Poccuiickuii xypHan JETCKOW TEMATOJIOTUY u OHKOJOTUU 4 2021 I I.

https://doi.org/10.21682/2311-1267-2021-8-4-95-102

(c9

Cungpom Melimua-Erepca: mynbmugucyunauHapHblii noagxon
B AUarHoCmMuKe Ha npuMepe KnuHu4yecKkoro cnyyad

T.C. Beabnuesna', T.B. Hacenkuna? 3, T.T. Basmes" ¢, H.B. Marunan', O.A. Maymxosa'4, B.B. CemenoBa'=3,
B.M. Kozmosa!, T.I1. Kazyockas', 1.B. Bumuesckasa', C.H. Muxaiinosa', C.P. Bapdonomeena!

IOIBY «HMHUI] onkonoeuu um. H.H. baroxuna» Munzopaea Poccuu; Poccus, 115478, Mockea, Kawupckoe wocce, 23;
2OIrbYH «HUncmumym monexyraphoti buonroeuu umenu B.A. Dneenveapoma Poccuiickoil akademuu nayi»; Poccus, ICII-1, 119991,
Mockea, ya. Basunosa, 32, *OI'FY «HMHUI] JITOU um. Jimumpus Poeauesa» Munzopaea Poccuu; Poccus, 117198, Mockea,
ya. Camopor Mawena, 1; *OT'BOY JII10 PMAHIIO Munszopasa Poccuu; Poccus, 125993, Mockea, ya. Bappukaounas, 2/1, cmp. 1

Konmaxmnuuvie dannvie: Tamvsna Cepeeesna beaviuesa klinderma@bk.ru

Cunopom lleiimya— Eeepca (CIIE) s6asemcs pedkum HacaredcmeeHHbIM 3a001e8aHUeM (2eHO0ePMAMO30M) ¢ AYMOCOMHO-00MUHAHMHbIM
munom Hacaedoganus, o0yciroeaenHvim mymayusmu 6 eene STK11. B cmamoe onucan aneopumm duaenocmuku CIIEy demeii na npumepe
KAuHUu4eckoeo cayyas. Y nayuenmku 5 aem ¢ xapakmeproii ons CITE nuemenmauyueii causucmoii 6 oonacmu 2y0, He umeroueli OomseoujeH-
HO020 ceMellH020 aHaMHe3a, NPoeedeHo eeHemu4ecKkoe mecmuposanue u gviaereHa mymauus de novo 6 eene STK11 (¢.543C>G, p.NI1SIK).
C yuemom 6o3moducrozo noaunosa npu CIIE evinoanerno sndockonuueckoe odcaedoganue jiceay0ouHO-KUueuHo20 mpaKkma, npu Komopom
OGHapyIceHbl NOAUNDL JCeNYOKA, 8 MOM YUCAe MHONCECMBEHHbLE 2AMAPMOMHble NOAUNBL, YO HOAHOCMbI) COOMBEMCMEYem KAUHUHECKUM
Kpumepusm 3a001€6aHUS.

Ilpedcmasnennblii KauHuuecKuil npumep ceudemenbcmayem 0 HeodXo0UMocmu Koanre2uanbhozo Haoawdenus 6oavrbix ¢ CIIE ¢ npuéae-
YeHuem 0epMamonoea, eeHemuKd, épaia 3HO0CKONUHECKOl OUAeHOCMUKU, 0emCK020 OHK0A02A (6 MOM HUCAE 8 C853U C BbICOKUM PUCKOM
Pa38uUMUsl 310KA4eCMBEeHHbIX HOB000PA308aHUIL NO Mepe 83POCAeHUs PeOeHKa).
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Peutz—Jeghers syndrome: a multidisciplinary approach to diagnosis based on a clinical case
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Peutz—Jeghers syndrome (PJS) is a rare autosomal dominant disease (genodermatosis) caused by germline mutations in STK11 gene. The
article describes an algorithm for PJS diagnostics in children using a clinical case as an example. A 5-year-old female patient without
any family history underwent a genetic testing because of the buccal mucosa pigmentation, which is the one of the major signs of PJS. De
novo mutation in the STK11 gene was found (c.543C> G, p.N181K). Taking into account the high risk of polyposis in PJS, an endoscopic
examination of the gastrointestinal tract was performed. Gastric polyps were found, including multiple hamartoma polyps, which fully met the
clinical criteria of the disease.

The reported case shows an importance of multidisciplinary approach to PJS management. Multidisciplinary team should include
dermatologist, clinical geneticist, endoscopist, and pediatric oncologist due to the high risk of developing malignancies as the child grows older.
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I'eneTnueckue ocHoBbl cunapoma Ileiitna-Erepca

Cunpgpowm Ileittua-Erepca (CITE) (cuHOHUM — Tiepu-
opudUIIMATbHbIA JEHTUTMHO3) — PEIKOe HaclleJICTBEH-
HOe 3a00jieBaHME C ayTOCOMHO-IOMUHAHTHBIM THUIIOM
HacJIeIOBaHUsI, UIsI KOTOPOTO XapaKTepHO HapylleHue
MUTMEHTALIMU KOXU U CIM3MCTBIX, 0Opa3oBaHUe raMap-
TOMHBIX ITOJIUMOB XeyaouHo-kuiedHoro (KKT), apixa-
TEJIHLHOTO M MOYEIIOJI0BOrO TPAKTOB, MOBBIIIEHHBII PUCK
Pa3BUTUST OHKOJIOTUYECKMX 3a00JIeBaHUIA B TEUCHUE K13~
Hu. CornacHo gaHHbIM Jutepatypbl, CITE BcTpeuaeTcs
c vactotoii 1 ciayyaii Ha 50 000—200 000 HOBOPOXKAEHHBIX
[1]. PazButue CIIE cBsizaHO ¢ HaJW4ueM MaTOT€HHbBIX
mytauuii B reHe STKI1I (npexHee Ha3zBaHue — LKBI),
KOTOpPBII pacmoyioxkeH Ha xpoMocoMe 19p13.3 u coctout
u3 10 5K30HOB, 9 U3 KOTOPBIX KOAUPYIOT CEPUH-TPEOHUH
KuHa3zy, coctosiuyto u3 433 amuHokucaoT [2]. Iloreps
¢yHkuun STK]1 npuBOAUT K HApYLIEHUIO MOJSPHOCTU
KJIETOK, aKTUBHUPYET JIUTEIMAIbHO-ME3eHXUMAaIbHbII
repexo/, HapyllaeT IPOLIeCChl alonTo3a, aHTMOreHe3a
M HOPMAaJIbHOTO MPOXOXACHUs KJIETOYHOTO IIMKJIA, YTO
B KOHEYHOM MWTOIe BEIeT K HAKOIUIEHWIO BTOPMYHBIX
M3MEHEHUI B SMUTEIUM KUIIEYHUKA U (OPMHUPOBAHUIO
raMapToMHbIX ToaunoB [3]. CorjnacHo JaHHBIM JIMTEpa-
Typbl, TaTOreHHble MyTalluu B reHe STKI1I oOHapyxXu-
BaOT y 75—94 % maiueHTOB ¢ KJIMHWYECKOW KapTUHOM
CIIE. B 64 % ciydaeB BCTpedaloTCsl TOYCUHbBIE MYyTallUH,
B 30 % — kpymnHbie geneunu [4]. Okono 55 % GONBHBIX
HE UMEIOT OTSITOIIEHHOIO CEMEHOro aHaMHe3a, B CBSI3U
C YeM MOXHO MPEATOJOXHUTh, YTO B ITOJIOBUHE CIIydacB
obpazoBaHue MyTaLuii B reHe S7K1 1 ipovcxoaut de novo [5].

Kinnnyeckue nposiBieHust

K ocHoBHBIM KiIuMHUYecKUM mnposBiaeHussm CITE
OTHOCSIT HapylleHWEe MUTMEHTAUN KOXU U CIU3ZUCTHIX,
nounos XKKT, nbixareIbHOro 1 MOYEIoJI0OBOIO TPaKTOB
M TIOBBIIICHHBIN PUCK Pa3BUTUsI OHKOJIOTMYECKUX 3a00-
JIEBAHUM.

Hawubosee mmpoko KCoib3yeMble TUarHOCTUYECKUE
kputepuu CITE, ocHOBaHHbIE HA KIIMHUYECKUX MPU3HA-
Kax, MpeJcTaBieHbl B Ta0. 1.

Hapywenue nuemenmauuu Koxcu u cAU3UCMbIX

Kak mpaBwio, Ipu3HaKu HapylIeHUsI TUTMEHTALUU
npu CIIE nposBisgiorcss B MiaeHYECTBE WIM PaHHEM
JIETCKOM BO3pacTe M XapaKTepHM3yIOTCs HaJIMYUEM ITUT-
MEHTHBIX IISITeH — JIEHTUTO. JICHTUro JIOKaIu3yroTCs Ha
KpacHOI KaitMe Iryd, ocobeHHO Ha HIKHel (94 % nauueH-
TOB), CJIM3UCTOI 000JIOUKE TMOJOCTH PTa, Ha KOXKE BOKPYT
pra, ek (66 %), kucreit u cron (74 % u 64 % coorser-
cTBeHHO). PasMep msiTeH, Kak MpaBWJIO, COCTABJSIET OT
1 10 5 MM, OHU UMEIOT KPYIJYIO UM OBaJIbHYIO (hOpMYy
M OKPacKy OT TEMHO-KOPMYHEBOM 10 CMHEBAaTO-KOPUY-
HeBoii. B psine ciyyaeB MUIMEHTHBIE ISITHA BCTPEYalOT-
Csl TaKXKe Ha TeHUTAIMSIX, B IIepUaHaJIbHON 00J1acTH, Ha
KOKe BEeK U CIM3UCTONM KOHBIOHKTUBHI [10—12].

Tadmuna 1. Kaunuueckue kpumepuu ¢ duaenocmuice CITE [6]
Table 1. Diagnostic criteria of PJS [6]

1. IBa n 6osiee CITE-accounupoBaHHbIX nmonaunoB B KKT wau
Two or more PJS-associated gastrointestinal polyps or
2. Onut CII1E-accouuupoBannbiii mosun B 2KKT B coueTanumn
¢ kiaccnyeckoi CITE-nurmMeHTalmei Ui OTSITOLIEHHBIM CeMeli-
HBIM aHAMHE30M
One PJS-associated gastrointestinal polyp with either classical PJS
pigmentation or a positive family history of PJS
Kpurepuu BcemupHoii opranusamuu 3apasooxpanenus, 2000 [8]
WHO criteria, 2000 [8]
A: Hannuue B cembe ciydaeB CITE u
Positive family history of PJS and
1. JTto60€ KOIM4eCTBO rMCTOIOTMYECKH BEPUMDUIIMPOBAHHBIX MOJIM-
OB Ul
Any number of histologically confirmed polyps or
2. XapaxkrepHas it CITE murMeHTammsi KOXX¥ U CITM3UCTBIX
Pigmentation of skin and mucous membranes characteristic of PJS
B: OtcyrcTtBue cemeiiHoro anamHesa CITE u
No family history of PJS and
1. He meHee 3 rucronornyecky BepubuLIPOBAHHbIX TIOJIUIIOB Ual
3 histologically confirmed PJS polyps or
2. JIroboe KOMMuecTBO MoaumoB U xapakrepHast st CITE murmen-
Talust
Any number of histologically confirmed polyps and specific skin and
mucous membranes characteristic of PJS
Kpurepun Beggs et al., 2010 [9]
Beggs et al. criteria, 2010 [9]
1. JIBa 1 GoJiee TUCTOIOrMYECKU Bepru(GUIIMPOBAHHbIX MMOJIUIIA WAl
Two or more histologically confirmed PJS polyps or
2. JTlto60e KOIMYECTBO MOJIUIOB MTPU HATMYMU Y TTALMEHTa OJTU3KUX
ponctBeHHUKOB ¢ CITE wiu
Any number of PJS polyps in an individual who has a family history of
PJS in close relatives or
3. Xapaxkrepnast it CITE murMeHTamys y maiyueHTa mpu HaTnIun
O6m3kux poacTBeHHUKOB ¢ CITE wau
Specific skin and mucous membranes characteristic of PJS in a patient
who has a positive family history of PJS in close relatives or
4. JT1o60€e KOJIMIeCTBO TMOJIMITOB ITPU HAJIMYUY y TIAIIMEHTA XapaK-
tepHoit st CITE nurmeHTaimm
Any number of PJS polyps in an individual who has specific skin and

mucous membranes characteristic of PJS
|

Tucronornuecku koxHblie nposiBiaeHust CITE xapak-
TEPU3YIOTCS YBEJIMYCHUEM KOJIMYECTBA IMUIMEHTA MeJia-
HUHAa B KJIETKax 0a3aJlbHOTO CJIOST SITUAEpMUCa, KOTOPOe
COITPOBOXIAETCS YBEJIMYEHMEM 4YHCIa MEJaHOLIMTOB,
B BepxHUX oTIeIax AepMbl BU3yaIu3UpPyIOTCs MeJaHoda-
'Y B OOJIBIIIOM KOJIMYECTBE, MHOTIa MeJIaHWH pacliojara-
eTcsl BHEKJIeTouHo [13].

Huddepenumnanbhbiit nuarto3 y aeteii ¢ CITE npoBo-
aat ¢ cunapomom LEOPARD, HacnenctBeHHbIMU (Op-
MaMM JICHTMTHHO3a, B CTaplieil BO3pacTHOM IpyIirne —
¢ cungpoMoMm Jloxbe—XyHuukepa (Laugier—Hunziker
syndrome, LHS), mist koToporo He xapakTepHo o0pa30-
BaHUe TMOJUIOB KUIIeyHuKa [ 14, 15].
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Poccuiickuii xypuan JETCKOM TEMATOJIOTUW u OHKOJIOTUU

Iloaunwt

INpu CIIE nonuner 2KKT o6HapyxuBaloTcst y 00JIb-
IIMHCTBA MaureHToB. OHU 00pa3yIOTCs B TIEPBOIA IeKane
KHU3HU, B 33 % cilydaeB UX OOHApYXMBAIOT B BO3pacTe
1o 10 yet, y 50—60 % 6oabHbix — mo 20 et [12]. Yarie
BCETO OHU JIOKAIM3YIOTCS B TOHKON M TOJICTOM KHIIIKE
(64 % nauueHTOB), TAKXKE BCTPEYAIOTCS B XKeJIYIKe U IIpsi-
Mot kuike (49 % u 32 % coorBercTBeHHO) [16, 17]. Kak
MIPaBUJIO, TIOJUIIBI PACTIONIOKEHBI TPYIIIaMU, UX pa3Mep
MOXET BapbHpPOBaTh OT HECKOJIBKMX MIIIAMETPOB IO
HECKOJIBKMX CAaHTUMETPOB. Y MeTeil ITOJIUII03 KHIIeU-
HUKA MOXET TPOSIBISATHCSI TaKUMM HeCTIeIN(DUIeCKIMI
CHMIITOMaMU, KaK aHeMUs, HaJIMIKe KPOBU B KaJie, IIPH-
3HakKaMu Majbabcopouuu [18]. Hepenko manudecTauus
CIIE cBs3aHa ¢ KIIMHUYECKOW KapTUHON OCTPOIi KUIIeU-
HOI HENPOXOIUMOCTH, KEIYIOYHO-KUIIEYHOTO KpPOBO-
TeueHus1. PUCK pa3BUTUS TOHKOKWIIECYHOU HETIPOXOI-
Moctn y aereit 1o 18 ner mpu CITE coctasisier 68 % [19].
B TeyeHue XU3HU TMOJIUIBI MOTYT MaJJUTHU3UPOBATHCS.
[Mauunentam ¢ ycraHoBieHHBIM auarHo3oM CIIE peko-
MEHJOBAHO pPEryJisipHOe HaOJI0JeHUEe C MPUMEHEHUEM
SHIOCKOMUYECKNX MeTonoB Busyanusauuu KKT, Haum-
Has ¢ Bo3pacrta 8 jiet [9].

Puck onxoaoeuueckux 3aboaesanuii

CornacHo maHHbBIM Jutepatypbl, nipu CIIE puck
pa3BUTHST 37I0KAaYeCTBEHHBIX HoBooOpaszoBaHuit (3HO)
B TeYeHUEe XU3HU cocTabisieT 55—85 % [20, 21]. Yaiue
Bcero y nauueHToB ¢ CITE pa3BuBaeTcst KOJIOpEKTaJIbHBI
pak, KyMYJISITUBHBIN PUCK K Bo3pacTy 60 JIeT cocTaBisieT
28 % [22]. TloBblllleH pUCK pakKa MUIIEBOJIA, KEIyIKa,
ITOKEIyIOTHOM KeJie3bl, TOHKOTO KHIleuHnKa. [lomu-
MO TOTO, OTMEYaeTCsI TTOBBIIIeHNEe prcKa pa3sutust 3HO
BHEKUIIIEYHO JIOKATU3alnu. Tak, pucK paka MOJOUYHBIX
JKeJie3 paBeH TaKOBOMY Y HOCHUTEJNIe TTaTOTeHHBIX MyTa-
uuii B reHax BRCAIl/2 w sBnsieTcsd KpailHe BBICOKUM.
OrmnmucaHBI cIyJan paka JETKHNX, SMIHUKOB, MaTKH, STMIeK
[23, 24].

Knunuueckuii ciyqai

Hayuenmka II., 5 rem, obpamunace 6 HUU demckoii
onkonoeuu u eemamonoeuu OIrbY « HMHUI[ onxonoeuu um.
H.H. baoxuna» Munzopasa Poccuu 16 aseycma 2021 e.
no noody NUSMEHMHbIX NAMEH 8 00aacmu KpacHoll KailMmbl
u cauzucmoti Huxcreil eyool. Co €106 mamepu nayueHmKu,
NAMHA NOAGUAUCH 8 go3pacme 2 aem, CO 6DeMEeHeM UX KOAU-
4ecmeo yeeauuUnoCs.

Ilpu 6uzyanvHom ocmompe Ha KpacHoil Kaiime U cAu3u-
Ccmoil HudicHell 2y0bl GU3YAAUUPOBANUCH MHOICECMBEHHbLE
MeMHO-Kopu4Hesble NAMHA OKPYeAol U 08AAbHOU (POpMbl,
duamempom om 2 00 5 mm. Anansoeuuroe corumapHoe nSmHo
Ha KpacHoll Kalime gepxHeil 2yOvl, makice eOUHUYHOE NAMHO
cepoeo ugema onpedensinoch, 6 obaacmu mexiczyoHozo dec-
HEeB020 cOCoUKa — Meucdy NepeviM U GMOPbLIM MOAOUHbIMU
pesuamu creea no HudicHemy 3y6Homy pady (puc. 1). Ilpu
0epMamocKonu4ecKkom uccaedo8aHuu AeHmueuHo3a omme-
4anace MOHOXPOMHOCMb — AUHUU U MOYKU KOPUUHEB02O
ygema, CUMMeMPUYHOCMb — NAMHA UMEIOm O0OHOMUNHOe
pacnpedenenue nuemMenma u 0epmamocKoOnu4ecKux cmpyk-

myp (puc. 2).

Puc. 1. lTayuenmra L1. ¢ CIIE: mHOXMCecmeeHHble 1eHmMU20 6 00aacmu Kpac-
HOU KalimMbl U cAU3UCIOL 000404KU HUMICHell 2Y0bl (a), eOUHUYHOe AeHMU20
6 obnacmu menc3yOH020 0eCHe8020 COCOUKA — MelcOy NepebiM U 6MOopbiM
MOAOUHBIMU PE3UAMU CAe8A NO HUNCHEMY 3YOHOMY pS0Y, COAUMAPHOe AeH-
mueo KpacHoui kaimol eepxreil 2yowl (6)

Fig. 1. Patient C. with PJS: multiple lentigines in the area of the vermillion
border and the mucous membrane of the lower lip (a), a single lentigines in
the area of the interdental gingival papilla — between the first and second milk
incisors on the left along the lower jaw, solitary lentigines of the vermillion
border of the upper lip (6)

a 0

Puc. 2. Jlepmamockonuueckas kapmuna aeHmueuno3a 00aacmu KpacHol
Kaiimol U cauzucmoil 060a04xu Huxcrel 2yoot y nayuenmku L. ¢ CITE, x 10

Fig. 2. Dermatoscopic picture of lentiginosis of the area of the vermillion
border and the mucous membrane of the lower lip in patient C. with PJS, < 10

Ilcuxomomopnoe u ¢husuueckoe paszeumue pebeHKa
COOMBemMcme08an0 HopMe, NoA08ble OP2AHbl CHOPMUPOBAHbBI
N0 JCEHCKOMY MUY, 2py0ObiX NOPOK08 pa3eumus He 8blis61eHo.

Obuwee cocmosinue 0biL10 OMHOCUMENbHO YO08AeMBOPU-
menvHbIM, memnepamypa meaa Hopmanrvias. Ilepugepuue-
cKue aumegpamuyeckue y3avl npu ocMompe U naibnayuu He
yeeauteHvl. AyCKyAbmamueHo 8 neeKux ObIXaHue e3UKyasap-
Hoe, X0pouio npoeooduaoCh 80 8ce OMoeabl, XpUnos He ObLIO.
Tonst cepoya sicHble, pummuuHbie, 2eMOOUHAMUKA CMA-
ounvHas. XKueom cummempuuer, y4acmeosan 6 ObIXaHUl,
MseKUll, be3001e3HeHHbll NPU NOBEPXHOCHHOU U 21YO0KOIL
nanvnavyuu. Pusuonocuueckue OMnpasaeHus 6 Hopme.

Kaunuueckas xapmuna, ommeueHHas Ha 0epmMamooH-
K0A02U4ecKoM npueme, NOCAYICUAA NOBOOOM 3aN0003pUMb
y pebenxa CIIE. I[lauuenmka npoxKoHcyabmupogana 8pa-
YOM-2eHEMUKOM, HA3HAYEHO MOACKYASAPHO-2eHeMUYecKoe
uccaedosanue. OHO NPOBOOUNOCH NYyMeM CEeKBeHUPOBAHUS
nauenu 415 eenos, accoyuupo8anubIX ¢ U38ECMHbIMU OHKO0AO-
u1ecKUMU CUHOPOMAMU, MEMOOOM CEKBEHUPOBAHUS HOBO20
nokoaenus (next-generation sequencing, NGS) na npubope
NextSeq500 (Illumina, CIIIA). Bviseirena eepmunanbHas
Mmymayusi 8 eemepo3ucomnom cocmosanuu 6 eewe STKII
(¢.543C>G, p.Asnl81Lys, rs730881973), panee onucaunnas
8 AUMepamypHbIX UCMOYHUKAX KAK 8ePOIMHO NAMO2eHHbIl
uau namoeernuwiil apuanm y nayuenmos ¢ CIIE [25, 26].

IIposeden cecpecauuonHblll anaiu3 — uccredosauue
obpasyos nepughepuueckoii Kpoeu nauueHmku, mamepu,
omuya u 08yx cubcoe Ha npeomem HAAUMUS BbIAGAEHHOLL
mymayuu 6 eene STKII memodom cexeenuposanus no
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Caneepy. [loomeepiicoero Haruuue OQHHOU Mymayuu y nayu-
eHmKU, 8 MO 8peMsl KaK HU Y K020 U3 pOOCMEEeHHUKO8 OHA
He 8bls8AeHA. IMOo oKa3bleaem NPOUCX0XCOeHUe Mymayu
de novo u moxcem cayxcums noomeepicoeHuem npeoeapu-
meavHoeo duaeosa. Ilockoavky podumeau He 6410MCS
HOCUMeAsMU MYMAayuu, puck podcoeHuss 6mopoco 60abH020
pebeHKa 6 cembe 6A9emcsi MUHUMANbHBIM.

C yuemom evicokoeo pucka noaunoda XXKT evinoaneno
obcaedosanue 6 obseme 330¢hazoeacmpodyo0eHOCKonUlU
C 2UCMON0UYECKUM — UCCAe008AHUEM, DEKMOCUSMOKOA0-
Hockonuu. Ilo dannbim 330¢hacoeacmpodyodeHockonuu —
BbISI6ACHBL INUMEAUANbHBIE 00PA308aAHUS Mead HceayoKa
(puc. 3). Aumpansubiii 3po3uensiilt eacmpum. Edunuunoe
SnUmMenuatbHoe 00pazoearue 08eHAOUAMUNepPCMHOU Kuui-
Ku. Ilo OauHbIM PeKmocUueMOKOAOHOCKORUU NPpU OCMOmpe
MOACMOU KUK OPeAHUYECKOL NAMOA0UU He BbISI8ACHO.

[Ipu eucmonoeuueckom uccaedosanuu eacmpoouonmama
onpeodensinuco MHodcecmeenHole meakue (1—3 mm) eamap-
MOMHbIe NOAUNBL HCeAYOKA, NPU MUKPOCKONUU Npeodcmag-
JeHHble 2UNEPNAAZUPOBAHHBIMU YHACMKAMU JICeAe3UCO20
snumenus ¢ npeobaadaruem myOYASPHbIX JHceae3 PazHoeo
pasmepa u3 GblCOKUX UUAUHOPUYECKUX KAeMOK, Xapakmep-
HbIX 0 NOKPOBHO-AMOUHO20 SNUMeAUs, d makxdce eou-
HUYHbIX KpUnmonooobuvix cmpykmyp. Sodepnas amunus
U MUmo3sL omcymemeosanu. B cmpome — ouaeosas ymeper-
HO BbIPAJCEHHAs AUMPONAIAZMOUUMAPHAS UHDUALMPAUUS,
HeboablUlUe 04a2o8ble CKONAeHUS Aunodaacmos (puc. 4).

Oo0cyxaeHue

IIpencraBieHHbIii B NaHHOM CTaTbe KIMHUYECKUIA
cllydyail IeMOHCTPUpPYET, HACKOJbKO BaXKHBbIM SIBJISIETCS
TINATEJIbHBIA aHalU3 JAEPMATOJOTUYECKUX TTPU3HAKOB,
ACCOLMUMPOBAHHBIX C TE€HETUYECKMMH CUHAPOMAMM,
MOCKOJIbKY OHM MOTYT SIBJSTbCS II€PBbIM 3aMETHBIM

Puc. 4. Tucmonocuueckuii npenapam eacmpobuonmama: MHOJICECMEeHHble
meakue (1—3 mm) eamapmomuvie noaunst sceayoka. OKpacka eeMamoxcu-
AUHOM U 203UHOM, X 20

Fig. 4. Histological preparation of gastrobiopsy specimen: multiple small
(1—-3 mm) hamartoma polyps of the stomach. Stained with hematoxylin and

eosin, x 20

cuMIIToMOM 3aboseBaHusd. [Ipu HAMTMIMU KIMHUYECKUX
o «»
cumnTomMoB CIITE wmytaium B reHe STKII BBISIBIASIIOT  POreHHOCTbIO, HAaJWYMEM MYTalUUi B HEKOIMPYIOLIMX @
(7]
B 60—100 % ciyuaeB [5]. OTCyTCTBME MATOTEHHBIX BapU-  0OJIACTAX TeHOMA MJIM MO3auLu3MoM [27]. <
antoB STKI] y mauueHTOB NpPU BBIPAXKEHHBIX KIJIMHU- TTockonbky reH STKI1I aBiasgeTcsd Ha CEromHsIIIHUI :
YeCKMX TPOSIBJICHUSIX CBSI3bIBAIOT C TEHETUUYECKOU TeTe- [eHb €IWHCTBEHHBIM H3BECTHBIM TI'€HOM, acCCOLIMMPO- =
—
=
a 7 6 2 =
()

Puc. 3. lunepnaacmuuecicuii noaun eéepxueii mpemu mena jceayoka: a — ocmomp 6 6eaom cgeme, X 115. Ommeuaemces kpynnoseezouamas goopma siceny-
00YHBIX AMOK, XAPAKMEPHAs 05 eUNePHAACIUYECKUX UBMEHEHUTl cAu3ucmoi 060aouku xceayoka. Pasmep noauna oxono 1,0 cm; 6 — ocmomp 6 y3io-
cnexmpanvom pexcume, % 115. Kpynnozeezouamas gopma sceny0ouHvix amok, XapaKmepHas 045 cUNEPRAACMUYECKUX USMEHeHUI CAU3UCMOU 000104KU
JcenyoKa, pazaudumMa uemue npu OCMompe 8 Y3Kom CneKmpe céema, 6 — 00pazosanue pacnoaaeaemcs oaudice K nepeoueli cmenie dcenyoka no 60avuloil
KpususHe, ocmomp 6 beaom ceeme 6e3 ygeauuenus. [loaun na wupoxom ochosanuu pazmepom okono 1,8 cm 6 duamempe; e — 0bpazoeanue pacnosazaemcs
oaudice K nepedueil cmenie Hceayoka no 00AbUIOL KPUGU3He, OCMOMP 8 Y3KOCHEeKMPAAbHOM pexcume 0e3 yeeauvenus. Iloaun Ha wupoKom ocHOBaHUU pa3-
mepom okono 1,8 cm 6 duamempe

Fig. 3. Hyperplastic polyp of the upper third of the body of the stomach: a — examination in white light, X 115. There is a coarse-stellar shape of the gastric
fossae, characteristic of hyperplastic changes in the gastric mucosa. The size of the polyp is about 1.0 cm; 6 — examination in a narrow-spectrum mode, % 115.
The large-stellate shape of the gastric pits, characteristic of hyperplastic changes in the gastric mucosa, is more distinct when viewed in a narrow spectrum of
light; 6 — the formation is located closer to the anterior wall of the stomach along the greater curvature, examination in white light without magnification. Polyp
on a broad base, about 1.8 cm in diameter; ¢ — the formation is located closer to the anterior wall of the stomach along the greater curvature, examination in
a narrow-spectrum mode without magnification. A polyp on a broad base, about 1.8 cm in diameter
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BanHbIM ¢ CIIE, Bce Ooiblliee BHMMaHUE TIPU IOCTa-
HOBKE JMAarHo3a yIesseTcsl TeHEeTUYEeCKOMY CKPUHMHTY
JIaxe B TeX clydasx, KOrja HeT MOJHOTO COOTBETCTBMS
KJIMHUYECKUM KpuTepusM 3aboneBaHusi. CoriacHo
pekoMmeHaausaM Paboueil rpynmnbl 1mo moauro3y EBpo-
Meiickoro oOIlecTBa JOETCKUX  TacTPOIHTEPOJIOTOB,
rerarojioroB 1 HyTtpunuojoroB (European Society for
Paediatric Gastroenterology, Hepatology and Nutrition
(ESPGHAN) Polyposis Working Group), reHeTu4eckoe
HCClIeI0BaHUEe TTPOBOAMUTCS Y NEeTel U MOAPOCTKOB IPU
HaJIMIUY MTUTMEHTHBIX TIATeH Ha Ty0axX M CIM3UCTBIX 000-
JIoukax, mo3Bosstiomux 3anono3puth CITE [28]. Anro-
PUTM MO BEICHUIO MAlIMEHTA C XapaKTePHOW MUIMEHTa-
uueit CITE npencraBneH Ha puc. 5.

B pazpaboTaHHOM aJIrOpUTME TEHETUUECKOMY TECTH-
POBaHMIO OTBOAUTCS BaxkHasi poJib B nuarHoctuke CIIE,
OIHAKO B ClIyyae, eclii MyTalldsl He OOHapyKeHa, Ipeli-
JlaraeTcsl TeM He MeHee IPOBECTH ITMarHOCTHUYECKOe
nccaepoBanue KKT mis moarBepxaeHUsS UM UCKITIOYE-
HUS IUarHO3a, UCXOIs M3 KIMHWYeCKUX KputepueB. Ha
CETOMHSIIIHUN JeHb HET TaHHBIX, HACKOJIbKO BEJIMK PUCK
obHapyxuth y pederka CITE nmpu Hanm4mum TOIBKO MUT-
MEHTAllMU KOXW U CIU3UCTHIX 000JI0YEK, STOT MPU3HAK
He saBsieTcs marorHoMoHMYHbIM Tt CITE u BcTpeuaercs
takke pu cuHapome Kapuu (Kapnes) (complex Carney)
[29] u cunapome LEOPARD [14]. Tem He MeHee Haju-
Yyye 3TOro IpU3HaKa SIBISETCS BaKHBIM M JOCTAaTOYHBIM
OCHOBAHMEM TS TaJIbHEMIIero oocae10BaHys MalieHTa.

MmMeHHO Takoil 1moaxo ObUT MCIOIb30BaH MPU KOH-
CyJBTUPOBAaHUN pPeOCHKA B OMUCAHHOM KIMHUYECKOM
ciyyae, a IIpOBEACHHBIN FeHETUYECKUI aHAINU3 TTIO3BOJINII
YCTaHOBUTb TOUHBIN TMATHO3 IO HAJWYMIO MAaTOTEHHOTO
BapuaHTa B reHe STK/I1. JlomoaHuUTeaIbHOE 00OCIenoBa-
HHUE TIAlIMeHTa OBbLIO BBHIMTOJIHEHO YK€ MCXOAS M3 ITOro
nuarHosa. ITpu moarBepxxneHHoMm CITE pexkomeHmyercs
MMPOBOJIUTh KaK MOXHO 0ojiee paHHee HCCIeIOBaHUE
cocrosiHus KKT (He mosmHee Bo3pacTa 8 Jjer), maxe
IPY OTCYTCTBUM KJIMHUYECKUX TIPOSIBICHUI B BUIE PEK-
TaJIbHBIX KPOBOTEYEHWI M Ooseil. B manbHeimeM oHu
JIOJIKHBI TIOBTOPSITHCSI KaXable 6 MeC — 3 rofa ¢ yueToMm
KJIMHUYECKUX U SHIOCKOIMYECKUX TIPOSIBICHUI 3a00-
neBaHus. [lepeueHb MccienoBaHMil, HEOOXOAUMBIX MPU
Habmonenuu il ¢ CITE, mpencrapieH B Ta6. 2.

CrnenyeT UMeTh B BMIY, YTO MHBArvuHaIUsI TOHKOTO
KUIIIEYHUKA U KUIIIeYHAasl HeIPOXOAUMOCTb, 00YCIOBICH-
HBIE TIOJUIIO30M, SIBJISIIOTCS OMHUM M3 HauboJjee YacThIX
U cepbe3HbIX ocnoxkHeHuii ipu CITE B neTckom Bo3pacre.
B npencraBieHHOM ciiydae y mauudeHTa ObUTH BBISIBJICHBI
eIUHUYHbIE TUIEPIUIACTUYECKHE U MHOXECTBEHHBIC
MEJIKHE€ TaMapTOMHBIE ITOJUIBI XeJyaKa, YTO ITOJHO-
CTBIO COOTBETCTBYET KIMHUYECKUM IUArHOCTUYECKUM
kputepusm CIIE. Ilpu panbHeiineM BeneHUM 0OJILHOTO
HEeoOXOAMMO YUMTHIBATh JaHHOE TeHETUYECKOoe 3a001eBa-
HHUE W PUCKU Pa3BUTHUS BO3MOXKHBIX OCJIOXHEHUI, B TOM
yucie u 3HO [6, 9, 28].
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Puc. 5. Areopumm edenus: nayuenma ¢ nuemenmayueri CAU3UCMbIX 00010~
uex npu nodospenuu na CITE [29]

Fig. 5. Management of a child with mucosal freckling suggestive of PJS

(GI — gastrointestinal) [29]
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Tabmuma 2. Pexomendayuu no nabaodenuio 6oavhwix ¢ CIIE ¢ 3asucumocmu om noaa u ¢ yuemom pucka pazeumusi 3HO (Giardiello F.M., Trimbath J.D.,

2006 ¢ dononnenusmu Baaruesa T.T., beaviuesoir T.C., Maauxoesoii O.A., 2021)

Table 2. Recommendations for the observation of patients with PJS depending on gender and taking into account the risk of developing cancer (Giardiello F. M.,
Trimbath J.D., 2006 with additions Valiev T.T., Belysheva T.S., Malikhova O.A., 2021)

13—18

19-21

Crapiue

Over 21
years old

ExeroaHblit ocMOTp, cOOp aHaMHe3a, O0ILMIT aHATU3 KPOBU
History and physical examination with routine blood tests annually

Examination and ultrasound of the testicles every two years

(more often in the presence of clinical symptoms)

OcMOTp M yJabTpa3BykoBoe uccienoanue (Y3M) siuuex 1 pas B 2 roga
(TTpU HATMIMK KITMHUYECKUX TTOKa3aHUI — Jalie)

D30¢haroracTporyoJeHOCKOIHS, PEKTOCUIMOKOJIOHOCKOITHS:
- TIPY OTCYTCTBUM TIOJIUIIOB TIOBTOPSITH MCCIIEOBAHKE Kaxkbie 2—3 roma
- TIpU 0OHAPYKEHUH MOJIUIIOB MOBTOPSThH UCCIIEIOBAHUE KaX/Ible 6 Mec
- TIPY OTCYTCTBUU TOJIMIIOB, HO reHeTnyeckoM rnoareepxaeHun CITE moBropsTh nccienoBanme Kaxisie 1—2 roga
Esofagogastroduodenoscopia, rectosigmocolonoscopia:
- if polyps are not found, continue every 2—3 years
- if polyps are found, continue every 6 months
- if polyps are not found, but molecular diagnosis is confirmed, continue every 1—2 years
Exxeromneblit ocMOTp, cOOp aHaMHe3a, OO aHAIU3 KPOBU
History and physical examination with routine blood tests annually

Ocmotp 1 Y3U sinuexk 1 pa3 B 2 rona

presence of clinical symptoms)

(TIpY HATMY UK KITMHUIECKUX MTOKa3aHMii — Jallie)
Examination and ultrasound of the testicles every two years (more often in the

OcMOTp U NayIbMalus MOJIOYHBIX XeJle3;
OCMOTp Bpaya-rmHekoJsora 1 pa3 B rox
Examination and palpation of the mammary glands;
examination by a gynecologist once a year

ExeroaHbiii ocMOTp, cO0p aHaMHe3a, OOLIMIA aHATIU3 KPOBU
History and physical examination with routine blood tests annually

Ocwmotp 1 Y3U stuexk 1 pa3 B 2 rona

(TTpy HATMIMK KITMHUYECKUX TIOKa3aHUI — Jale)

Examination and ultrasound of the testicles every two years

(more often in the presence of clinical symptoms)

V3U XeHCKUX MOJIOBBIX OPTaHOB,
Y3U opranoB majioro Ta3a | pa3 B ron
Ultrasound of female genital organs, ultrasound of the pelvic
organs once a year

E>kerofiHelil 0CMOTp, cOOp aHAMHe3a, 00N aHATU3 KPOBH. D30(haroractpoiyoeHOCKOIHSI, PEKTOCUTMOKOTOHOCKOTIHSI.
IIpu OTCYTCTBUM TIOJIUIIOB HEOOXOAMMO TIOBTOPATH UCCIen0BaHNe Kaxable 1—2 roma. [1pu oGHApyKeHNUHM TIOJIUIIOB — KaxXIble 6 Mec.
VY3U, koMIbioTepHAast U MATHUTHO-PEe30HaHCHAsI ToMOrpaduu Mo MmoKasaHUsIM
History and physical examination with routine blood tests annually. Esophagogastroduodenoscopy, rectosigmocolonoscopy. In the absence

of polyps, the study should be repeated every 1—2 years. If polyps are found, every 6 months. Ultrasound, computed and magnetic resonance

imaging according to indications

Serum CA 19-9

Hccnenosanue kpoBu Ha onpeneieHure mapkepa CA 19-9

Y3U xeHCKUX MOJOBbIX OpraHoB, Y3U opraHoB Majioro
Ta3a, Mammorpadus 1 pa3 B roa. McciaenoBaHue KpoBu Ha
onpeneneHue mapkepoB CA 19-9, CA-125 1 pa3 B ron
Ultrasound of female genital organs, ultrasound of the
pelvic organs, mammography once a year. Blood test for the
determination of markers CA 19-9, CA- 125 once a year

Tpumevanue. /10 noKa3aHUAM B03MONCHO PACUIUPEHUE CREKMPA UHCMPYMEHMANbHbIX U AA00PAMOPHbIX 00CAe0068aHUIL.
Note. According to the indications, it is possible to expand the range of instrumental and laboratory examinations.
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