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CuHppoMm toBeHunbHOro nonunosa (063op nurepartypsi)

Bnacko T.A.", Jlukytos A.A."2, Becenos B.B."2, NMoHomapeHnko A.A.,
Llykanoe A.C.'

'®rBY «<HMUL, kononpokronorun umenn A.H. Peknx» Munsgpasa Poccun (yn. Canama Aauns, a. 2, r. Mockea,
123423, Poccms)
2preOyY ANO PMAHMNO Munsgpaea Poccun (yn. Bappukagkas, a. 2/ 1, ctp. 1, r. Mockea, 125993, Poccus)

0630p numepamyps nocssALeH oNUCaHu cuHOpoma toseHunbHo20 noauno3a (CHI), kpaliHe pedkozo 3a6oe8aHus
€ aymocoMHO-00MUHAHMHbIM MUNOM HACIeO0BAHUSA, KOMOPOe XapaKmepu3yemca Haau4uem MHOXeCmseHHbIX Nosu-
nos 8 pasnuyHbIx 0MOenax KeayooyHo-KUWEYHO20 MPAKMa, npeumyuecmseHHo 8 moacmoli Kuwike. BbiagneHue
adeHoMamo3Hsix noaunos y nayueHmos ¢ CIOMl noMumo toBeHUNbHbIX 3HAYUMeNbHO 3ampyoHsem OUaz2HOCMUKY
3a60/1e8aHUSA, 8 MOM Yucie nposedeHue dugpepeHyLanbHo20 OUAzHO3a ¢ ceMeliHbIM aOeHOMAMO30M, NPU KOMopoM
HeobXxo00uMo BbINOMHAMb PAOUKATbHBIU 06beM XUpYypauyecko2o BMeLamenbcmsa — KOANPOKM3KMoMUio.
Tonbko y 40—-60% nayueHmos yoaemcs udeHmMu@puUyUposams namozeHHvle sapuaHmsi 2eHos SMAD4 u BMPR1A, ons
Kax 0020 U3 KOMOPbIX XAPAKMeEPHb! CBOU KUHUYECKUEe NPOABIEHUS.
K sapuanmam neyvexus nayuesmos ¢ CIOI1 omHocam 3HOOCKONUYecKoe U Xupypeuyeckoe, 0OHAKO an20pumm npu-
HAMUSA peweHul, a Makxe CPOKU NOCeoNepayuoHHo20 Habo0eHUs He OMPaXeHbl 8 POCCULICKUX KAUHUYeCKUX
peKoMeHOayUsX.
Peokas scmpeyaemocms 0aHHO20 cUHOpoMa, mpyoHocmu 8 3HOOCKonuyYeckol ouazHocmuKe U Mopgoso2uyeckoul
8epuuKayuU, a MaKxe 02paHuyeHus 8 onpedeseHuU MoJeKyAapHO-2eHemuyecKol npu4uHbl 3a60/1e8aHUS OeMOH-
cmpupytom Heo6xo0umMocms nposedeHus 0anbHelwux ucciedosaHud.
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Juvenile polyposis syndrome (JPS), a rare disease with an autosomal dominant mode of inheritance, which is char-
acterized with the presence of multiple polyps in various parts of the gastrointestinal tract, mainly in the colon. The
detection of adenomatous polyps in patients with JPS, in addition to juvenile ones, significantly complicates the
differential diagnosis with familial adenomatous polyposis, in which it is necessary to perform a radical surgery —
proctocolectomy. Only in 40-60% of cases, pathogenic variants of the SMAD4 and BMPR1A genes can be identified,
each of which is characterized with its own clinical manifestations. Treatment options for patients with JPS include
endoscopic and surgical; however, the decision-making algorithm, as well as the timing of postoperative follow-up,
are not evaluated in Russian clinical guidelines. The rare occurrence of this syndrome, difficulties in endoscopic
diagnosis and morphological verification, as well as limitations in determining the molecular genetics cause of the
disease demonstrate the need for further research.
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BBELEHWE

CuHppom toBeHunbHoro nonunosa (CHOM) — kpaii-
He pepkoe 3aboneBaHue (pacnpocTpaHeHHocTs 1:100
000 — 1:160 000) ¢ ayTOCOMHO-LOMUHAHTHbLIM TUTMOM
HacnefoBaHNA, XapaKTepu3yloLeecs Halmynem MHoxe-
CTBEHHbIX MOJIUMOB B Pa3/IMYHbIX OTLENAX XKeNyA0uHO-
KWLWEeYHOro TPaKTa, NPEUMYILECTBEHHO, B TONCTOM KULWIKE
(98%) [1-4].

Tonbko B 40-60% cny4aeB Npu MONEKYNAPHO-TeHeTUYe-
CKOM UCCNeA0BaHNM Y NALMEHTOB YAAETCA BbIABUTb NATO-
reHHble BapuaHTbl reHoB SMAD4 v BMPR1A, ons kaxporo
M3 KOTOPbIX XapaKTepHbl CBOW KIWHWUYECKWe nposse-
Hus [5]. Mo paHHbiM Jelsig A.M. 1 coaBT., npu cMHLpOME
tOBEHUILHOTO MONMNO033, 06YCNOBNEHHOM NATOreHHbLIM
BapuaHTOM reHa SMAD4, yauwe BCTpeyaeTcs nopaxeHue
BepxHux otgenos KT (B 70% cnyyaes), a B nybamnkaLmu
Blatter R. n coaBT. oTMeuyaeTcs, 4TO coyeTaHue C CUHA-
POMOM HACNeACTBEHHbIX reMOpparnyecKux TeneaHruno-
3KTasmit — 6onesHbio PeHato-Ocnepa-Bebepa y aaHHoiA
rpynnbl nauueHToB onpeaenserca B 30% cnyyaes [6,7].
B 70% cnyyaeB npu nopaxeHUW TONCTOW KULIKW loBe-
HWJbHbIE MONUMBl TOKANN30BaHbl B NMPAMOIA U LUCTaNb-
HOW 4aCTU CUTMOBUJHOW KUWKW, WMET TeHAEHLMIO
K KpOBOTOYMBOCTM, CAMOAMNyTaLMu 1 K BbinazeHuio [8].
MepBble KAMHUYECKME NPOABAEHUS 3ab0NEBaHUA He-
cneunduYHbl U Yalle BCero BO3HWKalOT fo 20-neTHero
BO3pacTa.

TpyAHOCTb B BbIABNEHUN JAHHOTO 3a001€BaHUA 3aKI0-
yaeTcs B TOM, YTo 6onee Yem y 50% NayUeHToB NOMUMO
tOBEHMIIbHbIX MOJIUMOB BCTPEYAIOTCA U afleHOMATO3HbIE,
yTo 3aTpyAHAeT npoBefeHne AuddepeHunanbHoro
AMarHo3a c cemeiHbIM ageHomatosom [9,10].

Mpu aHanu3e nuTepaTypHbIX UCTOYHUKOB BbIACHUIOCh,
YTO 3HAOCKOMMYECKME XapaKTePUCTUKM OBEHUNbHbIX
NONMNOB OTPAXEHbl TOJbKO B €AMHUYHBIX NyOAUKALMAX
[11,12].

Cpeau BCcex MOAMMO3HbIX CUHLPOMOB B Pa3BUTUN KOJO-
pektanbHoro paka Bknap CHM coctaBnsetr meHee 1%
[13]. Mpwn 3TOM pUCK pa3BUTUA KOJOPEKTANLHOMO paka
npu faHHoM 3aboneBaHuM cocTaBnsieT fo 50%, Takke
JNLA C AAHHBIM CUHPOMOM NOLBEPXEHbI MOBbILWEHHOMY
PUCKY pa3BUTUS paKa XKenyaka 1 BeHafLaTunepCcTHow
Knwku — oT 11 go 20% [14-16]. BaxkHOo 0TMETUTb, YTO
BHEKMLEYHble BUAbI paka Yy NaLWeHTOB C CUHAPOMOM
OBEHMILHOTO MOANMNO33 HE OMUCAHbI.

YyuTbiBas peLKyo BCTpEYaeMoCTb JaHHOr0 3a60/1eBaHus,
BOMPOCHI BbIABNEHUA XapaKTEPHbIX AMATHOCTUYECKUX
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NPpU3HaKOB, @ TaKXe U3yYeHWUs MexaHU3MOB Pas3BUTUSA
KONOPEKTaNbHOTO paka y AAHHOI Tpynmnbl NauMeHToB
OCTalOTCA OTKPbITbIMU. Ha CerofHsAWHNI feHb K Bapu-
aHTaM leYeHus OTHOCAT 3HJOCKOMUYECKOE U XUPYpru-
YeCKoe, OfHAKO anropuTM MPUHATUA PelleHuit, a Tak-
e CPOKW MoCieonepaLnoHHOro HabnlfeHUs elle He
pa3paboTaHbl.

WUcTopuueckune acnekTsbl

MepBoe onucaHue OBEHWUbHBIX MONUMOB, BbIABIEHHbIX
B NpsAMON Kuwke 30-mecsyHoro pebeHka, 6bi10 BbINON-
HeHo B 1939 rogy [17]. TepMUH «IOBEHUbHbIA MoAUN
BrepBble BCTpevaetcs B ny6nukaumm Horrilleno et al.
B 1957 rogy [18]. ABTopbl Onucanu pesynbTatbl 0b6Cne-
JoBaHui ¢ 1935 no 1955 rr. nATUAECATU NATU NaLUeH-
TOB B BO3pacTe 1-14 neT c I0BEHUbHBIMK NOAUNAMM.
Veale et al. B 1966 rofy BblAenuUaM OTAUYUTENbHbIE Ma-
KPOCKOMUYECKUE U TUCTONOrNYeCKNe 0COBEHHOCTU 10Be-
HUNbHbIX noaunos [19].

W3HauanbHo 3aboneBaHue TPaKTOBaNOCh, Kak xapak-
TepHoe ANf NauWeHTOB MAaflleil BO3PaCTHOM rpynnbl.
[leAcTBUTENbHO, (OBEHUIbHBIE MOMUMbLI  BCTPeYaTCs
y 2% peteil u NoApOCTKOB, cocTanss 80-90% ot obuye-
ro Konu4yecTsa MOAMMOB Y [AHHOW Tpynnbl NaLMeHTOB
[20,21]. Cnopapuueckue (eLuHUYHbIE) IOBEHUIbHbIE
MoNUNbl TONCTOW KUWKKU BCTpeyaTcsa y 2% nauueHToB
AETCKOro BO3pacTa, a Take y naluneHToB cTaple 18 net
M He CBA3aHbl C MOBbIWEHHbIM PUCKOM paKa Jenypoy-
HO-KMWEYHOro TpaKTa [22—24]. TepMUH «lOBEHUNbHBIH»
onpegenseT rMCTONOTMYECKYIO CTPYKTYpPY NOAWNa, a He
BO3pacTHble 0cobeHHoCTH 3abonesanus [10].

FeHeTUyecKMe acneKTbl 3a6oseBaHuUA

Ha cerogHAwHuii peHb OHK-gmarHocTuka nossonset
HalTW reHeTUYECKYI0 NpUYKUHY 3ab0NeBaHMsA He y BCex
NauMeHToB C CHUHAPOMOM OBEHUIBHOTO MOMMNO3a.
Tonbko B 40-60% cnyyaes y nayuentoB ¢ CHOM ypaet-
CAl BbIABUTb NATOreHHble BapuaHTbl reHoB SMAD4 wnn
BMPR1A, KoTopble pacnonoxeHbl Ha xpomocomax 18g21
1 10q22, cootBeTcTBeHHo [5]. MpumepHo B 20-30% cy-
yaes CHOM o6ycnoBneH NaToreHHbLIMM BapMaHTaMu reHa
BMPR1A, a B 20-30% — naToreHHbIMW BapuaHTaMu reHa
SMAD4. 06a reHa SBAAIOTCA CYyNPeccopamm onyxoneBoro
pOCTa, y4acTBYIOT B CUTHANbHbIX MyTAX bonemorphoge-
netic protein (BMP) u tpaHcdopmupylowero dakropa
pocrta-6eta (TGF-B), KoTopble BAUSAIOT HA TaKUe KNeTou-
Hble NpoLecchl, kKak pocT, anddepeHLMPOBKa M anonTo3
[6]. BonbWMHCTBO BapMaHTOB NpeAcCTaBAsiOT Ccoboil
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TOYKOBblE MyTauuu Uau HeGonbluMe feneuun/BcTaBku
B KOAMpYOLLMX 0bnactax, a npumepHo 15% BapuaHToB
ABNAIOTCA NPOTAXEHHBIMM nepecTpoiikamu [14,15].
MpubnnsutensHo 20-50% cnydyaes CUHAPOMA HOBEHMb-
HOro NMoNMNo3a He MMEIOT CEMEeNHOro aHamHe3a u 06y-
CNnoBJeHbl MyTaumamu de novo [14-16,25].

CornacHo uHdopmauuu ofHoit U3 Haubonee MOMHbIX
6a3 AaHHbIX O MyTauusx B reHome denoseka HGMD
Professional, B Mupe onucaHo Bcero 166 natoreHHbix Ba-
pnaHToB B reHe SMAD4 n 168 — B reHe BMPR1A. Bnonxe
BEPOATHO, YTO €CTb MATOTeHHble BapuaHTbl FEHOB, CBS-
3aHHbIx ¢ CHOM, koTopble elue He MAEHTUPULMPOBAHDI.

Knununuyeckas kaptuHa
MepBble KAMHWUYECKME NPOsBNEHNUA 3aboneBaHus yale
BCTpeyYaeTcs y NaluMeHTOB MyXCKoro nona (61%), Bos-
HUKaloT Ao 20-7eTHero Bo3pacTa M BKOYaloT B cebs
60/1b B XWBOTE, AMAPEI0, BbIAENEHNE KPOBU, @ TaKKe Bbl-
nafieHve noaumnoB Npu Ux NOKanM3aLunumu B NPAMON KuLu-
Ke [3,8,44].
Ha oCHOBaHMM BbIPAXXEHHOCTU KAMHUYECKWUX nposasne-
HUWiA 1 BO3pacTa UX BO3HWKHOBeHMA B 1975 rogy Obina
BblAeNeHa cnefyowasn KnaccM@uKaums 0BEHUIbHOTO
nonaunosa [30]:
® [eTCKUIA IOBEHUAbHBIN MONMNO3, KOTOPbIV XapaKTepu-
3yetcs 6onee paHHUM BO3HUKHOBEHMEM CUMMMTOMOB
u 6onee TAXeNbIM TeYeHeM 3aboneBaHus;
® |0BEHWbHBIN NOAUNO3 TONCTOM KUWKW W reHepanu-
30BaHHbIN 0BEHUJIbHBIN NOANNO3 — BapuabenbHble
topmbl ofHOro 3a60JeBaHUA, KOTOpPble XapaKkTepu-
3yloTca Gosnee MO3AHMM HayanoMm M pa3HoobpasHOi
KIMHUYECKON CUMNTOMATUKOMN.
[etckuit oBeHUNBHBIN NOAMNO3 — 3TO hOpMa, BO3HUKA-
tolas y AeTell paHHero Bo3pacta (nepBsble NPosiBAEHUS
BO3MOXHbI B BO3pacTe o 1 roaa), Ans KOTOPOil XapaKkTe-
PEH POCT NOIMNOB B XeNyAKe, TOHKOW KULWKE 1 TOACTOW
Kuwke. lMaumeHTbl CTpagaloT OT AUapewn, KPOBOTEYEHUHN,
MHBarnMHaLum.
Mo maHHbIM nUTepaTypbl, y NaLMEHTOB MiajLwei BO3-
pacTHoit rpynnbl (0T 5 o 14 neT) cKONNEHWA NOAUNOB
B 8% cnyyaeB NpMBOLAT K MOBbLIWEHHON MOTEPe CbIBO-
POTOYHbIX GENKOB Yepes XenyfouHO-KULWEYHBI TpaKT
C pa3BWUTMEM BbIPAXEHHOW runonpoTenHemuu (rumno-
anbbyMUHEMUS, TMNOraMMariobyIMHeMUs) U OTEYHOTO
cuHpgpoma [26,29,30].
Mpn TAXKeNoM TeyeHWU AETCKOro HOBEHWUNBHOTO MOAM-
no3a cMepTb OObIYHO HACTyMaeT B paHHeM BO3pacTe.
Kpome Toro, MHorne u3 3Tnx nauueHTOB MMEKOT BPOXK-
LEHHble aHOManuu, B TOM Yyucne makpouedanuio v reHe-
panu30BaHHyto runoToHuto [27].
B 3aBMCMMOCTU OT 06bEMA MOpPaAXKEHWUs OPraHOB XKeny-
LOYHO-KMLWEYHOrO TPAKTA OTAENbHO ObINK BbIfeNeHbl re-
Hepann30BaHHbI OBEHUAbHbLIA NOANNO3 U IOBEHWUAbHbIN
nosnno3 ToncToit kuwku [28]. Ha ceropHAWwHMA aeHb
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NPUHAT 00bEANHAIOWMIA TEPMUH — CUHAPOM IOBEHUNb-
Horo nonunosa. Kak npasuno, nepeble KAMHUYECKUe
NposBAEHNS BO3HMKAIOT B Bo3pacTe Ao 20 NieT v 3aBUCAT
OT MaTOreHHOro BapMaHTa Hacnefpyemoro reda [29,30].

KnuHuveckue nposBieHMA y NaLMeHTOB C NaToreH-
HbIM BapuaHToM reHa SMAD4

MaTtoreHHble BapuaHTbl reHa SMAD4 cBsizaHbl ¢ Gonee
4acTbiM, YeM Y MaLMEHTOB C NATOreHHbIM BAPMAHTOM
BMPR1A, nopaxkeHWeM BepxXHUX OTAENOB XeNyAo4HO-
KunweyHoro Tpakta (B 70% ciy4aeB) M MOBbIWEHHbIM
pUCKOM pa3BuTUA paka xenypaka (go 20%) [6,31-35].
B 30% cny4aeB BO3MOXHO CO4YeTaHWe C CUHAPOMOM
HacnefCTBeHHbIX reMopparMyeckux TeneaHrnosKTasui
(HTT, cunapom Penpato-Ocnepa-Bebepa) [7,31]. Mepsble
NpOABNEHMA B BUJE HOCOBbIX KPOBOTEUYEHUI Y NaLUEH-
ToB ¢ HI'T B 50-95% cny4yaeB BO3HUKaT go 20-neTHe-
ro sospacra. CHHAPOM HacneACTBEHHbIX remopparuye-
CKMX TeNeaHrno3KTa3uii BLICTABNAETCA MPU HanUuymuu
Tpex u 6onee U3 cnepyoWUX KIMHUYECKUX KPUTEPUEB
Kiopacao: cnoHTaHHble peLuanBUpYylOLME HOCOBbIE
KpOBOTEYEeHUs, MHOXECTBEHHble TefeaHrnMo3KTasuu
KOXW M CAM3UCTBIX 0OONOYEK, HaNU4ME COCYLMUCTHIX
ManbhopMaLnil B pasinyHbIX OpraHax, CeMerlHbI aHaM-
He3 3abonesaHus [36].

B pa6ote Lin A.E. 1 coaBT. 0TMEYAETCs, YTO HEKOTOPbIe
naTtoreHHble BapuaHTbl reHa SMAD4 npuBoaAT K ayTo-
COMHO-AOMUHAHTHOMY CUHApoMy Maitpa — 3abonesa-
HUIO COEAMHUTENBHOM TKAHN C MybTUCUCTEMHBIM NOpa-
XKEHWEM 1 YyMCTBEHHOW oTcTanocTslo [37].

KnuHnyeckue nposBneHua y naumeHToB C NaToreH-
HbIM BapuaHTOM reHa BMPR1A

Y HocuTeneit natoreHHoro BapuaHTa reHa BMPRIA peg-
KO BCTpevaeTca nopaxeHue BepxHux otaenos KT,
a nposBieHns 3a00NeBaHNA B TONCTON KULIKe Bapbupy-
I0T OT HaNM4YKUA CMELAHHOro Noanno3a (B KulKe onpe-
LenaTCcA Kak IOBEHWUNbHbIE, TaK U aleHOMaTOo3Hble Mo-
JUNbl) [0 BbIABNEHUA KOJOPEKTANbHOrO paka Ha (oHe
OTCYTCTBWS MONUMOB B TONCTOMN KuLwke [38]. HekoTopble
aBTOpbI AaXe BbILENAT OTAENbHbIA BUI, NOAUNO3HOIO
CMHOPOMAa — HaCNefCTBEHHbIA CMEeLaHHBIA Nonunos-
Hbi cuHapom (hereditary mixed polyposis syndrome —
HMPS), oTmeuas npu 3ToM ero 06YCNI0BAEHHOCTb NaTo-
reHHbIMK BapuaHTamu reHa BMPR1A [39,40].

Ha ocHoBaHWM aHanu3a AaHHbIX 1uTEpaTyphl GblNA CO-
CTaBfleHa Tabnuua, B KOTOPOi OTpaxeHbl pasinyHble
KNMHUYECKME TIPOSIBNIEHWUS CUHAPOMA OBEHWUIBHOTO
nonunosa y tex 40-60% nauueHTOB, Y KOTOpbIX yAa-
JIOCb BbISABUTb TEHETUYECKYl0 NpUYMHY 3aboneBaHus
(Tabn. 1).

Ha cerofHAWHUA JeHb ONA KAMHUYECKOW MOCTAaHOBKU
AWarHo3a CMHAPOMA OBEHWBLHOTO NoAUNo3a Heobxo-
AVMMO Hann4yne OAHOro U3 cieaywlnx kputepues [3]:

KOLOPROKTOLOGIA, vol. 23, N2 1, 2024
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Tabnuua 1. Pasnuyue KAUHUYECKUX NPOABAeHUL 8 3ABUCUMOCMIU OM NAMO2eHHO20 BAPUAHMA HACAEOYeM020 2eHa
Table 1. Differences in clinical manifestations depending on the pathogenic variant of the inherited gene

NatoreHHbI BapuaHT BMPR1A

NatoreHHbINt BapuaHT SMAD4

Pepkoe nopaxeHrue BepxHux otaenos XKKT

MopaxeHue BepxHux otaenos KT B 70% cny4yaes, BbICOKMIA pUCK
pa3BUTUA paKa enyaka

B ToncToi kuwke yauwe BCTpeYatoTCa afjeHoMaTo3Hble nonnsl,
XapakTepeH CMeLAHHbIA NOMNMO3, BO3MOXHO BbiAABNEHNE
KONOPEKTaNbHOTO paKa 6€e3 HanMyus NOANUNOB B TOACTON KULIKE

B ToncToi kuwke vauwe BCTPeYaloTCA IOBEHUJIbHbIE NONUMBI,
BO3MOXHO BblABNEHME aeHOMATO3HbIX

B 30% cny4aeB coyeTaHue C CUHAPOMOM HACNEACTBEHHbIX
reMmopparuyecknx TeneaHrnoIKTasni

1) Hannume 5 unu 6onee LOBEHUNbHbLIX NOANUMNOB B TON-
CTOW KULLKe;

2) Hannyne MHOXECTBEHHbIX 0BEHUIbHBIX MOJWUNOB
Ha MpOTAXEHUM BCEro KeNyLoYHO-KUIIEYHOTO
TpakKTa;

3) noboe KoANYeCTBO OBEHUBHBIX MOIMMOB NPU HANU-
YMM NAHHOTO AMArHo3a B CEMeHOM aHaMHese.

MauneHTbl C CMHAPOMOM KOBEHWIBHOTO MOAMMNO3a NOA-
BEpPXKeHbl MOBbIWEHHOMY PUCKY Pa3BUTUA KONIOPEKTaAsb-
HOTO pakKa, paka TOHKOII KULKN U XXeNyAKa, HO, B OTIMYNE
0T 60/bHbIX C cuHapomom [leitTua-Erepca u ageHoma-
TO3HbIM MOMMMNO3HbIM CUHAPOMOM, A JAHHOM Fpynnbl
NaLMeHTOB HexapaKTepPHbl BHEKMULWEYHbIE BUAbI 3/10Ka-
YecTBEHHbIX HOBOOOpPa30BaHmil [41,42].

KyMynsTUBHbIA PUCK KONOPEKTaNbHOrO paka cocTaBns-
et o7 17 po 22% B Bo3pacte 35 net n 68% — B BO3pacTe

Puck pasButusa paka

PucyHok 1. H0geHunbHble nonunsi moacmoli Kuwku (ocmomp 8 6esom caeme) — pomoepagpuu u3 apxusa omoena 3H0ocKonuye-
cKoli duaeHocmuku u xupypeuu @rbY «HMUL] kononpokmonoauu umeru A.H. Ponkux» Mur3dpasa Poccuu

Figure 2. Juvenile colon polyps (white-light examination) — from the archive of the Department of Endoscopic Diagnostics and
Surgery of the Ryzhikh National Medical Research Center of Coloproctology

PucyHok 2. f0geHunsHslie nonunsi moscmodi kuwku (A. Ocmomp 8 6esom caeme, B. Ocmomp 8 y3xom cnekmpe caema) — ¢omo-
epaguu u3 apxusa omoesna 3Hoockonuyeckoli duaeHocmuku u xupypeuu PrbY «HMUL kononpoxkmonoeuu umeru A.H. Pbixux»
Mun3dpasa Poccuu

Figure 2. Juvenile colon polyps (A. White-light examination, B. Narrow-band imaging examination) — from the archive of the
Department of Endoscopic Diagnostics and Surgery of the Ryzhikh National Medical Research Center of Coloproctology
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60 nert [4,43]. CpenHuWii BO3pacT MOCTAHOBKM fMarHo3a
KonopekTtanbHoro paka y nauuneHtos ¢ CHI cocraens-
eT 34 ropa. Jlnua ¢ JaHHbIM CUHLPOMOM TaKxe noj-
BEpXKeHbl MOBLILIEHHOMY PUCKY Pa3BUTUSA paKa Xe-
Ny[Ka W iBeHajuatunepcTHon kuwku — ot 11 go 20%
[3,4,44,45].

Teopuu KaHueporeHesa

PaHee cuutanoce, 4yto npu CHI 3n0KavyecTBeHHas
TpaHcdopMmaL s NoAMNOB NPOUCXOAUT B pe3ynibTaTte no-
CTOSIHHbIX MEXaHUYECKNX MOBPEXAEHMII U BOCNANUTENb-
HbIX U3MEHEHN [44,46].

MoMumo 3TOro cyllecTByeT Teopwus, BbipaalowWwascs
B MOCNeLOBATeNbHOCTU: raMapToMa-afeHoMa-afeHo-
KapuuHoma. B pesynbTate pocta noaunos, B HUX BO3-
HUKAIOT AUCMNACTUYECKNE U3MEHEHNSA, YTO B UTOTE NpU-
BOAWUT K Pa3BUTUIO ageHOKapuuHoMbl [47]. B 1994 r.
Subramony C. 1 coaBT. 0TMETU/IM, YTO HOBOOOPA30BaHMA
pa3mepom MeHee 1 cM npu natoMopdosornyeckoM uc-
CNef0BaHUN UMEIOT CTPYKTYPY, XapaKTEpHYIO ANf toBe-
HUbHbIX MONWMOB, OAHAKO NPU YBEAUYEHUU PA3MEPOB
ot 1 0 2,9 cM yBeNMYMBAETCA YaCcTOTa BCTPEYAEMOCTU
AUCNNACTUYECKUX W3MEHEHUN, Npu pasmepax Gosnee
3 CM 6ONBLIMHCTBO OBEHWIIbHBIX MOJIUMOB MOKPbITbI 3MU-
TeNMeM C JUCNNacTMYeCKUMU U3MEHEHUSAMU, BU3YaANIbHO
BbIFNALA KaK ageHoMbl [48].

Ho, yunTbiBas, 4To afjleHoOMaTo3Hble HOBOOOpPA30BaHUS
BCTpeyaloTcs 6onee yem B 50% Cyyaes y NalMeHTOB
C CMHAPOMOM IOBEHWILHOTO MOJIMN033, Haubonee Be-
POATHBIM ABNAETCA NPEANONOXKEHUE, YTO KONOpeKTab-
HbI paK y NaLWeHTOB pa3BMBAETCA U3 afeHOMATO3HbIX
CTPYKTYP MO KIACCUYECKOMY NYTU KaHUeporeHesa [49].

JHA0CKONMYeCKan KapTMHa

Moaunsbl Npu CUHAPOME IOBEHUABLHOrO NOAWUNO3a, Npe-
MMYLLECTBEHHO, TOKaNU3Yy0TCsA B TOACTON Kuwke (98%),
pexe B xenynke (14%) u B ToHKOW Kuwwke (7%) [3,44].
WNx makcumanbHOe KONMYeCTBO MOXeT AOCTUraTb He-
CKOJIbKUX COTEH.

tOBeHUNbHbIE MONUMbI ABNAIOTCA ramapToMamun — 06-
pasyloTca 13 HOPMasnbHbIX TKAHEH CTEHKU KULIKW B He-
06bIYHOM UX COYETAHUW C HapyLIEHUEM COOTHOLWEHUs
TKAHEBbIX 3/IEMEHTOB U NpeobnafaHueM CTPOMbI.
JIHAOCKONMYECKas KapTUHA lOBEHUNbHbLIX MONWUMOB AO-
CTaTOYHO BapuabenbHa: LOBEHUNbHbIE NOAUMbI TONCTOM
KMWKK nokanusytotcs B 70% cnyvyaeB B LUCTANbHOM
4aCTU CUrMOBUHON KUWKKU U B MPAMON KULIKE, MOryT
ObiTb Ha WWPOKMUX OCHOBAHWAX PAa3MEPOM B HECKOJIbKO
MUNUMETPOB, @ TAKKE Ha HOXKaX pa3MepoOM B HECKO/b-
KO caHTMMeTpoB. KpynHbie mosunbl MOTyT GbITb MHOMO-
LOJbYATbIMKM, TOTAA KaK MeNKUe MOAUMbl 0ObIYHO Kpyr-
nble 1 rnagkue. Ha noBepxHOCTU MOANNOB AOCTATOYHO
4acTo ONpPeAenalTCca 3p03nn U rPaHyNALMOHHAA TKaHb
[11,50].
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NHbunbTpaums okpyxatoweir nonunbl cnn3ncToin 06o-
noykmn (npusHak «chicken skin mucosa») Hanbonee ya-
CTO onpefenseTcs npu NOKanu3aLnm noamnoB B CUrMo-
BUAHOM W npsmoit kuwke [51,52].

Mpn aHanu3se nuTepaTypHbIX UCTOYHUKOB IHJOCKOMMUYe-
CKOe OnucaHue CTPYKTYpbl IOBEHWIbHBIX NONMMNOB TON-
ctoit kuwku npu CHOM BcTpedaeTcs TonbKo B paboTax
Brosens L.A. 1 coaBT, a Takxe van Hattem W.A. u coasr.
[11,12].

B ny6nukaumm van Hattem W.A. v coaBT. B 06Lieit Cnox-
HOCTM MOBEPXHOCTb 154 IOBEHWU/IbHLIX MOAUNOB ObiNa
OLeHeHa BO BpeMs 3HAOCKOMUYECKOro MccnefoBaHus
C NMpUMEHEHUEM KpacuTens u ysenuyeHus, 20 U3 nonu-
MOB TaKXe OblNN OLEHEHbI C MOMOLLbIO 3HAOLUTOCKOMMUN
(c ncnonb3oBaHMEM 3HJOCKONA CO CBEPXBBLICOKUM yBe-
nuyeHnem — x380). JHZOCKOMUYECKME W306paKEHUs
OLLEHMBANU C TOYKM 3peHus obLiero Buga nNoaunos, xa-
PaKTEpPUCTUKM NOBEPXHOCTU, LiBETA, PUCYHKA AMOK 3MU-
TeNNUs U COCYAMUCTOI apXUTEKTOHUKM [12].

CornacHoO noNyYyeHHbIM [AHHbIM, XapaKTEPHbIMU 3H-
LOCKOMUYECKUMI NPU3HAKAMU IOBEHWIIbHBIX MONMMNOB
ABNAKTCA: TMNepemMus NOBEPXHOCTU, HanMyue 3po3uu,
wanoyku 6enoii cnmsu. Mpu oueHKe CTPYKTYpbl NOBEpX-
HOCTY BbIABNAIOTCA OTKPbITbIE AMKU C BOCMANIUTENbHBIMU
M3MEHEHWUAMM, HU3KAS MNOTHOCTb SMOYHOrO PUCYHKA
[12]. OTKpbITbIE AMKM COOTBETCTBYIOT KMCTO3HO-paCLUM-
PEHHbIM }KeNe3nCcTbiM NPOTOKAM, 3aMOJIHEHHBIM CANU3bIO.
Hu3kas nnoTHOCTb AMOK 06YC/I0BNEHA YBEANYEHHbIM
MHTepCTULMANbHBIM 06bemMoM [53].

HecmoTps Ha TO, 4TO tOBEHMbHbIE MOMUMbI CYMTAIOT-
cs AO6POKAYeCTBEHHbIMU, B NUTEPATYype BCTpevatoTcs
eAVHUYHbIE ONUCAHNA OBEHUbHbIX MONUMNOB C AUCNNA-
cTuyeckummn nsmeHeHunsmu. O'Riordan u coasT. obHapy-
Xunu, uto 7-14% nonunos y nauueHtos ¢ CHOM moryt
UMETb AUCIACTUYECKMe u3MeHeHus [39].

B pa6ote Gao X.H. u coaBT. npu natomopdosornyeckux
uccnefoBaHuu 767 HOBOOOPA3oBaHWI Yy MaLWEHTOB
c CHON B 8,5% nonunos Obina BbifiBAEHA Nerkas guc-
nnasusa n B 0,3% nonunos — TsAXenas AUCNNasna unu
afileHoKapLuHoma [9].

Mo JaHHbIM NUTEPATYPbI, IOBEHUIbHbIA noaun 6e3 guc-
NNacTUYeCKUX U3MEHEHUN Yalle umeeT rnafkylo cde-
pUYeCcKylo, 3a4acTyld 3PO3MPOBAHHYI0, MOBEPXHOCTb.
MpW HanMuuuM JUCNNACTUYECKUX M3MEHEHWI y nonuna
yalye BCTpeyaeTcs [07bYaTas MOBEPXHOCTb U MPUCYT-
CTBYET BOPCUHYATHIN KOMNOHEHT [12].

YynTbiBas pefKylo BCTPeYaemoCTb B NUTepaTtype Co-
o0LleHni, HEOOXOAMMO NpoBeAeHUe AOMNONHUTENbHBIX
UccnefoBaHNi ANa NOATBEPKAEHUSA LAHHbIX BbIBOJOB.
MOMUMO IOBEHUABHbIX, Y 3TUX NALMEHTOB MOTYT BCTpe-
4aTbCA M alEHOMATO3HbIE NOUMbI, YTO 3aTPYAHAET Amnar-
HOCTUKY 3abonesaHus [9].

Blatter R. # coaBT. npoBenn peTpPOCNEKTUBHOE KO-
ropTHOe WCCNef0BaHWe, B KOTOpoe Obln BKAloYeH 221
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nauueHT ¢ CHOM 13 10 eBponeicKkux LEHTPOB, U YCTaHO-
BWUNU, YTO afl€HOMATO3Hble AW 3ybyaTble HOBOOOpPa30-
BaHMA B JONOJIHEHWE K OBEHUJIbHBIM MOAKUNAM BCTPeYa-
totca B 40-90% cnyyaes [7].

B 2022 ropy Rosner G. 1 coaBT. onucanu 8 nauneHTos
C reHeTUYeCKM NOATBEPKAEHHBIM CUHLPOMOM I0BEHUIb-
HOTO MOMNO3a UCKIKYUTENBHO C AAEHOMATO3HbBIMU MO-
JUNAMK B TONCTOM Kuwke [54].

BaxHO OTMETUTb, YTO C NOMOLLbIO UMEIOLMXCA IHAOCKO-
NUYECKUX KnaccuduKaLmnii CTpYKTYpY OBEHUbHbIX NO-
JINNOB ONMCATb HEBO3MOXHO [55-58].

B ctatbe Watanabe 1 coaBT. yka3aHo, YTO BO3MOXHO Bbl-
ABJIEHME MONIMMOB XeyLKa NpWU OTCYTCTBUM MOJMMOB
B TONICTOM KuwkKe [59]. Kak oTMeyanock paHee, nosunel
BEPXHUX OTLENOB XENYAOYHO-KULIEYHOTO TPaKTa U pak
XenyaKa yale cBA3aHbl C NaToreHHbIM BapUaAHTOM reHa
SMAD4 [31-33]. B HecKonbKuUX WCCNefoBaHUAX U3y-
4anocb MOpa)keHUe BEPXHUX OTAENOB XKeNyLOoYHO-KU-
WeYHOro TpaKTa Npu I0BEHULHOM MOAKUMO3e: NOMUMbI,
NpeuMyLecTBEHHO, ABAAKTCA TUNEpnIacTUYeCKUMH
M pacnonaralTcs B aHTPaNbHOM OTAeNe xenyaka [60-
62]. Take BO3MOXHO BbifABNIEHME TakUX Hecneuubuye-
CKMX NPU3HAKOB, KaK runepeMus, OTeK, KOHTaKTHas Kpo-
BOTOYMBOCTb C/M3MCTON 0bonoykn [6]. Leonard N.B.,
Bronner M.P. # coaBT. onucanu KNMHMYECKUN cnyvau
W3MEHeHWN, UMUTUpYIOWKUX bone3Hb MeHeTpue, BbisB-
JIEHHbIX Y MALMEHTKN C reHETUYECKM NOLTBEPKAEHHbIM
CUHIPOMOM tOBEHUNbHOTO noannosa [63].

B TOHKO KuLLKe Nonunbl BbIABAAIOTCA pefko (B 7% chy-
YaeB) U, NPEUMYLLECTBEHHO, IOKANU3YETCA B ABEHAALA-
TUNEPCTHON KulkKe [3,44,64—66]. Wain v coasT. obHa-
PYXWUNU, YTO NONUMNBI ABEHAALATUNEPCTHON KULWKK YaLle
BCTPeYatoTca y HOCUTeNel NaToreHHoro BapuMaHTa reHa
SMAD4 [65].

Mopdonoruueckoe nccnepoBaHume

[Mnepnnasma MYUMHO3HBIX XEeNne3 W CIAU3NUCTbIX KUCT
pa3HbiX pa3MepoB — XapaKTepHbIE W3MEHEHUS, KOTO-
pble BbIABAAITCA NPKU NaTOMOPdONOrNYecKoM UCCNef0-
BaHUW IOBEHWJIbHBIX NONMNOB. [laHHble moaunbl COCTO-
AT 13 auddepeHLMPOBaHHbBIX XeNne3ncTblX NPOTOKOB,
a Xenesnucrtas MojocTb pacliMpeHa B pPas3HOi CTeneHu.
ITo pacwmpeHune ob6bIYHO COMPOBOXKAAETCA MHTEPCTU-
UManbHoOW runepnnasveit U UHGUAbTPALUEN CTPOMBI
60/1bWMM KONMYECTBOM BOCMANMUTENbHbIX KNETOK, TaKNX
Kak nuMbOLUTbI, Na3MaTuYeckne KNeTku, HeTpodusl
n 303uHOGuAbl [67]. 3auacTyio Ha MOpdoNornyeckom
VYPOBHE TPYLHO OTJIUYUTL OBEHWUIIbHbBIE NONMUMbLI OT BOC-
nanuTenbHbIX noaunos [53,68].

IuddepeHumnanbHbiv AnarHos

Ons npoBegeHua puddepeHuManbHOro AMarHosa
BAXHbl: TIWATeNbHbIA cOOP aHamMHe3a, Y4yeT KAUHU-
YeCcKOM W 3HAOCKOMUYECKOM KapTWHbI, pe3ynbTaThl

CunapoMm oBeHunbHoro nonunosa (063op nuteparypei)

MOpGONOrMYeCcKOro UCCNefoBaHNUsA U MONEKYAAPHO-Te-
HeTuyeckon AuarHoctuku. pu nposegeHun pudde-
peHumansHoro puarHosa CHOM HeobxopuMO y4uTHIBaATH
cnegyoume 3aboneBaHUs M COCTOAHMA: CeMeiiHbli
aileHOMaTO3HbI NONMNO3HbIA CUHAPOM (Knaccuyeckas
u aTTeHyupoBaHHas topma), MutYH-accounmnpoBaHHbIi
noauno3s, cuHapom Meiitua-Erepca, cuHapom KayaeHa,
BOCNaNUTeNbHbIE MOAUMbI WM NCEBLOMNOAWUNbLI TONCTOM
KWWKKM (KaK NpU3HaK paHee NepeHeceHHOro BblPaXeH-
HOro BOCManeHus), Cnopajguyeckue HOBEHWU/bHbIE MO-
JIUMbI, 3HAOMETPUO3 TONCTON KWWKKM (MOAUMOBMAHASA

cdopma) [80].

JledeHue 1 MOHUTOPUHT NALUEHTOB
JHpOCKONMYECKOe yAaneHWe MOJWMOB ABAAETCA Mpu-
OPWUTETHLIM METO[IOM JIeYeHUs NaLMEHTOB C CUHLPOMOM
toBeHUAbHOro nonuno3a [27]. CornacHo pekomeHpa-
LMAM eBpONeicKoro obuiecTsa racTpOMHTECTUHANBHOI
aHgockonun (ESGE) cnepyet yaanaTb nonunsl TOACTON
Kuwku pasmepom 6onee 1 cm [69]. BoiGop cnocoba 3H-
LOCKOMMYECKOr0 yAaneHus 3aBUCUT OT 3HAOCKOMMUYe-
CKUX XapaKTepUCTUK HOBOOOPaA3OBaHWA W OCHALleHUs
KAMHUKKM. Ha ceropHAWHMA AeHb LOCTYNHbI TaKUe MeTo-
AVKW, KaK nonunaktomus, mykoszaktomus (EMR), auccek-
uusa B nogcnmsuctom cnoe (ESD).

HecmoTps Ha npuoputeT 3HAOCKOMUYECKOTO NleyeHus
AaHHOI rpynmMbl NALMEHTOB, €ro NPUMEHEHNE BO3MOXHO
TOJIbKO NMpW NPaBUNbHON U CBOEBPEMEHHOI NOCTAHOBKE
AWarHo3a, 4To ObIBAET 3aTPYLHUTENbHO, 0COBEHHO Koraa
NpW 3HLO0CKONUYECKOM UCCNe0BaHNM B TONCTON KULIKE
onpenensTCa TONbKO afleHOMATO3Hble MOAUMbl, @ Npyu
MONEKYNAPHO-TeHETUYECKOM WCCNefO0BaHUM He ypa-
eTCA OnpefenuTb NatoreHHble BapuaHTbl reHoB SMAD4
n BMPRIA. B nutepaTypbl OnucCaHbl Cay4Yau, KOrna Bbl-
AIBJIEHHblE MHO)XECTBEHHbIE MOAWMbI B TONCTON KULIKE
TPaKTOBaNM, KaK CeMeliHbli afeHOMaTO3HbIi Noanno3-
HbIii CUHLPOM U BBIMOJHANM COOTBETCTBYIOLME Onepa-
TUBHblE BMewaTenbcTBa [9,10].

Bcraet Bonpoc, 4To He06X0AMMO BbINOAHUTL B NEPBYIO
oyepefib: MONEKYNAPHO-TEHETUYECKOE WCCNef0BaHue,
KOTOpoOe He BCerpa no3BoiseT OnpefennuTbes C LUarHo-
30M, WAU HENOCPEeACTBEHHO MPUCTYNUTb K XUPyprude-
CKOMY NneyeHuto?

Nowicki M.J. 1 coasr., a Takxe Oncel M. v coaBT. Bbige-
NN cnepylowmne KpUTepumn oNs BbINONHEHUS XUPYpPru-
YEeCKOrO IeYEHUA: KOJIIKTOMUA MOXKET OblTb BbINONHEHA
npu GONbLWOM KONMYECTBE MOJUMOB, KPYMHbIX MONMNAxX
WM NOAMNAax C MOJO3PEHUEM HA 3/10KAYECTBEHHYIO
TpaHcdopmauuio [70]. Mpodunaktuyeckas paguKanb-
Has onepaLus MoKasaHa nauueHTaMm C nojunamu Ton-
CTOV KULWKK, He NOAAALWUMUCA IHAOCKONUYECKOMY Ne-
yeHuio (> 50-100 nNonMNOB), OBEHUNBHLIMM NOAUNAMY
C UCNNACTUYECKUMU U3MEHEHUAMMY, @ TaKXKe NaLMeHTam
C TSXKENbIMU KEeNYLOYHO-KMIWEYHbIMU KPOBOTEYEHUAMY
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Ta6nuua 2. Cpoxu 3HOOCKONUYECK020 HABIAHUS NAYUEHMOB C 0BEHUbHLIM NOUN030M [65]
Table 2. Terms of endoscopic observation of patients with juvenile polyposis

Bospact Hayana

UccnepoBaHue

C12-15 net

KonoHockonus kaxable 1-3 roga

C 18 net

3rACy nayMeHToB € naToreHHbIM BapuaHToM reHa SMAD4 kaxpple 1-3 roaa,
BMPR1A — Hayano B 25 net c uHtepsanom 1-3 ropa

Ta6bnuua 3. Cpoku HabAeHUs 30 NAUUEHMAaMU ¢ CUHOPOMOM HACeOCMBeHHbIX meseaHzuoIkmasuli [71]
Table 3. Duration of observation of patients with hereditary telangiectasia syndrome

Bospact Havana

UccnepoBaHue

[leTcknit Bo3pacT (Ha MOMeHT
NoCTaHOBKM AnarHo3a)

[leTAM Heo6X0ANMO NPOIATH CKPUHWHT HA HAaNWYMe COCYANCTON Manb(GOpMaLIMM rONOBHOTO MO3ra
1 NpoiiTn He meHee 1 nocnepytowen MPT B neprod nonoBoro co3peBaHns

Bcem nauymenTam ctapue 35 net

ExxerofHas oLeHKa YPOBHA remorno6uHa unm remaToKpuTa

unu guapeei [71,72]. Ho, yunTbiBas aKTMBHOE pa3BuTue
3HAOCKOMMUYECKOH XUPYPriK, [aHHble KPUTEPUU MOTYT
ObITb NEPECMOTPEHBI.

Xupypruyeckue BapuaHTbl NleYeHWUs BKKOYAOT cybTO-
TaNbHYK KON3KTOMUIO C UNIEOPEKTabHbIM aHAaCTOMO30M
WAU TOTaNbHYIO KONMMPOKTIKTOMUIO C POpMUPOBAHMU-
€M TOHKOKMWeyHoro pesepsyapa. Kak u npu MutYH-
accouMMpOBaHHOM MONUMO3HOM CUHAPOME, XUPYpru-
yeckuil 0ObEM OMepaTUBHOrO BMELATENbCTBA MOXKET
3aBUCETb OT PacnpoCTPAHEHHOCTU MOMUMNOB B NPAMOIA
Kuwke [72].

Mpu BbISBNEHUN NOAKUNOB B XKeNyaKe 3HLOCKONUYECKOE
neyeHne MoXeT ObITb 3aTPYLHEHO, U NALMEHTAM NpU Ha-
NIMYUU CUMNTOMOB (HanpuUMep, TAXKENON aHEMUM) MOXKET
notpe6oBaTbCsa CybTOTANbHAA UM TOTaNbHAsA pe3eKuus
xenypka [73].

Mocne npoBefeHUA XUPYPruyeckoro neYeHus naLmneHTsbl
HYXAAKTCA B PEryIspHOM NOCNEONepaLnoHHOM 3HAO-
CKOMMYECKOM HabNioAeHN M, CPOKU KOTOPOTO Ha Cerof-
HAWHWIA AeHb YETKO HE OnpejeneHbl.

CKpUHUHT 1 HabnogeHue

B HauMOHaNbHBIX KIMHUYECKUX PEKOMEH[ALMAX B Ha-
cTosillee BpPeMsA HET anropuTMa AMArHOCTUKM, NeveHus
¥ nocnepylowero Habno[eHUs NaLMeHToB C CUHAPOMOM
IOBEHUILHOTO MO/IMMO33, YTO FOBOPUT O HEobXoaMMO-
CTW [JanbHeillWwux MccnefoBaHUn pns ero paspaboTku
u BHeppeHus [74,75].

PyTUHHOE reHeTUYecKoe TeCTUpPOBaHME iETEN C PUCKOM
pa3sutua CHOM cnepyeT HaunHaTh B Bo3pacTte 12—15 ner.
[letsim, y KOTOPbIX Pa3BMBAETCA peKTaNlbHOE KPOBOTEYe-
HMe paHblle 3TOro BO3pacTa, CieflyeT NpoiTU KONOHO-
CKOMUIO, @ 3aTeM MPUCTYNUTb K FEHETUYECKOMY UCCNEf0-
BAHMIO NPU BbIABJIEHUW NOSIMMNOB TONCTON KUWKK [76].
HapyweHue ctyna (auapes), BbinajeHne noaunos, Bbi-
JefleHne KpPOBW Npu akTe pedekauuu, KnuHuYeckue
NposiBeHUA aHEMUM, MONOXKUTENbHBIA aHanu3 Kana
Ha CKPbITYI0 KPOBb ABNAIOTCA NMOKa3aHUEM JNiA BbINOJ-
HEeHMWS 3HAO0CKOMMYeCcKoro nccnepoBarms opraHos KKT.
Take He06X0AMMO BbIMONHUTL IHAOCKOMUYECKOE MUC-
CNefioBaHMe y NalUMeHTOB, OTHOCAWMXCA K rpynnam

KOJNOMNPOKTONOINS, tom 23, N2 1, 2024

pucka (Hanpumep, POACTBEHHWUKM NALMEHTOB C NONU-
No3HbIMK CUHApPOMamu) [77].

Cpoku Hayana 3HLOCKOMWUYECKOrO UCCNeOBaHUA U MO-
cnegylouero HabntogeHus npusefeHbl B Tabauue 2.
KonoHockonus pekomeHfoBaHa NauueHTaM WAu pof-
CTBEHHMKAM MALMEHTOB, HauYMHas ¢ 12—15 neTHero Bo3-
pacTa c uHTepBanom pa3 B 1-3 ropa. Cpoku BbINOSHEHNA
330¢haroracTpoAyoseHOCKONNM 3aBUCAT OT BbISBIIEHHO-
ro NaToreHHOro BapuaHTa reHa: y naLueHToB C NaToreH-
HbIM BapuaHTOM reHa SMAD4 kaxpable 1-3 roaa, HaunHas
¢ 18 net. Y nauMeHTOB C NaTOreHHbIM BapUaHTOM reHa
BMPR1IA — Hayvano B 25 neT ¢ uHTepBanom 1-3 ropa
[69].

[laHHble CPOKM HabNlOAeHUs TaKKe OTPaXKeHbl B AMOH-
CKUX KIMHWYeCKUX peKomeHpauusax ot 2023 ropa
Mo [OMArHOCTUKE W NIEYEHUIO CUHAPOMA HOBEHWUIBLHOTO
nonunosay feteit u B3pocnsix [80].

PyTMHHOE BbINONHEHWE BUAEOKANCYNBHON 3HAOCKONUM
LaHHOM rpynne nauueHTOB He peKOMeHL0BaHO. TeMm He
MeHee, OHO MOXeT MPUMEHATLCA Yy MALWEHTOB C NaTo-
reHHbIM BapuaHToOM reHa SMAD4 v ¢ Hanuumem cocyau-
CTbIX Manbcopmaumnii (B TOM yucne, NPeanoNoXUTENb-
HO, B TOHKO/ KWLWKE), C KNTMHUYECKUMI NPOABNEHUAMN
aHeMuK, HeCMOTPA Ha 3HJOCKOMMUYECKoe yAaneHue no-
JIUNOB M TWATENbHOE 3HLOCKOMMYECKOe UCCNefoBaHue
opraHoB JKKT [69]. IkcnepTsl ESGE pekomeHpytoT orpa-
HUYUTBCA OCMOTPOM 12-MepCTHOMN KWUWKKM Y NALUEHTOB
C CMHAPOMOM 0BEHUABLHOTO Noauno3sa [78].

CornacHo peKomeHpauusm HHT Foundation
International, naumenTbl ¢ myTaumeit SMAD4 pomXHbI
MPOXOLUTb CKPUHUHT 15 BbIABNEHMS COCYAMUCTLIX NOpa-
YXEHWN, CBA3AHHbIX C CUHLPOMOM HacNeACTBEHHbIX Tefe-
aHrMO3KTa3mnii: B MOMEHT MOCTAHOBKM iMarHo3a cinepyet
MPONTU CKPUHUHT HA HaM4Me COCYAUCTbIX Manbhopma-
M1 TONOBHOTO MO3ra, a TaKXe MPONTU HE MeHee OfHOM
MPT B nepuop nonoBoro co3peBaHus. HaunHas ¢ BO3-
pacta 35 neT, nayMeHTaM HeobX0AMMa eXxerogHas oLeH-
Ka ypoBHA reMornobuHa unu rematokpura [79].

Mpn BbIABAEHWUM COCYAUCTON ManbdopMauuu nerkoro
NpuM NOCTaHOBKE AMArHO3a pEeKOMeHAYeTCs nocnepy-
lollee HabnogeHne Kaxable 3-5 NeT ¢ nposefeHuUeM
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