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B cTaTbe npuBeseH 0630p MUPOBLIX UCCELOBAHMIA MO BONPOCAM 3TUONOTUMN, BUATHOCTUKM U NeYeHus cuHapoma Meitua—
Merepca, a Takke puck pa3BUTMSA 310KaueCTBEHHbIX HOBOOGPA30BaHUI Pa3MUHOI TOKAU3aLMN Ha (OHE AAHHOI reHe-
THyeckol anomanuu. NpeacTaBneH KnMHUYecKmit cnydaii cungpoma Meiitua—Verepca, KoTophiil accoynmpoBancs c pas-
BUTMEM paKa MONOYHOI XKene3bl B MOJOAOM BO3pacTe B 2 MOKoNeHUAx (MaTb 4 fo4b). HecMoTpa Ha xapaKTepHyio
KMHWYECKy0 KapTUHY (MHOXECTBEHHbIe raMapTOMHble MONUNbI C MaHUdecTaumein B JETCKOM BO3pacTe U Hanuuue
KOXHO-CNM3NCTO MUrMEHTaLMM Y CaMOit XKEHIMHbI 1 ee BANKaliLMX POACTBEHHUKOB), iUArHO3 reHeTUYecKoro 3abone-
BaHUA OblN YCTAHOBNEH TONBKO NpM 06PaLLEHUM K OHKONOTaM C BO3HUKILMM PaKOM MONOYHOM Xese3bl, YTo NOATBEpKAA-
€T He0OXOAMMOCTb NONYNAPU3aLUN MHDOPMALUK O fAHHON FreHeTUYeCKoit NpobaeMe Kak CPef OHKONOTOB, Tak U cpeau
Bpayeil 06Len NpaKkTUKY.
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There is nothing more obscure than the obvious fact: a case report of breast cancer associated
with Peitz-Jeghers syndrome
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This article provides a review of studies analyzing the etiology, diagnosis, and treatment of Peitz-Jeghers syndrome, as
well as the risk of cancer of different locations in patients with this genetic disorder. We report a case of Peitz-Jeghers
syndrome associated with breast cancer in young women in two generations (mother and daughter). Despite specific
clinical manifestations (multiple hamartomatous polyps developing in childhood and ink-black mucous pigmentation
in the woman and her immediate relatives), Peitz-Jeghers syndrome was diagnosed only after breast cancer development
and consultation with oncologists. This confirms the need for informing both oncologists and general practitioners
about this genetic disorder.
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Cunzpom Ieiitua—Merepca (CITN) — peakoe Ha-
CJIEJICTBEHHOE ayTOCOMHO-IOMMHAHTHOE 3a00JjieBaHUE,
00yCJIOBJIEHHOE HaJInuueM Mytauuu B reHe STK11 u xa-
pakTepusyolieecs: BOSHUKHOBEHUEM MHOXECTBEHHBIX
raMapTOMHBIX TTOJIMITOB B XKETYI0YHO-KUIIIEYHOM TPaKTe
(TIperMyILIeCTBEHHO B TOILIEl KUIIIKE) U MOSIBJICHUEM «4ep-
HUJIbHOM» KOXHO-CIMU3UCTOI nmurMeHTauuu [1]. Yactora
3a6oneBaemoctu CITH Bapbupyet ot 1:8000 xo 1:200000
HOBOPOXICHHBIX U HE 3aBUCUT OT I10Jla U pacoOBO MpU-
HatexxHocTH [2—4]. TTauenTs ¢ CITM MMeIoT BHICOKMiA
PUCK Pa3BUTHS 3JI0KAYECTBEHHBIX OIMYyXOJIe pa3IMyHOR
JIOKaJIn3aluy; PUCK Pa3BUTUSI paka MOJIOYHOM Xee3bl
(PM2X) mpu 1aHHOM reHeTUYEeCKOM 3a00JI1eBaHUM 1LIUPO-
Ko Bapbupyer ot 19,3 no 54 % [1].

Cunnpom IMeiitia—Merepca Briepsble ormcaH B 1896 T.
oputaHckuM BpadoMm J. Hutchinson; aBTop npencraBui
KJIMHUYECKOE HAOIOIEHUE CECTeP-0IM3HEIIOB C YHUKATb-
HOM «4epHWIBHOI» MUTMEHTALIEH TY0 M pTa M HEOObIY -
HOI cynbp0OIi: 0OIHA cecTpa Ioruoda oT KUILIEUHON Helpo-
XoauMocTH B Bo3pacte 20 jeT, a Bropas ymepiia or PM2K
B Bo3pacTte 52 sieT [5]. B 1921 r. rosutannckuii Bpau J. Peutz
COOOILLIMI O CeMbe, B KOTOPOI y OTLA U 5 U3 7 AeTeii ObUIn
OTMEUYeHbl MHOTOUYMCJICHHbIE TEMHbIE TUTMEHTUPOBAaHHbIE
MSITHA Ha rydax, JIMLe U B mojocTtu pTa. Kakux-n1moo xa-
JIOO y OTIIa He ObLIO0; B MPOTUBOIOJIOXKHOCTh 3TOMY, Y Je-
Teil OTMeYeHbI MPUCTYITBI 00JIeil B )KUBOTE KOJIMKOOOpa3-
HOTO XapakTepa U HajJluyve KPOBOTEUEHUN U3 MpSIMOI
KUIILIKY; y 2 AeTei ITpy 00CIeI0BaHUM BbISIBJICHBI ITOJUIIBI
TOHKOI M TOJICTOM KUILKH, a elle 2 pedeHKa Moruoiau
OT KMIIIEYHOI HEMIPOXOIMMOCTH B Bodpacte 11 u 20 yreT [6].
B 1942 r. nokTop H. Jeghers omy011KoBaa cOOCTBEHHbIE
naHHble 0 10 ciryyasx mogo0HOro MmoJuIo3a B OMHOM ce-
Mmbe [7]. B pesyasrare B 1954 1. A. Bruwer u coaBT. U3 KJIn-
Huku Meiio BBe/m srioHnM «cuHapoM Ieiitina—Merepcas,
KOTOPHBIN MPUHST MO HacTosIIee BpeMs [5].

Druonorust CITH. B 1997 1. Gbu1a 0OGHApy>KeHa CBSI3b MEX-
1y BosHukHoseHneM CITH u xpomocomoii 19p13.3 [8, 9],
a yxe B 1998 . 2 He3aBUCHUMBIE MCCIEN0BATEILCKIUE TPYIIITHI
nox, pykoBonctBoMm D.E. Jenne u A. Hemminki cooOuymm
O BBISIBJICHUM TeHETUUYECKOM MMPUYMHBI BOSHUKHOBEHMS TaH-
HOro cMHAapoMa — MyTaiuu B reHe STK11 (serine/threonine
kinase gene), Takxke n3BecTHOM Kak reH LKB] (liver kinase B1),
KoaupyoleM 6enok u3 433 amuHokucior [10, 11]. Mytauust
B reHe STK11/LKBI obHapyxuBaeTcsl nmpumMepHoO B 30—
70 % ciy4aeB pa3BUTHs TAHHOTO CMHIPOMA IIPH CIIOPAI-
YecKoM xapakrtepe U y >70 % malueHToB — MpU HATMIUU
OTSITOILIEHHOIO CeMEMHOro aHamHe3a [2].

Ten STK11/LKBI sBasieTcsi BAXKHBIM OITyXOJI€BBIM
cynpeccopoM. B 2002 1. L.I. Yoo u coaBT. npearnoaoxuiu,
YTO UMEHHO 3TOT T'eH MO3BOJISIET SMUTEIUATBHBIM KJIETKaM
TOHKOTO KHIIEYHUKA ITOCTOSIHHO DPEIIMIIUPOBATHCH,
He MoJBeprasich 3JI0Ka4YeCTBEHHOMY MepepoxxaeHuo [12].
B moarBepxkaeHME 3TOro MCCIeI0BaTEILCKON TPYIIoi
OBLIO JOKA3aHO, YTO 3KCIIPECCHST JaHHOIO reHa MaKCH-
MajlbHa B KPUINTAaX W Ha BEPIIMHAX BOPCMHOK TOHKOTO
KUILIEYHUKA, KOTOPHIE SIBIISIIOTCS MeCTaMM ¢ Haubosiee
BBICOKHM YpOBHEM aronTto3a Kjietok. STK11/LKBI sxkc-
IpeccupyeTcsl KaKk B TKaHSX B3POCIIOrO 4YejoBeKa, Tak
1 B TKaHsIX 11oaa. OcoO0eHHO BhIpaXkeHa 9KCIIpecCcust Oei-
Ka B cepille, MeYeH!, CKEJICTHBIX MBIIIAX, IMUIICBOIE,
MOKEJTyTOYHOM XKeJe3e U sudkax [13].

Ien STK11/LKBI peryaupyeT KJIeTOUHYIO Ipoaude-
paluio, ocTaHaBIMUBasi KJIETOYHBIN LUK B paze G1, ak-
TUBHOCTH WAF1 (MHrMOMTOp LIMKJIMH3aBUCUMOM KMHA3HI),
a TaKKe arnonTo3, MHIYLIMPOBaHHEIA 6ekoM pS53 [14—16].
[ToMUMO 3TOrO OH MrpaeT BaXKHYIO POJIb B KJIETOYHOM
MeTaboIu3Me M DHEPreTUYeCKOM TOMEeOoCTa3e KICTKH,
a TakxXe KJIeTouHo# moyisipHocTu [17, 18]. B koHeuHOM
urore mytauus STK 11 npuBOIUT K CMELLIEHUIO SITUTEIUS
C BTOPMYHBIMM U3MEHEHUSIMU ¥ 00pa30BaHUIO TaMapTOM-
HBIX MOJIMMOB, XapakTepHbIx 11 CITH [19].

Kmnunueckue nposisienust CITV. CITH nmeet sipKyio
M XapaKTepHYI0 KIMHUYECKYI0 CUMIITOMATUKY B BHIE
2 HanboJIee YaCThIX ITPOSIBJICHUI, TAKUX KaK TaMapTOMHBIE
TTOJIUIIBI B XKETYIOYHO-KUIIIEYHOM TPAKTe U «ICPHUIIb-
Hasl» KOXXHO-CIM3KCTast MurMeHTauus (ieHturo) [1, 5, 20].
[MurmeHTanus (MIMTMEHTUPOBAHHBIC MSITHA TEMHO-KO-
PUYHEBOTO WJIM CHHE-KOPUYHEBOIO I[BETa, pa3MepOM
1—5 MM), 0OBIYHO BO3HMKAIOIIAsA B MJIaJCHYECKOM BO3-
pacrte, MOXeT OJIeIHETh WK McYe3aTh B IIEPUOJI ITOJOBO-
ro co3peBanusi. OHa BcTpedaeTcs y 95 % manueHTOB
¢ CIIH, yarue Bcero okanusyercs Ha ry6ax (94 %), ciu-
3UCTOI 0b6osIouKe 1IeK (66 %), BEpXHUX U HUXKHUX KO-
HeyHOCTSX (74 1 62 % COOTBETCTBEHHO); TAKXKE OIMMCAHO
JIEHTUTO TIePUOPOUTAIBHOM, IepUaHAIBHOM U TeHUTAIb-
Holt obnacteit [21]. [TosiBIeHMe MUTMEHTHBIX MSITEH CBSI-
3aHO C HACBIIIEHEM MUTMEHTaMU MaKpoaroB AepMsbl [22].
CiieyeT OTMETHUTb, YTO JICHTUTO B TIEPUOpPaIbHOM 00J1a-
CTU He SIBJISIETCSI CTPOT'O MAaTOTHOMOHWYHBIM ITPU3HAKOM
Tonbko CITH; ero Takxke MOXHO BCTPETUTb Y TTALIUCHTOB
¢ KomIuiekcoM KapHu (CMHAPOM, XapaKTepU3YIOLIHUICS
MUIMEHTaLMe ! Jiviia, yalle BCero Ha ryoax, BeKax, KOHb-
IOHKTUBE U CIU3UCTON 000J0uKke mojiocTu pra) [20]
u cunagpomom LEOPARD [5].
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BropsIM BaxHbIM TIposiienneM CITH siBisiercst mo-
SIBJIEHUME MHOXECTBEHHBIX FaMapTOMHBIX MOJIUIIOB XKeTy-
JIOYHO-KUILIeYHOro TpakTa [1, 23—25]. TepmuH «ramapTo-
Ma» (OT Ip.-Tpey. aLLopTLOL OLOPTIO — «OIIOKa», «U3bsTH»
" -0 (0T 0YKOUL) — «OITYXO0JIb») — Y3JI0BOE 100poKaye-
CTBEHHOE OITyXOJIEBUIHOE HOBOOOpPAa30BaHUE, MPeICTaB-
JIsTrolee coooli TKaHEBYI0 aHOMAJIUIO Pa3BUTUS — BIIEPBbIC
ucnoyb3oBal B 1904 1. HeMeukuit matroMopdoJsor
E. Albrecht. [aMapTOMBI COCTOSIT U3 TEX YK€ TKAHEBBIX KOM-
TMIOHEHTOB, YTO M OpraH, rie OHU pacmnoyioxeHsbl. [amap-
TOMHBIe roybl (ramaptoMsl) ipu CITH o6iagaior yHu-
KaJIbHOM TMCTOJIOTUYECKON XapaKTepUCTUKON — JJIT HUX
XapaKTepHa IPEeBOBUIHO-BETBSIIASICS CTPYKTYpa CTPOMBI
M3 MYYKOB IIAAKUX MBI, BbICTJIaHHAs HOPMaJbHbIM
3peJIbIM KUILIEYHBIM 3MUTEIMEM, O0raThiM OOKaTOBUAHBI-
MU KieTKaMu. s 6oJblieil ToCTOBEpHOCTH AUarHo3a
CITM HeoGXoaMMo NpOBeIeHHEe MMMYHOTHCTOXUMUYE-
CKOI'O MCCJIeIOBaHMSI, TIPU KOTOPOM BOKPYT 3TUX JOJIEK
BBISIBJISIIOT 1€CMUH-TIOJIOXUTEIbHbIE IJIaAKOMBIIIIEYHbIE
BOJIOKHA, YTO SIBJISIETCSI TAaTOTHOMOHUYHBIM MPU3HAKOM
raMapToMHBIX rouroB [5]. Y natmentos ¢ CITM momurmst
yale BCero JOKaJIM3YIOTCsI B TOHKOM Kuiike (64 %), Toi-
croit kuike (64 %), xenynke (49 %) v NpsAMoii KUIITKe
(32 %) [22]. Onucanbl 1 60Jiee HEOXKMITAHHBIC JIOKAI3a-
1y ramaptoM 1ipu CITM — B mouevHoit ToxaHKe, Mode-
BOM ITy3bIpe, JIETKUX [23, 24].

B 2000 . BceMupHasi opraHu3saius 3IpaBoOXpaHeHUS
pa3paboTaja JMarHoCTUYECKre KIMHUYECKUEe KPUTepUr
TSl yeTaHoBIeHus auarHosa CITH [25]:

1. OTSTOlIEHHBINM CeMEMHBIM aHaMHe3 y TalMeHTa
10 JaHHOMY CUHIPOMY U JI000€ KOJMYECTBO TMCTO-
JIOTUYECKM TTONTBEPKISHHBIX TAMapPTOMHBIX ITOJIUIIOB,
xapakTepHbIx w1st CITM, nim xapakTepHast BhIpakeH-
Hasl KOXKHO-CJIU3UCTask TUTMEHTAaIKs.

2. OTCyTCTBUE OTSTOLIEHHOIO CEMEHHOro aHaMHe3a
10 JTaHHOMY CUHIPOMY U 3 TUCTOJIOTMYECKU TTOATBEP-
XICHHBIX TOJINIIA, XapakTepHbIx wist CITH, wm mo-
00€ KOJMYECTBO TMCTOJOIMYECKU MOATBEPXKIACHHBIX
raMapTOMHBIX MOJIMIIOB, XapakTepHbix mwist CITH,
U XapaKTepHasl BbIpaxkeHHast KOXHO-CJIM3UCTAasI TTUT-
MEHTALIMSI.

B HacTosIee BpeMsl KIMHUYecKuii nuarno3 CITN
YCTaHaBJIMBAETCs, €CU MPUCYTCTBYET | U3 CIEAYIONIUX
Kputepues [5, 20, 25]:

— 2 unu 6oJiee TUCTOJOTMYECKU MOATBEPKACHHBIX ra-
MapTOMHBIX MOJIUIIOB;

— J11000€ KOJIMYECTBO raMapTOMHBIX MOJIUIIOB, OOHapY-
KEHHBIX y OJHOIO IMalleHTa C IOATBEPXICHHBIM
CeMeHbIM aHAMHE30M;

— HaJInyue XapakKTepHON KOXHO-CAU3UCTON MUTMEeHTAa-
LIMY y MalMeHTa, UMEIOIIEero POACTBEHHUKOB C MO -
tBepskaeHHbIM CITH;

— J11000€ KOJMYECTBO raMapTOMHBIX ITOJIUIIOB Y MallK-
€HTa, y KOTOPOro TakXXe eCTh XapaKTepHasl KOXHO-
CNM3KCTasi MUTMEHTALMS.

Kaunuueckuii cayuaii | Clinical case

Puck pasBuTHA 3JI0KaYeCTBEHHBIX HOBOOOPA30BaHMIi
npu CIIN. CITU cumtaics 3a601eBaHUEM, IPH KOTOPOM
PUCK MOSIBJICHUST 3JI0KaYeCTBEHHBIX HOBOOOpPa30BaHUIA
HE OTJINYAeTCsI OT TAKOBOTO B 3I0POBOI TOIYJISILIMM, TTOKA
EM. Giardiello 1 coaBT. B 1987 I. B cBOeM UCCIeIOBaHUU
He IPOAEMOHCTPUPOBaIN 18-KpaTHOE yBEJIMYCHUE PUCKA
BO3HMKHOBEHUSI HEOIUIa3uii Y GOJIBHBIX C JaHHOM IreHe-
THYECKOM aHOMauel [26].

B uccnenosanuu F.M. Giardiello u coast. B 2000 1.
6bUT0 MpoaHam3uposano 210 ciayyaes CITH u3 6 my6im-
KallWii: OTHOCHUTEJIbHbIE PUCKK PA3BUTHS paKa pa3InIHOM
JIOKaJIM3aly IpuBeaeHbI B Ta0. 1. [laHHOE uccienoBaHue
JEMOHCTPUPYET, YTO OITyXOJHU KEIYIOYHO-KUIIEYHOTO
TpaKTa 1 MOJIOYHOM XeJe3bl SIBJISIOTCS HanboJiee pacIpo-
CTpPaHEHHBIMM 3JI0Ka4e€CTBEHHBIMU HOBOOOPAa30BaHUSAMMU,
BO3HMKAOIMMK y 60bHBIX ¢ CITH [27].

Taomuua 1. Yacmoma, cpednuii 6o3pacm u 603pacmmoii Ouanasom
o6napycenus paxa y nayuenmoe c cunopomom Ieiimya—Hezepca [27]
Table 1. Incidence, mean age, and age range at cancer diagnosis in patients
with Peitz-Jeghers syndrome [27]

Location

Mean age,
years years

Cancer Age range,

incidence, %

IMuuiesox 0,5 67,0 =¥

Esophagus

Kemynok 29 30,1 10—61

Stomach

gom(a}ﬂ KHMIIKa 13 41,7 21-84
mall intestine

ToncTaH KHIIKa 39 45,8 2771

Large intestine

IMomxenynou-

Has XKeJe3a 36 40,8 16-60

Pancreas

Anuxku

Testicles 2 8,6 20

MonoyHast

XeJesa 54 37,0 9—48

Breast

HMImHKM 21 28,0 4-57

Ovaries

I.Hefma MaTK1 10 343 23—54

Cervix

* | nayuenm.

*One patient.

B Gostee mo3nHee KpynmHOE MHOTOLICHTPOBOE HCCIe-
noBaHue N. Hearle 1 coaBT. ObLJIO BKJIIOYEHO B OOIIEi
CJIOXHOCTH 416 ManueHToB, Yy 297 U3 KOTOPHIX ObLIA BBI-
sIBJIeHa TepMuHajbHas myTtanus B reHe STK11/LKBI.
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IIpu manpHeiilIeM aHajau3e MOKa3aHO BO3HMKHOBEHUE
96 3710KaueCTBEHHBIX OITyXOJIeil y 85 MallMeHTOB B MCCIe-
JIOBaHWM; PUCK Pa3BUTUS JIFOOOTO BIIEPBbIC BHISIBJICHHOTO
3/I0Ka4eCTBEHHOTO HOBOOGpPa30BaHus y nauueHTos ¢ CITI
B Bo3pacrte 20, 30, 40, 50, 60 u 70 et coctaBmi 2, 5, 17,
31, 60 u 85 % cooTBeTcTBeHHO. Yallle Bcero BCTpevaIich
OITYXOJIU XETyI0YHO-KHUIIIEYHOTO TPaKTa: MUIIEBOAA, XKe-
JIyJIKa, TOHKOM KHIITKK, 000I0YHOM KUIITKHA ¥ TIOIKETYI0Y-
HOM 3keJie3bl. ECJTM rOBOpUTH O BHEKUIIIEYHOM JIOKAIN3a-
1K, HauGonee yacto y mauuentok ¢ CITM Berpevancs
PMZ2K [28]. B Tab1. 2 mpeacTaBiieH 0030p OMyOJUKOBAaHHBIX
HCCIICIOBAHMIA, B KOTOPBIX M3yJasICsl PMCK BOSHUKHOBEHMSI
paka pasmnaHoit Jokanusatmu npu CITH [25]. OgHako
XOTeJIOCh OBl MOAYEPKHYTh, YTO BCE IpeACTaBIeHHBIE
HCCIICIOBAaHMS PETPOCIIEKTUBHBIE 1 BKITIOYAIOT HEOOJIbIIIOE
YUCJO MALMEHTOB, B CBS3UM C Ye€M MCTUHHBIA PUCK
BO3HHMKHOBEHMUSI 3JI0KaYeCTBEHHBIX HEOILIa3Uil OLIEHUTh
po0JieMaTUYHO.

O6cnenoBanue y mauueHtos ¢ CITM mMeeT BaxHbIe
LIEJIM ¥ HIOAHCHI B 3aBUCMMOCTH OT BO3pacTa YCTAHOBJICHHUSI
nuarHo3a. IlepBoii Henbio obcnenosanuii mpu CITH siB-
JIIeTCs BBISIBJIEHUE TaMapTOM, KOTOPbIE MOTYT BBI3BaTh
KPOBOTeYEHE,/aHEMUIO WJIM MHBarMHALINIO/O0CTPYKIIUIO,
npyras e 1eJIb — CKPUHMHT yKe¢ BO3HMKIIUX Ha (oHe
CIIM 3moKayecTBEeHHBIX HOBOOGpa3oBaHUil. [1pu 3TOM
00CIeIOBaHUS C LICJIbIO BBISIBJICHUS U MPOMUIAKTUKHA
OCJIOXKHEHMIA TTOJIUIT03a Pa3IMYHOM JIOKATM3AIUH JTy4IIe
HaYMHATBH C JICTCKOTO BO3pacTa, IIOCKOIbKY MaHUDeCTaLIMS
ocoxuenuii ipu CITM mponcxXoIuT D0cTaTouHO paHo,
B TO BpeMs KaK CKPUHHWHT Pa3BUTHS 3J10KAYECTBEHHBIX
OITyXOJICH 11eJIeCO00Pa3HO IIPOBOAUTH Y B3POCJIOrO Hace-
neHwus (taba. 3) [5, 20, 25].

Jleuenne CITI. B HacTosiiee BpeMst He pa3paboTaHO
KaKoi-11M00 cTpaTeruu MaToreHeTUIeCKOro JeKapCTBeH -
Horo neueHust CITHM, KTioueBbIME 3a1a4aMy SBISIIOTCS
MpoMIAKTHUKA OCIIOXKHEHUM M CKDUHUHT Pa3BUTHSI 3J10-
Ka4eCTBEeHHBIX HOBOOOpA30BaHUIA pa3IMYHOM JIOKAIM3a-
1IM1, aCCOLMMPOBAHHBIX C JAHHBIM T'€HETUYECKUM 3a00-
neBaHueM [35].

Cunzpom Ieiitna—HMerepca u PMXK. AGCOMIOTHBII
puck passutust PMK y narmentos ¢ CITH siBisietcst Bbl-
cokuM, 1o fanHbeIM NCCN, nmocturas 32—54 % [36]. B He-
CKOJIBKHX paboTax MpoBeaeH CTpaTUUKAIIMOHHBIN aHa-
JIN3 pYCKa IIPYU JAHHOM TeHETUYECKOM 3a00JIeBaHUI;, PUCK
passutust PMX cocrapisit 5,0—12,7 % B Bo3pacte 40 jer,
11-24 % B Bo3pacte 50 et 1 mocturan 24—>54 % B Bo3pa-
cre 60—70 ner [27—29, 32, 37]. Maunentkam ¢ CITH pe-
KOMEHAyeTCsl MHIUBUAYyaIbHbIi cKkpuHUHT PM2K, aHano-
TMYHBIA TAKOBOMY B TPYIIIaX BHICOKOIO T€HETUYECKOTO
pYicKa pa3BUTHsI 3a00JieBaHMS, a UMEHHO CTapT KIMHUYE-
CKOT0 OCMOTpa MOJIOYHBIX XeJie3 2 pa3a B rof ¢ 25 Jer,
MarHUTHO-Pe30HaHCHAas ToMorpacusi MOJOYHBIX KeJie3
¢ KOHTPacTUPOBAaHUEM 1 MaMMorpadust C TOMOCUHTE30M
wm 6e3 Hero exxerogHo ¢ 30 jet [20, 36, 38, 39]. Heckomb-
KO aBTOPOB OTMETUJIU, YTO pUCK pa3BuTusi PM2XK y xxeH-

mmH ¢ CITH coBmamaeT ¢ TAKOBBIM Y HOCHTEIBHMUIL Ma-
TOT€HHBIX T€pPMUHAJILHBIX MyTauuii reHoB BRCA, 4TO
MpeanoiaraeT OMMHAKOBYIO CTpAaTErvio HAaOMIOMEHUS 3a
oMU naeHTKamu [40, 41]. C. Boetes momyepKHyJ1 poJib
CKPUHWHTA ITOCPEACTBOM MarHUTHO-PE30HAHCHOM TOMO-
rpachuy MOJIOYHBIX XeJie3 Y 06CCUMITOMHBIX XXEHITUH
C BBICOKUM pucKoM pa3Butusi PM2K, mockonbKy mar-
HUTHO-pe30HaHCHas ToMorpadus ob1agaet 60ee BbICO-
KOl 4yBCTBUTEIBHOCTBIO — 00Jice 70 % 10 cpaBHEHUIO
C YyBCTBUTENBHOCTHIO 10 40 % ToibKo MamMorpacduu [42].
YyBCTBUTEIBHOCTh MaMMoOIpaduu OCOOEHHO HHM3Ka
IPY BBICOKOM TUIOTHOCTH TKaHEW MOJIOYHBIX XKeJIe3, YT,
B CBOIO OYepellb, Yallle BCTPEUAETCS Y MOJIOABIX SKEHIITUH.
IIpencraBisieTcss pa3yMHBIM paHHEE Hadajo Iporpamm
cKkpuHuHra y mauneHTos ¢ CITH, 0coGeHHO Mpy HATNINK
OTSITOILIEHHOTO CEMEHOI0 aHaMHe3a IT0 OHKOJIOTUYECKUM
3aboneBaHusiIM. HecMoTpst Ha To, 4TO BiAMsSIHUME MPOPU-
JIAKTMYECKO} MacTAKTOMUH y manueHTok ¢ CITH Heno-
cratouHo usdydyeHo, pekomeHaauun NCCN 3.2024 noa-
JepXKUBAIOT ee BhIMOMHeHNe y xeHumH ¢ CITN ¢ uenbio
peaykunu pricka passutust PMX [25, 36].

TakuM 006pa3oM, BBICOKUI PUCK Pa3BUTHS 3JI0Kaye-
CTBEHHBIX OITYXOJICi 1 HaJIMure BeChMa XapaKTePHOM KITU -
HUYECKOI KapTUHBI TAaHHOTO F'eHETUYECKOTo 3a00/1eBaHMS
MPUBOAAT K HAKOIIJICHUIO OTIBITA JIEYCHMS TTOTOOHBIX T1a-
LIMEHTOK W Y OHKOJIOTOB. IlpencraBisieM OAuMH M3 TaAKUX
KJIMHUYECKUX clTydaeB pa3BuTus PM2K y maimeHTKH ¢ OT-
SITOILIEHHBIM T€HETUYECKUM M OHKOJIOTMYECKUM CeMeil-
HBIM aHAMHE30M.

Knunuveckuin cnyvai

Iayuenmxa I1., 39 1em, oopamusace 6 HayuonanvHuli
MeOUUUHCK UL UCCAe008AMENbCKULL UeHMD aKyulepcmea, 2u-
HeKkosoeuu u nepunamosoeuu um. akad. B.U. Kyaraxoea
6 gespane 2023 2. 6 c6a3u ¢ 8bla6AeHUEM HOB00OPA308AHUS
npaeoil MoA0UHOIU Hcene3vl; npu dooodcredosanuu 6 Llenmpe
ObL1 noOmeepicoeH duazHo3 paKa npasoil MOAOUHOLL Hcenesbl,
cmadust cT2NOMO. Ilpu komnaexcrHom obcaedoganuu npu-
3HAKOB PeSUOHAPHO20 U OMOANCHHO20 Memacmasupo8aHus
He Bbis8AEHO.

Tlpu kaunuueckom ocmompe: MOAOUHbBLIE HCeAe3bl CUMME-
MPUYHbL, COCKOBO-APEONPHbIe KOMNACKCbl He U3MEHEHbl,
8bloeneHull us cockoe Hem. B uenmpaavnom omdene ¢ nepe-
X00OM HA HUNCHEHAPYICHbLI K8AOpanm npagoi MoA0UHOU
Jcene3vl onpedensiemcs yniomHenue pasmepom 00 2,5 cm.
B dpyeux omdenax 6e3 onyxonesvix usmenenuii. Pecuonapruie
AuMpamuueckue y3aol He Y8eauteHoi.

Mammoepagus: cybapeoaspHo onpedessemcsi HeOOHO-
POOHAsL 30HA YNAOMHEHUsL C HAPYULeHUEM APXUMEKMOHUKU
29 x 21 mm, ¢ 6Kar0HeHUEM AMOPPHBIX MUKPOKANBUUHAMOE,
PAOOM 1AMEPANbHO NPUMbIKACM AHAA02UYHbLI YY4aACMOK
0o 15 mm. Pecuonapmvie aumgbamuueckue y3aol He U3MEHEHDL.
Yavmpaseykoseoe uccredosanue MoAOUHBIX Jcene3 U pecuo-
HApHbIX 30H: NAPAAPeONIPHO 8 HUICHEHAPYICHOM K8AOPAH-
me npagoil MOAOHHOU Jceae3bl 8U3YANUUPYEMCS Y3N080€

Mammonoruasa
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Taémana 3. Pexomendayuu no ckpuruney 04s nayuenmoe ¢ cundpomom Ieiimya—Heeepca [5]
Table 3. Recommendation for screening of patients with Peitz—Jeghers syndrome [5]

Age of screening

A0 Interval, years
initiation, years » ¥

Cancer screening

Toncras kumka 25 2
Colon

Kenynok u TOHKUi
KUIIIEYHUK 10 2
Stomach and small intestine

HO,Z[)KCI[yI[O‘IHaH Keye3a 30
Pancreas

1-2

MoJtoyHbI€e XKene3bl
20 2
Breast

Teno maTtkm
Uterus 20 1

H.Ieyma MaTKU 20 1
Cervix

Svakm
Testicles 10 1

Hogoobpa3zoeanue pazmepom 32 x 13 mm, HenpasuabHoil op-
Mbl, ¢ HeHeMKUMU ePAHUYAMU, NOHUNICEHHOU IX02eHHOCMU,
HeodHOpoOHOU cmpykmypul. Pecuonaphbie aumgpamuueckue
V346l He USMEHeHb.

buoncus onyxoau npasoii Moa0uHOI Hcene3ol: UHBAZUE-
Hblil paK npaegoii MoAOHHOI Jcene3bl Hecneyuguueckoeo mu-
na, ymepennoi cmenenu ougpgepenyuposku (G,). Ummyno-
genomun awmunasvnoco B HER2-ompuyamenvHoeo
noomuna PM2K (axcnpeccusi acmpoeero8bix peyenmopog —
8 bannos, sxcnpeccus peuenmopos npocecmepoHa — § 6ann08,
HER2— 1+, Ki-67 — 30—32 %).

Tlomumo onkonoeuueckoeo 3a604e6anus, npu ocmompe
Y nayueHmku 0bl10 OMMeUeHO Haauvue XapaKkmepHol 04s
CITH «ueprunvhoii» nuemenmayuu 2y6 u causucmoii 060104~
KU wek, 6 dpyeux omaoeaax meaa OGHHAS NUeMEHMAYUs Om-
cymcmeogaaa (puc. 1).

TIpu oyenke cemeiinoeo anamuesa 6bla KOHCMAMUPOBAH
Gakm Haauuus AHAN0LUMHOL NUSMeHMAayUl y Mmamepu 601b-
Hoil, komopas ymepaa om PM2K ¢ manughecmauyueii 6 45 rem.
bonee moeo, y oboux demeii (dous 12 1em u coln 8 nem) ume-
AACH AHAN02UYHAS (HO MeHee APKAS) <ePHUALHAS» NUSMeH-
mauyus Ha eybax (puc. 2, 3).

Kpome moeo, nayuenmra 6 eo3pacme 13 u 23 nem nepe-
HecAa Aanapomomuio ¢ peseKkyueli KUWKY 1o n08ody NOAUNO-
3a U UHBACUHAYUYU KUWIEUHUKA, YMO NOOMEepouno Hauty do-
eadky o CITH. Hecmomps na Hanuuue XapaKxmepHoli u ApKoii
KAUHUYECKOU KapmuHbl, OGHHble OMALOUEHHO20 CeMeiIH020
aHamHesa u HeoOHOKpamHble 00pauieHus 8 pasiuiHble Meou-
yuHcKue yupexcoenus, ouaeno3 CITH y dannoii nayuenmiu

Examinations

KonoHockonust
Colonoscopy

D30paroracTpoayoaeHOCKOMMs, peHTreHOTrpadust TOHKOM

KHWIIIKH, BUACOKAIICyJIbHaA S9HOOCKOIIWA, OaJUTOHHas SHTECPOCKOITUA
Esophagogastroduodenoscopy, small intestine radiography, video capsule

endoscopy, balloon enteroscopy

YJ'II)TpaC"ByKOBOC HNCCJIIEJOBAHUE
Ultrasound

Mammorpadust
Mammography

Viibrpa3ByKoOBO€ UCCIEIOBaHUE
Ultrasound

Ma3zok JJI1 HUTOJIOTUYECKOro UCCI€A0OBaHUA
Cytological smear

DusrKarbHOE NCcCIeq0BaHNE, YIBTPA3BYKOBOE MCCIIETOBAHNE
Physical examination, ultrasound

Puc. 1. Xapakmepnas <«uepunvHas» nuemeHmMauus, A0OKAAUSYIOUAACA
Ha ey6ax nayueHmxu

Fig. 1. Typical ink-black pigmentation on the lips of the patient

Puc. 2. Xapakmepras <«uepHUAbHAS» NUSMEHMAUUS, NOKAAUYIOUASCS
Ha 2ybax y douepu nayueHmru

Fig. 2. Typical ink-black pigmentation on the lips of the patient»s daughter

Mammonorusa
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Puc. 3. Xapaxmepnas <«uepnunvhas» nuemeHmauyus, A0OKAAU3YIOUAACA
Ha ey6ax y cblHa NayueHmKu

Fig. 3. Typical ink-black pigmentation on the lips of the patient’s son

paHee He 0bia 3anodo3pen u ycmanosner 6 HayuonarvHom
MeOUUUHCKOM UCCAed08AMENbCKOM YeHmpe aKyulepcmea,
euHekonoeuu u nepunamonoauu um. akad. B.U. Kyarakoea
anepavle.

Tlayuenmrce 6 Llenmpe nposedero medurxo-eeHemuueckoe
KOHCYAbMUpo8aHue, npu Komopom NamoeeHHbIX 2epMUHANb-
Holx mymayuii eenoé BRCA1/2 ne evisieneno, pekomenoo8ano
pacuiupernnoe cexeenuposanue eenoé PTEN, TP53 u STK11
01 cuHOpomanvHoill duaeHocmuiu 3adoneeanus. [layuenmra
u ee demu HanpasaeHvl Ha KoHcyabmayuro 6 Meduko-eene-
muueckuil HayuHolli yenmp um. akad. H.Il. boukosa, ede
nposedeHo uccaedoganue Kposu MemoooMm 8blCOKONPOU3B0-
dumenvHO20 NOAYNPOBOOHUKO0B020 NAPANNEAbHO20 CEKBEHU -
poesanus JTHK c yenvto noucka mymauuii 6 eenax BMPRIA,
CDHI, TP53, STK11, SMAD4, PTEN. Boisagarena namoeen-
Has eepmuHanbHas mymayus 6 8-m 3k3one eena STKII
(NM _000455: ¢.1013dupT), npueodsawas k cdeuey pamku
cuumvleanus (p.V338fs) é ecemepozuecomnom cocmosnuu. Ba-
puanmol 8 0aHHOM 2ere accoyuuposansl ¢ pazsumuem CITH.
Ananoeuunas mymayus 6vina noomeepicoenay 2 demeii Ha-
weil nayuenmxu. Ilayuenmke u ee demsam paspaboman naaH
Heobxo0umbIx 00cA008aHULL 0158 NPeBeHUUU OCAOICHEHUT
CO CMOPOHbBL NOAUNOE HCeAYOOUHO-KUUEeHH020 MmpaKmd,
a makoice NAaH CKPUHUHE08bIX MEePONPUSMULl 0151 PAHHEe20
8bl6/1€HUS 310KA4eCMBEEeHHbIX HOB000PA308AHULL PA3AUYHBIX
A0KaAu3ayuil.

Takum obpazom, y Hauiel nayueHmKu Obla YCMaHo8aeH
OKOHYAMENbHbLI KAUHUYeCKUll duaeno3: «Pak npaeoii mo-
saounoil rcenesvl ¢ T2NOMO, cmadus 1A, aromunanvuoiii B
HER2-ompuyamensbiii noomun. CITH». ITayuenmxa é me-
yenue 2 Hed neped onepayuei NoAy4ara mMamoxcugeH
20 me/cym 6 Kauecmee «mecmogozo» Kypca 20pMOHOmepa-
nuu, nocae Komopoeo eii Obl1a 8bIN0AHEeHA PAOUKAAbHAS NOO-
KOJMCHASA MACM3KMOMUS CNPAga ¢ Ouoncuell CueHaNbHblX
AUMpamu1ecKux y3108 u 00HOMOMEHMHOLU AN10MAMMONAA-
CMUKOU UMNAGHMOM.

1lo dannbim mopghonoeuueckoeo uccae0o8anus: UH8A3UE-
HbLE paK npasoil MOAOHHOIL Jicene3bl HecheyugduuecKkoeo mu-
na, ymepennoi cmenenu oupgepenyuposku (G,). Pasmep

Kaunuueckuii cayuaii | Clinical case

onyxonegoeo yzra — 1,8 x 1,2 cm. Amunuveckas u munu4nas
NPOMOK08As 2UNEPHAA3USL U CKAEPOIUPVIOUUI A0eHO3 ¢ MU-
KPOKANbUUHO30M NPABOH MOAOUHOU dicene3bl. B 3 cuenanvhbix
NOOMbIUEYHBIX AUMPAMUYECKUX Y31aX MemAacmassl paKa
omcymcmeyiom. B nodcockosoii 3one onyxoneeoeo pocma
He 0OHapyHceHo.

HmmyHnoeucmoxumuueckoe 3aKaroueHue; 3KCHPeccust
acmpozerosuix peuenmopos — 8 6annos (95 %); sxcnpeccus
peuenmopos npozecmepona — 8 6annoe (75 %); Huskas sxc-
npeccusi 6eaka HER2/neu: 1+ (>10 %, HER2 low-expres-
sion), HER2-ompuyamenvruiii cmamyc; Ki-67 — 15—16 %
(cHuMCeHUEe npoAUgepamueHoll aKMUBHOCMU ONYX0AEe8bIX
KAemoK 6 pe3yabmame mecma Ha 20PMOHOYYECMEUMENb-
HOCMb 6 Heoadslo8aHmuom pexcume ¢ ypoeHs Ki-67 30—
32 %).

OxkoHuamenwvHulil duaenos: «Pax npaeoii mosounolil yce-
se3vt cT2NOMO, cocmosinue nocae mecmogoeo pejicuma H-
00KpUHOMepanuy MamoKcugheHoM, XupypeueckKoeo Ae4eHusl.
Cmaous pTlc pNO (sn) (0/3), RO, cmadus IA, aromunans-
Hotii A noomun. CITH».

ITlayuenmke nposedena adstosanmuasn ny4eeas mepanus
(¢ yuemom KauHu4eckoll cmaduu, YeHmMpanbHOU 0K ANU3AUUY
ONYX0AU U M0400020 803DACMA), PEKOMEHO08AHA A0BIO6AHM -
Has sHOoKpuHomepanusi mamoxcugernom 20 me/cym, npu xo-
poueil nepenocumocmu — do 10 rem. 3anaanuposana KoH-
mpanamepanvHas puck-peoyyupyouias MacmaKmomus.

Cunzapom Ileiitiia—Merepca sSBisieTcs peqKUM reHe-
TUYECKUM 3a00JIeBaHUEM, MPEACTABIISIONINM OITACHOCTh
IIJISL €70 HOCUTESI KaK B OTHOIIEHMH OCJIOXXKHEHHOTO TE-
YEHMST TaMapTOMHBIX ITOJIUIIOB KEJIyJOYHO-KUIIIEYHOTO
TpakTa, TaK ¥ B OTHOIIIEHMU PYCKA Pa3BUTHS 3JI0KAYECT-
BEHHBIX HOBOOOpa3oBaHMii. [IpencraBieH KIMHUIESCKUIA
cyyait CITM, KOTOpBIii acCOLMMPOBANICS C PA3BUTHEM
PM2K B Mo1010M BO3pacTe B 2 TTOKOJIEHUSX (MaTh U 10Yb).
HecMoTpst Ha XapaKTepHY0 KITMHUYECKYIO KapTUHY (MHO-
JKECTBEHHBIC TaMapTOMHBIC ITOJIUITBI ¢ MaHU(ecTaluei
B IETCKOM BO3pacTe U HaJIW4Ine KOXHO-CIM3UCTOM ITHT-
MEHTAILIMU Y CaMO} MAalIMEHTKM U €€ OJIVDKAMIIMX POICT-
BEHHUKOB), TMarHO3 TEHETUYECKOTO 3a00JIeBaHUST HEe ObLT
YCTaHOBJICH HU Y MaTepH MPYKM3HEHHO, HU Y CaMoii T1a-
LIMEHTKU 0 OOpallleHUsT K OHKOJIOTaM, YTO ITOATBEPK/Ia-
€T HEOOXOAMMOCTD MOMYJIIpU3allii MHGOPMALIMUY O JaH-
HOM TeHEeTUYECKOM IpobiIieMe Cpeau Bpavyeil pa3IuIHbIX
crneuyanbHocTel. [1peacraBieHHbINA KITMHUYECKUH cirydai
JIEMOHCTPUPYET BaXKHOCTh TIATEIBHOTO cOOpa aHaMHe3a
M TIPOBEJIEHMsI OCMOTpa IallMEHTOB, a TAKXKE aHaInu3a Iep-
MaTOJIOTMYECKUX MMPU3HAKOB, aCCOLIMMPOBAHHBIX C TEHE-
TUYECKUMHU CUHApOoMaMK. CBOEBPEeMEHHOE YCTAHOBJICHUE
nnarHo3a CITM moMoxeT He TOJNIBKO ONTHMHU3UPOBATH
JIe4eOHO-TMarHOCTUYECKYIO CTPaTeruIO TP yKe pealiv-
3oBaBLIeMcss PM2K, Ho 1 pa3paboTaTh MHAUBUIYATbHbII
IUIaH CKPMHMHTIA 3JI0KaYeCTBEHHBIX HOBOOOPa30BaHUIA
1 OOCYIUTh BOIPOCH MPOMUIAKTUYECKON XUPYPruu
IUIS1 IPEAOTBPAllleHUS BOSHMKHOBEHUS 3JI0Ka4YeCTBEHHO-
ro HOBOOOPa30BaHMS.
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