BUTUS
ANUTENUaNbHbIX 06Pa30BaHMin B TOHKOW KULLKE nauueHTam
¢ ClE pekoMeHO0BaHO TaKXe NpoBeaeHMe KarncynbHON TOH-
KOKMLIEYHOW 3HOOCKOMUK M ABYXOANIOHHOM 3HTEPOCKOMUM,
NoKasblBaloWmx 60MblUyl0 AUArHOCTUYECKYIO TOYHOCTb MO
CPaBHEHMIO C PEHTIEHONOINMYECKUM nccnegoBaHmem [9—-11].
Kpome Toro, metoa AByx6aniOHHOM 3HTEPOCKOMNUU NCMNOSb3Y-
€TCsl TaKXe Ans 3HAOCKOMMUYECKOoro yaaneHuns obpasoBaHuni
W YMEHblLEHNS 06beMa 60JbLLMX XMPYPrUYECKUX OnepaLni.
Mpy nogo3peHnn Ha 3N0Ka4yeCTBEHHbIE HOBOOOPa30BaHUA
noaxKenyao4yHow enesbl y nauneHtoB ¢ CIE pekomeHao-
BaHO 3HAOCOHOrpaduyeckoe wuccnegoBaHue, obnagatouiee
BbICOKOM YYBCTBUTE/NIbHOCTbIO W cneunduyHoctblo [12].
MpoBefeHne CKPUHUHIOBBLIX 3HAOCKOMWYECKUX MCCNeAoBa-
Hur npu CINE HaymMHaeTca B Bo3pacte 8 feT (Mo NoKa3aHu-
AM — paHblie) (Tabn. 2).

Ta6nuua 1. HacnefnctBeHHble NOAUMNO3bl. ATMONOIUSA, PEHOTUNUYECKME OCOBEHHOCTU 1 OMYXONEBLIN PUCK [2]
Table 1. Hereditary polyposes. Etiology, phenotypic features, and tumor risk [2]
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HacnepcrtBeHHble Puck
leHeTH4YecKue PuckK nopaeHusa _
MoJIMNO3Hble KOJIOpEKTaNIbHOro [Apyrue nposiBNeHUs / onyxonesblid PUCK
MyTauuu Apyrux otaenoB KT
CUHAPOMBI paka
CHHAPOMbI raMapTOMHbIX MO/INMN030B
STK11 Henynok: 29% MurmMmeHTaums KpacHom KaniMbl ry6, pak MOJIOYHbIX
CuHapoM o o TOHKMI KMLIEYHMK: 13% wenes (32-54%), anyek (15%), maTku (9%),
. (80-94%) 15-57% . o o
MNentca — Erepca AD MopxkenynoyHas lenKkn maTku (10%), auyHuKoB (21%),
wenesza: 11-36% nerkux (7-17%)
Makpougedanus, MakynsipHas nurMeHTaums
rONOBKM MOSIOBOTO YieHa, TPUXOEMMOMBbI,
PTEN o NafJOHHO-NOAOLWBEHHbIN KEPaTO3, BEPPYKO3HbIE
Accoumaummn r
Cungpom KoyaeHa (70-80%) 9-16% nany’sbl KOXW Nnua, pacCTponCcTBa ayTUCTUHECKOTO
He BbISIBNIEHO
AD CMeKTpa; paKk MOSTIOYHbIX enes (25-85%),
LUMTOBKUAHOM Xenesbl (3—38%), aHaomeTpus
(5-28%), pak noyek (15—34%), menaHoma (6%)
. SMAD4; Henynok / TOHKuU# Mponanc MUTpanbHOro KnanaHa, aedexkt
HacneanctBeHHbIN .
. BMPR1A o KULLEYHUK / MEMIKENYA0HKOBOW NEePEropoaKHn, anunencus,
IOBEHWU/IbHbIN N 39-68%
(40-60%) nogenynovHas BPOX/AEHHblE aHOMaNWK rNasa, TeneaHrMakTasuu,
nonnnos
AD wenesa (21%) apTepuanbHble aHeBPU3Mbl
CHHAPOMbI a€HOMaTO3HbIX M0J/INN030B
OCTEeOMbI, KUCTbI CasbHbIX XKenes,
12-nepcrrian 3nMaepMonaHble KUCTbl, GUBPOMBI
CemeiiHblit APC CAM 100% KWwKa: 4—12% HMHOM;‘(CF;H ﬂM Foaont). o gm o
aAeHoMaTo3HblI (70-90%) ATTEHYMPOBAHHbIN Henygok: < 1% AP PAHEPa); BPOXA .
o reTepoTonusa NMUrMEeHTHOr O 3ANUTENNS CeTYaTKK;
nonunos (CAM) AD CAN 70% MopxkenynoyHas
wenesa: 1.7% renato6nactoma, 4ECMOUAHbIE ONyX0/1, ONYXOn
T LHC (< 1%) v wutoBMAHOWM eneabl (1-12%)
MUTYH- MUTYH *enynor: 1% PaK SM4HUKOB, MOYEBOTO My3bIPS, MOIOYHbIX
acCoLMMPOBaHHbIN (16-40%) 19-43% 12-nepcTHas i y3bIps,
*Kenes, s3HAOMETPUS (PUCK HEU3BECTEH)
nonvnos AR Knwka: 4%

Mpnumeyvarme. KT — Kenyao4yHO-KULIEYHbIV TpaKT; AD — ayTOCOMHO-AOMWHAHTHbIN TUN HacnefoBaHUs; AR — ayTOCOMHO-PEeLECCUBHbIV TUM
HacnenoBaHus.

Note. GIT (XXKT) — gastrointestinal tract; AD — autosomal dominant inheritance; AR — autosomal recessive inheritance.
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Puc. 1. TakTMKa 3HAOCKOMUYECKOr0 yaaNeHus anuTennanbHbix 06pa30BaHNi TONCTOM KULLIKKU, COMMAacHO KIMHUYECKMM pekomeHaaumsam ESGE [34]
Fig. 1. Endoscopic removal of colon epithelial lesions as per ESGE guidelines [34]
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HoBooGpa3oBaHue Ha HOXKe
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v

MuHUManbHbIX
pasmMepoB < 5 Mm
XonogHas netnesas
NOSIMNIKTOMMS
NS LOCTUKEHUS
pe3eKLUMn eanHbim
6/710KOM

Manbix pasmepoB
6-9 Mm
XonofHas netnesas
NOMUN3KTOMUSA
NS LOCTUXEHUS
peseKummn eanHbIM
6/10KOM

Pasmep > 10 mm

Pa3mep rosioBku nonamna
< 20 MM M TONWMUHA
HOXKM nosmna < 10 mm
[opsivasi netnesast
NOAUNIKTOMMS

[lononHuTeNbHble 3HAO0CKONUYECKUE METOAUKMN
(onpeaeneHne HaNU4UA NOACIU3UCTON UHBA3UM)

v

v

Pa3mep ronosku noauna
> 20 MM UM TONLMHA
HOXXKM nonuna > 10 mm
MHbekuma 1 : 1000 agpeHanvHa
n/Vnn npodunakTMyecKknm
remMocTas c nocnegyroulien
ropsiuev netnesom
NOAUN3KTOMUEN

HoBooGpa3oBaHue 6e3 UHBa3Un

Mopo3speHne Ha NOACAU3UCTYIO UHBA3UIO

v

v

v

v

CpepgHuit pasvep 10-19 mm
[opsiyas netnesas
NOSIMNIKTOMMUS.
MpenBapuTenbHas MHbEKLMS
B MOACNU3UCTbIN COM
[N YMEHbLUEHNUS pUCKa
rny6oKOro TEXHUYECKOro
NoBPEXAEHUS

Bonbwux pasamepoB > 20 Mm
JHOOCKOMMYEeCKas pe3eKums
C/IM3UCTON 0BONOYKM eANHbIM

6NIOKOM 191 JOCTUKEHMUS
pesekumn RO. Ecnu

BbINOSIHUTb 3HAOCKOMUYECKYIO

Pe3EKLMI0 HEBO3MOXHO —
BbIMO/IHUTL PparmMeHTapHyo
3HAOCKOMMUYECKYID PEe3EKLMI0
CNU3UCTON 0BO0STOHKM.
Ecnv o6pazoBaHue
pazmepom > 40 Mm
WK B CIOXKHOM MecTe —
HanpaBUTb B 3KCMEPTHbIN LEEHTP

Mopo3peHue
Ha NOBEPXHOCTHYIO

NoAC/NU3UCTYIO MHBa3Uio
TaTya)X TONCTON KULLIKK Ha 3 cm
[uctanbHee HOBOOGPa30BaHMs.
HanpaBuTb B 3KCMEPTHbLIN LIEHTP

NS fanbHENWen pe3exkumm,

WM 3HOOCKOMUYECKOM

NOLCAN3UCTON AUCCEKLMMU,

WM XMPYPruyecKow onepawmm

Mopo3peHue Ha ryGoKylo
NOACIU3UCTYIO MHBa3UIo
TaTyak TONCTON KULLKK Ha 3 CM
auctanbHee HOBOOGPA30BaHMS.
HanpaBWTb Ha XMPypruyecKyto
onepauuio

Ta6nuua 2. OCHOBHbIE NONOXEHNUS KIMHUYECKMX peKoMeHaaunn ESGE n ACG no HabntoAeHUIo U IeHeHUIo NaLMeHTOB C HacneACTBEHHbIMU

NoNMNO3HbIMKU CUHAPOMaMK [2]

Table 2. Summary of ESGE and ACG guidelines on follow-up and management of patients with hereditary polyposis syndromes [2]

UccnepoBaHue

BospacT Hayasia CKpMHUHTIa, rofbl

BpeMeHHOW UHTepBan, rogbl

CemeliHbIi ageHoOMaTO3HbIH MOJINMN03

arac

25-30

TonCToKMLEYHas 3HAOCKONUS

ACG — 10-15; ESGE — 12-14

MUTYH-accouynmupoBaHHbIH MNOJINNO3

arac

25-30

ToncToKkuLWweYHas aHAO0CKONUA

ACG — 25-30; ESGE — 18

Cungpom lMestya - Erepca

arac

8 (ecnu HET NOAMNOB, MOBTOPHOE MUccneaoBaHue B 18 ner)

ACG — 3; ESGE — 1-3

ToncToKkuweyHas 3HAOCKOMNUS

8 (ecnu HeT NosMnNoB, NOBTOPHOE MUccnenoBaHme B 18 ner)

ACG — 3; ESGE — 1-3

TOHKOKMLLEYHas aHgocKkonus /
MPT 6ptoLWHOM NOA0CTH

8 (ecnun HET NoAMNOB, MOBTOPHOE MUccnenoBaHme B 18 ner)

ACG — 3; ESGE — 1-3

JHA0-Y3WU noaxkenyaoyHow xenesbl /
MPT naHKpeaTobunnapHom obnactu

30

ACG — 3; ESGE — 1-3

KOBeHUNbHbIN NO/INNO3

arac

ACG — 12-15; ESGE: mytaunn SMAD4 — 18, BMPR1A — 25

ToNCTOKULLEYHAs SHAOCKOMNUS 12-15 -
CuHgpom KoyaeHa

arac 15 2-3
ToncrokuiweyHas 3HAOCKOMNUA 15 2

lNpumevanune. ATJC — a3odaroractpoayoieHOCKOMuUS.
Note. EGD (3riC) — esophagogastroduodenoscopy.




Puc. 2. NMonun Mentua — Erepca B TONCTOM KULLKe. A — rUCTONOrM4yecKkoe nccneaoBaHune. B ocHoBaHWM Nonnna onpeaensoTes NyyKku
rnagKoMblLIEeYHbIX BONOKOH ¢ GOpMUPOBaHWEM APEBOBUAHON KoHdUrypaumn. OKpacka reMaToKCUIMHOM U 303UHOM. YB. X40.

B — nMMyHOrncToxmummyecKkoe nccnegoBaHune. Ikcnpeccns SMA B rnagKoMbILLEYHbIX BOIOKHaXx. YB. X80

Fig. 2. Peutz-Jeghers polyp in the colon. A — histological examination. Smooth muscle fibers with tree-like structure were determined in the
bottom of polyp. Hematoxylin and eosin staining; X40. b — immunohistological analysis. SMA expression in smooth muscle fibers; X80

Monunbl MNenTua — Erepca MMEKOT XxapaKTEpHOE IUCTO-
NlorM4yeckoe CTpPoeHue: ANsi HUX CBOMCTBEHHA BOpPCUHYaTas
apxuTeKTypa C ApPeBOBMAHO BETBAWMMUCH TMafKOMblLLEY-
HbIMW 37IEMEHTaMK B OCHOBaHMW. [Monunbl MenTua — Erepca,
JIOKaNM30BaHHbIE B XeyaKe, 4acTo MOpPdOSIOrMYeCcKU HeoT-
NIM4UMbI OT IOBEHWJIbHbBIX WU TUNEPNAACcTUYECKUX NOJIUMOB
[13, 14], B cBA3M C YeM B TaKUX Cy4yasx BCeraa BaxHa Kop-
penaums ¢ KNIMHUYECKUMU U 3HAOCKOMUYECKUMU JaHHbIMU
(puc. 2A, B).

CuHgpom KoyaeHa (OMIM #158350) oTHocKTCS K rpyn-
ne raMapTOMHbIX MOMIMMNO30B, HacneayeTcs Mo ayToCoM-
HO-AOMWHAHTHOMY TWMy, NaToreHe3 pas3BUTUSA CBSA3aH
C MHaKTuBauuen reHa PTEN. C nospexaeHunem reHa PTEN
TaKXe COMPS)KEHO pasBUTME ABYX APYrMX CUHAPOMOB —
Nepmutta — [iokno u baHHasHa — Pawnu — PyBanbKabbl.
XapaKTepHon 0COBEHHOCTbIO BCEX TPEX CUHAPOMOB SIBMSIET-
csi 06pa3oBaHME MHOXECTBEHHbIX raMapToM B pasinyHbIX
opraHax 1 TKaHsx, Brkmodasa KT (cMm. Tabn. 1).

Mo gaHHbIM 3apyberKHOM nuTepaTypbl, HaMbonee 4acTbl-
MW BapuaHTaMu fIoKanuM3auuu anutennanbHbiXx 06pa3oBa-
HUi B XKT aBnatotca »enynokK (75%), Toncras kuwka (66%),
nuwesof (66%) 1 12-nepctHasn KuwwKa (37%) [15].

JHAOCKOMMYeCcKas KapTUHa M TaKTUKa Jie4yeHus ramap-
TOMHbIX NOJIMMOB NpU cuHApPome KoyaeHa aHanornyHbl Tako-
BbIM npu CIE [7] (cM. puc. 1). TakKe Npu 3HAOCKOMUYECKOM
nccnegoBaHUMM BO3MOXHO BbIIBEHWME YHACTKOB [JIMKOre-
HOBOr0 akKaHTo3a C/MM3UCTON 060MI0YKM MULEBOAA B Buae
MHOXECTBEHHbIX MIOCKO-BO3BbIlWAaloWKUXc 6enecoBatoro
LBeTa 3MeHeHun paamepamun 1—-2 mm B gnametpe [16].

Opyrumu xapaKTepHbIMU KIIMHUYECKUMU MPOABIEHUSA-
MW cuHapoMa KoyaeHa aBnsioTcs MaKpouedanus, pac-
CTPOMCTBaA ayTUCTUYECKOro CreKTpa, 3aJep)KKa YMCTBEH-
HOro PasBUTUA W KOMHble U3MEHEeHWss — MaKynapHas
NMUrMeHTaLMs FONI0OBKU MOMNOBOro 4YfeHa, TPUXONEMMOMbI,
NaJlOHHO-NOAOLWBEHHbLIN KepaTo3, BEPPYyKO3Hble nanysbl
KOXM nuua [17] (cMm. Tabn. 1). NpoBeaeHne CKPUHUHTOBbIX
3HAOCKOMUYECKMX UCCNefoBaHWU HavyMHaeTcs B BO3pacTe
15 net (cm. Tabn. 2).

Monunbl KT npu PTEN-cuHapomax moryT 6biTb npea-
CTaB/leHbl Pa3/IMYHBbIMU TUCTONOTMYECKUMU TUMAMU U UX
KomburHaunsamu [18]. Hanbonee 4acto BCTpevatloTcs runep-
naacTMyecKkne, raMapTOMHbIe, OBEHW/IbHbIE MONUMbI, alE€HO-
Mbl U FaHITMOHENPOMbI [14], Npu 3TOM runepniacTuyecKkme
nonunbl camu No cebe He ABASAITCA AMarHOCTUYECKUMU
ans cuHgpoma KoyaeHa.

B 12-mepcTHOM KULWIKe 4allle BCEro onpeaenstrcs
ramapTOMHbI€ MONUMbI, FAHINIMOHENPOMbI U afeHoMbl [14].
Y 60nbWKHCTBaA MaUMEHTOB [AWArHOCTUPYIOTCA MOMAUMbI
}enygka [19], 4HacTo MHOXeCTBEHHble, AnameTpom 1-20 Mm
1 6onee, rMCTONOrMYECKM NPeACcTaBNeHHble rnnepnnacTuye-
CKMMW W ramMapTOMHbIMUK nofavnamu. ncnnasusa B HUX He
onucaxa (puc. 3).

HacneactBeHHbIN t0BEHWNbHbLIM nonuno3 (HKOM; OMIM
#175050, 174900) oTHOCUTCA K rpynne raMapTOMHbIX MOn-
no30B, HacnegyeTcs MO ayTOCOMHO-AOMUHAHTHOMY TwMy,
natoreHes pa3BuTna B 60% HabnloaeHW CBA3aH C MyTaLus-
Mu B reHax SMAD4 n BMPR1A, koTopble B 25-50% cny4yaeB
BO3HWKaOT de novo [6]. PacnpocTpaHeHHOCTb B NONynsumm
coctaBnser 1 Ha 100 Tbic. [20]. 3aboneBaHne xapaKTepu-
3yeTc HalMYMeM MHOXKECTBEHHbIX 3anuTenuanbHbiXx obpa-
30BaHMM B pasnuyHbix otgenax KT, npenmyuiectBeHHO
B TOJICTOW KULWKe. KOBeHUNbHble nonunsl npu HKOM moryt
BO3HMKaTb B JIIOOOM BO3pacTe.

Puc. 3. [aMapTOMHbIN NOAKN aHTPasibHOro OTAENa XenyaKa

y nauueHTa ¢ cuHapomMoMm KoyaeHa, rmMcTonornyeckoe
uccnegoBaHue. MnepnnasvpoBaHHbIE U U3BUThIE XKeNyAoUHble
MKW, KUCTO3HO paclunpeHHas xenesa. CTpoma ¢ BocrnanutebHbIM
MHPUNBLTPaTOM. OKpacKka reMaToKCUIMHOM U 303UHOM. YB. X80
Fig. 3. Hamartoma polyp of the antrum in a patient with Cowden
syndrome, histological examination. Hyperplastic and convoluted
gastric pits, cystic dilatation of the gland. Stroma with inflammatory
infiltrate. Hematoxylin and eosin staining; X80
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XapaKTepHbIMU 3HAOCKOMUYECKMMU OCOBEHHOCTAMM AaH-
HbIX 06pa3oBaHMM ABNAOTCS KPYMNHbIM pasmep, NOABUIKHOE
chopmMmnpoBaHHOE OCHOBaHWe, rMnepeMmpoBaHHas NnoBepx-
HOCTb, 06YC/NIOB/IEHHAsA YCUNEHHBIM U3BUTbIM MUKPOCOCYANC-
TbIM PUCYHKOM, W FYCTOW HaNeT CIM3M Ha NOBEPXHOCTM.

Mpn MopdOIOrM4ecKkoM uccneaoBaHMM oOTmevatoTcs
OTEK COOCTBEHHOM MNACTUHKM CIIM3UCTON 060JI0YKHU, KUCTO3-
Hble »Kenesbl B CTPYKType o06pal3oBaHus CO CAW3UCTbIM
COAEPKMMbBIM U MPUMECHIO HeNMTpodunos [21].

Menkue toBeHunbHble nonunbl npu HIOM HeoTAnYMMbI
OT cnopaguyeckux. Mx noBepxHOCTb 4acTO 3pO3MpoBaHa,
CTpOMa OTeYHa, C BblpaxK€HHOW BOCMNaNUTENIbHON WUHOWUIb-
Tpauuen, BCTpPeYaloTCs KWCTO3HO paclUuMpeHHblE Kenesbl
C peaKTUBHbIMU U3MEHeHUsaMU anuTenus (puc. 4). B mynb-
TUNOBYNSPHbBIX MW aTUMUYHbIX BapuMaHTax NoMnoB NoBepx-
HOCTb MOXET ObITb A0/SbYaTOW, OTMEeYaeTcs BeTBIEHuEe
M NMOYKOBAHME }efes, a KUCTO3HbIE U3SMEHEHUS BblpaeHbl
B MeHbluen cTeneHn. Ovaru aucnnasuun anutenns BcTpeya-
I0TCH AOCTATOYHO 4YacTo, OCOBEHHO B MYJ/IbTUNOOYIMPOBaH-
HbIX MW aTUMUYHbIX Nonunax [22].

HOBEHUNbHbIE MOMAUMbI KEeNydKa XapaKTepu3ylTcs Bblpa-
YEHHOM POBEONSIPHOM runepniasmen, 0TeEKOM CTpoMmbl. [uc-
nnasus otMevaetcs B 15% nonvnos. bbiBaeT KpanHe 3aTpyaHu-
TeNIbHO JOCTOBEPHO AnddepeHLMpoBaTb rmnepniacTu4yecKkme,
IOBEHWUSIbHbIE NONUMbI M Nonunbl MenTua — Erepca »enyaka Ha
OCHOBaHMM TONIbKO MCTONOMMYECKMX AaHHBIX, MO3TOMY B TaKMX
cnyyasx JOMyCTUMO MCMOAb30BaTb TEPMUH «ramMapTOMHbIN
nonun, 6e3 AONOSHUTENbHbIX YCNoBui» [13, 14].

[ns 10BEHWNBHOIO NOAMMNO3a, CBA3AaHHOIO C MyTaLMsiMu
B reHe SMAD4, xapaKTepHbl 6onee Taxenble peHoTunmye-
CKMe nposiBieHus 3aboneBaHus B BUAE MHOMKECTBEHHbIX
COCYAMUCTbIX aHOMalnun — apTepuoBEHO3HbIX Manbdopma-
LMK, TeneaHrMaktasuvm W, Kak cneactBue, MnoBbIWEHHOro
pUCKa pa3BuUTUA KpoBoTeveHus [23]. Hepeako KanHMYecKas
MaHudecTaums 3aboneBaHns NPOUCXOANT BCEACTBME pas-
BUTUS XKENYOOYHO-KULLIEYHOro KpoBoTeyeHus [24]. Y nauu-
eHToB ¢ HIOI oTmevaeTcss BbICOKMM pUCK pazButua KPP
(39-68%) 1 3n10Ka4YeCTBEHHbIX OMyXONewn xenyaka, TOHKON
KULIKK 1 NoaxKenyao4How xeneabl (21%), BO3HMKaloLWMX npe-
MMYLLECTBEHHO B BOo3pacTe cTapue 15 net (cm. Tabn. 1, 2).
B cBA3M ¢ 4eM gaHHOM rpynne nauueHToB Npu OTCYTCTBUMU
KIMHUYECKUX MPOSIBNIEHMN 3ab0neBaHUA PEKOMEHAOBAHO
npoBeAeHne AMAarHOCTMYECKMX SHAOCKOMUYECKMX UCChnepo-
BaHWM — TOJICTOKMLWIEYHOW 3HAocKkonun n AIQC — B BO3-

Puc. 4. HOBEHWUbHbBIN NONUMN TOJICTOM KULLKK, TMCTONOTMYECKOe
ncenegoBanune. OTEK M NIOTHbIM BOCNANUTENbHbBIM MHPUABLTPAT

B cTpoMe. KMCTO3HO paclmpeHHble KpunTbl. OKpacka
reMaToKCUIMHOM U 303MHOM. YB. X40

Fig. 4. Juvenile colon polyp, histological examination. Edema and
sclerotic inflammatory infiltrate in the stroma. Cystic dilatation of
the crypts. Hematoxylin and eosin staining; X40

pacte 15 net [25, 26]. CKPUHUHIOBbIE 3HAOCKOMUYECKUE
uccnefoBaHUs cneayeT MOBTOPSTb €XerogHo npu obHa-
pyxeHun nonunoB B KT unu Kaxgble 2—-3 roga, ecnu
TakoBble He onpegenstotces [25, 26] (cM. Tabn. 2). TakTMKa
fle4eHnUs ramapTOMHbIX MOMMMNOB aHasorM4yHa ooblenpu-
HATbIM CTaHAapTaM 3HAOCKOMMYECKOro NleYeHUs anuTenu-
anbHbIX 06pasoBaHuin KKT — netneBass MNOAMN3IKTOMMUS,
3HAOCKOMMYEecKas pe3eKkums Camsncton o06o0s04ku (IPC)
1 9PC ¢ gucceKkumen B NoAcnn3ncTom cnoe (cm. puc. 1). Mpwm
HEBO3MOXHOCTU MPOBEAEHUS IHAOCKOMMUYECKOrO fleYeHus
(6onbloe KoNn4yecTBo o6pa3oBaHnit, 0COBEHHOCTH IOKasun-
3aUuKn, MHBa3ns 06pas0BaHUi B MbILLIEYHbIN CNOM CTEHKM
M Mp.) NOKa3aHoO NpoBeJeHNEe XMPYPruyecKoro BmellaTenb-
CcTBa B 06beMe KONIKTOMMUU, raCcTPIKTOMUKU MK pe3eKLnn
TOHKOW KMLWKMK). [pn NOAO3PEHUM HA HANUYMEe raMapTOMHbIX
06pa30BaHNi B TOHKOW KULLIKE PEeKOMEHAOBaHO npoBeae-
HME TOHKOKMLILEYHOM SHAOCKOMWW, a TaKKe WHTpaonepa-
LIMOHHOM 3HTEPOCKOMWKU C LEeNbld MUHMMMU3aLMK ob6bema
pe3eKuMm TOHKON KULLKK [26].

CemeWnHbIM ageHomaTto3Hbin nonunosd (CAl; OMIM
#175100) oTHOCKTCS K rpynne ageHOMaTO3HbIX NMOAMNO30B
M SBASETCH CaMblM PacrnpOCTPaHEHHbIM HaCNeACTBEHHbLIM
NOAMMNO3HbLIM CMHAPOMOM. PacnpocTpaHeHHOCTb B MOMYASLIMK
coctaBnsieT 1 Ha 8—10 Tbic. HOBOpPOXAEHHbIX [2]. CAll xapaK-
TEPUIYETCs ayTOCOMHO-AOMWHAHTHLIM TUMOM HacneaoBaHus,
naTtoreHes pa3BuUTMA CBA3aH ¢ nospexaeHnem reHa APC [27].

Ona CAIl xapaKTepeH KpawHe BbICOKMM PUCK pas3BU-
TUS paKa TONCTOM KMUIWKK, gocturaowmnm 100%. HecmoTps
Ha 70, 4yTo KPP KpainHe peako pasBuBaeTcs y NauveHToB
Monoxe 20 feT, CKPUHUHTOBYIO TONICTOKMLLEYHYIO 3HAOCKO-
N0 HEOBXOAMMO BbIMOHATL € Bo3pacTa 12-14 nert, 4to
06YyCNOBIEHO CpoKamu GOPMUPOBAHUSA MEPBbIX ageHoMa-
TO3HbIX 06pazoBaHuK [28] (cm. Tabn. 2). B 3aBucumocTtu
OT Ko/iMyecTBa afeHOMaTO3HbIX 06pa3oBaHWM B TONICTOM
Kuwke CAIl pa3gensatoT Ha Tpyu Gopmbl: cnaboBbliparKeH-
HYIO (@TTEHYMPOBAHHYIO), NMPU KOTOPOW KONMYEeCTBO Oob6pa-
30BaHun BapbupyeT oT 20 go 100, ymepeHHyto (Knaccu-
yeckyl) — 6onee 100 ob6pasoBaHui, Taxenylo — 6onee
2000-5000 nonunos [29]. Ana ageHOMAaTO3HbIX 3nuTe-
NnanbHbIX 06pa3oBaHMi NpPU OCMOTPE B pPeXMMax Y3KO-
CMEKTPanbHON BU3yann3aLnuU U yBENUYEHUS XapaKTepHbl
M3MEHEHUS COCYAMCTOrO0 M IMOYHOIO PUCYHKOB, COOTBET-
cTBylowme 2-my Tnny no kKnaccudukaumm NICE [30].

BbiiBNeHHblE anuTenuanbHble ob6pasoBaHus npu CAIl
nognexar 3HAOCKOMMYECKOMY YAaNEeHUIO WU XMpypruye-
CKOMY BMellaTenbCTBy (60/blUOE KOMM4ecTBO o0b6pa3oBa-
HWUW, OCOBEHHOCTM NloKanusauuu, MHBa3nsg obpa3oBaHui
B MblILUEYHbIW CIIOM CTEHKU U Np.) (CM. puc. 1).

Takke npu CAll B »Kenyoke MOryT onpeaensitbCs MHO-
YKECTBEHHble Nnonunbl GyHAANbHbIX XKenes3, MHOrAa 3aHu-
MalolMe BCe TENO M CBOA XeyAKa, XapaKTepusylolimecs
He6Oo/blUMMK pa3Mepamu, Mo LBETY He OTMYatowmecs oT
OKpYyKatollen CnM3ncTon 060/104KM, SHOOCKONMYECKoe yaa-
JIEHWe KOTOpbIX He NoKasaHo [31].

K BHEKMWLIEYHbIM NposiBNEHMAM 3a60/ieBaHNsa OTHOCATCS
OCTEOMbI, KMCTbl CallbHbIX enes, anNMAePMOUAHbIE KUCTbI,
Gnbpombl, BPOXKAEHHAS reTepoTONMUa MUTMEHTHOMO AMUTENUS
CeTYaTKK, HapYLEeHUS MUITMEHTALLMN KOXM (GEHOTUM CUHAPO-
Ma lapaHepa) [2]. Y naumeHToB ¢ CAll TaKkKe NOBbIWEH PUCK
pa3BuTMa renatobnactombl, AecMouaHoro dmbpomaTosa,
paKa LWUTOBWUAHOW Xenes3bl, OnyXofien LeHTpaabHOW HEPBHOWM
cucTembl, onyxonen apyrux orgenoB KT (cm. Tabn. 1).

MUTYH-accoumnmnpoBaHHbin nonuno3d (OMIM #608456)
OTHOCUTCA K rpynne ageHoMaTo3HbIX NOAWMO30B, Hacie-
JyeTcs MO ayTOCOMHO-pPELLeCCMBHOMY TwMy, naToreHes
pas3BWUTUS CBA3AH C HaMMYMEM TFEeTEPO3UIOTHbLIX MU KOM-
nayHAa-reTepo3uroTHolx mytaunn B reHe MUTYH [2]. Puck



pa3sutnua KPP y gaHHOW rpynnbl NauMeHTOB COCTaBASET
oT 19 g0 90%. TakKe oTMeYaeTcsi NOBbILEHHbIN PUCK pa3Bu-
TUS paKa enyaka, 12-nepcTHOM KULLKK U OMyXOoSien apyrux
nokanuzdauun (cm. Taén. 1). NMpun MUTYH-accounnMpoBaHHOM
nonvMnose Yyacto HabnoaaeTca coveTaHMe ageHOMaTO3HbIX
M 3y64yaTbix 06pa3oBaHNi. IHOOCKONMYECKAsa KapTMHa aje-
HOMaTO3HbIX 06pa3oBaHK aHanorn4yHa Takoson npu CAIl,
ans 3yb4yaTbiXx afeHOM Hanbosiee xapaKTepHbl NI0CKO-BO3-
BbllWaOWKUICA TUM, HaNWYMe Ha MOBEPXHOCTU CAU3U XKen-
TOro UBeTa — «MYLIMHO3HOW LWanKun», GecTtoH4YaTble Kpas,
MEeIKO3epHMUCTas MOBEPXHOCTb, MO LBETY He oTauyalouia-
ACA OT OKpyxatwen cnmsncton obonodkn [32]. TakTUKa
3HAOCKOMMYECKOTO fle4eHUs aHanorumyHa TaKoBOW Ans
nauyueHTos ¢ CAIl (cm. puc. 1). NpoBeaeHne CKPUHUHIOBbIX
3HAOCKOMUYECKMX MCCNefoBaHUI MPU OTCYTCTBUMU KIMHMU-
YEeCKMUX NposiBNEeHNN 3ab6oneBaHns NPOMCXOAMT B BOo3pacTe
18-30 net (c™m. Tabn. 2).

K HacTosilemy BpemMeHu BbISIBNIEH elle psaa reHos, Mno-
BPEXKAEHNE KOTOPbIX CBA3AHO C Pa3BUTUEM MOUMOB W MOBbI-
LIEeHMEM OHKonornyeckoro pucka: POLE, POLD1, EPCAM,
RNF43, SCG5/GREM1 v ap., 0gHaKo WX pofib B pa3BUTUM
onyxonieBbix 3abofneBaHU y geTen OO0 KOHLa He scHa [2].
Kpome TOro, mo Bcen BMAMMOCTH, B psage cinydaes KPP Ha
doHe npeawecTByOWEro MOAMMNO3a Y MONOAbIX NaLUeH-
TOB MOXET MaHWdecTUpoBaTb B pamKax MYSbTUIOKYCHOIO
HacneacTBeHHOro onyxonesoro cuHapomMa (MINAS) [33].

Llenb uccnepoBaHuna

Llenblo HacTosillero uccnenoBaHus SBASETCA onpeae-
NIeHUe PoNn MOJIEKYNAPHO-TEHETUYECKOTO TEeCTMPOBaAHUSA
W 3HO0CKOMMYECKOro o6cneoBaHns B AMarHOCTUKE U neve-
HWUW leTel ¢ HacneaCTBEHHbIMU MOAUNO3HbIMKU CUHAPOMaMM.

MATEPHUAJIbI U METObI

B peTpocneKTnBHOe HabnwgatenbHOe uccriefoBaHue
6blNM BK/OYEHblI 17 MauuMeHToB C KIMHUYECKMMU MpPU3Ha-
KaMW Hacne[CTBEHHbIX MOJUMNO3HbIX CUHAPOMOB, O6pa-
TmBWMUxca B HUM geTckon OHKOMOTMKU U FremMaTonormm Um.
J1.A. ypHOoBa Ansl onpeaeneHns TakTUKKU ie4eHuns 3a nepmoa
¢ 2013 no 2023r.

BceM nauneHTam 6bls10 BbINOIHEHO MOSIEKYNSPHO-reHe-
TUYEeCKoe uccnefoBaHMe MyTeM CEKBEHWMPOBAHWUSA MnaHe-
M 415 oHKoaccouMnpoBaHHbIX reHoB meTogom NGS (next
generation sequencing), BKIOYalOWeEN reHbl, CBA3aHHbIE
C pas3BWUTMEM HacneacTBeHHbIx nonuno3oB (APC, MUTYH,
STK11, SMAD4, BMPR1A, PTEN).

KomnneKkcHoe 3HAOCKOMMYECKOe WccneaoBaHue Bepx-
HUX U HUXKHKMX oTtaenoB KT nposegeHo y 14 (82,3%)
nauueHToB. JHJOCKOMUYECKoe WccnefoBaHMe BbINMOMHA-
10Cb C NMPUMEHEHWEM BCEX YTOUYHAOLLMX METOA0B 3HAOCKO-
NMUYECKON ANArHOCTUKM — OCMOTPa B PEXMMAX Y3KOCMEKT-
panbHOW BM3yanu3auun u yBenuyeHus. Mpu noaospeHunu
Ha Hann4yune NoACNU3UCTbIX 06pa30BaHM B CTEHKE enya-
Ka 1 ob6pasoBaHWi B MPOEKLUMU MNOAKENYAOHHON XKenesbl
npoBoOAUAM 3HAOCOHOrpaduyeckoe uccnegoBaHue. [pu
OBGHapyKeHUn anuTennasnbHbiX U HeanuTennanbHblIX o6pa-
30BaHUM B BEPXHWUX W HMKHUX otaenax MKT BbiNnoaHS-
JINCb 3HAOCKOMMYecKas wunuoBas GMONcUs u/mnm TOHKO-
WUrofibHas NMYHKLMA C LieNbio NpoBeaeHns MopQpoIorMieckon
BepudUuKaumn amarHosa. [pn O0BGHaAPYKEHUU anuTenmnanb-
HblX 06pa30BaHUM M BO3MOXHOCTU MX 3HAOCKOMUYECKOro
yaaneHusa nposoaunucek nonunakromun, APC n 3PC ¢ auc-
ceKuuen B NoACIM3MCTOM Cloe.

PE3Y/IbTATHI
B nccnegyemon rpynne n3 17 nauMeHToB C HanpaBuTeb-
HbIM AMArHO30M «HAaCNEACTBEHHbIA MOAUMO3HbIA CUHAPOM»

ManbyuKku coctaBunn 52,9% (n = 9), neBoykn — 47,1%
(n = 8), cpeaHnn Bo3pact — 10,7 roga. Mo pesynbratam
MOSIEKYNSPHO-TEHETUYECKOrO TeCTUPOBaHUS Oblin Bblaene-
Hbl cneaylolme rpynnbl NauMeHToB: C MyTauMaMK B reHax
STK11 (35,3%; n = 6), APC (17,6%; n = 3), PTEN (11,7%;
n = 2), SMAD4 (5,9%; n = 1), BMPR1A (5,9%; n = 1), MUTYH
(5,9%; n = 1), MLH1 (5,9%; n = 1). Y ogHOM NaUWEHTKK
¢ KPP Ha ¢oHe npeawecTBytoLLErO ageHOMaTO3HOro noaunna
BbISIBN€Hbl NaToreHHble BapuaHTbl B reHax ATM n CHEK2,
YTO CBMAETENbCTBYET O HaM4YMKU Yy HEe MyNbTUIOKYCHOro
onyxoneBoro cuHapoma (MINAS). Y ogHOM NauMeHTKU C MHO-
KECTBEHHbIMW FaMapTOMHbIMKU MOAMNAMK Tena Xenygka
M MHOXECTBEHHbIMU TFAaCTPOUHTECTUHANbHBLIMW CTPOManb-
HbIMKU onyxonsmu (FTMCO) Kenyaka naToreHHbIX MyTauun He
BbISIBAEHO (Tabn. 3).

Mo pesynbTataM KOMMAEKCHOro 3HAOCKOMMYECKOro
ncenegosanmga 14 (100%) naumentoB B 14,3% Habnwoae-
HUK (N = 2) anuTenuanbHble W HeanuTenuanbHble 06pa-
30BaHWA NOKanuM30BaiWCb TObKO B enyake, B 7,1%
(n = 1) — B »enyake u 12-nepcTHon KuwkKe, B 14,3%
(n = 2) — B enyake v TOACTOM Kuuke, B 7,1% (n = 1) —
B Xenyake, 12-nepCTHOW W TONACTOWM KuwKax, B 7,1%
(n = 1) — B 12-NnepCTHOM M TONCTOM KULIKaX, B TOM 4yucne
B 7,1% (n = 1) 310Ka4yecTBEHHas onyxonb 60/bLlOro Ayo-
[leHanbHOro cocoyka, B 7,1% (n = 1) — B TOWEN KULLIKeE,
B 7,1% (n = 1) — B TOHKOWM W TONCTOMN KULIKaX, N3 KOTOPbIX
B 7,1% (n = 1) oTMevyanacb 3/10Ka4eCTBEHHas OMNyxosb
TOJICTON KULIKK, B 28,6% (n = 4) — B TONCTOM KUILKE, U3
KoTopbiX B 7,1% (n = 1) AMarHoCcTMpoOBaHbl paK TOJCTOM
KWWKN 1 B 7,1% (n = 1) — 3n0Ka4yecTBEHHAs OMyxosb TOJ-
CTOM KULWKKW 6e3 anuTenmanbHbiXx 06pa3oBaHWin B ApPYrux
oTAenax TONACTOM KULKU. MHOXECTBEHHbIE anuTennanbHble
W HeanuTenuanbHble 06pa3oBaHna BEPXHUX U HUKHUX OTAe-
noB KT 6binu BbiaBfeHbl B 85,7% HabnwoaeHnn (n = 12),
euHUYHble — B 14,3% HabnaeHnn (n = 2).

PacnpepeneHne naumeHTOB B 3aBMCMMOCTU OT MOpPdO-
NIOFMYECKOro BapuaHTa BbiSiBAEHHbIX 06pa3oBaHui B KT
6bIN0 crnegylWwUM: ramapTomMHble nonaunsel (n = 2; 14,3%),
runepnnactuyeckre nonunel (n = 9; 64,3%), tOBEHWU/bHbIE
nonunbl (n = 1; 7,1%), ageHomsbl (n = 7; 50%), 3y64atble age-
HOMbI (N = 1; 7,1%), ageHoKapunHoma (n = 3; 21,4%) u T’Mco
(n=1;7,1%) (Tabn. 4).

BbiiBNeHHblE anuTeNnanbHble 06pa3oBaHUS B XKenya-
Ke, 12-NepCTHOM KULLIKE U TONCTOM KULWKe Yy 8 nauueHToB
(57,1%) 6bInK yaaneHbl METOAAMMU 3HOOCKOMUYECKON MOSn-
naktomuun 1 3PC. Y 2 nauneHTtoB (14,3%) 6blna BbiNoNHEHA
pe3eKumnsa TOHKOM KULLKK, B 2 cydasx NpoBeaeHa ToTalb-
Has KonakToMus (14,3%) u B 2 — ractpaktomus (14,3%).

Tpoe nauneHToB N3 ceMHaauatu (17,6%) BblObIIN N3-N0OA
HabnoaeHus, gaHHble 06 3HAOCKONMYeCcKoM 06¢ceoBaHnm
OTCYTCTBOBa/M.

OBCYXAEHUE

B onucaHHOM KoropTe nauMeHTOB C HacneACTBEHHbI-
MU MOAMMO3HBLIMW CMHAPOMaMKU OTMEYaNUCb BblParKEHHbIN
KIWMHUYECKUM NOoAMMOpdM3M M BapuaTUMBHOCTb BO3pacT-
HbIX PaMOK MaHudecTaumm 3ab6oneBaHnin. PeHoTunuYecKkne
nposiBiieHns 3abonieBaHU MOryT 6bITb 06LWMMK Ans psaja
HacneACTBEHHbIX MOAMMNO3HbIX cuHapomoB (CIE, cuHapom
KoyaeHna, HKOM, CAIN, MUTYH-accouMmnpoBaHHbIA MOAMMNO3),
YTO yKa3blBaeT Ha BaKHOCTb MPOBEAEHUS MONEKYNApHO-
reHEeTUYEeCKOro TeCTMPOBaHMA MaLMEHTOB C NOLO3PEHUEM
Ha HacneacTBEHHbIM xapaKTep 3ab0/eBaHus ¢ Lenbto onpe-
AeNeHns onTuManbHoro o6bema AMarHoCTUHECKMX METOAOB
W TaKTUKKM neveHuns [6, 71.

Kak BnaHo n3 1abn. 3, ooHn 1 Te e mopdosornyeckne
BapuaHTbl HOBOOGpa3oBaHKi XKKT BcTpeyatoTcs Npu pasHbixX
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Ta6nuua 3. XapaKTepucTKa NauneHToB ¢ HacneACTBEHHbIMU NMOAUNO3HLIMU CUHAPOMAaMMU
Table 3. Characteristics of patients with hereditary polyposis syndromes

He BbIiB1EHO

Nonunbl TeNa *xenyaxa.
MHoecTBeHHble MICO xenyaka.
(puc. 11)

CuHapoMm 6 (35,3) M — 6 net HeT gaHHbIX HapyweHve nurmeHTaumu,
MNentua — Erepca [BYCTOPOHH$SI TMHEKOMACTUS
(STK11) c 2,5 nert, mytauus B reHe STK11
(puc. B) y MaMbl 1 cecTpbl, PTK y 6a6yLuKu
(40 net), PMX'y npababyliKku
M — 8 net HeT gaHHbIX HapyweHve nurmeHTaumm
M — 11 net HeT gaHHbIX HapyweHve nurmeHTaumm
M — 6 net AnutennanbHble 06pa3oBaHus HapyweHve nurmeHTaumm
TOLLEN KULLIKK
W —4roga [amMapTOMHbIV NOAIMN Tena Xenyaxka HapyweHve nurmeHTaumm
X — 5 ner [Mnepnnactuyeckune Noaunb HapyweHve nurmeHTaumm
enyaka n 12-nepcTHOM KULWKKU
HacnefncTBeHHbIN 2(11,8) M — 18 net MHoOeCcTBEHHbIE NoAUMbI femopparuyeckue
IOBEHUNbHbIN NOANMNO3 B TO/ICTOM M TOHKOW KuLKe, PTK apTepMoBeHO3Hble ManbdopmaLum
(SMAD4,n =1, 5,9%; NErkux, nedyenu, KT
(BMPR1A,n =1, 5,9%) M — 8 net MHO€eCTBEHHbIE IOBEHU/bHbIE MyTtauus B reHe BMPR1A 'y mambil,
(puc. 6) NoNuMbl B TONCTON KULLKE PTK — y npageaywku n 6abyLuKku,
pak MOYeBOro ny3blps — y fefa
CuHapom KoyaeHa 2(11,8) M — 5 net Y4yacToK runepnnasum Mnepnna3us He6HOM MUHAANUHDI
(PTEN) KapanoasodareanbHOro cnpaga 2-# cT. Mytauus
(puc. 7) nepexoaa, bAC n po6aBo4HOro B reHe PTEN y oTua,
naHKpeaTU4YecKoro cocoyKa. B reHe SDHB — y matepu.
EAWHWYHBIE anuTeNnanbHble
o06pa3oBaHus (runepniactTmyeckue
NOJIUMbI) TONACTON KULLKK
K — 14 net MnepnnactTuyeckune nNoaunbl OnurodpeHunsi, MHOXEeCTBEHHbIN
aHTpanbHOro oTaena xenyaka drnbpomatosd 06enx MONOYHbIX
1 NoCTOYyNb6GapHbIX OTAEN0B Kenes, MHOroy3nosow 306, nonun
12-nepcTHOM KULLKM. aHAoMeTpus. MpoToKoBas KMUCTa
AneHoma NPSMON KULWKK MOJIOYHOW YKenesbl y Mambl,
BHYTPUMNPOTOKOBAas KMCTa MONOYHOM
eneably Tetn, PMM y 6a6yLiku
CeMenHbIn 3(17,6) M — 7 net dopmupyoLmincs nonmn JecmounaHblit dubpomaTtos ¢ 1 roaa,
aleHOMaTO3HbIN TOJSICTOM KULLIKK B 6 neT nunodmnbpomatos ¢ 3 net
nonunos K — 18 net MHOeCTBEHHbIE NOAUMbI Onyxo/b GPIOLLIHOM NOMOCTH,
(APC) TOSICTOM KULIKK COCTOSIHME Moc/e ToTalbHOM
(puc. 8, 9) KON3KTOMMUM B 14 neT.
MonMno3 TONCTOM KULLKK Y OTUa
X — 11 net MnepnnacTMyecknm nonun Tena [ecmounaHblit drubpomaTtos ¢ 8 mec.
wenyaka. MHOXeCTBEHHbIe AeHOMaTO3HbIM NOANNO3
TY6YNspHble aAeHOMbI TOJSICTOTO KMLWEYHUKA Y MaMbl,
TONICTON KULLIKK KON3KTOMMUS B 36 net
MUTYH-accouuunpo- 1(5,9) X — 14 net AneHoKapunHoma B1C MHoroyanoBow 306, xansi3uoH
BaHHbIV NOIMNO3 12-nepcTHOM KULLKM. JIEBOr0 BEPXHEro BeKa
(MUTYH) MHOXeCTBEHHbIE NOAUMbI
(puc. 10) TOSICTOM KULIKK
CuHApoM JTnH4ya 1(5,9) M — 17 net AZleHOKapLuMHOMa NPSMOM KULIKK. PaK rnoTku y aeaywku,
(MLH1) MHOeCTBEHHble aAeHOMbl paK xenyaKka y 6abyLKu
BOCX0AsALEeN 060A0YHON KULLKK
MINAS 1(5,9) X — 15 net AfeHOKapuMHOMa BOCXOASLWEro Y MaMbl AMcnnasus Wenkn MaTku,
(ATM + CHEK2) OTAeNa TONCTON KULLKK y 6abywku PMXK, y aegywkm —
pak MO4YeBOro ny3blps
MyTauuwn 1(5,9) w—15 MHOeCTBEHHble raMapTOMHble HenonHasa Tpuaga KapHes —

y3/10BO€e 06pa3oBaHe 1eBoro
nerkoro, N'MCO xenyaka

lNpumevanme. BAC — 6onbliov ayoaeHanbHbin cocoyveK; TMCO — racTponHTeCTMHaNbHas CTpoManbHasa onyxosib; PTK — paK ToNCTOM KULLKK;
PMM — pak monoyHow enesbl; KT — xenygo4yHO-KUILEYHbIR TPaKT.

Note. MDP (BC) — major duodenal papilla; GIST (TMCO) — gastrointestinal stromal tumor; CC (PTK) — colon cancer; BC (PMX) — breast

cancer; GIT (HKT) — gastrointestinal tract.




Puc. 5. [amaptomHble nonunbl npu cuHapome MewnTtua — Erepca.
OTMevaloTCsi MHOXECTBEHHbIE aNUTeNnanbHble 06pa30BaHus

C MHOro0NbYaToM CTPYKTYPOR, pa3pbiXNeHHOM

1 TUNEepPeMUpPOBaHHON NOBEPXHOCTbIO

Fig. 5. Hamartoma polyp at Peutz-Jeghers syndrome.

Multiple epithelial lesions with multilobar structure, loosened
and hyperemic surface

Puc. 7. lamapTomHble anuTennanbHble 06pa3oBaHUs TONCTON
KULLKK NPpU OCMOTPE B pexxmume 6enoro ceeta. OTmevatoTcs
MHOX€ECTBEHHble 06pa30BaHus, 0Ba/ibHOW U OKpyrion GopMmbl,

Ha LWMPOKOM OCHOBaHWW, C rnafKon, 61e4H0-po30BOro LseTa
NMOBEPXHOCTbIO

Fig. 7. Hamartomatous epithelial lesions of the colon in white light
examination. There are multiple lesions, oval and round-shaped,
on wide base, with smooth pale pink surface

HacneACTBEHHbIX OMyX0NeBbIX CUHAPOMAX, HanpUMep, runep-
nnacTMyeckre Nonaumnbl MOryT GbiTb AacCOLMMPOBaHbI C MyTa-
umamum B reHax STK11, PTEN wn APC. duddepeHumnanbHyto
AMArHOCTUKY TaKXe HYXHO MPOBOAWTb C CUHAPOMOM JIMH4a
(HacneacTBEHHbIM HEMOMMMNO3HbLIM PAKOM TOJSICTOrO KULLEYHH-
Ka), MyIbTUOKYCHbIMU BapUaHTaMu OMyxofeBbIX CUHAPOMOB
M HeHacneACTBEHHbIMWU COCTOSIHWUSIMK (MOJHAs M HemnomnHas
Tpvaga KapHest). OnTMManbHbIM METOAOM 06GcnefoBaHUeEM
NnaLMeHTOB C NOAO3PEHNEM HA HACNEACTBEHHbIV NMOMUMO3HbIM
CUHAPOM SIBNSIETCA CEKBEHMPOBAHWE MaHenei OHKOacCoLM-
MpPOBaHHbIX reHoB meTogoM NGS, BK/OYaOWMX OCHOBHbIE

Puc. 6. FOBEHMIbHbIM NOMWMN TONCTON KULLIKK NPU OCMOTPE B pPeXUME
6enoro ceeta. EavHWYHOE 06pa3oBaHue, KPYMHbIX pa3MepoB,

Ha NOABMXHOM CHOPMUPOBAHHOM OCHOBAHWU, C TMNEPeMUPOBaHHOM
NOBEPXHOCTbIO, MYCTbIM HANETOM CIU3W. [1pU UHCTPYMEHTaNbHOM
nanbnaunmM oTMeYaeTCcs NOBbIWEHHAs KPOBOTOUMBOCTb

Fig. 6. Juvenile colon polyp in white light examination. Single large
lesion, movable base, with hyperemic surface, and thick mucus
coating. Instrumental palpation has shown increased bleeding

Puc. 8. MHO)XeCTBEHHble afjeHOMaTO3Hble 06pa30BaHKs TONICTOM
KULLKKU NPU CEMENHOM ajleHOMaTO3HOM MOIMMNo3e (YMepPeHHas
dopma, KonmyectBo obpa3oBaHuit — 6onee 100 Ha NPOTAKEHMU
BCEWN TONICTOM KULLKK) MPU OCMOTPE B pexxmme 6enoro ceeta
(MyTauus B reHe APC)

Fig. 8. Multiple adenomatous lesions of the colon in familial
adenomatous polyposis (moderate form, more than 100 lesions
throughout the colon) in white light examination (mutation

in the APC gene)

reHbl HacneacTBeHHbIX nonuno3os (PTEN, BMPR1A, SMADA4,
STK11, APC, MUTYH) [3, 35-37]. Kpome TOro, Heo6xoaMmo
OLEeHMBaTb MEHETUYECKUI CTaTyC YNEHOB CEMbM NaLMEHTOB
M3 rpynnbl pucka. Mpu HanM4ymMmM NOATBEPKAEHHOIO NaToreH-
HOro BapuaHTa B CEMbe NPWU NIaHMPOBAHUMN AETOPOXKAEHMSA
BO3MOXHa AopofoBas AuvarHoctuka. Cnegyet OTMETUTDL, YTO
NPaKTUYECKU BCE raMapTOMHbIE CUHAPOMbI CBSi3aHbl C BbICO-
KAM PUCKOM Pa3BUTUS paKka BEPXHUX M HUMKHWUX OTAENOB
HKKT, B 60nbluen mepe KPP, a TakXe NoBbIlWEHHbIM PUCKOM
pa3BUTUS 3/10KaYECTBEHHbIX HOBOOGPA30BaHUM BHEKMLIEY-
HOW NoKanusauuu. NMoHMMaHWe reHeTMYeCKMX OCHOB Hacnea-
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Puc. 9. MHOXXeCcTBEHHble ajeHOMaTO3Hble 06pa30BaHMs TONCTOM
KULIKW NPY ceMeHOM aleHOMaTO3HOM MnosiMnose (Tsxenas dopma,
Konu4yecTBo 06pa3oBaHmii — 6onee 2000 Ha NpoTaXKEHUU

BCEW TONICTON KULLKK) MPKU OCMOTPE B pexmnme 6enoro ceeta
(myTaums B reHe APC)

Fig. 9. Multiple adenomatous lesions of the colon in familial
adenomatous polyposis (severe form, more than 2000 lesions
throughout the colon) in white light examination (mutation

in the APC gene)

Puc. 11. [acTpoMHTECTUHaNbHAsA CTpOMasibHas ONyxosb Xenyaka
npu aHAocoHorpaduyeckomM uccnegosaHunn. OTmMevaercs
rMNo3axoreHHoe 06pa3oBaHUe, KPYMHbIX Pa3MepoB, C YHETKUMU
KOHTYpPaMU, UCXOASILLEE N3 MbILLEYHOTO CNOS CTEHKM XKenyaKa
Fig. 11. Gastrointestinal (gastric) stromal tumor at
endosonography. There is large hypoechogenic lesion with sharp
contours from the muscular layer of the stomach wall

CTBEHHbIX MO/IMMNO3HbIX CUHAPOMOB HEO6X0ANMO Ans BbiGopa
NpaBWIbHOM TAKTUKKM AMHAMUYECKOro HabntoaeHns 1 cobio-
JIEHWS1 CPOKOB MpPOBEAEHUS CKPWUHWHIOBbLIX WCCNeaoBaHuin
KaK Ans nauneHToB M3 rpynnbl pUCKa, Tak U Ans ux 6auxan-
LUMX POACTBEHHMKOB.

Ponb KOMMNIEKCHOro 3HAOCKOMWYECKOro WuccneaoBaHus
B AMArHOCTMKE NaLMEHTOB C HACNeACTBEHHbIMU MOMUMO3HbI-
MU CMHAPOMaMM Ype3BblHaHO BeIMKA, TaK KaK MNo3BONseT
BbIIB/IATb NPEAONYXONEBYIO M PAHHIOK OMyXOJIEBY0 NaToso-
rmio XKKT 1 TeM caMbiM CNOCOBCTBYET yAaNeHUIO BbiBMEH-
HbIX 06pa3oBaHWi ManoMHBA3UBHLIMKU 3HAOCKOMUYECKUMU
mMeTogamn — IPC n 3PC ¢ ancceKkumen B NOACIM3UCTOM Croe.

B HacToslllee Bpemsi OCHOBHbIMKM 3Tanamu 3HAOCKOMMW-
YeCKOW AMarHOCTMKM NauMeHTOB M3 IPynMbl PUCKa SBASETCSH
npoBeaeHvne 3IC 1 ToTanbHOM TONCTOKMLLEYHOM 3HAOCKOMNWUK

Puc. 10. MHOXXeCTBEHHble ajeHOMaTO3Hble 06pa30BaHUs TONCTON
KuwkK npu MUTYH-accounMnmpoBaHHOM Moanno3e npyv ocMoTpe

B pexxume 6enoro ceeta. OnpeaensoTcs MHOXECTBEHHbIE
oBaslbHON GopMbl 06pa30BaHMNS Ha LWMPOKOM U CHOPMUPOBAHHOM
NOABUXHOM OCHOBAHWM, C OBaSIbHbIMU, TYOYNSPHLIMU
M3MEHEHUSIMU IMOYHOIO PUCYHKaA

Fig. 10. Multiple adenomatous lesions of the colon

in MUTYH-associated polyposis in white light examination.
Multiple oval-shaped lesions on wide, movable base with oval,
tubular changes in pits pattern

C MHTy6aumMen TepMUHaNbHOro OTAeNna NoAB3LOWHON KULWKK,
COMNPOBOXKAAKOWMXCH 06A3aTeNlbHbIM B3ATMEM GUOMNCUIAHOIO
martepuana MeToAoM LMNLLoBoM 6ruoncuu. C Lenbto onpegene-
HWUS BO3MOXHOCTU npoBeaeHnst APC n/unm 3PC ¢ auccekumnen
B NOACAU3NCTOM CNoe, AN OLEHKM MMYyOGUHbI MHBA3WK OMNYyXOSK,
B Y4aCTHOCTM paHHMX dopm paka MKKT, nan npu nomospe-
HWW Ha HannyMe MNOACAUIUCTbIX HeanuTenuasnbHblx o6pa3o-
BaHWIM PEKOMEHA0BAHO NpoBeeHne IHL0COHOrpadUyYecKoro
nccnefoBaHus, CONPOBOXAaloWerocs npu HeobXo4MMOCTH
3abopoM MaTtepuana ans Mopdosiornyeckon sepudukaumu.
MauveHTam B Bo3pacTe cTapwe 1,5 neT npy Noao3peHnn Ha
HannyMe 06pa3oBaHWMN B TOHKOW KULILKE WM OTCYTCTBMM Npw-
3HAKOB TOHKOKMLIEYHOW HEMPOXOAMMOCTU TaKKe BO3MOXKHO
npoBeAeHNe TOHKOKMLLEYHON Kancy1bHOW 3HAOCKOMMUMU.

3AKJ/IIOMEHUE

[NoHMMaHMe MONEeKyNnapHO-6MONOrMYECKOW 3TUONOrUK
pasBUTUSA HacneaCcTBEHHbIX MOMIMMNO3HbIX CUHAPOMOB, 0CO-
6eHHOCTEN 3HAOCKOMUYECKON ANArHOCTUKM U NevYeHns no-
3BOJIAET ONTUMU3NPOBATb TAKTUKY BEAEHUs JaHHOW rpyn-
Mbl NALWMEHTOB U MUHUMWU3UPOBATb PUCKM PA3BUTUSA 3N0Ka-
4eCcTBEHHbIX HOBOOGPA30BaHUM BEPXHUX U HUMKHUX OTAE-
noB KT, a TakKe onyxofen BHEKUILIEYHON NoKanusaumm
nyTem NpoBefleHNsI CBOEBPEMEHHbIX CKPUHUHIOBbIX UCCNE-
NOBaHWUN.
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OTcyTCcTBYET.
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ABTOpbI CTaTbW MNOATBEPAMAM OTCYTCTBUE KOHPAWKTa
MHTEPECOB, O KOTOPOM HEOBXOAMMO COOBLLNTD.
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Ta6nuua 4. PacnipeaeneHune naLMeHToB B 3aBUCUMOCTH OT MOPDOSIOMMHYECKOrO BapuaHTa BbliBNEHHbIX 06pa3oBaHui
B XXeNnyAOo4HO-KULWEYHOM TpaKTe

Table 4. Distribution of patients according to the morphological variant of the revealed gastrointestinal tract lesions

o Mopdonornyeckaa | Kon-Bo nauueHTos, MyTtauusa
JNokanusauumsa MaKpoCcKonn4YecKum Tun
BepuduKkaums a6ec. (%) B reHe
MHorogonb4yatas CTpyKTypa, nanuinspHbli TMN STK11,
NMOBEPXHOCTK, TMNePnIasvpoBaHHas xeneaucras [aMapTOMHble HenonHas
enyrok P pnnasup P 2 (14,3%)
CTPYKTypa CNM3UCTOM 0GONTIOYKHM, MAOTHOCTb nonunebl Tpuapa
NpU UHCTPYMEHTaNbHOW Nanbnauuu KapHes
O6pa3oBaHns OBaNbHOM U OKPYrnon GopMmsl, STK11,
MnepnnacTuyeckue o
Henygok Ha LWMPOKOM MU Y3KOM MOABUMKHOM OCHOBaHUMU, 4 (28,6%) APC,
o nonunbl
1-1 TMn no knaccuduKkaumm NICE PTEN
HeanuTtenvanbHbie 06pa30BaHWs WaAPOBUAHOM Henonxasa
Henyngok OPMbI, UCXOASALINE U3 MbILLEYHOTO C10S1 CTEHKHU r’Mco 1(7,1% Tpunaga
Vi
enyaKa, C HeM3MEHEHHON CIM3UCTON 0600YKOM KapHes
O6paz3oBaHns 0BasbHOM GOPMbI, Ha LUIMPOKOM
12-nepcTHas P bop P MnepnnacTuyeckme o STK11,
OCHOBaHUM, ¢ perynsipHoiM anbdepeHumpyembiM 3(21,4%)
KULWKa o noJinnbl PTEN
AMOYHbBIM PUCYHKOM, 1-# TN no Knaccudumkaumm NICE
12-nepcTHas F13BEHHO-MHbUNBTPATUBHANA OMNYX0/b C yHacTKaMu
P ¢ P y y ALeHOKapLMHOMa 1(7,1%) MUTYH
KULLKa fenpeccun, amopdHbIM AMOYHBIM PUCYHKOM
O6pa3oBaHu1s oBanbHOM GopMbI, PTEN,
Towas KUlKa P dop AZNEHOMbI 2(14,3%) !
Ha LWMPOKOM OCHOBaHUK APC
O6pa3zoBaHns oBanbHOM GOPMbI, HA LWIMPOKOM
P dop P [Mnepnnactnyeckme o STK11,
Toncrast Knwka OCHOBaHMWU, C pacLliMpeHHbIM AnddepeHumpyembiM 2(14,3%)
nonunbl PTEN
AMOYHbIM PUCYHKOM
KpynHbivi pa3mep, noaBuxHoe chopmMrupoBaHHoe
tOBEHUNbHbIE o
Toncrtast KMWKa OCHOBaHue, runepeMnmpoBaHHas NoBEPXHOCTb, - 1(7,1%) BMPR1A
rycTov HaneT CM3K Ha NOBEPXHOCTH
MLH1,
O6pa3oBaHUsa oBanbHOW GOPMbI, HA LUMPOKOM APC,
Toncrast Knwka P . bop P ALeHOMbI 5(35,7%)
OCHOBaHMWK, 2-i1 Tun no knaccuodumkaymm NICE PTEN,
MUTYH
[710CKO-BO3BbIWAIOLWMIACS TUMN, HANUYUE «MYLIMHOSHOMN
lanku», GecToHYaTble Kpas, MeNKo3epHuUcTas
Toncras KuwwKa o P P 3y64aTble ajeHOMbI 1(7,1%) MLH1
NOBEPXHOCTb, MO LBETY HE OT/IMYatoLancs
OT OKpYXKatoLen CAN3UCTON 060/104KM
A3BEHHO-MHDUNBTPATUBHASA OMYXOJb C Y4aCTKOM
ToncTan KuwKa ¢ P y Y o MLH1,
[enpeccuu B LLEHTPE, HEPEryapHbIM AMOYHbIM U AfeHoKapuMHoMa 2(14,3%) ATM + CHEK2
naTo0rnYecKn M3MEeHEHHbIM COCYANUCTbIM PUCYHKOM

MpumeyaHue. Tpoe NnaLMeHToB U3 ceMHaauaT (17,6%) BbIOblIM U3-NoA HabNoAeHNs, JaHHble 06 3HAOCKONUYECKOM 06CcneaoBaHnUmn OTCyT-

CcTBOBanNun.

Note. Three out of seventeen patients (17.6%) dropped out of observation, there were no data on endoscopic examination.
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