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Cunnpom Ileiitua—Erepca — pekoe HacsieyemMoe 0 ayTOCOMHO-IOMAHAHTHOMY THITY 3200JIeBaHIe, POSIBIISIIOIIEECS XAPAKTEPHOI
K/JIMHUYECKOii KAPTHHOI MOPaXKeH!sI KOXKHU U raMapTOMaMH XKeJTy0YHOT0 KMIIeYHOro TpakTa. K ocioxHenunsm 3a001eBaHust OTHOCATCS
KPOBOTeYEHHUE U3 MOJIUNOB, AHEMHSI, HHBATMHALMM ¥ HEKPO3bl KMIIEYHHKA, 2 TAKIKE BLICOKAS BEPOSATHOCTD PA3BUTHS 3710KAYECTBEHHBIX
omyxouieid. JIaHHbIii CHHIPOM BIiepBbie ObLT ONMCAH B HAYAJIE IPOLLIOTO CTOJNETHS M MPEICTABJISIET HHTEPEC ISl AEPMATOIOTOB, FACTPO-
3HTEPOJIOTOB, OHKOJIOTOB M XMPYProB 110 NPHYMHE KIMHUYECKO reTepOreHHOCTH KMIIEYHbIX U KOXKHBIX NPOSIBJICHMIA.

IIpencrapieHo KimHuueckoe Ha0monenue cunapoma Ileiirua—Erepca y 5-yetneii neBouku. [TanmeHTKa KajnoBajach Ha MePHOIM-
YecKHe Tymnble 00JIM B JKMBOTE, YCHIMBAIOIMECS NOc/e npiueMa TBepaoi nuum. IIpu ocMoTpe KOXKH M CIM3UCTBIX 00071049€eK 00HA-
pYyKeHbl BBICBITAHMSA HA KOXKeE JIMLA: B EPUOPAJIbHOI 00J1aCTH, HA KPACHOH KaiiMe ry0d, a TakxkKe Ha CIIM3UCTOI 000/104Ke Iy0, BHY-
TPeHHeii MOBEPXHOCTH LIEK, TBEPAOro Heda.

IIpu 330dparoractpoayonenockonuu (DI/IC) B npenniopuyecKoii YacTu oOHAPYKEH MOJUI HA HOXKKe — YIajieH NPU NOBTOPHOI
OI/IC noxa sun0TpaxeasbHbIM HapKo3oM. I1pn HprOPOKOI0HOCKONIH OTMEUeHA IHTepIUrMeHTAMS KyNoJia cJenoil Kmku. /s non-
TBepKAeHus auar{osa nposeneno JIHK-rectuposanue, BoisBieHa mytamus reda STK11.

[IurmMenTanus nepuopaIbHOI 001ACTH CIIYKUT PAHHMM CUMITOMOM, KOTOPbIii M03B0JIsIeT NpeaAnosiouth cunapom Ieiirua—Erepca
¥ HA3HAYATH ONTHMAJIbHOE 00cieoBaHie. PanHee pacno3HaBaHHe CHHIPOMA y JeTeill MMeeT BaXKHOe 3HAYeHHe B KOHTEKCTe CHU-
JKeHHs PUCKA PA3BUTHS KUIIEYHOI HENPOXOIMMOCTH, KPOBOTEUEHHIH, a TAKXKE OHKOJIOTHYECKUX OCJI0XKHEHHIl B OyayImeM.

Karoueeote caosa: demu, cunopom Ileiimya— Ezcepca, noaunst kuweurnuka, nuemenmayust, eex STK1 1.
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Peutz—Jeghers' syndrome is a rare hereditary disease inherited by an autosomal dominant type, manifested by a characteristic clin-
ical picture of skin lesions and hamartomas of the gastrointestinal tract. Complications of the disease include bleeding from polyps,
anemia, intussusception and intestinal necrosis, as well as a high likelihood of developing malignant tumors. For the first time the
syndrome was described at the beginning of the last century, and it is of interest to dermatologists, gastroenterologists, oncologists
and surgeons due to the clinical heterogeneity of intestinal and skin manifestations.

The article describes a clinical case of a 5-year-old girl with the Peutz—Jaegers syndrome. The patient complained of periodic dull
abdominal pain that worsened after eating solid food. During the examination of the skin and mucous membranes the doctors discovered
rashes on the face: perioral area, on the red border of the lips and on the mucous membrane of the lips, inside the cheeks, hard palate.
Esophagogastroduodenoscopy (EGDS) revealed a polyp on a pedicle in the prepyloric part — it was removed during repeated EGDS
under endotracheal anesthesia. Fibrocolonoscopy revealed hyperpigmentation of the dome of the cecum. To confirm the diagnosis,
the doctors carried out DNA testing which found a mutation of the STK11 gene.

Pigmentation of the perioral area is an early symptom of Peutz—Jeghers' syndrome suggesting optimal examination. Early recog-
nition of the syndrome in children is important in the context of reducing the risk of developing intestinal obstruction, bleeding, and
cancer complications in the future.
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CVIHZ[DOM [leittua-Erepca — penkoe 3abojieBaHue
C ayTOCOMHO-JOMUHAHTHBIM TUITOM HacJieAOBaHUSI,
XapaKTepU3yeTcsl MOSIBJIEHUEM MEJIKMX MUTMEHTUPOBAH -
HBIX MSITEH Ha KOXE U CJMU3UCTOI 000JI0YKE B COUETAHUN
C MHOXECTBEHHBIMU T0OPOKAUYECTBEHHBIMU ITOJTUITAMU
MO XOAY XKeMyTOYHO-KWIIEYHOTro TpakTa. [IurmeHTa-
LIWST TIEPUOPATTLHOM 00JIaCTH CITYKUT HamboJjiee paHHUM
BU3yaJbHBIM CUMITTOMOM, KOTOPBI JaeT BO3MOXHOCTh
negpaTpaM M JIepMarojioraM IPEArNoIOKUTh CUHAPOM

Tletitna—Erepca 3amoyro 10 MOSIBJIEHUSI OCJIOXHEHUIA,
Ha3HAUYMTh CBOEBPEMEHHOE 00CIeIOBaHNE U TePaTTHIO.
PacrnipoctpanenHocts cuHapoma [leiitiia—Erepca
MO0  KOHCOJWUAWPOBAHHBIM  JAHHBIM  COCTaBIISICT
ot 1:25 teic. 1o 1:280 Thic. HOBOpOXIEeHHBIX [1, 2]. MyX-
YUHBI W XEHIIWHBI MOpaXaroTcs MPUMEPHO C OAWHA-
KOBOI#1 yactoroii [2—4]. B OoJbIIMHCTBE CllydyaeB OTMe-
YyaeTcsl TO3AHAS ITUAarHOCTUKAa CHHApPOMAa W TallueHThI
MOMAagaloT B TOJIe 3peHKe TIeANaTPOB TOJIBKO ITPU pa3BU-
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TUM YPTEHTHBIX MPOSBICHUI: OCTPOI KUIIIEYHOI HETPO-
XOIMMOCTH WJIX KpoBoTeueHus [5—8].

B Hacrosiiiee BpeMsi MaJlOM3ydeHHBIM B JIMarHo-
CTUYECKOM acIleKTe OCTAaeTCsl BOIIPOC, YTO BO3HUKAET
paHbllle: KUIIeYHble (MOJUI03) WJIA KOXHbIe (MUT-
MEHTalus1) TIposiBiieHUsT 3aboseBaHus1? CpoKU TMOSIB-
JICHUSI CUMIITOMATUKW (TIOCIen0BaTeIbHO WM OTHO-
BPEMEHHO) — 3HaYMMbIH acrekT, KOTOpbIi Tpedyer
JajbHEeHIIero n3y4eHusl Il TOHUMaHUs KITMHUYECKOTO
Te4eHUs U MporHo3a. [ITurMeHTHbIe BBHICHITIAHUS Ha Kpac-
HOM1 KaiiMe Ty0, CIM3UCTON 000JI0YKe POTOBOI MOJIOCTH
U KOXE CJIy>KaT MEepBbIM M HanmboJiee 4acThIM TIPOSIBIIE-
HueMm cunHapoma lleiitiia—Erepca. [Monumnos xemymou-
HOTO KMIIIEYHOTO TpakKTa HauMHaeT pa3BUBATbCS TaKXKe
B MJIAJIIEM JIETCKOM Bo3pacTe (B CpeHEM OKOJIO 5 JieT)
[9, 10]. dpyras BaxkHast 0COOEHHOCTb JAHHOTO CUHIpOMa
3aKJIIOYAETCSl B TIOBBIIIEHHOM PHCKE BO3HUKHOBEHMSI
pa3IMYHBIX OIyXOJIeBbIX 3abosneBaHuit [11], BKIOUas
paK KeJTyI0oYHO-KHUIIIEYHOTO TpaKTa, MOJOYHOM KeJe3bl,
SIMYHUKOB, IIEMKX MaTKW, MAaTOYHBIX TPYO, IIMTOBWI-
HO1 XeJe3bl, JIETKUX, KETYHOTO ITy3bIpsI, KEeJTUYHBIX TTPO-
TOKOB, TOJIKETYTOYHOM KeJIe3bl U SInUeK.

Uctopusa sonpoca

ABTOpOM TIEpBOTO yMOMHWHaHUS O 3a0o0JieBaHUU,
B TIOCJENCTBMM Ha3BaHHOro cuHApoMoM [lefiTiia—
Erepca, ob11 J.T. Connor, kotopslit B 1895 . ony6mu-
KoBaJl B XypHaje Lancet cBou HaOJOAEeHUST 3a CecTpa-
MU-OJIM3HEeIlaMM ¢ TIMTMeHTanueir ryo [12]. Otu xe
GJIM3HEIbI OBUTH OTTCAHBI OPUTAHCKUM XUPYPTOM U IeP-
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B MOMOLLIb TPAKTUYECKOMY BPA4YY

marosioroM J. Hutchinson B 1896 . M cTanmu M3BECTHBI
Kak OmusHensl [etumHcona [13]. BrociencrBum omaHa
W3 cecTep ymepJsia OT KAIIEYHON HETPOXOIUMOCTH B BO3-
pacte 20 JeT, a mpyras — OT paka MOJIOYHOM XKeJe3bl
B Bo3pacTte 59 et [14].

B 1921 J. Peutz HabGmoman TOJUIaHACKYIO CEMbIO
C TIOJTUTIO30M XEeJYTOYHO-KUIIIEYHOTO TPaKTa U MEePBBIM
00paTuI BHUMaHWe Ha HACJIEACTBEHHYIO MIPUPOIY 3TOTO
3aboeBanus [15]. A. Touraine 1 coaBT. B 1945 1. onucanu
MaIMeHTOB, CTPAJaBIINX MOJUITO30M KUIIIEYHUKA U JICH-
TUTO; JaHHOE COYeTaHUe ObLTO MMU Ha3BaHO «syndrome
de Peutz» [16]. B 1949 1. H. Jeghers u coaBT. onmcanu
10 ciayyaeB maHHOTO CHMHApoOMa KakK OTIEIbHOE 3a00-
JIeBaHWEe M TIOMYEPKHYJIU XapaKTepHYIO TPUady: IOJIH-
103 KeJYTOYHO-KUIIEYHOTO TpaKTa, HaCIeICTBEHHBIN
XapakTep 3abojieBaHUs, MUTMEHTHBIE TIITHA Ha KOXe
u cau3ucThix obosioukax [17]. T. Dormandy B 1957
OIyOJIMKOBaJI  OOCTOSITENIbHBIN  0030p, TOCBSIIEHHBIN
naHHomy ¢akomarosy [18]. B 1954 . A. Bruwer u coaBT.
1T 0003HAYEHUST JTaHHOTO 3a00JIeBaHUS TIPEITOXUIN
TepMUH «cuHIpoM [leiitca—Erepca», KOTOPBIA UCTIOJNb-
3yeTCsl B HAyUHbIU TUTEpaType 1 B HacTosiiee Bpems [19].

B oredecTBeHHOI JUTepaType AaHHBIA CUHIPOM
yacTo HasbiBaeTcsl «cuHnpoM I[leittca—Erepca—TypeHa».
Ykazanue Ha A. Touraine UMeeT UCTOPUYECKUI aCTIEKT
¥ TIpU3HaHWE 3aCJTyT UccaeaoBaTelss B TOHUMaHUK TIPU-
poxbl 3a0oneBaHms [18].

KnuHuyeckune nposisnenus

Koorcrvie nposienenus XxapakTepu3yloTcsi MHOXECTBEH-
HBIMU TIMTMEHTHBIMU TIITHAaMU (JIEHTUTO) Ha KpacHOM
KaiimMe ry0, CIM3UCTO 000JIOYKE POTOBOW TOJOCTH,
pexe Ha JIaoHsIX, TONIOIIBaX, MepuaHalbHON 00JacTh
u Bnaranuiie [20, 21]. BeichimaHust Ha KpacHOl KaiiMe
ryd mpeacTaBlIeHbl MEJIKUMU THIEPITUTMEHTHBIMU TISIT-
HaMU («pOJAMHKAMU»), OKPYIJION (hOPMBbI, TEMHO-KOPUY-
HEBOTO 1IBETa, pa3MepoM 2—5 MM, CKJIIOHHBIMU K CJIVSI-
Huto (puc. 1).

CxomHasl ~ KJIMHMYECKasl  KapTMHa  OTMedaeTcs
U Ha CIU3KUCTON 00O0JOYKE POTOBON Mosoctu (rybax,
necHax). [1moTHoCTh pacnionoxkeHus (TpynmupoBKa) dJie-
MEHTOB Ha KpacHOW KaliMe ry0 OOBbIYHO 3HAaYMTEIbHO
BBIIIIE, YeM Ha JIPYTMX ydyacTKax KOXXHOro rokposa. [lur-
MEHTHUPOBAaHHbIC MSITHA (JIEHTUTO) HE TEMHEIOT TIPU TN -
TeJIbHOM TIPeObIBAHUU Ha COJIHIIE, a TAKXKe HEe CKJIOHHBI
K MajnurHu3aiuu. [TMrMeHTHBbIe MSITHA B TOJIOCTU PTa
COXPaHSIIOTCSI Ha BCIO XKU3Hb, B OTJIMYME OT MMUTMEHTHBIX
MSITEH Ha KOXe, KOTOPbIe C BO3PAcCTOM OJIETHEIOT UMEIOT
TeHICHLIMIO K UCUe3HOBeHUIO K 18—20 romam.

KoxHble MposiBIEHUS CUHIPOMa OIPEaesIOTCS
cpasy Toclie POXIECHUS WM B paHHEM JIETCKOM BO3-
pacte. OTMEYEHO, YTO BBICHITIAHUSI MOTYT TIOSIBJISITCS
Ha MecTe TpaBMbl U TIPEIIECTBYIOIIETO BOCIAJICHUSI.
HanHbiii n3omopdusm (1Mo aHajorun ¢ GHeHOMEHOM
KebOnepa) criemyer yuuThiBaTh B KadyecTBE TpPEAWK-
Topa 3abojieBaHUs TIpU OCMOTpe U cOope aHamHe3a.
Ilpu rucrosornyeckoM ucCCIeI0BAaHUN BbICHITIAHUH
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Tazearos A.B. u coasm. Curnpowm [eiitiia—Erepca B 1eTCKOM IepMaTOIOTMYECKOIt TpaKTHKE

Puc. 1. Boichinanus Ha KPAcHO# KaiiMe ry0 B BHe MEJKHX T'H-
NepNUrMeHTHPOBAHHBIX MATEH («POAMHKH»), OKPYIJIOii (hOpMBI,
TEMHO-KOPUYHEBOTro 1BeTa y namuenta H.,15 jer.

Fig. 1. Rashes on the red border of the lips are represented
by small hyperpigmented spots (“moles”), rounded shape,
dark brown color in Patient N., 15 years old.

OTMEYaeTCsl TOBBIIIEHHOE CONIepXXaHWe TUTMEHTa
B KJIeTKaX 0a3aJibHOTO CJIOSI 3MUAepMuca U COOCTBEH-
HOM TMJIACTUHKM CIIM3UCTON 000JI0UKM [9].

C touku 3peHust nuddepeHIInaJIbHON TUarHOCTUKI
cJieyeT YUUTHIBATh MMOX0XKUE TIPOSIBICHUS MIPU JICHTUTO,
MPEeACTaBISIONINEe COOO YETKO OTpaHUYEHHBIC TISITHA
nuaMeTpoM 1—2 MM OZHOPOIHOTO 11BeTa (OT KpacHOTO
WJIM 1IBeTa 3arapa Jio CBETJIO-KOpUYHeBoro). B yact-
HocTH, JeHturo ryo (labial melanotic macule) xapaxre-
pu3yeTcs TIOSIBJIEHMEM Ha KPacHOM KaliMe HIDKHEN TyObl
KOPUYHEBBIX TISITEH, KOTOPbIe HE MMEIOT CKIOHHOCTHU
K pacrpocTpaHEHUIO Ha CIU3UCThIE 000JOUKMU.

Ipu mopaxeHUu uceaydounoeo KuueuHoeo mpaKma
00pa3yrOTCs TTOJUIBI AMAMETPOM OT HECKOJbKUX MUJLIM -
METpOB 710 5 cM u OoJiee. KpymHbie MOIUITBI MOTYT CITPO-
BOILIMPOBaTh MHBarMHALIMIO U OOTypallnio, C YeM CBsI3aH
IIUPOKUI Arana3oH KIMHUYECKUX MPOsIBJIEHUI 3a00s1e-
BaHMS (OT OECCUMMTOMHOIO T€UEHUs 10 Pa3HBIX Bapu-
aHTOB KWIIeYHOI Herpoxoaumoctn) [10, 11]. B 60—90%
c/lydyaeB TMOJIUTIBI OOHApYXXMBAIOT B TOHKOW KWIIKE,
pexe B KeJyIKe W TOJICTON KHIIKEe, a TAKXKe B XKEJTYHOM
Mmy3bIpe, OpraHax pecrnupaTOpHON, MOYEBBIACIUTEIHLHOMN
U PETIPOAYKTUBHOM cucteM [8§].

XapakTepHbIM TIposiBieHMeM cuHapoma [leitTiia—
Erepca ciyxar XelymouHO-KHWIIIEYHbIE KPOBOTEUYECHUS.
«CKpBITBIE» KPOBOTEUEHUSI 4YacTO TMPUBOAST K aHe-
MMM — Yy JeTeil OoTMeuyalTcsl CIaboCThb, OTCTaBaHUE
B puszuueckoM pazputuu |9, 22]. CpenHuit Bo3pacT KJIM-
HUYEeCKO MaHMdecTallud KPOBOTEUEHUI IO NaHHBIM
pa3IMYHBIX aBTOpPOB Kojiebsercs ot 10 et mo 12,5 rona,
O/IHAKO B HEKOTOPBIX CIy4asix CMMITOMBI Pa3BUBAIOTCS
y leTeii B TeUeHue MepBbIX JieT xku3Hu [22, 23]. [Tonaumnos
B KUILIEYHOM TPAKTE MOXKET COMPOBOXIATHCS W IPYTUMU
TSDKEJIBIMU  OCJIOKHEHUSIMU:  U3bS3BICHUSIMU, OCTPOiA
KPOBOIIOTEpEii, KUIIIEUHO MHBAarMHalue, 00CTpyKIuen
(OOBIYHO TOHKOWM KHWIIKM) M AaXe HEKPO30M, KOTOpbIe
B paHHeM gaetctBe (mo 10 yet) obHapyxuBaiotcs y 33%,

a K 20 romam xu3Hu — y 50% GonbHBIX [24]. BBUAy TOTO
YTO WHBATMHAIMS KUIIEUHWKA TTpy cuHapome [leiiTiia—
Erepca penko nuarHocTUpyeTcst B paHHUE CPOKH, K COXKa-
JIEHUIO, IETU TIOCTYMAlOT B CHeUaIN3UPOBAHHBIE OTIIe-
JIEHWsT yXe TPpU DPa3BUTUM Tiephopaly  KUIIeYHUKa
W TIEPUTOHUTA. DTUM OOYCJOBJIEHA M BBICOKAs 4acToTa
OIepaTUBHBIX BMEIIATEILCTB: 0K0JIO 30% Bcex GOJIBHBIX
¢ cuaapomoM Ileiitna—Erepca nanmapoToMust BBITIONHSI -
etcst B Bo3pacte 1o 10 jieT, a K 18 romam 68% Bcex marueH-
TOB TepeHoCcT JanapoTomuto [8, 20, 21]

CoueraHue abIOMUHAILHOTO OOJIEBOTO CUHIpPOMA
¥ HaJM4Ire MeJaHWHOBOM MUTMEHTHOM CBIMH, B TTEPBYIO
oyepenb B NEPUOPAIbHON 00JIaCTH, TOJKHO BBEI3BATh
HACTOPOXEHHOCTh y Bpayell B KOHTEKCTE pa3BUTHUS
KUIIEYHON HETPOXOAMMOCTH, CBSI3aHHOM C SIBICHUSIMU
MOJIUTIO3a KUIIIEYHUKA.

3nokauecmeennvle Hosoobpazoeanus. B uccnenosa-
HUSIX OTMedeHo, uto Tipu cuHapome [leiitina—Erepca
PUCK pa3BUTHS paKa 100011 ToKaan3alny B 15 pa3 BeIlle,
yeM B OOIIIe MOMyJIsIIun, U K 65 TomgaM KU3HU COCTaB-
et 93% [25]. Oas npanHoro ¢akomMarosa XapaKTepHO
pa3BUTHE 3JTOKAYECTBEHHBIX OIMyX0JIeil HaYMHasi C MOJIO-
Joro Bo3pacra: K 20 rogam pak BbISBIsIeTCsT Y 1% 60Jb-
HBIX, K 40 Tomam — y 17—19%, x 60 romam — y 60—63%,
K 70 romam — y 81—85% [11]. Pak TOHKOI KUIIKU pa3-
BUBaeTcsa y 96% mauueHTOB, TOJICTOM KUK — y 27%,
xenynka —y 24%, a ipssMoit KUtk — y 24%.

KnuHuyeckasa amarHocTuka cuHgpoma
MenTua—Erepca

JrarHo3 CUMTaeTCsI JOCTOBEPHBIM MPU HAJTUYUK XOTS
OBI OTHOTO U3 TIEPEeYNCIICHHBIX TTPU3HAKOB [2]:

— HaJlnuuMe JIBYX M 0OoJiee TMCTOJIOTUYECKU MOATBEp-
JKIEHHBIX TaAMapTOMHBIX MTOJIUIIOB;

— Mo6oe YUCIIO BBISIBICHHBIX TTOJMIIOB y TallMeHTa,
MMEIoIIero OJIM3KOrO POICTBEHHUKA — HOCHUTEJSI CHUH-
apoma;

— TUTNEPIIUTMEHTALIMSI B TUIMYHBIX JJIS CHUHApPOMA
MecTax M HaJu4ue B CeMbe POACTBEHHMKA — HOCUTES
39TOr0 CUHApPOMA;

— J11000€ KOJTMYECTBO TOJUMOB B COYETAHUM C TUTIep-
MUTMEHTAIMEeN B TAITUIHBIX MeCTaX y OMHOTO MHAWBUIA.

B 2006 . F. Giardiello u J. Trimbath ormy6iukoBaiu
peKOMeHIalKu Mo 00C/IeT0BaHNI0 (CKPUHUHTY) OO0Jb-
HbIX ¢ cuHapomoM [leiitua—Erepca (cMm. Tabauiry)

MonekynsipHO-reHeTU4yecKas AuarHocTmka
cunapoma MenTua—Erepca

Myramuu B reHe STKI1I naxomsar y 70—80% maru-
eHToB ¢ cuHapomom Ileiitca—Erepca. Ten STK11 oTHO-
CUTCSI K cymnpeccopaMm (KOAUPYET CEpUH/TPEOHUHKM-
Hazy), KapTHpOBaH Ha KOPOTKOM TUIeUe XpOMOCOMBI 19
B pernoHe 19p13.3 (Bkmouaer 10 3k30HOB). U3BecTHO,
yto reH STKI11 peryaupyeT KJIETOUHYIO Tpondepalnio
MyTeM OCTaHOBKM KjeTouHoro umkia Gl, perymupyer
Wnt-curHajibHBIN TTyTh, B3aMMOACHCTBYS C OeJKoM p53,
YUacTBYeT B aromnTo3¢, a TakKKe WrpaeT BaxKHYIO POJIb
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B OPHUEHTUPOBKE KJIETOK B TIpelesiax TKaHU (BIUSIET
Ha KJIETOYHYIO MOJSIPHOCTD, YYacTBYeT B MeXXKMeMOpaH-
HBIX OEJKOBBIX B3aMMoAeicTBUAX) [24, 26, 27]. Myrta-
LIMST 3TOTO TeHa (HOHCEHC, MUCCEHC-MYyTaluu, HeOOb-
e JesIeliuy/MHCEePUNH, OObIINE IeTeIIUN) TTPUBOIST
K HapyHmIeHWIO CTPYKTYPbl WU COKPAIIEHWIO JUTAHBI
KOJIUpYyeMOTo Oelika ¥ yTpaTe UM KMHA3HON aKTUBHOCTH.

CuHIpOM HacemyeTcsl 10 ayTOCOMHO-ITOMWHAHT-
HOMY THUIY: JUISI Pa3BUTHUsSI OOJE3HU TOCTATOYHO YHa-
cjenoBaTh MYTAHTHBIM ajjielb OT OTHOTO W3 POAU-
Teneit. MyrantHeiii TeH STKII mnepemaetcs 50%
ITOTOMKOB 0OOJTbHOTO HE3aBUCUMO OT MX Toia. B cemeii-
HOM aHaMHe3e 0Kojo 50% OOIbHBIX OTCYTCTBYET yKa-
3aHMe Ha HaJu4yue OOJIBHOTO POIUTENS, B OTUX CITydastx
MIPEeANoaraloT BOSHUKHOBEHE MyTallMK de novo.

KnuHnueckast TeTeporeHHOCTh 3a00JIeBaHUS y pa3-
HBIX TAIMEHTOB (IIMpOKass BapyuabeIbHOCTb 10 YHUCITY
Y TUTTY TIOJINTIOB, TUIOTHOCTY TTUTMEHTAIIUK KOXHW U CITU-
3UCTBIX 000J0YeK, BO3pacTy MaHudecTauuu 3aboe-
BaHUS, TSKECTM TeYeHMsI) OOYyCIOBJIeHA pa3IMIHOMN
SKCITPECCUBHOCTBIO TeHa, KOTOpas, B CBOIO OuYepelb,
3aBUCUT OT TUMa MyTauuu. JOMOTHUTETbHBIA aHAIU3
MyTallMii MOXKET TTOMOYb B BBISIBICHUU OoJiee arpeccuB-
HBIX (PEHOTUTOB M, TaKMM 0oOpa3oMm, CIIOCOOCTBOBATh
NMArTHOCTUKE, HaOmoneHutro u Oojiee 3hGEeKTUBHOMY
JneyeHuto. [eHeTUYecKoe TeCTUpOBaHWE B JOTIOJHEHUE
K XapaKTepHBIM KIIMHUYECKUM TTPOSIBIICHUSIM CUHIPOMA
[efiTiia—Erepca mo3BoJisieT ¢ 00blel 101eii BEpOsITHO-
CTU IMAarHOCTMPOBATh AaHHOE 3a00JIeBaHKUe U YIYIIINTh
MMPOTHO3 MaIUeHTOB.

Cob6cTBEeHHOe HabnoaeHne

IManuenTka P., 5 net, B rj1aHOBOM IMOPSIIKE MO PEKO-
MEHIAlIMM TacTPOIHTEpOJIora TocTynuiaa B l-e menmna-
tpruueckoe otnenenue JAI'Kb nm. 3.A. banuiseBoit JI3M
B okTsi0pe 2019 . ¢ x)xanobaMu Ha MEPUOINIECKU BO3HU-

B MOMOLLIb TPAKTUYECKOMY BPA4YY

Karolme 601 B 00J1aCTH XXKWBOTA, YCUITUBAIOIIUECS TTOCTe
npuema . HanpaButenbHblli quarHos: «HewHpek-
LIMOHHBIM TACTPOIHTEPUT U KOJTUT HEYTOUHEHHBI».

M3 anamMHe3a W3BECTHO, UYTO peOEHOK PpOIUIICS
OT TIEpBOM OEepeMEHHOCTH, CaMOCTOSITETbHBIX pOIOB
Ha 39-i1 Henene. PanHuii aHamHe3 0e3 0COOEHHOCTEM.
CeMelHBIN aHaMHE3 He OTSITOIIEH.

C aprycta 2019 . manyeHTKa cTpanaeT Mepuomnyde-
CKM BO3HUKAIOIIUMU TYIBIMU OOJSIMUA B SKUBOTE, JIOKA-
JIMBYIOIIUMUCS TIPEMMYIIIECTBEHHO B TapayMOWJIMKallb-
HOI 00JIACTM M STUTACTPUM, YCWJIMBAIOIIUMUCS TTOCITEe
nprema TBepaoi muIr. CaMoCTOSITETBHO (IO PeIIeHUTO
MaTepu) TpUHMMaJla TTaHKpeaTUH U (ecTal ¢ He3Ha-
YUTETBHBIM  YIyJIIeHUEM caMOJyBCTBUsA. K Bpavyam
He o0palaanchk.

Status praesens mpu noctyrienun (ot 20.10.2019):
COCTOSIHME TIAlIUEHTKU CpeaHell TSIKEeCTH, CHUMITTOMBI
MHTOKCUKAILIMM  OTCYTCTBYIOT.  PebeHOK  ocnabiyieH
(OBICTPO yCTaeT OT MUHMMAIbHON aKTMBHOCTHU, OTCYT-
CTBYET XeJJaHUe K pa3roBOPY M pa3BICUEHUSIM), allleTUT
cHmkeH. HocoBoe nbixaHue cBOOOMHOE. 3eB YMEPEHHO
TUIepeMupoBaH, 6e3 HaJeToB.

MuHIaTMHBL yBeTWUeHbl 10 | cTereHn, HaJTOXKeHUs
OTCYTCTBYIOT. B JIerKuxX nbIXxaHuWe TMydpWIbHOE, IpPO-
BOAWTCS BO BCEX OTIeNax, XpUIoB HeT. ToHBI cephla
TPOMKWE, PUTM TPABWJIBHBIM, IIIYMbI OTCYTCTBYIOT.
SI3bIK BIakHbBIN, HE 00J10keH. 2KMBOT HE B3/1yT, MATKUM,
JIOCTYMeH TIyOOKOH majbnanuu, 60Je3HeHHbI B 00Jia-
ctu anuractpus. [ledeHs y Kpast pedbepHoit nyru. Cene-
3eHKa He nanbnupyetcs. Ctyn odopmiieHHBIN 10 1 pasa
B 2—3 cyT, IpUMecH OTCYTCTBYIOT. MouencryckaHue 6e3-
O6osiesHeHHOe. CUMIITOM IMOKOJaYMBaHUSI OTPUIIATENb-
aeiii. OtekoB HeT. Co3HaHUe sicHoe. MeHWHTeallbHbIe
1 OYaroBble CUMITTOMBI OTpHUIIATEbHbIE.

IIpu ocMOTpe KOXHM M CIM3HMCTBIX 000JI0YEK OTMe-
YeHBI BBICBIMAHMS, JIOKAJIU3YIOIIMECST Ha KOXe JIulia:

Tabauya. PekoMeHaamum mo 00C/Ie10BaHHIO NanueHToB ¢ cuuapomoM Ileiitna—Erepca
Table. Recommendations for examination with Peitz—Jagers syndrome

Bo3pacr Havana Hnurepsai,
Opran Mertoa ucciie10BaHus
CKpPHHHUHTa, roabl roabl

Kenynok D30(aroracTpoayoeHOCKOIUS 8 2-3
KamncynbHasi 93HIOCKOMUS UM MAaTHUTHO-PE30HAHCHAS

ToHkas kuika 8 2-3
3HTeporpadus

Toncras kumika KonoHockonust 18 2-3
O0cnenoBaHue rpyau (MaHyaJlbHOE) 25 Exemecsauno

MonouHas xKenesa
Mammorpadus 25 1
TpaHcBarMHaIBHOE YIBTPa3BYKOBOE MCCIIEI0BAHKE, CBIBOPO-

SAnaHnku p . YIETPA3BYK L ’ P 25 1
TOYHBII oHKOMapkep CA-125

. WccnemoBanue opraHoB Majioro Ta3a (MaHyaJIbHOE), ITIUTO-

Marka u 1eiika MaTKu S P ( y ), I 18 1
JIOTMYECKHUI Ma30K
MarnutHo-pe3oHaHcHas Tomorpadusi, Y3U, cbIBOpOTOUHBII

IMomxenynouHas xejnesa P P ? P 25 1-2
oHkomapkep CA-19—9

SAnuku TManemanms u Y3U suaex C poxnmeHust 1
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Tazearos A.B. u coasm. Curnpowm [eiitiia—Erepca B 1eTCKOM IepMaTOIOTMYECKOIt TpaKTHKE

nepuopayibHOI 00J1acTH, Ha KpacHOM KaiiMe Ty0, a TakxKe
Ha CIM3UCTON 000JI0YKe TyD, BHYTPEHHEI IOBEPXHO-
CTH 1IEK U TBepmoro Heba (puc. 2). Beickimanus mpem-
CTaBJI€HbBI MHOXECTBEHHBIMM TOYEYHBIMU MEJTKUMU
MUTMEHTHBIMU TISITHAMU  CBETJIO-KOPUYHEBOTO 1IBETA;
BO3HUKJIM MMPUMEPHO 3a roj A0 rocrnutanusaiuu. [oss-
JIEHWE TTUTMEHTAIlMA MaTh MAIIMEHTKHU CBSA3BIBAET C MPU-
MEHEHUeM Kpema, COAepKallero MNUPUTHOH IIMHKA,
KCIIOJIb30BAaHHOTO 110 MOBOJY aJUIEPTUYECKOT0 XeHanTa.
3akIoYeHue KOHCYJIBTUPYIOIIETO JIepMaTOBEHEPO-
qora: cunapom Ileitina—Erepca. PekoMmenmanum: 1po-
BelleHUe MCCIe0BaHU: 330(haroracTpoayoeHOCKOITUHN
OIrAC) n GudPOKOIOHOCKOTTUYN
(®KC) ¢ uenpio BepudUKaUu
IMarHo3a W OMpeneeHUsT Iajlb-
HEWIIEeN TAKTUKA JIEYEHUS.

OO01uMit aHaIn3 KpOBU, OMOXHM-
MMWUYECKU aHaJu3 KPOBU M MOYM
(21.10.2019): 3HaueHus B TIpe-
nenax  pedepeHCHBIX.  YabTpa-
3ByKOBOE€ MCCJIeIOBAaHUE OpPraHOB
opromHo# mosioct (21.10.2019):
9XOMpPU3HAKU AUDGDY3HBIX H3Me-
HEHUI TTapeHXUMBI TTOIKETYI0Y-
HOI XEJE3HbI.

BIAC (22.10.2019): nuieBon
He nedopmupoBaH. B mipocBere
COIEPKUTCST CKyaHas ciu3b. Cin-
3ucTasi 000JI09Ka MUIIEBOAA TJIa-
Kasi, Tyckiasi, OJIeqHO-PO30BOTO
Beta. Kapaust mIoTHO He CMBbIKa-
ercst. CKITaIKM Kapauu He BbIpa-
>KeHbl. 3yOuarasi TuHuUsI He chop-
MupoBaHa. B xesyake HeMHOro
nmeHucrtoil ciu3u. He akTuBHas,
HO paBHOMepHasl TepUCTaIBTHKA.
CkJaIKi  HEBBICOKHME, pPaBHO-
MEpHO pacrpasJsitoTcst Bo3nyxoMm. Cinusuctasi 0600uKa
KeJTyaKa Tiankasi, 0JeMHO-pO30BOro 1BETa; B MPEIIO-
pUYecKoil YacTM MMeeTcsl OIyXoJieBMIHOe oOpa3oBa-
Hue pazmepamu 2,0%3,0x2,5 cM; miaakasi TTOBEpXHOCTb,
BBIpaXKeHHas CTPOMa; TMOABMKHO Ha HOXKE TOJIIWHOMN
no 1,0 cMm; oOpa3zoBaHMEe YAaCTUYHO MPEMSTCTBYET MPO-
JIBIDKEHUIO armapara K MPUBPATHHKY, B JIYKOBUILY IBe-
HaaUATUTIEPCTHOM KUIITKY. [TpuBpaTHUK 3usieT (puc. 3).

Ckiaky TpWBpaTHUKA He BbIpakeHbI. JIykoBuUIila
JIBEeHAIIaTUTIEPCTHOM KUIIKU He AechopmupoBaHa. Ciin-
3ucTasi 000JIoUKa JIYKOBMIIBI OJIeIHO-PO30BOTO I1IBETA,
C HeBBbIpaXXEHHBIMM CKJIaakamMu. B mocTtOyabbapHbIX
oT/esiax He BbIpaXKeHbl CKJIAIKHU, OJIEMHO-PO30Basi CJIM-
3ucrasi 0e3 Hajerta. bosbloil ayoaeHalbHBINA COCOUeK
He BUACH. 3aKII0YeHME: TIOJIUTI KeTyaKa.

beuto pemeHo mnpoBeneHue noBTopHoit DTC
¢ nocaenytomeit moaumakromueit 1 ®KC B oauH IeHb
MO DHIOTpaxeaJbHBIM HapKo3oM. [Ipu TOBTOpHOI
BIIC ot 28.10.2019 npoBeneHa MOJUMIKTOMUS KOary-
JISIUMEN U pe3aHueM.

Tucronoruyeckoe wuccienoBaHUE  OMYXOJEBU/-
Horo obOpaszoBanusa (28.10.2019): wmakpockomnuue-
CKO€ OIUuCaHue: OKpyrjoe oOpa3oBaHUE pasMepoM
1,8x2,4x1,7 cM ¢ KpPYIMHOIOJbUYATONW TTOBEPXHOCTHIO
Cepo-KOPUUYHEBOTO 1IBETA, HAa pa3pese OesecoBaTo-Ko-
PUYHEBOTO 1IBeTa, MITKO-3JIACTUYHON KOHCUCTEHIIUU.
Mukpockonuueckoe OTKMCaHMWe: TIOJUIl TIpeacTaB-
JIeH paspacTaHMeM CJIU3UCTON OO0O0JOUKM XKelyaka,
B CTpOME BbIpaXXEHHBIT KOMIIOHEHT C BETBSIIIUMUCS
rIagKOMBIIIEYHBIMU  TsDKaMu. 2Kese3bl TUIepruia-
3UPOBAaHbI, TIOKPBITHI BBICOKUM LUJIWHIPUIECKUM

TUTNIEPMYKOUIU3BUPOBAHHBIM SIIUTCINEM C OYaroBbIMU

Puc. 2. TInrMeHTaIMs HA KPACHO# KaiiMe ry0: MeJIKie rpynnupoBaHHbIE TUIEPIUTMEHTHPO-
BaHHbIE MATHA pa3Mepom 2—5 mm (a, 0) y manuenTku P., 5 jer.

Fig. 2. Pigmentation on the red border of the lips: small grouped hyperpigmented spots,
ranging in size 2—5 mm (a, b) in Patient P., 5 years old.

Puc. 3. D3odaroracTpoayoaeHOCKONNs y NanueHTku P, 5 jer:
B NPENIJIOPUYECKOi YACTH — OIYXO0JIeBUIHOE 00PA30BaHKE Pa3-
Mepamu 2,0%3,0%2,5 cm.
Fig. 3. Esophagogastroduodenoscopy in the patient P., 5 years
old: in the prepyloric part — a tumor-like formation with dimen-
sions of 2,0x3,0x2,5 cm.
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pPeaKTUBHBIMM/IUCIIACTUICCKUMU M3MEHEHUSIMU.
B TMOBepXHOCTHBIX OTAENIaX 3PO3WBHBIE He(PEKTHI,
B CTPOME OTEK, MOJJTHOKPOBHE, KPOBOUITUSHUS, MYLIA-
HO3HBIE KHWCTBI, OdYaroBas TIa3MOLMTAPHO-TUMMPO-
UTapHast MHQUIBTPALUSA C CETMEHTOSAEPHBIMU JIeii-
KOLMTAMU. 3aKII0YeHUe: TUCTOJOTHYeCKas KapTHHa
ramMmaptoMHoro mojumna xeiayaka. @KC (28.10.2019):
TUTIEPIIUTMEHTAIMS KYITOJIa CJIETTON KUIIIKH.

B paHHeM BOCCTaHOBUTEJIBHOM TIEpHOJIE TTAlIMEHTKE
PEKOMEHIOBAHBI TTOCTELHBIN PEKUM B IepBbie 2—3 THS,
rojiofaHue B 1-e CyTKM, B JaJibHEHIleM COOJIIoIeHNe
nuethl (ctom Nel) B TeueHne 1 mec. C yueToM HaIWIUS
KOXHO-CJIM3UCTOM MUTMEHTAIlMA W THUCTOJIOTMYECKU
MTOATBEPKIEHHBIX TAMAPTO3HBIX MTOJUIIOB B XKeJTYI0YHO-
KUIIEYHOM TpaKTe MallMeHTKe ObLT BBICTABJIEH IMar-
Ho3: cuHapom Ileiitiia—Erepca. 3a Bpemsi mpeObIBaHMS
B CTallMOHape OTMeYayiach ITOJOXUTEIbHAS JUHAMMKA
COCTOSIHUSI: JeBOYKa aKTHUBHA, amlmeTUT B HOpMe, 0OJU
B 00JIaCTH XMBOTA HE OECTTOKOSIT.

IIpu BBIMKCKE TalMeHTKe ObUIM AaHbl CJIEAYIOIIUe
pEeKOMEHAAIMU: KOHCYJIbTALlMM TeauaTpa IT0 MECTY
KUTETbCTBA IS TWHAMWYECKOUM OIEHKW W3MEHEHU
B pe3yJbraTax oOIINero W OMOXUMUYECKOTO aHAIM30B
KPOBU (KOHTPOJb HaJIMYWs CKPBITOTO KPOBOTEUYECHUS)
1 pa3 B ron B Teuenne xusznu, DIJIC u ®KC kaxmbie
2—3 roma ¢ 1IeJIbI0 MCKJIIOYEHUsT O00pa30BaHUSI HOBBIX
MOJIUTIOB M Pa3BUTHS 3JI0KAYECTBEHHBIX 00pa3oBaHUIA,
¢ 18 net exxerogHble o0CaeI0OBAHUS Y Bpaueil — TMHEKO-
JIora 1 MaMMOJIOTa ¢ COOTBETCTBYIOIIMMU IUATHOCTH-
YECKUMU MaHUMYJISIIASIMUA TI0 TIPUYMHE OHKOJIOTHYE-
CKOM HacTopoxkeHHOocTu. Kpome Toro, mociie BBITTUCKHU
M3 CTallMOHapa POIUTENISIM OBbLIO PEKOMEHIOBAHO IMPO-
BECTU MOJEKYJISIPHO-TEHETUUECKOe KOHCYJIBTUPOBAHME.
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