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AONYBEPTATHAAA TMHEKOMACTWA B AEBIOTE CUHAPOMA HACJIEACTBEHHOW

NPEAPACNONIOKEHHOCTU K ONYXOJIAM (ONUCAHUE KITIMHNYECKUX CNTYYAEB)

© M.A. KapeBa, J1.C. Co3aesa, W.C. YyryHos, B.A. lMetepkosa, C.[I. MuxanuHa*

HaunoHanbHbIN MeANLMHCKUI NCCIie[oBaTeNIbCKUI LeHTP SHAOKPUHoNorum, Mocksa, Poccua

Cvingpom NMenTtua-Erepca (Peutz-Jeghers Syndrome, PJS) oTHocuTCA K cMHAPOMaM HacneiCTBEHHOW NpeapacnonoKeHHo-
CTV K onyxonsam n obycnioBfieH NaTonormyeckummn BapuaHtamu reHa STK11, npuBogawmMMM K HapyLLleHWio cCnuHTe3a 6enka
CepWH/TPeOoHMHKHa3bl 11, BbINOHAIOLLEro posib ONYyX0/IeBOro Cynpeccopa.

KnrnHuyecknm nposBnieHrem CMHAPOMa ABMIAETCA COUYeTaHWe raMapTOMaTO3HOro MOMMNO03a XenyAo4YHO-K/LLIEYHOrO TpaKTa
N XapaKTepHOI KOXHO-CIM3UCTON rnnepnurMmeHTaumm. Takxe ana AaHHOro 3aboneBaHUA XapaKkTepeH BbICOKUI PUCK pas3-
BUTIA XKeNTyAOUYHO-KULIEYHbIX U BHEKMLLEUYHbIX HOBOOOPa30oBaHWIA, B TOM Yncne JO6pOoKaueCTBEHHbIX UMM 3T0KaYeCTBEHHbIX
onyxonemn penpoayKTUBHON CUCTEMDI.

OpHUM 13 NepBbIX NPOABNEHUI 3a60N1EBaHNA Y NALIMEHTOB MYXCKOTIO Nofa MOXeT ObITb fonybepTaTHasa rMHeKoMacTus, CBA-
3aHHaA C KPYMHOKNETOUHbIMM KanbLnduUMpyoWwmnmm onyxonamm amyek us knetok Ceptonu, sKkCnpeccnpyowmummy apomaTta-
3y. B otnnume ot nybepTaTHO rmHeKkomacTum, fonybepraTHaa BCTpeYaeTcsa KpaliHe pefKo, 1 B ee OCHOBE YacTo fiexart na-
Tonornyeckre NpuUymnHbl. CBoeBpemMeHHOe yCTaHOBNEHNE TOYHOIO iMarHo3a nayuneHTam ¢ JonybepraTHON rMHeEKOMacTHeN,
B TOM umncne cuHapoma lMewnTua—-Erepca, onpefenseT Kak TakTUKY BefleHUA TMHEKOMacTW, Tak U MPOTOKONbI HabnoaeHnA
3a pa3BMTMEM PYrMX KOMNOHEHTOB 3aboneBaHusA B OyayLuem.

B cTaTbe NpencTaBneHo onucaHre AByxX NaLmMeHToB ¢ gonybepTaTHOM rMHeKomacTuen Ha doHe cmHapoma MewnTua—-Erepca c
pasHbIMW MONIEKYNAPHO-TEHETUYECKMM ledeKTaMu: B OfHOM Clyyae CBA3aHHOM C AynnvKaumen yyacTtka reHa STK11, B opy-
romMm — C MUKpOAesneLnen KopoTKoro nieya 19 XxpoMoCoMbl, Coepallero AaHHbIN reH.

KJTIOYEBBIE CJIOBA: cuHopom lMelimya-Ezepca; donybepmammas 2uHekomacmus; STK11; Cepmonu-kinemouHble onyxosu AUuYKa.

PREPUBERTAL GYNECOMASTIA AT THE DEBUT OF HEREDITARY TUMORS PREDISPOSITION
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Peutz-Jeghers Syndrome (Peutz-Jeghers Syndrome, PJS) refers to syndromes of hereditary tumor predisposition and is
caused by pathological variants of the STK11 gene, leading to a defect in the synthesis of serine/threonine kinase 11 protein,
which acts as a tumor suppressor.

Clinical symptoms of the syndrome are combination of hamartomatous polyposis of the gastrointestinal tract and specific
skin-mucosal hyperpigmentation. Also, this disease is characterized by a high risk of developing gastrointestinal and ex-
tra-intestinal tumors, including benign or malignant tumors of the reproductive system.

One of the first signs of the disease in male patients may be prepubertal gynecomastia associated with large-cell calcifying
Sertoli cells tumors expressing aromatase. In contrast to from pubertal gynecomastia, prepubertal is extremely rare, and it
is often based on pathological causes. Early diagnosis of patients with pre-pubertal gynecomastia, including Peitz-Jaegers
syndrome, defines the tactics of gynecomastia management and protocols for monitoring the development of other com-
ponents of the disease in the future.

This article describes two patients with pre-pubertal gynecomastia and Peitz-Jaegers syndrome with different molecular ge-
netic defects: in one case associated with duplication of the STK11 gene site, in the other — with microdeletion of the short
arm of chromosome 19 containing this gene.

KEYWORDS: Peutz-Jeghers Syndrome; prepubertal gynecomastia; STK11; Sertoli cell tumors of the testes.

AKTYAJIbHOCTb 1 BO3HUKAET B rpyAHOM BoO3pacTe 1 Y NOoAPOCTKOB B Nnepu-
opn nybeprtata [1]. NMybepTaTHasa rMHeKOMacTUs BO3HUKAET,

[MHeKoMacTus — 3TO, Kak MpaBuiio, JOOPOKauyecTBEH- MO pPa3HbiM AaHHbIM, Y 20-70% MasbuyMKOB-NOLPOCTKOB

Hasi nponudepaLmsa TKaHN MOJIOYHBIX XeJle3 y npeacTaBuTe-
nel My>KCKOro Nnosa, BO3HUKaloLas BCiieacTeme gucbanaHca
MeXIy AeNCTBUEM SCTPOreHOB, CTUMYUPYIONX POCT TKa-
H MOJIOYHbIX Xefle3, 1 BFIoKMPYIWUM AeNCTBUEM aHAPO-
reHoB. B peTckom Bo3pacTte B nNoAaBnAoLEem 60bLNHCTBE
CJly4aeB r’MHEKOMACTUA UMeET GpU3MOSIOTMYECKNiA XapaKTep
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1 MPOXOAMUT CAMOCTOATENBbHO MPUMEPHO Yyepes 6 Mec, B He-
KOTOPbIX C/TyYasaX MOXeT NepcncTMpoBaTb Ao 1-2 neT, pegko
OHa MOXET COXPAHATbCA 1 TPeboBaTb XMPYypPruyeckom Kop-
peKkuun B KoCMeTuyeckux uensax [2]. BosHnkHoBeHue gony-
6epTaTHON rMHeKOMacTuu (y AeTei CTapLue roga v 4o Hayana
nonoBoro pa3BVITI/Iﬂ) ABNAETCA Kpa|7|He peoknm ABneHnem
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n TpebyeT TwaTtesbHOro obcnenoBaHUsA ANA WUCKOYEHUs
NaToNornyeckux NpuynH. NMprsHakamm NaTonorMyeckon rv-
HEeKOMaCTMM Yy MasibuymKoB AsnatoTcA [3]:

+  BO3HWKHOBEHME TMHEKOMaCTUM He B HeoHaTaJlbHOM
1 He B nybepTaTHOM nepuroge (gonybepTaTtHas rMHeKo-
MacTums);

+  ObICTpasn Nporpeccua rMHeKOMacTun;

+  YBeNIMYeHUe TKaHU MOJIOYHBIX Kene3 B AuameTpe 6onee
4 cm;

« ObICTpONporpeccrpymollee U MNPeXAeBPEMEHHOE MO-
ABNEHME MNPU3HAKOB rMnepaHAaporeHnn (yBenuvyeHue
MOMOBOrO YfieHa, 3peKuny, NosABeHre NTOHKOBOro 0Bo-
NIoCeHuA).

MpuunHamn fonybepTaTHON TMHEKOMACTUN MOTYT siB-
narbea [3]:

+  OMyXOnu AnYeK: onyxonu n3 Knetok Jlergura n Cepronuy,
repMMHaTUBHbIE ONYXONIM — Kak cropaguyeckne, Tak
1 B paMKax HacneaCTBEHHbIX CUHAPOMOB;

+ repmuHaTtuBHble XI'Y-cekpeTnpytoLwme onyxonm pasnny-
HOW NoKanu3auuu;

+  beMmHU3MpYOLLME ONYXONN HAAMOUYEYHMKOB;

+  CUHAPOM M36bITKA apomaTasbl (CMHAPOM CeMeNHOoN ru-
HeKoMacTun);

+  BpOXAeHHaa AnchyHKUMA KOPbl HAANMOYEUYHVIKOB.
Onyxonu Anvek, NPVBOASALLME K U3ObITOYHON cekpeLmu

3CTPOreHoOB, MOTYT Pa3BUBATbCA CAMOCTOATENIbHO, HO TakXKe

MOTYT BO3HMKaTb MPW HACNIeACTBEHHbIX OMYXONEBbIX CUH-

OpoMax, Takmx Kak cuHgpom lNentua-Erepca n KapHu-kom-

nnekc [4].

CvHgpom TMenTua-Erepca (Peutz-Jeghers Syndrome,
PJS) — penkoe HacneacTBeHHoe 3aboneBaHue, Ana KOTOPO-
ro XapakTepHO pPa3BUTME MHOMECTBEHHbIX enyaoUYHO-Ku-
LIEYHbIX 1 BHEKMLLEYHbBIX HOBOOOPA30BaHUN.

DoctoBepHoOl WHPOpPMALMM O pPACAPOCTPAHEHHOCTY
cnHgpoma lMentua-Erepca B HacToALWee BpeMA HeT — yva-
CTOTa cnyyaeB Bapbupyetca oT 1 Ha 8 300 go 1 Ha 280 000 ye-
nosek [5].

BrnepgBble 06paTn BHMMaHUE Ha HacledCTBEHHYO Npu-
poay daHHoro cuHgpoma J. Peutz B 1921 r. BO BpemsA Ha-
6nI0eHNI 33 TONNAHACKON CEMbEN C MONMMO30M Xesyfou-
HO-KuwWeyHoro TpakTta. OgHako Tonbko B 1949 r. H. Jeghers
n coaBT. onucanm 10 ciiyyaeB faHHOrO CMHAPOMA Kak OT-
JenbHoe 3aboneBaHvie 1 BblAENUAY XapaKTePHYIO Tpuagy:
NoJsINMO3 eNygoyHo-KuweyHoro tpakta (MKKT), nurmeHT-
Hble MATHA Ha KOXKe U CNIM3NCTbIX 000SI0UKaX 1 HACNeACTBEH-
Hbll1 XapaKTep 3aboneBaHus [6].

B ocHoBe cuHapoma nexat myTauuu reHa STKT1, KoTo-
pbll PaCcnonoOXeH Ha KOPOTKOM rnsieye 19 XpOMOCOMbI 1 KO-
anpyet depMeHT CepuH/TPeOHUHKMHA3y 11, oTHocAWwwMiA-
CA K CemMeincTBy Cynpeccopos ornyxonein. B Hopme aaHHbIN
bepmeHT pochopunmpyet 5’ AMD-akTMBIPYEMYIO NMPOTENH-
KMHa3y, KOTopas BNocieACTBUM 3aMnyCcKaeT Kackag peakuui,
NPUBOAALNX K MOAABNEHNIO aKTUBHOCTU perynatopa Kne-
TOUHbIX npoueccoB MTOR, B pe3ynbTaTte yero NPoOMCxoanT
OCTaHOBKa pocTa 1 nponudepaunm KneTok [7].

BapuaHTbl reHa (HOHCEHC- U MUCCEHC-MyTaLmK, He6ob-
Wwure peneunn/viHcepumy, Gonbluve aeneunn) NpuBOaAT
K HapyLUEHMIO CTPYKTYPbl UM COKPALLEHNIO ANUHbI KOAMPY-
emoro 6enKa u yTpaTe M KMHa3HOW aKTVBHOCTH, UTO, B CBOIO
ouepenb, yBENNUMBAET CKOPOCTb MeTabonm3ama u aerneHune
ONyXONeBbIX KNETOK, CEKpeLuio OMyxoseBbiX LUTOKMHOB
1 NPUBOANT K Pa3BUTMIO HOBOOOPa3oBaHmi [8].
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KNUHUYECKIMI CNYYAW

CnHOpoM Hacnegyetca NO ayTOCOMHO-AOMMHAHTHOMY
Tuny. Puck BO3HUKHOBEHMA 3aboneBaHMs OAVHAKOB Ans
MY>UMH U KEHLLVH.

CornacHo COBpPEMEHHbIM KIMHUYECKM pPeKOoMeHAaLm-
AM, YCTaHOBUTb cMHAPOM [MenTua—-Erepca MmoxKHO npuv Hanm-
ynn NoGbIX ABYX 13 CJIeAyLNX NPU3HAKOB:

« [Ba 1 6onee ramaptomaTto3sHbix nonvna XKKT tnna MNent-
ua-Erepca (tnna PJS);

+  KOXHO-C/IM3UCTadA rMnepnurMeHTaumsa pra, ryb, Hoca,
rnas, reHUTanui UM NanabLes;

+  OTArOLIEHHbIN HACcNeACTBEHHbIN aHaMHe3 Mo CUHAPOMY

MNenTtua-Erepca.

Monunbl KKT Ttuna PJS (ramapTtomaTto3Hble MOMMMbI
PJS-Tvna) siBnATCA 0COOLIM TUMOM FamMapTOMAaTO3HbIX MO-
nunoB MKT, KoTopble rMcTONaToNOrnMYeckn Xapakrepusy-
I0TCA OTYETNUBbLIMY NEpPeCceKalWUMNCA NyYKamun rMagKknx
MbILIL, C XapaKTEPHbIM BETBAWMMCA (BETBUCTbIM JepEBOM)
BUOOM MO BCel cOBCTBEHHOW nnacTuHke [9].

Yawe Bcero mepBbiM Mpri3HakoMm 3aboneBaHusA sBMAET-
CA XapaKTepHas runeprvrmeHTauma CIn3ucTbix 06onoueK
N KOXW, KOTopas 06bIYHO NPOABAAETCA B AETCKOM BO3pacTe
N npeawecTByeT BO3HUKHOBEHMIO CUMMMTOMOB, CBA3aHHbIX
c obpa3oBaHVieM ramMapTomMaTo3Hbix nonvnos KKT. YuunTtbiBas
puicku nopaxeHus XKKT, Takve naumeHTbl TPeOyioT TIaTeNlbHO-
ro HabnoAeHVs y raCTPO3HTEPOSIOra U MPOBeAEHUs perynsap-
HOro o6CNiefoBaHUA C LIENblo CBOEBPEMEHHOIO BbIABIIEHNA
n yganeHnua nonunos MKKT, 4To CHUXKaeT pUCK 3/10KaveCTBeH-
HbIX HOBOOOPA30BaHWIA 1 OCNIOXKHEHWI B BUAE VMHBarHaLmm
KULIEYHVKA 1 KALWEYHOW HenpoxoammocTu. IcxoaHbin ckpu-
HUHr KT gomKeH BKIOYaTb SHOOCKOMUIO BEPXHUX OTAENOB
KT  (330¢aroractpogyofieHOCKONUIO),  BUAEOKAMNCYSbHYIO
SHOOCKOMMUIO N KOJTOHOCKOMMIO, HaUMHasA C BOCbMWIETHEro
Bo3pacrta. [Tocneayowmm nHTepsan CKPUHMHIa OCHOBbIBAETCA
Ha pe3ynbTaTax ncxogHoro obcnenosaHus [10].

lNMoMrMO raMapTOMaTO3HbIX MOAMMOB, Y AAHHbIX NaLMeH-
TOB BbILLE PUCK Pa3BUTNA HEKOTOPbBIX APYTMX ONyXOner, B TOM
yncne 3710KaueCTBEHHbIX: PaK MOMKeNYAOYHON Xenesbl, pak
rpyau, 371I0Ka4yeCTBEHHbIE OMYyX0JIM MaTKN 1 ANYHMKOB [11].

OpfHaKo, NOMMMO NEePEUNCSIEHHbIX KITMHUYECKMX NPOAB-
NEHWN, He MeHee BaXHbIM ABNAETCA SHAOKPMHHAA COCTaB-
nawowas cuHgpoma lNentua-Erepca — anA mManbymkoB Xxa-
paKTEpPHbI KPYMHOKIETOYHbIE KanbUnduumpyoLiie onyxonu
Anyek n3 Knetok Ceptonu, HeOMIacTUYECKnNEe KIEeTKM KOTO-
PbIX SKCMPeCccUpyoT apomMaTasy, UTo MPUBOAMT K NMOBbILLEHWIO
YPOBHSA 3CTPOreHOB 1 Pa3BUTUIO TMHEKOMACTUN, YCKOPEHMIO
JIMHENHOrO POCTa U NPOrpeccum KOCTHOro Bo3pacta [12]; ana
[EBOYEK — SCTPOreH-CeKPETUPYIOLLME OMYXONn ANYHUKOB,
KOTOpble NPMBOJAT K Pa3BUTUIO NPEeXAEeBPEMEHHOrO Moso-
BOrO Pa3BUTUA MO M30ceKcyasibHoMy Tuny [13].

B cnyyae paHHen AMAarHOCTUKM CMHAPOMA U BEPHOWN
TaKTUKM BeAEeHWA TaKMX MauUeHTOB MPOAOIKUTENBHOCTb
»KM3HM MOXeT gocturatb 80 net. [pnunHamm cmepTn MoryT
ObITb KaK nocneacTeua nonunosa »KKT — nHBarMHaums Ku-
LIEYHUKA, XKeJTYAOYHO-KULLEYHOEe KPOBOTEYEHME, TaK U OH-
KONOrnyecknin npouecc (MPorHo3 Takmnx NaumeHToB 3aBUCUT
OT B/a 3/T0KaYeCTBEHHOro HOBOOGpa3oBaHus) [11].

Heobxoanmo oTMETUTb, YTO TMHEKOMACTUS MOXET ObITb
OQHUM U3 MEePBbIX KINHUYECKUX MPOABAEHUA CUHAPOMA,
33 UCKJIIOYEHMEM XapaKTePHOW rnepnurmeHTaunmn cnmnsm-
CTbIX 060I0YEK 1 KOXM, BO3HUKAIOLIMX B paHHEM BO3pacTe,
U ABASATBCA OAHOWN U3 NPUYMH NEePBOro obpalLeHs naLeH-
TOB 33 MeAMLNHCKOWM nomoubio [12].
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PucyHok 1. Y3/ opraHoB mowwoHKmM nauuenTa C. B Bo3pacTe 4,7 ropa.

B cTaThe npefcTaBNeHO OMMCaHWe [ABYX MasbuylKOB,
Y KOTOPbIX €4MHCTBEHHBIMMW KIIMHUYECKMMW NPOABEHNUAMY
Ha MOMEHT 06C/ieloBaHNA ObUIM XapaKTepHas KOXHO-CIn-
3uCTasd rMnepnurMeHTaums u rMHEKOMacTuys.

OMUCAHUE CNYYAA

MauywmenT C., 4,7 roga, noctynun B OIbY «<HMWL, sHpgo-
KpuHonorun» M3 PO Brnepsble ¢ Xanobamu Ha yBenmyeHve
rPYZHbIX Xene3 1 X 60N1e3HeHHOCTb.

M3 aHamHe3a U3BECTHO, UTO YBENUYEHNE FPYLHbIX Kene3
OTMeYanocb € Bo3pacTa 3 neT C OAHOBPEMEHHbIM MosABfe-
HMEM TEMHO-CVMHUX MATEH Ha KOXe HKHel ryobl. B Bo3pac-
Te 4 NIeT ManbyMK BNepBble OCMOTPEH AETCKUM SHAOKPUHO-
NOroMm Mo MecCTy »KuTenbcTBa: pocT 116 cm, Bec — 22 Kr, SDS
pocTa +2,5, oTMeuyanacb ABYCTOPOHHAA rMHeKomacTus. lNo-
nosble opraHbl 66111 CPOPMUPOBAHBI MPABUIIBHO, MO MyX-
CKOMY TUMY, CTaguA MOMIOBOro pasBuTUA TaHHep 1, ANYKK
B MOLUOHKE No 4 mi.

B ropmoHanbHoMm npodune otmevyanucb ponybeprart-
Hble YPOBHM FOHAZOTPOMUHOB (MIOTEUHU3UPYIOWNIA Fop-
MOH (JTT) — meHee 0,09 MME/mMn, donnukynoctumynmnpy-
owmn ropmoH (OCIN) — meHee 0,07 MME/Mn) n nonosbix
ropMOHOB (3cTpaguon — meHee 37 NMONb/N, TeCTocTe-
poH — 0,17 Hmonb/n). Mo pe3ynbratam peHTreHorpadum
KNCTEN KOCTHbIN BO3PaCT HECKOJIbKO omnepean nacnopt-
Hbll 1 cooTBeTcTBOBaN 5,3 rogam. pn ynbTpa3BykoBOM
nccnefoBaHMM OPraHoB MOLUOHKM OTMeYanocb ABYCTO-
pOHHee yBefnYeHne AnYek — oObemM MpPaBOro AMYKa
1,7 cm3, o6bem neBoro andka 1,9 cvm3. MpoBegeHa npoba
C aHasIorom roHagoTPONUH-PUIN3MHI-TOPMOHA — AaHHbIX
3a roHaJoOTPOMNMH3aBLUCMOE NpeKaeBPeMeHHOe NoNoBoe
pa3BuTHe He NonyyeHo (MakcMmanbHbI ypoBeHb JTT cocTa-
Bun 0,29 MEa/n yepes 4 4 nocne Havyana npoo6ol). C uenbio
YTOUHEHVA AMarHo3a 1 peleHnsa Bonpoca O AanbHenLwen
TaKTuKe BefleHus], bblla peKoMeHJoBaHa rocnuTanusayms
B OI'BY «<HMWL sHpokpuHonorumy.

Mpu ocmoTpe Ha MOMEHT MOCTynyeHWa obpalyanu
Ha ceba BHUMaHVE YMepeHHasi BbICOKOPOCNIOCTb (pocT
118,8 cm, SDS +2,83, Bec 24,3 kr, UMT 17,2 kr/m?, SDS UMT
+1,32), a TakKe TeMHO-CUMHME MUTMEeHTHbIe MATHA Ha KoXe
WU CIM3NCTOW HWKHEN ryObl, YBenvueHWe rpyfaHbIX »Ke-
ne3 c 06eux cTopoH. [onoBble opraHbl CHOPMUPOBAHBI
NPaBWIbHO MO MY>XCKOMY TWMy, CTagusA MOJIOBOro passu-
™A — TaHHep 1, o6bem simuek no opxugomeTpy MNpagepa

Mpo6nembl s3HAOKpUHONOrnn 2023;69(4):101-106

doi: https://doi.org/10.14341/probl13239

cooTBeTCTBOBaN 4 M/ C 06enx CTOPOH. B ropmoHanbHOM
npodwne npy AonybepTaTHbIX YPOBHAX FOHAZOTPOMUHOB
(nr 0,21 Ea/n (0-1,5), ®Cr 0,6 En/n (0-2)) n TectocTepoHa
(0,17 Hmonb/n (0,24-0,69)) oTMeYanocb NOBbILLEHNE YPOBHA
3cTpaguona fo 84,4 (0-47) nmonb/n. KOCTHbIN BO3pacT 3Ha-
YMMO orneperkan NacrnopTHbIN 1 cooTBeTCcTBOBanN 7,1 rogam.
Mo pe3ynbraTam ynbTPa3BYKOBOro MCCIeA0BaHNA MOLLIOHKN
OTMeYasiocb yBeNmyeHre pa3MepoB AnYeK: 06bem npaBoro
Aanuka 1,9 mn, nesoro Anyka — 1,8 mn (puc. 1).

W3 HacnencTBeHHOro aHamMmHesa U3BECTHO, YTO Y MaTepu
naymeHTa umeetca nonmnos XKKT (nonun gBeHaguatmnep-
CTHOW KULLKMW, MHOXECTBEHHbIE MOMNMbI TOLEN KULLKM, NO-
NN HUCxoaALen 060004YHON KALLKN).

YuntbiBas OTArOWEHHbIN HACNeACTBEHHbIA aHaMHe3
no nonunosy MKT, Hannume TeMHO-CUHUX MATEH Ha KoKe
HVXKHEN ryobl u gonybepTaTHY0 N'MHEKOMACTWIO, YCTaHOB-
neH cuHgpom [llenTtua-Erepca. BbinonHeHo monekynsap-
HO-reHeTMYecKoe UccnieloBaHme, No pesynbratam KOTOporo
B 5-M 3K30He reHa STK11 BbiAABNEH reTepOo3MroTHbIN BapuaHT
€.646dup:p.S216Ffs*50 (He onucaH; NAaToreHHbIN (CornacHo
knaccmoukauum ACMG)). Mocne nonyuyeHusa pesynbraToB
MOJIEKYNIAPHO-TEeHETMYECKOro NCCNieloBaHMA NpobaHaa ma-
Tepu naumeHTa 6b110 TaKXKe NPOBEEHO UCCNIEAOBAHME FreHa
STK11, no pe3ynbratam KOTOPOTO BbIIB/IEH aHANIOMMYHbIV re-
HeTUYEeCKNA BapyaHT.

YunTbiBasA AMarHo3, Haavuue y nauueHTa NCTUHHOW -
HeKoMacTun Ha ¢oHe MOBBILIEHHOIO YPOBHA 3CTpajnona
npw fgonybepTaTHbIX FOHAJOTPOMNMHAX, YBeNnyeHne obbema
ANYeK pacLueHeHOo Kak runepnnasua knetok Cepronu, sKc-
npeccupyoLwmnx apomarasy.

B cBA3M C HanuumMem ruNepaCcTporeHemMmnn C Lenbio 3a-
MeINeHNA CKOPOCTM 3aKpbITUA 30H pOCTa W ynyulleHuA
NPOrHO3MPYyeMOro pocTa Mo PeLeHnt0 KOHCUAnYMa naum-
eHTy Oblna peKoMeHAOBaHa UHMLMALMA aHTUICTPOreHHOM
Tepanuu 61okaTopom apomMaTasbl lll nokoneHna — aHacTpo-
30/10M B fjo3e 1 Mr/cyT.

Mpu nosTOopHOM 06CNEfOBaHUN NaLlueHTa yepes 1 rog
OTMeyanacb NONOXWUTeNbHasa AUHaMUKa B BUAE YMeHblue-
HNA BbIPAXXEHHOCTU TMHEKOMACTUM U CHVXKEHUA YPOBHA
acTpagmona (53,6 nmonb/n). OgHako Ha 3Tom ¢GoHe coxpa-
HANNCb BbICOKME TeMMbl POCTa U NPOrpeccmsa KOCTHOro
Bo3pacTa (mo TW20 — 8,3 neT), uto, BeposTHee BCEro, Obl10
CBA3aHO C Manol NPOAOMKNTENIbHOCTbIO TEPANUU aHacTPo-
3onoMm. Takxe npn Y3/ opraHOB MOLLOHKM BbIAIBNIEHbI 3XO-
rpapuueckme npusHaku MUKPOKanbLmdukKatoB B 0O6OUX
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PucyHok 2. Y31 opraHos moLwoHKu nauneHTa C. B Bo3pacTe 6 fieT.

ANYKaX, KOTOPble He BM3yanun3npoBanucb Npu NepBUYHOM
obcnepnoBaHuu (puc. 2). bbino peKomMeHL0BaHO NPOLOIIKNTD
Tepanuio 610KaTopamy apomaTtasbl. Takxke pebeHKy peKko-
MEHJOBaHO NpoBefdeHMe racTpo- 1 KONOHOCKOMMM B BO3-
pacTe 8 net.

MaumeHT @., 7 net, rocnutanusnposaH B OIby «<HMUL|
3HAoKpuHonornn» M3 PO Bnepsble ¢ anobamm Ha yBenu-
yeHwue rpyaHbIX XKenes, BOAAHKY ANYKa CrnpaBa, KabLuHaTbl
B ANYKaXx Mo pe3synbratam Y3U.

M3 aHamHe3a n3BecTHO, YTO B BO3pacTe 2 MeC B CBA3MN
C HanMuyuem CTUrM Aun3sMbpuroreHesa (3mM6proHanbHasn
rpbika, AUCreHe3na Mo30/IMCTOro Tena no gaHHoim MPT
rONOBHOIrO MO3ra) BbINMOJSIHEH XPOMOCOMHbIA MUKPOMa-
TPUYHBIA aHanM3, NO JaHHbIM KOTOPOrO BblABNEHA MU-
Kpogeneuma KOpoTKOro nneya 19 xpoMocombl € NO3nL N
352288 pgo nosunuynun 1434508, B 30HY KOTOPOW Takxe no-
napaet ren STK11.

C 5 net y manbuymKka oTMeYanocb yBenmyeHne rpygHbix
Xenes, C Bblpa)KeHHOW nporpeccuen nocne 6,5 net. lMpwu
ob6cnieloBaHMM MO MeCTy XUTeNbCTBA B BO3pacTe 6,5 net
B rOPMOHaNibHOM npodune Ha poHe gonybepTaTHbIX ro-
HagoTponuHoB (JIM 0,12 mMEgp/mn, OCI 0,08 mMEg/mn)
n TectoctepoHa (0,14 HMONb/N) OTMEYanochb MOBbilEeHME
YypOBHA 3cTpaguona (44,1 nmonb/n). MNo pesynbrataM peHT-
reHorpadun KMCTen KOCTHBIN BO3PACT onepexan nacnopt-
Hbll 1 cooTBeTcTBOBan 7 rogam. lpu ynbTpa3ByKoBOM
nccnefoBaHMM OPraHoOB MOLIOHKU OTMEeYanncb NpuU3sHaKkm
BOAAHKM MPaBOro fAIYKa, MHOXECTBEHHbIE KasibLMHAThI,

npenmyLllecTBeHHO B MNpaBoMm Auyke. bbina nposegeHa
npoba ¢ aHanoOrom roHagoOTPONUH-PUITN3UHT-TOPMOHA —
JaHHbIX 3@ FOHAaJOTPOMNMH3aBNCUMOE MNpexaeBpeMeHHoe
NoJI0BOE Pa3BMTUE He NOJTyYEHO (MaKCUManbHbIN YPOBEHb
JII coctaBun 0.53 MMEg/mn).

C uenblo yTOUHEHMA OMarHo3sa K pelleHuA BoOmnpoca
O JanbHerLWen TakTNKe BeleHUs, Oblfla peKOMEHJ0BaHa ro-
cnutanusayna B OIbY «<HMWLL sHgoKpuHonornms.

MNpn ocmoTpe Ha MOMeHT noctynnaeHua: pocT 120,8 cm,
SDS pocTa +0,09, Bec: 21,5 kr, SDS UMT -0,62. OTmevanuco
TEMHO-CMHME MUITMEHTHbIE MATHA HA HOCY, LWeKax u rybax,
yBenMUeHne rpyaHbIX >Kenes ¢ 06enx CTOPOH, POCT OCTUCTbIX
BOJIOC Ha CMMHe, roTMYeckoe Hebo, WMPOKas LWenb MeXay
1-m 1 2-m nanbyamu. MonoBble opraxbl 66U CGOPMUPOBa-
Hbl MPABUIIbHO MO MY>XCKOMY TUMY, CTafuMA NOI0BOro pa3su-
TUA No TaHHep 1, ANYKM B MOLLIOHKE, 06beM AnYEK No OpXu-
gomeTpy lNpagepa cooTBeTCTBOBA CNpaBa 3 Mi, cnesa 4 mi.
Takxe cnpaga 6biny NPU3HaKM BOAAHKM.

B ropmoHanbHOM npodune OTMeYanocb MOBbILEHWE
YpPOBHs 3cTpagnona — 128,48 nmonb/n (0-47) npu gony6ep-
TaTHbIX ypoBHAx JIT — 0,216 Ep/n (0-1,5), ®CI — 0,66 Ea/n
(0-2), TectoctepoHa 0,176 Hmonb/n (0,24-0,69). KocTHbIn
BO3pPacCT HECKOMNbKO onepeXkan NacnopTHbIN K COOTBETCTBO-
Ban 8,6 rogam. o pesynbratam ynbTpas3ByKOBOro uccie-
[OBaHMA MOLLOHKU 0bbemM npaBoro Andka 1,5 mn, neesoro
Anuka — 1,5 mn, axorpaduryeckne NPU3HaAKN MUKPOKasbLv-
¢duKaToB B 060UX AMYKAX, OUYArOBbIX U3MEHEHWI B MPAaBOM
ANYKe, BOASIHKM 060/104€eK NpaBoro Anvka (puc. 3).

PucyHok 3. Y31 opraHoB moLwoHku nauyeHTta O.
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CASE REPORT

CnHgpom Mentua-Erepca y gJaHHOro naumeHTa He Bbi3bl-
BaJ1 COMHEHUI B CBA3U C HANNYMEM TUMNYHBIX KINMHNYECKNX
NPOABAEHUN N Pe3yNnbTaToB MONEKYNAPHO-TeHEeTUYECKOro
nccnenoBaHus.

Hanuumne y nauneHTa cturm smbpuoreHesa ob6bAcHAET-
CA MUKpoaeneumen ¢ BbiNageHneM He TobKo reHa STKTT,
HO TakXe reHoB: THEG, C2CD4C, SHC2, MADCAM1, CDC34,
GZMM, BSG, HCN2, POLRMT, FGF22, FSTL3, PALM,AZU1, PRTN3,
ELANE, CFD, MED16, KISSTR, ARID3A, GRIN3B, C190rf66, CNN2,
ABCA7, HMHA1, POLR2E, GPX4, ATP5D, MIND, CIRBP, EFNA2,
NDUFS7, GAMT, DAZAP1. YuntbiBaa geneumno AaHHbIX FeHOB
1 BO3MOXHO€e pa3BuUT/e NOPOKOB BHYTPEHHMX OPraHoB, na-
LMEHTY AOMOJSHUTENIbHO OblN NPOBEAEH CKPUHWHT BO3MOX-
HbIX aHOManuMn, No pesynbTaTaM KOTOPOro AaHHbIX 3a naTo-
Nornio cepaua, noYvek He noslyvyeHo.

YuuTbiBasa HanmMume rmneps3CTporeHeMnmn, C NaToreHeTn-
YecKol Lienblo MO PeLLeHnio KOHCUIMYMa nauueHTy Obina
peKkomeHAoOBaHa WMHMUMALUA AHTUICTPOreHHOM Tepanum
6rnokatopom apomartasbl Il nokoneHuss — aHacTpo3osniom
B go3e 1 mr/cyT. Mpn ob6cnegoBaHum naumeHTa Yepes 1 rog
OTMeyanacb MoNIOXKNUTENIbHAA AUHAMMKA B BUAE CHUKEHUA
YPOBHA 3CTpagnona Ao 63 nNMosb/ni 1 OTCYTCTBUA NPOrpec-
CUM KOCTHOTO Bo3pacTa. [aumeHT 6611 HanpaBJeH B cneyu-
aNnM3NpPOBaAHHOE raCTPOIHTEPOSIOrMYEeCKoe oTAeneHne ana
NpPOBeAEHUs KanCybHOWN KOJIOHOCKOMNWY U racTpo33odaro-
JyodeHocKonuw.

OBCYXXAEHUE

JonybepTaTHaa ruMHeKOMacTUsi BCTpPeYaeTcAa KpavHe
peaKo, B OT/IMYME OT HEOHaTaslbHOW 1 NybepTaTHON rHe-
KOMacTuK, KOTopble pa3BuBaloTcA Oosiee yem y MosioBMHbI
ManbuukoB. [MpuumHbl nNpenybepTaTHON TMHEKOMACTMU
MOXHO Pa3fenuTb Ha criopaguyeckne onyxonu WM Hacnen-
CTBEHHbIE CHAPOMBbI.

K cnopagunuyecknum onyxonam otHocAatca XIMY-cekpetu-
pylowme onyxonn Kak roHagHoOwW, Tak U BHEroHagHowm no-
Kanusauumu, GemnHu3npyoLme onyxonu andek (M3 Knetok
Jlenpgura n Ceptonn) n HagnoyeyHnkoB. K HacnepcTBew-
HbIM CMHAPOMaM OTHOCATCcA: cuHapom [lenTua-Erepca,
KapHu-KoMMNeKc, CMHAPOM 136bITKa apomMaTasbl [14].

Hanbonee 4acTbiM 3HOOKPWMHHBIM MPOSIBAEHUEM MpPU
cnHgpome lenTtua-Erepca y manbumkoB ABAAITCA KPYMHO-
KNeToYHble KanbLUudpnumpyoLme onyxonu AndyeK n3 KIeTok
CepTonu, HeonnacTMyeCcKme KNeTKn KOTOPbIX SKCNpeccmpy-
0T apomarasy, UTo NPUBOAUT K MMHEKOMACTUN, YCKOPEHUIO
JINHENHOro pocCTa 1 NPorpeccMm KOCTHOro Bospacrta. lNpu
YNbTPa3ByKOBOW AMArHOCTMKE Yalle BCero otMeyvaeTtca ABy-
CTOPOHHee yBenuuyeHne obbemMa fiMuek C Bu3lyanv3auuen
MMVKPOKabLMHATOB B BUE «POXKAECTBEHCKOW e/TKN», OfiHa-
KO, MO JaHHbIM NUTEPATYPbI, TAKXKE MOXET OTMeYaTbCA ABY-
CTOPOHHee yBeNUYeHVEe pa3mepa AnYek 6e3 MUKpoKanbLu-
HaToB [4].

B naHHOI cTaTbe 6bINV NpeacTaBneHbl Ba KIMHUYECKUX
cryyas naumeHToB ¢ crHapomom lMertua-Erepca. Y obomx
MauveHToB OblIN BbISIBNEHBI KOMMOHEHTbI AHHOFO CMHAPO-
Ma — XapaKTepHasA KOXKHO-CIU3NCTaA rmnepnurMmeHTauma
N M3MEHEHMA ANYEK, Hambonee BEpPOATHO COOTBETCTBYIO-
wme CepTonuM-KNETOUYHbIM ONYXONAM fANYEK, a TakXKe Npo-
ABNEHUA, CBA3aHHbIe C rMnepaCcTporeHemMmnen — rmHeKoma-
CTUA, YCKOPeHne TemMnoB JIMHENHOro poCTa U OnepeXeHune
KOCTHOrO BO3pacTa.

Mpo6nembl s3HAOKpUHONOrnn 2023;69(4):101-106

doi: https://doi.org/10.14341/probl13239

Mpo6nembl sHAOKPUHONoruu / Problems of Endocrinology | 105

Hapo oTmeTtuTtb, YTO MaumeHTbl OTNMYalTCA GeHoTU-
NMNYECKK, YTO CBA3AHO He TONMbKO C BO3MOXKHbIM MOMMOP-
d13MOM MPOABNEHMIA 3TOrO 3a60NeBaHUS, HO U C TEM, UTO
y NepBoro nauueHTa 6bl1a MyTauusa Tosbko B reHe STKT1,
a y BTOPOro MMeeT MeCTO MUKPOAENELUMOHHbIA CMHOAPOM
B CBA3M C aeneumen reHa STK11 v elle 33 reHoB, nonagato-
LK1X B 30HY Aenevuuu.

B cBA3M C HeACHbIM 3/10KayeCTBEHHbIM MOTEHLMANIOM
JaHHbIX ONyXoJfiel efMHON TaKTUKU BeAeHMA MauueHToB,
numetownx CepTonu-KeTouHble OMyxonu, HeT. B nutepaType
onucaHbl Cilyyau, rae oTaaBany npegnoyTeHne ABYCTOPOH-
Hell OPXMIKTOMUM, MPUHMMAA BO BHMMaHME BO3MOXKHbI
WHBA3MBHbIA POCT AaHHbIX onyxosnen. OgHako, yunTbiBas
HU3KMI PUCK 3T0KAYeCTBEHHON TpaHChOopMaLv onyxosnen
MOMOBOrO KaHaTMKa, B CJlyYyae AMArHOCTUKMU Kanbuuduum-
pyoLmx 06pa3oBaHuiA ANYKA B JonybepTaTHOM Bo3pacTe
B HacToAllee BpeMA OTAAIT NpearnoyTeHne KoHCepBaTUB-
HOW TaKTUKe BedeHMA C Lefblo COXPaHeHUsA cnepmarore-
He3a M BO3MOXHOCTWU Pa3BUTMA CaMOCTOATENbHOrO MOJo-
BOro co3peBaHuA. B KauecTBe KOHCEpPBaTVMBHOIO JleueHUs
UCnonb3yloT HrnokaTopbl apomatassbl lll nokoneHns ¢ Lenbio
CHWKEHUS1 YPOBHSA 3CTPOreHOB 1 TLlaTeslbHOe HabniofgeHue
3a pasmMepamu 1 XapakTepuCTUKaMu ONyxonen Andek npu
nomown Y31 [12].

Mpy neyeHMV HaWMxX NaLUEHTOB TakXe Obina BbibpaHa
KOHCepBaTMBHAA TaKTVKa BefeHUs — 06ovM Marnbyvkam
Ha3HauyeHa Tepanus MHIMOGUTOpPaMy apomaTasbl C MOSIOXN-
TesibHbIM 3 GEKTOM B BULE CHUMXKEHUS YPOBHSA 3CTPOrEHOB.
MaumeHTbl NpofomKalT HabNAATECA SHAOKPUHOMOraMK,
OHKONOraMm 1 racTpO3HTEPOIOramMu.

YuntbiBaa TO, YTO TMHEKOMACTUA NPU JaHHOM CUHAPO-
Me ABNAETCA OQHMM M3 NEePBbIX 3HAYMMbIX KOMMOHEHTOB,
Takve nauueHTbl B MepByl0 oyepenb MOryT obpalyaTtbcs
K negmaTtpam v SHAOKPWMHOJIOraM. YCTaHOBNIEHME TOYHOIO
AMarHo3a u MpuUYrHbl TMHEKOMACTUN KpalHe BaXkHO AnA
peten ¢ cuHgpomom [lentua-Erepca, Tak Kak no3BonuT
He TONbKO BbIbpaTb ajeKBaTHYIO TAKTUKY NIeYEHNA JaHHOTO
NpoABNEHNA, HO N CBOEBPEMEHHO HayaTb CKPUHMHIOBOE
obcnepoBaHve, MPYHYMAs BO BHMMaHME BO3MOXHOCTb
pa3BUTKA y NALMEHTOB MHOXECTBEHHbIX OMYXONen ApYrux
NnoKanunsaumm, Tem CaMbIM yNTyYLIMB KayeCTBO 1 MPOJOSIKU-
TENbHOCTb UX XKU3HW.

3AKNIOYEHUE

CuHapom MenTtua-Erepca — peakoe HacneaCcTBEHHOE
3abonieBaHNe, KOTOPOE MOXHO 3arnofo3pUTb Ha OCHOBA-
HMW OTATOLWEHHOIO HaC/eACTBEHHOIO aHaMHe3a U Xapak-
TEPHbIX KINHUYECKMX NPOABAEHUN (rMnepnurMeHTauma
CAN3NCTbIX obonouvek N Koxu, nonunos MKT). OaHum
N3 paHHUX KOMMOHEHTOB CMHAPOMA ABAAIOTCA KPYMHO-
KneTouHble Kanbunduuupymolme onyxonu funYek, SKC-
npeccupyiolme apomarasy, KOTOpble MOryT BO3HMKaTb
B [EeTCTBe, YTO JenaeT HeoOXOAUMbIM BKIIOYEHUE CUH-
apoma MNenTua-Erepca B cnekTp NpuunH ana aupdpepex-
LUManbHOW AMArHOCTMKU Yy ManbyMKOB C TMHEKOMacCTuen
B fonybepTaTHOM BO3pacTe. YCTaHOBJIEHVE AMArHo3a
Heob6XxoAUMO AN KOMMIEKCHOIO MEXANCUUMIINHAPHOIO
noaxoAa K AaHHOW rpynne nauMeHToB, a TakXKe Ana npo-
BeAeHUA MeANKO-TeHEeTUYECKOro KOHCYNbTUPOBaHUA ce-
MbM 1 BblObOpa ONTMMaNbHOW Nporpammbl HabnwaeHUA
3a nayMeHTamm.
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AONOJIHUTENIbHAA UHOOPMALINA

UcTouHukn ¢puHaHcmpoBaHua. MonekynapHo-reHeTuyeckoe nccre-
[lOBaHMe BbIMOMHEHO MpU GUHAHCOBOW MopAepKe $oHAa MoAAepPMKM
1 pa3suTus dpunaHTponm «<KAD».

KoH)nuKT nHTepecos. Bce aBTOpbl AEKNapUPYIOT OTCYTCTBME ABHBIX
1 NOTeHLUManbHbIX KOHPIMKTOB MHTEPECOB, CBA3aHHbIX C Ny6nunKaLuven Ha-
CTOALLEN CTaTbM.

Yvactmne aBTopos. Kapesa M.A,, Co3zaesa J1.C,, YyryHos W.C., MeTep-
KoBa B.A., MuxanunHa C.[l. — KoHuenuua n Av3aiiH nccnefoBaHus, c6op
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maTepwvana, aHanu3 nosyyeHHbIX AaHHbIX, HanvcaHme TekcTa. Bce aBTopbl
BHEC/V 3HAUYMMBbIV BKNaZ B MOATOTOBKY CTaTbK, Mpounu 1 ogobpunu du-
HanbHyI0 Bepcuio CTaTbi Nepep nybnvkaumeri, BbIpasvunm cornacme HecTmn
OTBETCTBEHHOCTb 3@ BCe acneKTbl PaboTbl, MOAPA3yMeBaloLLYI0 Haaexa-
Liee U3yYeHrie 1 peLeHrie BOMPOCOB, CBA3AHHbIX C TOUHOCTbIO 1K [O6PO-
COBECTHOCTbIO 060 YacTu paboThbl.

Cornacve naumeHTa. 3aKOHHble NMPEACTaBUTENV MALMEHTOB NOAMU-
canv nHPOPMMPOBAHHOE Cornacne Ha MybANKaLuio NePCcoHanbHON Meamn-
LMHCKON uHbopMaumm B xypHasne «[pobnembl SHLOKPUHONOrMU» B 06e-
3nMyeHHon popme.
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