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CuHapom bupta—Xorra-[ito6e (Birt—Hogg—Dubé syndrome, BHDS) — peakoe ayToCOMHO-JOMUHaHTHOe 3aboneBaHue,
006ycnoBAeHHOE NaToreHHbIMU MyTauMsaMu B reHe-cynpeccope onyxoneit FLCN. Knaccuyeckas Tpuafa Bkatodyaet hubpo-
(ONNMKYNOMBI KOXM, CNOHTAHHbI MHEBMOTOPAKC M MHOXECTBEHHbIE OMyX0oNu noyek. 3abonesaHue oTIMYaETCa Bapua-
6eNbHOM 3KCMPECCUBHOCTbIO: MOYEYHbIE NPOABAEHUSA MOTYT ObITb NEPBLIM U €AUHCTBEHHBIM CUMNTOMOM Y MOJIOAbIX NALU-
€HTOB, YTO MPUBOAMT K AMATHOCTUYECKUM TPYAHOCTAM U PUCKY HEONTUManbHOro nevyeHus. [uarHoctuka BHDS
npu U30NMPOBAHHOM MOYEYHOM MOPAXKEHWM YaCTO 3ana3fbiBaeT. B oTeyecTBEHHOW NUTEpaType ONUCAHWUA NOA0OHbIX
CNy4YaeB €ANHUYHBI.

Llenbto nybnukaumm aBnseTca npefcTaBieHne KnHudeckoro cnyyas BHDS y 35-netHeii nayueHTku, MaHudecTupoBasLue-
ro [IByCTOPOHHUMMW MyNbTU(OKANbHBIMU OMYXONAMU NOYEK (COYETaHNE OHKOLMTOMBI U XpPOMOGOGHOTO NOYEYHO-KIETON-
HOTO paKa) U MHOXECTBEHHbIMM JIETOYHLIMU KMUCTaMU, NOTPeOOBABILErO 1BYCTOPOHHEN NanapocKoNUYecKoii napLuanbHoi
HethpakToMuu. Ha npumepe aaHHoro HabnoaeHUs UANIOCTPUPYETCA COBPEMEHHbIN AUArHOCTUYECKMNIA anropuTM, nogyep-
KWBAETCA BAXHOCTb MEXANCLMNIMHAPHOTO NOAX0AA (y4eBas AUArHOCTUKaA, NaToMophoNorus, reHeTMka) U 060CHOBbLIBa-
etca HeobxoaumocTb BKNloyeHus BHDS B auddepeHumnanbHbiii AMarHo3 npu BbiBAEHUU NOYEYHbIX HOBOOOPA30BaHMii
y MOJIOLbIX NALMEHTOB.

KnioueBble cnoBa: cuigpom buprta—Xorra—[to6e, FLCN, MyTauus, OHKOLUTOMA, XPOMOGOOHBIA NOYEYHO-KNETOYHBII pak,
HacnefCcTBEHHbIE OMyX0eBble CUHAPOMbI, 1aNnapoCKoONMyeckas napLumanbHasa HepaIaKToMms

Ina yutuposaunusa: MetpocsH I.C., pabekuit A.M., CumoHos A.B. u gp. CuHapom bupta—Xorra—-[io6e. OnucaHue KAUHU-
yeckoro cnyyas. OHkoyponorus 2026;22(2):100-5.
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Birt-Hogg-Dubé syndrome. Case report
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Birt—-Hogg-Dubé syndrome (BHDS) is a rare autosomal dominant disorder caused by pathogenic mutations in the FLCN
tumor suppressor gene. The classical triad includes cutaneous fibrofolliculomas, spontaneous pneumothorax,
and multiple renal tumors. However, the disease exhibits variable expressivity; renal manifestations may be the first
and only symptom in young patients, leading to diagnostic difficulties and risk of suboptimal treatment. In cases
of isolated renal involvement, BHDS diagnosis is often delayed. Reports in the Russian literature remain scarce.

Aim. To present a clinical case of BHDS in a 35-year-old female patient presenting with bilateral multifocal renal tumors
(oncocytoma and chromophobe renal cell carcinoma) and multiple pulmonary cysts, successfully managed with staged
bilateral laparoscopic partial nephrectomy. This case illustrates a modern diagnostic algorithm, underlines
the importance of multidisciplinary approach (radiology, morphology, genetics) and justifies the necessity of including
BHDS in differential diagnosis of renal neoplasms in young patients.
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Bsepexue

PanHss quarHocTrKa HACAEACTBEHHBIX OITyXOJIEBBIX
CHHAPOMOB y MAIIMEHTOB C ITOYCYHO-KJICTOUYHBIM PaKOM
(ITKP) stBnsI€TCST KpUTUIECKY BAXKHOM 3aaueii COBpeMeH-
HOI1 OHKOYPOJIOTUH, OIIPEIeIsisi BBIOOP OPTaHOCOXpaHSI-
I01LEH TAKTUKU, HEOOXOIUMOCTb AMHAMUYECKOIO Ha0II0-
IEeHUS W TE€HETUYECKOTO CKPMHUHTA POJCTBEHHMKOB.
OmHUM U3 CJIIOKHBIX IS TMaTHOCTUKY CMHAPOMOB SIBJISI-
ercst cuHapoM bupra—Xorra—/ro6e (Birt—Hogg—Dubé
syndrome, BHDS) — penkoe ayrocoMHO-TOMUHAHTHOE
3aboJieBaHEe, O0YCIOBJIIEHHOE FepMUHATUBHBIMUA MyTa-
LIMSIMU B TeHe-cynpeccope omyxoneit FLCN [1-3].

Knnnanyeckas kaptuna BHDS Bapsupyer. Cunapom
BrepBBIe ObUT ontucaH B 1977 1. [4]. Hapsiny ¢ kimaccude-
cKoli Tpramoi (GpudpodoIUKYIOMBI KOXU [4, 5], CIIOH-
TaHHBIA ITHEBMOTOPAKC Ha (DOHE JIETOYHBIX KUCT [6, 7]
U OITyXOJIM TIOYEK) OIMMCAaHbl MAJIOCUMIITOMHBIE (DOPMEL.
KitroueBoii mpo06yieMoii SIBAsSIeTCS TO, YTO ABYCTOPOHHUE
1 MYJIbTU(OKATBHBIE TTOYeYHBIE OIMYXOJIU creluduie-
CKOT'O TMCTOJIOTMYECKOTO CIIeKTpa (TMOPUIHBIE OHKOIIM-
TapHbie onyxonu, XxpomodooHbIii [TKP, oHKoLmTOMBI)
MOTYT BBICTYIIaTh IIEPBBIM U € IMHCTBEHHBIM IIPOSBICHU-
eM 00JIE3HM Y MOJIOABIX IMalMeHTOB [8]. DTO MpUBOIUT
K 3ama3abIBaHUIO YCTAHOBKM JUATrHO3a, PUCKY IIPOBEIe-
HYS HEOTITUMAJILHOM pagnKalbHOM HE(DPIKTOMUM U YBe-
JIMYCHUIO PUCKa OCIOXHEHUI y ITallMeHTa W €TI0 POACT-
BEHHUKOB.

HecmoTpst Ha pacTyiyio ocBenomieHHOCT 0 BHDS
U OIMcaHWe MHOXecTBa MyTauuii B reHe FLCN y cemeit
pazHoro IpoucxoxaeHus [9—11], myoamkaunm ciyJdaeB
C M30JIMPOBAHHOM ITOYEeYHOI MaHUecTalneii, JeTaTbHO
OCBeIIAOIINe THATHOCTUIECKUIA ITyTh OT BU3YyaIU3allui
IO TCHETUIECKOTO MOATBEPKACHNSI, B OTCUYECTBEHHOM JIM-
TepaType ocrarorcs enHIIHBIMA. [1o cocTostHmio Ha 2016 1o,
6b110 3aperncrpuposaHo cosee 600 cemeit ¢ BHDS [12],
YTO, OMHAKO, HE MCKITI0YACT TUIIOAUATHOCTUKY B KIIMHM -
YECKOM MpaKTHKE. AJITOPUTM MEXIUCHMIUTMHAPHOTO B3a-
UMOIeiCTBUS (YPOJIOT, OHKOJIOT, TATOMOP(OJIOT, TeHETHK)
npu nogo3peHun Ha HacienctseHHbI [TKP TpebyeT mo-
IMyJISIpU3ALINH.

Llenbio HacTOSIIIEH TyOIMKALIUY SIBJISIETCS IIpeICTaBIe-
Hue kimmH4Yeckoro ciaydass BHDS y 35-netHei manmeHTKy,
MaHM(ECTIPOBABIIIETO ABYCTOPOHHNMM MYJIBTU(DOKATLHBI-
MM OITyXOJISIMH TTOYEK B COUCTAHUU C OYJIe3HBIMU U3MECHE-
HUSIMU JIETOYHOM TKaHU U HamarieM (pruopodoummKyIoMbl
KO, YTO ITOTPeOOBAIO BBIIIOJTHEHHSI IBYyCTOPOHHEIH JIaIia-
POCKOITMYECKOM NapIraabHONi HEDPIKTOMUM.

KnunuyecKui cnyyaii

ITlayuenmxa I, 35 nem (1988 eo0a poscdenus), nocmy-
nuna 6 ypoaoeuueckoe omoenenue IZMIRLIAN HOSPITAL
6 aseycme 2024 e. ¢ wcarobamu Ha nepuoduteckuil Ouckom-
gopm 6 nosicnuuHoll obracmu.

U3 anamuesa: cuumaem cebst 604bHOL 0K010 2004, Ko2da
nosaguaucy Oanuvle xycanrobsi. Comamuueckuii anamHes
be3 ocobeHHocmell, HacAe0CMEeHHbLIl AHAMHE3 N0 OHK0A02U -
uecKUM 3a001€8aHUAM He OMS20ULEH.

Jlannsle obcredoganus: npu MyabmucnupatbHoll KoM-
notomeproii momoepaguu (MCKT) opearoe bprowtroti noao-
cmu ¢ konmpacmupoganuem om 17.07.2024 (puc. 1-3) bi-
A6/1€Hbl MHOJICECIMBEHHblE 2UNePBACKYAAPHble 00pA308aHUS
obeux nouex. B npasoii nouke onpedensinuce domunanmuoe
obpaszosanue 2,8 x 2,7 cm 6 cpedreil mpemu, a makdice 5 Y3108
MeHbuleco duamempa. B neeoil nouke o6Hapysicenst y3nol paz-
mepom do 1,3 cm 6 koauwecmee 5 wm. JlanHbiX 00 UHEA3UU
6 napanepanvHyio KAemuamky Uil 8eHO3Hble CIPYKMYpbl
He NoAY4eHo.

IIpu MCKT opeanos epyonoii knemku om 19.07.2024
BU3YANUZUPOBANUCH MHONCECHBEHHBLE MOHKOCMEHHbIEe KUCHbL
(nHesmoKUcmbl) 8 060UX Ae2KUX, HAUOOAbULAS PA3MEPOM
2,7 x 1,3 cm (puc. 4, 5).

Ha 1-m smane nayuenmre 08.08.2024 evinoanena na-
napockonu4eckas NapyUanbHas HeghpIKmMomusi cnpasa c yoa-
AeHuem 6 onyxoneguix MaKpoCKonu4ecku onpedensemobix y3-
2108. Ilocaeonepayuonrblii nepuoo npomexan be3 0CA0XiCHeHUI.

'
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Puc. 1. Komnvromepnas momoepaghus, gpponmansvhuiii cpe3. Ony-
X0AU 1€601 U NPABoli NoYeK 0003HAEHbI CMPEAKAMU

Fig. 1. Computed tomography, frontal section. Arrows show tumors
of the left and right kidneys
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Puc. 2. Komnvromepras momoepagus, cacumanvuwiii cpes. Onyxo-
AU 1€60T NOYKU 0003HAUEHbI CMPEAKaAMU

Fig. 2. Computed tomography, sagittal section. Arrows show tumors
of the left kidney

Puc. 3. Komnvromepnas momoepagus, akcuanvhovie cpesvi. Onyxo-
AU NPABoIl NOMKU 0003HAYEHbI CIMpeaKamu

Fig. 3. Computed tomography, axial section. Arrows show tumors
of the right kidney

Ha 2-m smane aeuenus nocae ounamuueckoeo Habaroode-
HUs U hoOmeepiicoeHus cmadbuAbHOCU 00pa308aHuUil 1€601l
nouxu npu xoumpoavhoii MCKT nayuenmxe 24.09.2024
BbINOAHEHA NAAHO08AS NANAPOCKONUMECKAsl NAPUUANbHAS Heghp-
axmomus caeea. Unmpaonepauuonno yoansenul ce 5 6uzya-
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Puc. 4. Komnvromepuas momoepagus, hponmanshsie cpesol. [lnes-
MOKUCMBL 000UX Ne2KUX 0003HAHEHbl CMPenKamu

Fig. 4. Computed tomography, frontal section. Arrows show pulmonary
cysts in both lungs

AU3UPOBAHHBIX onyxonesvix y3aa. llocreonepayuonnslii ne-
puoo npomexan 6e3 0CA0NCHEHUII.

Pezyabmamei eucmonoeu1eckoeo u UMMYHOLUCIOXUMU -
4ecK020 UcCAe008aHULI MAMEPUANA NPABOLL NOYKUL: Bbl6NEHbI
MHOJICeCBeHHble ONYX04e8bie Y31bl, MOPPoaoeUHecKU U Um-
myHogpenomunuyecku. M3 yoaneunoix 11 y3106 6 6 onyxone-
eble KAemKu 0eMoHCmpuposanu Oup@dysHyro yumoniasma-
mu4eckyro u memopautyto sxcnpeccuro E-xadeepuna, CD117,
EMA u ouacosyro — PAXSE u CK7, umo coomeemcmeyem
ummynopernomuny xpomogooroeo IIKP. B 5 onyxonesbix y3-
AaX 2UCMOA0_UYECKAs U UMMYHOpeHomUunu1eckas Kapmuna
coomeemcmeyem oHKoyumomam (puc. 6, 7). 3akawoueHue
namomopghonoea cooeprucano peKkoMeHOauuro 00 UCKAHeHUU
BHDS.

Pe3yavmambt MoaeKyAAPHO-2eHemMU1ecK020 Mecmupoeda-
Hus. B obpasuye nepugepuueckoil Kpogu nayueHmKu npu cex-
eenuposanuu 2eena FLCN obnapysicena namoeennas eepmuna-
mMugHas Mymauyus. 3aKaiouerue 8paia-2eHemuKa: 8blsa6aeH
eemeposueomublii eapuarm c. 1285dupC (p. His429ProfsTer27)



Kaunuueckue cayuau
Clinical notes

=
o

Puc. 5. Komnvromepras momoepagusi, nonepeunslii cpe3. MHONCECMEEHHbIe NHEBMOKUCMbL 000UX Ne2KUX 0003HAUeHbl CPeAKamul
Fig. 5. Computed tomography, transverse section. Arrows show multiple pulmonary cysts in both lungs

Puc. 6. lucmonoeuueckas kapmuna xpomogpoobroeo paka
Fig. 6. Histological picture of chromophobe cancer

Puc. 8. Qubpogonrnruryromor koxcu (0603nauensv: cmpeaxamu)
Fig. 8. Skin fibrofolliculomas (arrows)

AU3Q U YEACHANPABAEHHO20 NOBMOPHO20 OEPMAMOA0CUMECKO-
20 OCMOMPA HA KOJICe AUYA NAUUCHMKU ObLAU BbIsI8ACHbL XA -
paxkmepruie ons BHDS ¢gubpogpornuxynomet (puc. 8).
Tayuenmice 6binoaHeHb 08YCMOPOHHUE OPeAHOCOXPAHSL-
roujue emewamenvemea. Qynxyus nouek coxpanena. Yema-
HoeaeH duaeno3: BHDS, noomeepicdentbili eeHemu4ecku.
Puc. 7. Tucmonoeuneckas kapmuna onKoyumoms. Tlayuenmke pexomeHd08anbl NOJNCU3HEHHOE OUHAMUUECKOe
Fig. 7. Histological picture of oncocytoma Habaodenue c exceeodnoii MCKT nouek u aeekux, a maxoice
2eHeMUUecKoe KOHCYAbMUpo8anue 41eH08 CeMbl.

6 eeve FLCN, knaccuguuyuposanmubiil Kak namoeerHblil co-

enacxo pexomenoauusm ACMG (American College of Medical 06cyxnenue

Genetics and Genomics, Amepukarckuii Koa1e0xc MeOuyuH- IIpencraBneHHOE KIMHUYECKOE HAOIOEHIE HATJISII-
cKoli eenemuku u eeHomuxu). Hasuuue dannoii mymayuu  HO IEMOHCTPUPYET TUIIMYHbBIC AMATHOCTUYECKIE TPYIHO-
AGAAEMCS MOACKYAAPHO-2EHEMUHECKUM noomeepycleHuemM  CTU U ONTHMAaJbHBIA aJrOpMTM BeAeHMs IallMeHTa
duaenoza BHDS. Pexomendosano kackadnoe eenemuyeckoe ¢ BHDS, ManudectrpoBaBIImM M301MpOBaHHBIM ITOYEY -

mecmuposarue podcmeeHHuKoe 1-ii cmenenu poocmea. HBIM TIOpaXeHUEM.

[Ipu nepeuurom ocmompe KodiCHble NPOSABACHUS CUHOPO- JInarnocTudeckue acnekTsl. XOTs 3a00JieBaHUE NE0I0TH-
ma (gubpoghoanukysomel) He Obiau UdeHMUPDUUUPOBAHDI.  POBAJIO C IOYCYHBIX CUMIITOMOB, KOMILIEKCHOE 00CIe10Ba-
O0Hako nocae noay4eHus pe3yabmamos eeHemu4ecko20 aha-  HYe TTO3BOJIMIIO BbISIBUTD y TIALIMEHTKU BCe KOMITOHEHTHI
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Kaccuyeckoi Tpuansl BHDS: ¢pudpodonamkyaiomMbl Ko-
KM, XpOMOMOOHBIN paK IMTOYKH B COYETAHNHU C OHKOLIUTO-
MaMM 1 KUCTHI JieTKuX. KirroueByto posib B popMUpPOBaHNH
IMOAO3PEeHMS Ha HACJICACTBEHHBIN CUHIPOM ChITpaia KOM-
ouHamus 2 ¢hakTopoB: 1) JIyuyeBBIX «KPACHBIX (paroB» —
OmIaTepabHOCTD Y MYJIBTH(OKATBHOCTD TTOPAKEHUS T10-
YeK, a TAKKE BBISIBIICHHEC MHOXKECTBEHHBIX JIESTOYHBIX KIHCT,
KOTODBIE SBIITIOTCS ITATOTHOMOHNYHBIM IIPU3HAKOM ITOpa-
XeHus Jierkux mpyu BHDS 1 3HauMTE TbHO MOBBIIIAIOT PUCK
CIIOHTAHHOTO IMHeBMOTOpakca [6, 7]; 2) cnenpuyecKoro
TUCTOJIOTUYECKOTO CIEKTPa — COYeTaHHE OHKOIIMTOMBI
u xpomodooHoro ITKP. [Tocienaee 0cobeHHO BaxXHO, TaK
Kak 6e10K (POJUTMKYIVMH, KogupyeMblii reHoM FLCN, BbI-
MoJIHSIET (DYHKIIMIO CyTIpeccopa OImyxosieBoro pocra [13—16],
a ero MHAKTUBALIMS IIPUBOAUT K XapaKTEPHOMY CITEKTPY I10-
YeYHBIX HOBOOOpa3oBaHmii [§]. UMeHHO rucToiornyeckoe
3aKJTI0YCHUE CTAJIO IIPSIMBIM TTOKa3aHUEM K YIITyOJIeHHOMY
TeHETUIECKOMY TECTUPOBAHUIO.

Poab renernyeckoro tectupoBanmnsa. Bepudukanmsa
myTtauuu B TeHe FLCN sIBisieTcsl «30J10ThIM CTaHIapPTOM»
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nuarHoctuky [1—3]. OHa He TOJIbKO MOATBEPXKIAET Arar-
HO3, HO U MMEET HEeIOCPEACTBEHHbIC KIMHUYECKNE TI0-
CIIeACTBUSI: OOOCHOBBIBAET BHIOOP OPraHOCOXPaHSIIOLIEH
TaKTUKU, MTHULIUUPYET MOKU3HEHHBIN CKPUHUHT (IIOYKH,
JIETKWE) M Ie1aeT 00s13aTeIbHBIM KaCKaTHOE TEHETUIESCKOE
TECTUPOBAaHUE POACTBEHHUKOB, YTO OBUIO IPOIEMOHCTPH -
POBaHO B KPYITHBIX CEPUSIX CIydaeB [9].

Xupypruueckas TakTUKa. BolnmosiHeHUE NBYyCTOPOHHEN
JIaTIapOCKOIMYECKON MapiyaibHON HePPIKTOMUM TT0-
HOCTBIO COOTBETCTBYET MPHUHIIUIIAM JICUCHUS] HACIEACT-
BeHHBIX [1KP. I[Tpy BHDS puck MeTaxpoHHBIX OTyXoJieit
BBICOK [8], 4TO JmenaeT paguKanabHYI0 He(pIKTOMUIO He-
JIONYCTUMOM B IJIaHOBOM cuTyauuu. Har onbIT moarsep-
XIaeT 6e30ImacHOCTb M 3 (HEKTUBHOCTD 3TAITHOTO Majlo-
WHBAa3UBHOI'O OPTaHOCOXPAHSIIOIIETO ITOIX0a.

Orpannyenns uccienosanus. PadoTa mpencrasiseT
OIMMCaHNE eIMHUIHOIO KIIMHUIECKOro ciaydast. JIs or-
peneneHus TouHoil yactotel BHDS cpenu manmeHTOB
co «cnopaguyeckum» I1KP B pernoHe HeoOXoauMBbI Ipo-
CIIEKTUBHBIC CKPUHUHTOBEIE UCCIICIOBAHMS.
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Kaunuueckue cayuau
Clinical notes

BaaroaaphocTh

ABTODBI BBIPAXalOT UCKPEHHIOIO 0JIAr0OAapHOCTh MEAUIIMHCKOMY TIEPCOHAIY, y4aCTBOBABIIEMY B 00C/I€I0BAaHUY U JIEYEHUU MAIIMEHTKH, 3a UX IPO-
(beccroHanM3M 1 BHUMaTeIbHOe OTHOLIeHe. OcobyI0 MPU3HATEIbHOCTh ABTOPHI BHIPAXKAIOT OTAEJIEHUIO JIYYEBOM TMarHOCTUKY 38 BBICOKOKAYeCT-
BEHHOE BBIMOJIHEHKE MYJIBTUCIIMPATLHOM KOMITBIOTEPHOI TOMOrpaduu K TOUHYIO MHTEPIIPETALIMIO PE3YJIbTATOB, a TAKXKE XUPYPrUueCcKOil KOMaHIe
3a yCIEIIHOe MTPOBEACHUE STAITHbIX JAIIaPOCKOMMYECKUX OPraHOCOXPAHSIOIIMX BMEIIATEIbCTB.

ABTOpBI TAKXKe 01aroaapsIT 1a60paTOpu TMCTOJOTMY, UMMYHOTMCTOXUMUU U MOJIEKY/ISIPHOM FeHETUKH 3a IIPOBEIEHNE FeHETUIECKOTO TECTUPOBAHMS,
MO3BOJIMBIIETO YCTAHOBUTh HACIEICTBEHHYIO MPUPOLY 3a00J1eBaHMSI.

MpbI IpU3HATEIbHBI MALMEHTKE 3a COIIacHe Ha UCIOIb30BaHUE MEIUIIMHCKMX JAHHBIX B HAyYHBIX LEJISIX U 3a €¢ BKJIa B Pa3BUTUE KIMHUYECKOMN
MPaKTUKKA M HAYYHOTO 3HAHUSI.
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