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Bupuausupyiomas onyxoJjb SMYHUKA: MPpo0JieMbl auddepeHnuaibHoi
JTUATHOCTUKH
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Onyxoan n3 kaetok CepToan-Aenanra NpeAcTaBASIOT CODO AOBOABHO PEAKMIA BUA HOBOODPa30BaHWI AMYHUKOB, OTHOCAILMXCS
K Fpynne onyxoAei MOAOBOrO TsKa. AASl AAHHOTO BMAA HOBOODpPA30BaHMI XapakTepHbl MOBbIWEHHAs MPOAYKUNS aHAPOreHOB,
npuBoAsWas K POPMUPOBAHMIO TaK Ha3biIBAEMOrO BUPUABHOIO CMHAPOMA, a TakXe BO3MOXHOe codeTaHue C Pa3sAMYHbIMM
MeTaboAMYECKMMMN HapyWEHUIMU, TaKUMMW KaK BEPXHMIA TUM OXMUPEHMUS, HAPYIEHUS YIA@BOAHOTO M BeAKOBOro obmeHa,
apTepuaAbHas runepTeHsus.

BaxxHbiM 3Tanom andgepeHUmasbHO-AMarHOCTUYECKOro MOUCKA SBASETCH YCTaHOBAEHWE MCTOYHMKA M3OLITOYHOW MPOAYKLMM
AHAPOreHOB. AHAPOreHMPOAYLIMPYIOLLYIO OMYXOAb SIUYHMKA CAEAYET AU hepeHUMpoBaTh C aHAPOreHMPOAYLIMPYIOLIEA OMYXOAbIO
HaAMOYeYHKKa, CTPOMAAbHBIM TEKOMATO30M (FMNepPTEKO30M) SUUYHUKOB, SHAOTEHHBIM MMNEPKOPTULIM3MOM (CUHAPOMOM KyLumHra).
B 6oAbIMHCTBE CAyYaeB onyxoAb 3 kKaeTok CepToan—Aeranra acCounMmMpoBaHa C HOCMTEAbCTBOM MyTaummn reda DICERT, npwu Bbl-
SBAEHWUN KOTOPO HEOOXOAMMO NMPOBOAUTL FrEHETMHYECKOe 0OCAEAOBaHME POACTBEHHMKOB, TaK Kak MaLMeHTbl C MyTaUuMUsSMKU B 5TOM
reHe MMEIOT MOBbILWEeHHbI PUCK Pa3BUTMS WMPOKOTO CreKTpa AODPOKAYeCTBEHHBIX M 3A0KQYECTBEHHbIX OMYXOAeH, DOABIIMHCTBO
KOTOPbIX OTHOCUTEAbHO PEAKM B 0DLIer NonyAsunm.

OCBEAOMAEHHOCTb CMELMAAUCTOB (aKyLlepPOB-rMHEKOAOTrOB, SHAOKPUHOAOTOB, OHKOAOTOB) 06 3TOM PEAKO BCTPevaloLemcs
HOBOODPA30BaHUM AMYHMKA AOAKHA ODecneYnTh CBOEBPEMEHHYIO AMArHOCTMKY M asekBaTHOe AeveHune 3aboreBaHus.

KatoueBble cAOBa: KAMHUYECKUIA CAyYdai, BUPUAbHBIFA CUHAPOM, aHApObAacToma, ornyxonb n3 knetok Ceptorn—Aerianra, DICER]T.

Virilizing ovarian tumor: the challenges of differential diagnosis
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Sertoli-Leydig cell tumor is a rather rare type of ovarian neoplasms belonging to the group of sex cord-stromal tumors. This malig-
nancy is characterized by androgen overproduction, which results in the so-called virilization and can be accompanied by various
metabolic disorders such as abdominal obesity, disturbances of carbohydrate and protein metabolism, and high blood pressure.
During differential diagnosis, it is important to identify the source of androgen overproduction. An androgen-secreting ova-
rian tumor needs to be differentiated from androgen-secreting adrenal tumor, ovarian stromal thecomatosis (hyperthecosis), and
endogenous hypercorticism (the Cushing’s syndrome). In most cases, the Sertoli-Leydig cell tumor is associated with DICERT
mutation carriership. If a patient is found to carry the DICERT mutation, patient’s relatives need to undergo genetic testing as the
individuals with mutations in this gene have an elevated risk of developing a broad range of benign and malignant tumors (most
of these tumors are relatively rare in the overall population).

The awareness of this rare ovarian neoplasm among medical specialists (obstetricians—gynecologists, endocrinologists, and on-
cologists) is supposed to ensure timely diagnosis and adequate treatment of this disease.

Keywords: case report, virilization, androblastoma, Sertoli-Leydig cell tumor, DICER]T.

AKTyaAbHOCTb

CorjlacHO aMepuKaHCKOI 0a3e JaHHBIX, 4YaCTO-
Ta HOBBIX CJIydyaeB OMyXoJiell IMYHMKOB COCTAaBJISIET
11,7:100 000 xeHIIMH B roa. AHApoOIacTOMa, U3BECT-
Has ellle KakK omyxoJb 13 Kietok Cepronvu—Jleitnura, or-
HOCUTCSI K TPYIIIIE OMYyX0Jiel MOJI0BOTO TSIKa U SIBJISIETCS
JIOBOJIbHO peakuM 3aboseBanreM — 0,5% Bcex ormyxoieit
SUYHUKOB [ 1]. DTo HOBOOOpa3oBaHueE 3a CUET U30bITOY-
HOM TIPOAYKIIUM TECTOCTEPOHA MTPUBOAUT K (POPMHPO-
BaHUIO CUHIPOMa TUTIePaHAPOTeHUM (BUPWIBHOTO CUH-
JIpOMa), KOTOPHBIi BKJIIOYAET TAKUE CUMITTOMBI, KaK 13-
OBITOYHBIIT POCT BOJIOC ITO MY>KCKOMY THUITY (TUPCYTU3M),

CHUXXeHUe TeMOpa rojioca (6apudoHust), aHAPOreHHYIO
aJIONEIIO, HapylIeHe MEHCTPYaTbHOTO LIMKJIA T10 THITY
OJIMTOMEHOPEN/BTOPUYHON aMEeHOpEeH, YBEJTMYEHUE pa3-
MepoB KimTopa. [Ipn coyeTaHUM TUIEepaHIPOTreHUHN C
Pa3TMYHBIMU MTPOSIBJICHUSIMU METa00IMIECKOTO CHHAPO-
Ma (BEpXHHI TUIT OXKMPEHMSI, apTepyaibHast TUTIEPTEH-
3Usl, HapylIeHEe TOJIEPAHTHOCTH K TJIIOKO3€, TUCITAITH-
JeMUS) HEOOXOIMMO MCKIIIOYATh TaKKe 3a00J1eBaHusI, Kak
SHIOTEHHBIN TUIIEPKOPTULIN3M (cHApoM KyimHra), ru-
MepTeKo3 (CTPOMAJTBHBIN TEKOMATO3) IMYHUKOB, aHIPO-
TeHIIPOAYLIMPYIONIYIO OMYXOJb HaamodyeyHnKa. Omyxo-
JIM snuHuKa U3 kiaetok Ceproau—Jleiaura B 00JIbIIMH-
CTBE CJTy4aeB aCCOLIMMPOBAHBI C HOCUTEIECTBOM MYTaIluy
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KAMIHUHECKMIA CAYHAM

reHa DICERI, uTo TpeOyeT IMpoBeaeHUS TeHETUIECKOTO
HCCJICIOBAaHMS Y JaHHbBIX ALIEHTOK.

Onucanue cayvas

IMarmentka 1., 43 net, BiepBble 00paTUIaCh B KITMHU-
Ky aHnokpuHojyioru Nel ITeporo MI'MY um. .M. Ce-
yeHoBa B aBrycte 2017 r. ¢ )kanobaMu Ha OTCYTCTBUE
MEHCTpPYalMu, U30BITOYHBIN POCT BOJIOC Ha JIUIIE U TEJe,
BBITIQJICHUE BOJIOC Ha TOJIOBE 110 MY>KCKOMY THITY, U30bI-
TOYHEIN Bec Tena, noseimenue AJL o 180/100 MM pT.cT.
W3 aHamMHe3a U3BeCTHO, YTO y TTAIIMEHTKN MEHCTpYaIluu
perynsipHblie 10 37 net. C 38 neT — BTopuyHasi aMeHopes,
TTOSIBUJICSI M30BITOYHBINM POCT BOJIOC B aHAPOT€H3aBUCH -
MBIX 30HaX, YIPeBble BHICHITTAHUS Ha JIULIE, TPYAM, CTIU-
He. B 40 neT camocTosSITeIbHO Havaia preM KOMOWHU -
POBaHHOTO OPaJIbHOTO KOHTpalleNTuBa (IIUIIPOTEpPOHa
alerar 2 Mr + 3TUHUJISCTPAAUOI 2 MT), KOTOPbI TTpH-
HuMmaja 10 42 net. Umena MecTo MEHCTPYaJbHOIIOA00-
Has peakius. C 30 geT manyeHTKa oTMeyaia MoCTeneH-
HYIO ITpUOAaBKy MaccChl TeJia; BeC IpK TOCITUTAIU3AUNA —
100 kr. B Bo3pacTte 40 jieT BbISIBIIEHO MOBBILIEHUE YPOBHS
TectocTepoHa a0 19,5 umons/n (HopMma 0,5—4,3); YpoB-
au TTT, JIT, ®CT, npojakTiHa OCTaBaJIUCh B IIpeaeaax
pedepeHcHbIX nrana3oHoB. C 40 1eT oTMeyaeT MoBbILLIe-
Hue AJl makcuMaibHO 10 180/100 MM pT.CT.

IIpu ocMoTpe oTMedeHbI M30BITOYHBIN POCT BOJIOC
Ha Juie U Ha Tete (26 GayutoB 1o mkaie PeppumaHa—
lomnsest), runiepeMust TuLa, akHe Ha JIWIIE, TPYAM, CITU-
HBI; BBITIaJICHUE BOJIOC HA TOJIOBE, MPEUMYIIECTBEHHO B
JIOOHO-TEMEHHOM 00J1aCTH, Ype3MEPHOE Pa3BUTHE IO/~
KOXXHO-KMPOBOI KJIETYATKM C PacIIpeieICeHUEeM 10 1IeH-
TPUIIETAJIBHOMY THUITY, CTPMY PO30BOTO I[BETa Ha KUBO-
te. UMT = 37,2 xr/m? (puc. 1, 2, cM. Ha 1B, BKJIEHKeE).

[Tpu 06cnenoBaHNY BBISIBJICHO 3HAYUTEIBHOE ITOBbI-
IIeHNE YPOBHS 00IIIEero TeCTOCTepoHa 10 35,3 HMOMB/),
a"npocteHanoHa no 20,9 umonb/n (HopMma 1,0—11,5),
scTpaguona 1o 347 nmonb/a (HopMma 0—118/11); cHke-
nue yposHs JIT' no 0,08 MEI/mi (Hopma 5—20) u ®CT’
1o 0,5 MEJl/Mn (Hopma 5—20). ConepxxaHue 17-rumpo-
kcurnporectepoHa u II'DA-C — B npenenax pedepeHc-
HbIX 3HaYeHUi. [Ipy TMHEKOJIOTMYeCKOM OCMOTpE: TH-
nepTpodust KuTopa, yBeaudeHue pa3mMepa MaTku. Jle-
BBII SIMYHUK TAKXXe YBEJIWYEH B pa3Mepe. YUUTHIBAsI
HaJIMYYe KIMHUYECKON KapTUHBI BRIPAXXEHHOTO BUPHIIb-
HOTO CMHIPOMa, 3HAYUTEIHLHO TTOBBIIIIEHHBIN YPOBEHD
0011Ier0 TeCToCTeEpOHA Ha (hOHE HOPMATIBLHOTO COMEpKa-
HMS AerunpoanuaHapoH-cynbdat (AI'DA-C), manueHTke
6bu10 TIpoBeaeHO Y3U opraHoB Manoro ta3a. BoisiBIeHbI
yBEJMUYEHHbIE pa3Mepbl MaTKu 10 61X52X75 MM 3a cueT
MHOXXECTBEHHBIX MUOMHBIX Y3JIOB, CTPYKTYPHBIE U3Me-
HEHUSI U YBeJIMYEHME JIEBOTO sSIMUHUKA (43X27X42 MM).
JnarHOCTMpPOBaHbI OMYXOJIeBble 0O0pPa30BaHUSI JIEBOTO
SINYHUKA, MUOMBI MaTKu (puc. 3).

ITo maHHBIM HOYHOTO TTOAABJISIONIETO TeCTa C 1 MT
JIeKcaMeTa30Ha: KopTusoil — 148 HMoinb/1 (HopMa <50).
Hupxkagusiii put™m cekpeunu koptuszona u AKTI He
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ObLTM HapylieHbl. [1o JTaHHBIM OMOXMMUYECKOTO aHaI13a
KPOBH: TINTIMKUPOBAHHBIN reMormooud — 6,1% (HopMa
no 6,5%); pesynbratel III'TT: rioko3a HaTolIaK —
6,8 MMoib/11, uepe3 120 MuH — 5,7 MMOJIb/J1.

HecMoTps Ha psii KIIMHUYECKUX ITPOSIBJICHUI TUITeP-
KOPTULIM3MA (MaTPOHU3M, OXHMPEHUE C IepepacIpee-
JIEHHEM ITOAKOXHO-KMNPOBOI KJIIETYATKH I10 LIEHTPUIIE-
TaJIbHOMY THUITy, CTPUHU B 00JIACTU KMBOTA, HAPYLIECHKE
MEHCTpPYaJIbHOTO LIMKJIA, HApYIIeHUE TJIMKEMUM HaTO-
LIaK, apTepyabHasi TUIIEPTEH3KS), a TAKKEe OTPULIATEIIb-
HbII Pe3yJIbTaT MOAABIISIONIETo TecTa ¢ 1 M JeKcaMeTa-
30Ha, COCTOSIHME ObLIO pAaCLIEHEHO KaK aHAPOICHIIPOIY -
LUpYolIasi OMyX0Jb JIEBOro ssuuHuKa. HopMaibHbI
ypoBeHb I’ DA-C 1 0TCyTCTBHE TTAaTOJOIMYECKUX U3ME-
HEHUI HaaMmouyeyHMKOB no naHHbiM KT no3ossinu uc-
KJIIOUUTh aHIPOTeHIIPOAYIUPYIOIIYIO OIyXOJIb Hald-
oYeYHUKa(-0B).

AeyeHue

BrImostHeHa TanmapocKommuecKast 9KCTAPITAIIAS MaT-
KM ¢ npugatkamu. I1o TaHHBIM THCTOJIOTMYECKOTO MC-
CJIeIOBaHMS: OITyXOJb JIEBOTO SIMYHUKA, COCTOSIIIAs U3
OIHOPOITHBIX COJIMIHBIX WX ITOJIBIX TPYOUAThIX CTPYK-
TYp, BBICTJIAaHHBIX KileTKaMu CepToJid; B COeTUHUTEb-
HOTKaHHOM CTpoMe MEXIY STUMHU CTPYKTYpaMU UMeeT-
s pa3IMIHOe Yuciio Kietok Jleiinura, KoTopble comep-
XaT TUMOMYCIIMH; MUTO3BI BCTpeUaloTcs peako (puc. 4,
CM. Ha IIB. BKJIEHKe).

Yepes 2 Mec nocJie onepainuy ObUIO BbISIBIEHO 3HAUU-
TeJIbHOE CHIDKEHUE YPOBHSI TecTocTepoHa 10 (0,8 HMOJTb/I1,
AHAPOCTEHAMOHA 10 1,6 HMOJIb/JT ITO CPaBHEHUIO C 10-
OITepallMOHHBIM TIeprogoM. OTMedatach ITOJIOXUTEIb-
Hasl TMHAMMKA: CHIDKEHME POCTa BOJIOC B aHAPOTeH3aBH -
CHMBIX 30HaX, IMOOJIeAHEHNE CTPUIA, NICUe3HOBEHUE aKHeE,
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Puc. 3. Y3U opraHos maaoro Tasa. YBeAnueHne pasmepos U CTpyK-
TYpPHble U3MEHEHUsl AeBOTO IMUHUKA (43%27x42 mMm). YBeAnueHue
matkm (61x52x75 MM), MMOMbI MaTKH1 pa3HbIX pa3meposB.
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TTOBHIIIIEHNE TeMOpa ToJioca, HOpMaJIU3allisl apTeprallb-
Horo aapjieHus. [ToBTOpHO ITpoBeneH HOYHOI ITOAaBJISIIO-
W TecT ¢ 1 MT JeKcaMeTa3oHa: ypoBeHb KOPTU30J1a CO-
ctaBu 29 umob/J. [pu III'TT HapyieHuit yriaeBomHO-
ro oOMeHa He BBISIBJICHO.

Yepe3s 2 roma rmocje ornepaiy OTMEYEHO CHIDKCHUE
Beca MalMeHTKH Ha 17 KT, ICYE3HOBEHME YTPEBbIX BHI-
CHITTAHUI Ha JIUIIe U Tesie (PUC. 5, CM. Ha [B. BKIIEiiKe);
HU30BITOUYHBIN POCT BOJIOC 10 MYKCKOMY THUITY Ha JIUIIE
COXpaHAJICS, TOTAA KaK Ha IPyIy U CIIMHE CTEP>KHEBbIC
BOJIOCHI OTCYTCTBYIOT (pHc. 6, 7, cM. Ha 1IB. BKJI€iiKe).

J11s1 yTOUHeHUSsT 3TUOJIOTUY 3a00J1eBaHUS IPOBENECH
MOJICKYJISIPHO-TEHETUYECKUI aHaJI3 METOIOM CEeKBe-
HUpoBaHus caeaytoliero moxkojeHus (NGS). Mcnonb-
30Bajlach pa3paboTaHHasl B OTACACHUM HACICACTBEH-
HbIX sHIoKpuHonatuii ®I'BY DHII manens npaiiMmepos
Ion Ampliseq Custom DNA Panel («LifeTechnologies»,
CIIA), oxBaThIBaOIIasI KOOUPYIOIINE 00JIACTH CEHY-
tomux reHoB: SDHB, SDHC, CDKN2C, MEN1, AIP,
SDHD, CDKNI1B, DICERI, PRKARIA, PRKCA, GNAS,
POUIFI, PTTG2, SDHA, CDKN2A. B kauecTBe pe-
¢depeHCHOI MmocliefoBaTeIbHOCTH KOAUPYIOIIeil 00-
nactu reHa DICERI victionb3oBalicsl TPAHCKPUIIT
NM 177438.2. 3axkmioueHue: myraunii B reHe DICER]
HE BBISIBJICHO.

AncppepeHumanbHbliii AMarHos

CuUHAPOM TUMNepaHAPOreHUU y KeHIIWH, CTpaaalo-
LIMX BEPXHUM TUIIOM OXUPEHUSI, apTepUalbHOMI rumnep-
TeH3uell, HapyllIeHUSIMU YIJIEBOAHOTO 0OMeHa, MOXET
OBITh OOYCJIOBJIEH HAJTMYKEM aHIPOTeHIIPOAYLUPYIOLIEH
OIMYXOJIM SIMYHUKA WU HaAIIOYEeUHUKA, CTPOMAaIbHbBIM
TeKOMaTO30M SIMYHUKOB, a TaKXKe SHAOTe€HHBIM TUMep-
KOPTUILIU3MOM.

Ha ¢oHe 3HaYuTeNIbHOrO MOBBILLIEHUS YPOBHS 00-
IIEr0 TECTOCTEPOHA MHTEPIIPETALIMS PE3YIbTaTOB MOIAB-
JIsSIolLero Tecta ¢ 1 Mr nekcamMeTa3oHa MOXKET MPUBOAUTD
K JIOXKHOTIOJIOKUTEIbHBIM Pe3yJibTaTaM.

IIpoBeaeHHOE epBUYHOE NUPdepeHIIaTbHO- 1A~
THOCTUYECKOE 00CIeq0BaHNEe 3aCTaBUIO MTPOaHATU3U -
poBaTh (haKTOPHI, BIAUSIOLINE Ha YYBCTBUTEJIbHOCTb U
cneuu@UUHOCTD MOJABISIONIEro TecTa ¢ 1 Mr IeKcaMe-
TazoHa. HecMOTpsi Ha TO YTO B MpaKTHKe Yallle NCIOJIb-
3yeTcsl UMEHHO JTaHHbIN TeCT, y HEro eCTh Psia OrpaHU-
yeHuii [2]. JToxKHOMOJNIOXUTEbHBIN pe3ybTaT MOTYT Ja-
BaTh MCEeBAOKYIIMHIOUIHbBIE COCTOSIHUS, TIpUEM psia
JIEKapCTBEHHBIX MpenapaToB (YCUIUBAIOIINX /TIOTABIISI -
IOLIUX aKTUBHOCTb LIuTOoXpoma P450 3A4), GepeMeH-
HOCTb, HapYLIEHUsI OPSIAKa MPOBEAEHUS TPOObI, Mepe-
KpeCcTHasi peaKTUBHOCTb MPU UCIIOJb30BAHUU TTIOKO-
KOPTUKOUIOB. JIOXKHOOTpULIATEIbHBIN PE3YABTAT MOTYT
JlaBaTh TSDKEJIble coMaThYeckue 3abo1eBaHus, MaToJ0-
r'us IeYeHU U Movek, BhipaxkeHHoe oxupeHue. Ha ocHo-
BaHWU Pe3yJIbTaTOB 0OCIEIOBAaHUS MOXHO MPEanoJio-
>KUTb, 4YTO HAa CIELUM(PUUHOCTb HOYHOTO MOAABJISIOLIETO
TecTa ¢ 1 Mr IeKcaMeTa30Ha TakoKe BIMSIET BBICOKUI ypo-
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BEHb TECTOCTEPOHA, CUHTE3UPYEMbIl aHIPOOIACTOMOM
SIMYHUKA.

CTpoMabHBIN TEKOMAaTO3 SUMYHUKOB (B MHOCTPaH-
HO1 TMTepaType Jallle NCIOIb3yeTCsI TEPMUH «TUIIePTe-
KO3 IMYHUKOB») SIBJISIETCS OJHON U3 (pOpM OBapHalb-
HOI TUIIepaHAPOTeHUU HEOIyX0JIeBOro TeHe3a, pa3Br-
BalIIelcs MNPEeMMYIIEeCTBEHHO Vy XEHIIUH
PENPOIYKTUBHOTO BO3pACTa U IIPUBOASIIEH K Pa3BUTHIO
BUpMIbLHOTO cuHApoMma [3]. OT cuHApOMAa TTOJIUKUCTO3-
HBIX IMYHUKOB CTPOMAIbHBIN TEKOMATO3 OTIMYACTCS
TUTIepIUIa3veil MeXXYTOUHOM (CTPOMAaIbHOM) TKAHU SIUY-
HUKOB U ITOSBJICHUEM B HEl BHE CBS3M ¢ (DOJITUKYJIaMU
TPYIII STUTSIMOUIHBIX KIETOK, (POPMUPYIOIINX OYaru
TeKOMaTo3a pa3IndHoil GopMbl 1 BeauduHsI [4]. Knu-
HUYECKUMU OCOOCHHOCTSIMM CTPOMAJIbHOTO TEKOMATO-
3a SUYHUKOB SIBJISIIOTCS BBIPAXKEHHBIN BUPWIBHBINA CUH-
IpOM, TIEpBUYHAS WU BTOPUYHAS aMeHOpes, a TaKxke
JacToe COYeTaHUe C pa3IMIHBIMUA META0O0INISCKUMU
HapyIIeHUSIMU («BEPXHUM» TUTIOM OXXUPEHUS, HapyIlIe-
HUSMU YTJICBOTHOTO OOMEHa, apTeprUaJbHON TUIIepTeH-
3Uel M YePHBIM aKAHTO30M — IEPMATOJIOTUYECKUM Map-
KEPOM MHCYJINHOPE3UCTEHTHOCTH ). KimnHMYecKkue mpo-
SIBJICHUSI 3a00JIeBaHUS Pa3BUBAIOTCS IMOCTEIICHHO; IIPU
Y3U opraHoB Maioro Tasa BBISIBJISIIOTCS IBYCTOPOHHUE
W3MEHEHUS SSMYHUKOB, a TIPU TOPMOHAJIBHOM HCCIIEI0-
BaHUU — HopMasibHbIe YpoBHU JITDA-C u 17-rugpok-
CHUIIpOTecTepoOHa.

CuMInToMaTyrKa BUPWIM3UPYIOIIEH OITyXOJIN HAIIIO-
YEYHUKOB CXOIHA C TAKOBOM BUPWIN3UPYIOIIEH OITyX0-
JI1 SMYHUKOB. KpuTepusiMu n1MarHosa siBJISIIOTCS BBICO-
kuit ypoBeHb JII'DA-C 1 HaMuue omyxonaeBoro oopaso-
BaHUS B HAAIIOYCUHUKE.

O6cyxaeHune

AHApoOGiacToMa SIMYHUKA Obl1a BIIEPBbIE OMKCAaHa B
1905 r. L. Pick [5]. C Tex nop ObLIM OnycaHbl pa3IMuHbIe
BapUaHTHI Pa3BUTHUS, KIIMHUKU U JICUESHUS OMyXOJIei 13
kietok Cepronu—Jleiinura, KoTopble yalie 1MarHoCTr-
pyiorcs B MosionoM Bospacte (1o 40 ner) [6, 7].

B 2014 r. H. Zhang u coasr. [8] onucanu 16 ciyya-
eB oIyxoJieit IMYHUKOB U3 KiieToK Cepronu—Jleiaura;
MaluMeHTKU Habmonanuch B TeueHue 10 1et. Haubonee
pacnpocTpaHeHHOM Xajo00il ObLIO OTCYTCTBHE MEH-
CTpyaluil WJIN HEPETYISIPHBIA MEHCTPYaAJIbHBIN 1IUKII,
M30BITOYHASI Macca Tejla, Haboaanuch IPU3HAKU BUPH -
Jr3aiyu. Y BCeX XEHIIWH OIyXOJIM ObUTM OTIePaTUBHO
yaaneHsl, y 11 maumeHToK o0HapyXuiau HU3Koaudde-
PEHIIMPOBAHHYIO OIYXOJIb, B CBSI3U C YeM ITOCJIE orlepa-
TUBHOTO BMeIIaTeIbCTBA OblIa IPOBeIeHAa XUMUOTE -
panus. Y Bcex nmanueHTok yepe3 10 jeT Habmonaiuch
CTOMKasi peMHCCHsI U 00paTHOE pa3BUTHE TIEPBUYHBIX
CHUMIITOMOB.

B 2008 r. A. Warenik-Szymankiewicz u coaBT. [9] onu-
cajiy clly4aii IByCTOPOHHEe aHaApO0IaCTOMbI IMUHUKOB Y
neBouku 17 yiet. Y naiyeHTKy Habao0aauch BTOpuyHast
aMeHopesi, TUPCYTU3M U akHe. [Ipu janaporoMum BbI-
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SBWIM omyxoyu pasMepoM 40x30X20 MM B ITpaBoOM STAY-
HuKe 1 10 MM B TaMeTpe B JIEBOM SIMIHUKE.

B 2009 r. D. Hill 1 op. [10] rToka3ajm, 4To MyTalluu B
rede DICER I ipuBoIST K Pa3BUTHIO TIJIEBPOITYIEBMOHAITb-
HOI 0JIACTOMBL. DTO aJI0 TOTIOK K aKTUBHOMY M3YICHUIO
pomu reHa DICER] B kanueporeHe3e. Belio nokasaHo,
YTO 3TOT I'¢H IOIABJISIET OITyXOJIEBhIil POCT.

I'en DICER] pacrionioxeH Ha 14-i1 xpoMocoMe B T10-
noxenun 32,13 u komupyet 6emok DICER sHmopn6o-
HyKJIea3bl ceMelicTBa pubonykieas I11. DugopnboHykie-
aza DICER 6xnu1a otkpriTta E. Bernstein 1 coasr. B 2001 T.
[11]; ona pacmieruisieT npeamectBeHHUK MUKpoPHK ¢ 00-
pazoBaHueM aktuBHo MUKpoPHK. MukpoPHK wurpatot
OOJIBIIYIO POJIb B PETYIISIIIMY KJIIETOYHOI Ipordepalm
u amnornito3a. B xonme anonro3a red DICER I vHunmupyeT
pacmeruieHne xpomocomHoit [IHK, yto sBisieTcst kito-
YeBBIM MOMEHTOM B KOHTPOJIMPYEMOI THOEIN KIIETOK.

Myrtanun B reHe DICER I TIpUBOIST K €70 MHAKTH-
BaIlM W HAPYIICHUIO TIPOILIECCHTA OIIPEIeICHHBIX BU-
noB MukpoPHK, 4To MoXeT conpoBoOXIaThCsl BO3HUK-
HOBEHHUEM Pa3IMIHBIX OmyXxojeil. Jlromn ¢ MyTanusiMu
DICER] B 3aponbIlIeBOi IMHUU KJIETOK ITOJBEPTAIOTCS
IMOBBIIIEHHOMY PUCKY Pa3BUTHSI TOOPOKAYECTBEHHBIX
¥ 3JI0KAQ4eCTBEHHBIX OITyXOJIei, TaKNX KaK KHCTO3HAas
Hedpoma, ImodeyHast capKkoMa, OoImyxojib BribMmca, y3-
JIOBas TUIEPILIA3UsI U paK IIUTOBUIHOM XeJle3bl, TUICB-
POITyJIbMOHAIbHAS 0JIaCTOMA, aHIPOTCHIIPOIYIIUPYIO-
IIME OITyXOJIM SMYHUKOB. [Ipy BHISIBICHUM MyTallid B
rene DICER ] HeoO6XoaMO ITPOBOINUTH TEHETUYECKOE 00-
CJIeIOBaHKE POICTBEHHUKOB OOJIBHOTO, TaK KaK TepMU-
HaJIbHbIC MyTaII{ B 9TOM T'¢HE TTOBBIIIAIOT PUCK pa3BU-
THS IMAPOKOTO CITEKTPa OITyXOJIei, OOJBITMHCTBO KOTO-
PBIX B OOIIIE TTOIYJISIIIMY OTHOCUTENIBHO peaku [12—14].

B Hacrostmee Bpemst ucnonbayercst tepmuH DICER 1-
CHHIIPOM — PEIKOe TeHEeTUIeCKOe 3a00JIeBaHIE, aCCOIIH-
MPOBAaHHOE C MOBHIIIICHHEIM PHCKOM Pa3BUTHS 1IEJIOTO
psima 3710KaYeCTBEHHBIX U JOOPOKAYeCTBEHHBIX HOBOOO-
pa3oBaHUI B pe3yIbTaTe TePMUHAIBHBIX MyTaIlUii B TCHE
DICERI.

B 2016 r. onucan cityyaii MacKyJIMHU3aLMKU I€BOY-
ku 11 jet, y KoTopoil Oblj1a 0OHapyKeHa OIMyXOoJb KJIe-
tok Cepronu—Jlelinnra SMaIHUKOB, TTpu Y 3U mmtoBuI-
HOI XXeJIe3bl BU3YaTU3UPOBAJIACH Y3JIbI, B aCIIUPAaTe KO-
TOPBIX ObLJIa OOHApY:KEeHA LIMToJIornyecKast arunus [15].
ITpu MOJIEKYISIPHO-TEHETUICCKOM aHAJIN3¢ OBUTH Haii-
neHbl mytaumu B reHe DICER].

B 2017 r. K. Schultz n np. [6] onucanu 49 ciay4aes
omyxoJseit u3 kietok Cepronu—Jleiinnra. Y 36 u3 37 00-
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cenyeMbIX OblTa ooHapyxxeHa myranus B reHe DICERI.
Y Tpex 4eoBeK ObLIH 00HAPYKEHBI TepPMIHAIBHEBIC MyTa-
IINU B 3TOM T'eHe. Y TaKHX MAlMeHTOB CYIIECTBYET BEICO-
KWi1 pUCK Pa3BUTHUS METaXPOHHBIX OITYXOJIeil. Y OCTallb-
HbIX 33 yenoBek DICERI-accoumupoBaHHas MyTalus
HaxoauJach B Touke goctymna K nomeHy PHKas3wr 111b.

Takum 06pa3oM, IIOYTH BCE OITYXOJIU TIOJIOBOTO TsKa
cBs13aHbI ¢ MyTanueit B reHe DICER . CKpUHWHT TaKUX
MYTAaIIdil MOXET CITOCOOCTBOBATh PAaHHEMY BBISIBJICHHIO
COOTBETCTBYIOIINX OIYXOJIEH.

B ormiceiBaeMOM HaMU ClTydae Y ITAIMEHTKI He OBUIO
BhIsIBIeHO MyTaumu reHa DICERI. OmHako 3TO HE WC-
xmovaeT guarHo3a DICER I-cuaapoma, Tak Kak U3Me-
HEHME HYKJICOTHIHON MOCIeI0BaTeIBHOCTH MOTJIO 3a-
TparuBaTh HEKOAUPYIOIINE YIACTKM TeHa (MHTPOHHI,
PETYISITOPHBIC 00JIACTH), KOTOPBIE He OBUIM IIPOaHaJI-
3UPOBAHHI TP UCIoNb3oBaHHOM MeTone JIHK -anamm3a.
C Ipyroif CTOpOHBI, BO3MOXKXHO, YTO Pa3BUTHE OITyXOJIH
Y HAllMEHTKHU CBSI3aHO C IPYTUMH MOJICKYJISIPHBIMH M-
XaHU3MaMU, OTIMIHBIMK OT TIEPBUYHOTO necheKTa TeHa
DICERI.

3akAoueHue

OnucaHHBIN KJIMHUYECKUN Cllyvaii JIeMOHCTPUPYET
3Tarlbl JMarHOCTUYECKOI0 MOKMCKa IMPY BUPUILHOM CUH-
JIPOME U CIIOCOOCTBYET OOJIbLIIE OCBEIOMIIEHHOCTH CIle-
LIMAJIMCTOB (aKyIlIepOB-TUHEKOJIOTOB, SHAOKPUHOJIOTOB,
OHKOJIOTOB) B JaHHOM 00JIaCTH.

B GonblIMHCTBE clTydaeB OIyXoJib U3 KJ1eToK CepTo-
J—Jleligura accourpoBaHa ¢ HOCUTEILCTBOM MyTalluu
reHa DICERI, xoTopast MOXET IIPUBOIUTH K Pa3BUTHUIO
11eJIOTO psifa 3JI0KAYECTBEHHBIX U JOOPOKAYeCTBEHHBIX
HoBOOOpa3oBaHuii. Heobxoaum gaabHEUIINI MOHU-
TOPUHT BO3MOXKHBIX TIposiBiieHuit DICER I-cunnpoma y
JAHHOU MallMeHTKU, YTO MO3BOJIUT OLEHUTH A0JTOCPOY-
HBIIi MPOTHO3 3200JIeBaHUSI.

AonoAHuteabHast i opmaums

Cornacue nauuenra. [TauueHTka 106poBOJIBLHO MoaNMcana MHGOPMU-
POBaHHOE coIlacHe Ha MyOJUKAIINIO ITEPCOHATBHOM MEeTUIIMHCKOMN
vHbOpMaLMy B 00e3IMYEHHON (hopMe B ITOM XypHaJie.

KoHdumKT HHTepecoB. ABTODHI IEKIapUPYIOT OTCYTCTBUE SIBHBIX U TTO-
TEHLIUATbHBIX KOHGIMKTOB MHTEPECOB, CBSI3AHHBIX C MyOIMKaLIAei
HACTOSILLEN CTAThU.

VYuactie aBTopoB. Bce aBTOpHI BHECIM 3HAYMMBIA BKJIad B HaOJIone-
HMe TAIMeHTKU W ITOATOTOBKY CTAaThU, MIPOWIN M ONOOPMIM (PrHATb-
HYIO BEpCHIO J10 MyOJIMKALIVU.
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