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Pesome

bonesnn bepra—Xorra—/11o6e (bbX]1) — penkoe HacaeICTBEHHOE ayTOCOMHO-A0MUHAHTHOE 3a00JieBaH1e, BbI3BAHHOE MYTALIMSIMU 3apO/IbILIe-
BOIl IMHUM B TeHe-cyIpeccope omyxoneBoro pocta FLCN, xomupytomnieM 6enok dommukyand. BBEX]] xapakrepusyeTcss pa3BUTHEM KOXHBIX
IOOPOKAYECTBEHHBIX 00Pa30BaHMIA, OTYXOJIEH MOYEK, JIETOYHBIX KUCT U CIIOHTAHHOTO ITHEBMOTOpaKca. B HacTosiiiee BpeMsi B MUPE OIUCAaHO
He MeHee 600 ciydaeB maHHOro 3a6oseBaHust. JuarHoctuka BBX]I ocHOBBIBaeTCS Ha KIMHUYECKUX MPOSIBICHUSIX, OTSATOMICHHOM CEMEMHOM
aHaMHe3e U TeHeTUUECKOM TeCTUpOBaHUU. [IpuBOASITCS 2 KIMHUYECKNX HAOTIOMeHMs 3a TallMeHTKaMu 43 jieT u 51 roa, 0OpaTUBILUXCS € KaJlo-
06aMM Ha MEPCUCTUPYIOLLYIO OABIIKY. B aHaMHe3e OTMeueHbI MepeHeceHHbIe Clydal CIIOHTaHHbIX THEBMOTOpakcoB. Ha ocHoBaHMHU xapakTep-
HBIX 0COOEHHOCTEH, BBISIBIEHHBIX TI0 JTAHHBIM KOMITBIOTEPHOI TOMOTrpachuu BHICOKOTO Pa3pelieHts], 1 BHEJIETOUHBIX MPOSIBICHUI MAllUeHTKU
OBbUIM HaTlpaBJIeHbl Ha TEHETUYECKOE TECTUPOBAHME, 10 pe3ysibTaTaM KoToporo noarsepauiaachk BBX]/I. Ileabto paboThI SIBUJIOCH U3YYEHUE CYILe-
CTBYIOLLEH MPaKTUKU BedeHUsT B3pocablx manueHToB ¢ BBEX/I. C yueToM BBICOKOTO pUCKa Pa3BUTHS Y TAKMX MALIMEHTOB paka MOYKHM BaXXHOE
KJIMHUYEeCKOe 3HaYeHe NMeeT cBoeBpeMeHHast nuarnoctuka bbX/1. 3akmouenue. [1o pe3ybraTaM MpeacTaBieHHBIX KIMHUYECKUX HAOTIONCHUI
MPOAEMOHCTPUPOBAaHbI TUMTMYHBIE MposiBieHus BBX/] ¢ npenMyliecTBeHHbIM BOBJI€UEHUEM JIETKUX U KOXXU. OKOHYATeIbHBII TMarHo3 NoATBep-
JKJIaeTcs C TOMOIIIBIO TeHETUUECKOTO MCCIIe0BAHUS KOMUPYIOLei ocienoBaTebHOCTU TeHa FLCN METOIoM MPSIMOTO aBTOMATUIEeCKOTO CEKBe-
HHUpoBaHMsl. Ha ceromHsmHmii neHpb crenrduaeckue Metoas! eueHust BBX/] oTcyTcTByIOT, a Tepanusi KITMHUYECKUX TIPOSIBJICHUIA CO CTOPOHBI
NIbIXaTeJIbHOW CUCTEMBbl OTPAHUYMBACTCS MepaMy MPOGUIAKTUKY U JIEYeHUsI THEBMOTOPAKCOB.

KnroueBbie ciioBa: 60sie3ub bepra—Xorra—/l1o6e, CIIOHTaHHBII THEBMOTOPAKC, KUCTO3HBIE 3a00sieBaHus JieTKuxX, FLCN-MyTaiust, KITMHAIeCKOe
HabJoIeHKe.

Kondmmkr unrepecoB. KoHMOIMKT MHTEpEeCOB aBTOpaMU He 3asiBIICH.

®unancuposanue. VccrienoBanre MpoOBOIMIOCH O€3 yJacThsI CTIOHCOPOB.

DTHyecKas IKCnepTU3a. B onrcaHHbIX KIMHUYECKUX HAOTIONCHUSIX UCTIOIb30BaHbI JAHHBIE MALIMEHTOB B COOTBETCTBUHU C MOAMUCAHHBIM JOOPO-
BOJIbHBIM MH(DOPMHUPOBAHHBIM COTJIACUEM.
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Abstract

Birt — Hogg — Dubé (BHD) disorder is a rare inherited autosomal dominant disorder caused by germline mutations in the tumor suppressor gene
FLCN, which encodes the protein folliculin. BHD disorder is characterized by benign skin hamartomas, kidney cancer, pulmonary cysts, and
spontaneous pneumothorax. Currently, more than 600 cases of this disease have been described worldwide. Diagnosis of BHD disorder is based on
clinical manifestations, family history, and genetic testing. We describe two patients (43 and 51 years old) who presented with a history of long-
standing dyspnea and spontaneous pneumothorax. Based on the radiological characteristics and skin lesions, the patients were referred for genetic
testing to confirm the diagnosis of BHD disorder. Aim. To study the current management of adult patients with BCD disorder. Timely diagnosis of
BHD disorder has important preventive value because patients with this disease are at much higher risk for kidney cancer. Conclusion. The presented
clinical cases demonstrate typical manifestations of BCD disorder with predominant involvement of the lungs and skin. The final diagnosis is
confirmed by genetic testing of the coding sequence of the FLCN gene by direct automated sequencing. To date, there are no specific therapies for
BCD disorder and treatment of the respiratory manifestations is limited to prevention and treatment of pneumothorax.

Key words: Birt — Hogg — Dubé syndrome, spontaneous pneumothorax, pulmonary cysts, FLCN mutation, clinical case.
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3ametku u3 npaktuku « Clinical cases

[Tpu 11MpPoOKOM MCTOIB30BAaHNU KOMITBIOTEPHOI TOMOTpa-
¢uu BoIicOKOTO pazpemieHust (KTBP) opranos rpyaHoii
wietku (OI'K) cymecTBeHHO yIyqImmamch BO3MOXKHOCTH
IUATHOCTHKM psina PeIKUX 3a00eBaHUIT OPTaHOB JIbIXa-
HUsI, B T. 4. 00JIe3HEe, TpoTeKalolux ¢ GOpMUPOBAHUEM
MHOXECTBEHHBIX KUCT B JIETKUX. B HacTosIee Bpems
KHICTO3HBIC 3a00JIeBaHUS JITKUX BBIICICHBI B OTOCTb-
HYIO TPYIITY peIKuX 3a00jeBaHUIi JeTKNX, K KOTOPOi
OTHOCSATCS JIETOYHBII TMMpaHruoneitommomaros (JIAM),
JIAHTePraHCOKJIETOUYHbIN ructTuouunTo3 Jerkux (JIKIJT),
6one3nb bepra—Xorra—/dw6e (BBX/1) u op. [1pu sTom
nunddepeHInaTbHAS JUarHOCTUKA KUCTO3HbBIX 3200J1eBa-
HUW JIETKUX OCTAETCS KpaiHe CJIOXKHOM 3a0aueid.

BBEX]I siBisieTcst penkuM HacaeACTBEHHBIM ayTOCOM-
HO-TOMWHAHTHBIM 3a00JIeBaHIEM, BBI3BAHHBIM MYTALIHSI -
MU 3apOBIIICBOI JIMHUU B TEHE-CYIIPECCOPE OITyXOJIEBOTO
pocta FLCN, xogupyronieMm 6e10K Go/uiiKyauH. TouHble
JlaHHBIe 0 pacnipocTpaHeHHOCcTU BBX/I B Mupe Ha Teky-
LIMIT MOMEHT OTCYTCTBYIOT, XOTsI OIKMCaHO He MeHee 600
CEeMEIHBIX CTy4aeB ¢ JaHHBIM 3a00JieBaHueM [1].

Koxubie nposiBienus bBXJI BriepBbie ObLIN OMcaHbI
Bypnbe u Peiicek (1925) y >xeHUIMH ¢ 00pa3oBaHUSIMU
BOKPYT BOJIOCSTHBIX (DOJUTMKYJ Ha JIMIIE, IIee U TPYIH.
Kananckumu Bpayamu béprom, Xorrom u dio6e (1977)
OIMMCaH CeMENMHBIN clydyail KOXHBIX MopaxkeHuit (¢puo-
podotukynom) [2]. O.Binet et al. (1986) ycraHoBIeHa
CBSI3b MexXy (hudpodoaIrKyIoMaMu U CIIOHTAaHHbBIM
nmHeBMoTopakcoM [3]. Pak mouku nipu BBX]I BriepBbie
3aperucTpuponaH B 1993 r. [4].

BBX]I xapaktepusyercs pa3BUTHUEM JOOPOKAYECTBEH-
HBIX KOXKHBIX (POpOodOUINKYIOM, pacItOIOKEeHHBIX ITpe-
HMMYIIIECTBEHHO Ha IOJIOBE U IIee, MHOXXECTBEHHBIX KUCT
B JIETKUX U CIOHTaHHBIM ITHEBMOTOPAKCOM, a TAKKe OITy-
XOJISIMU TTOYEK Pa3IMYHBIX TUCTOJIOTMYECKUX TUTIOB [S].

B HacTtosmmee BpeMst Xxopolmass 0CBEIOMJICHHOCTD
Bpaya-myJbMOHOJIOra 00 TOM CUHAPOME CTaja HEOOXO-
JUMBIM YCJIOBUEM JUISl YCTAHOBJICHUST TMArHO3a U BeJe-
HUS TTAIIMEHTOB C KUCTO3HBIMU 3a00JIeBAHUSIMU JIETKHUX.
B maHHOI1 cTaThe IIpeacTaBICHBI 2 KITMHIIEeCKIX HAOJTIO-
JIeHUs Hal TTallMeHTaMu C 3TUM PEIKUM 3a00JIeBaHUEM.

KnuHuyeckoe HabnopeHne Ne 1

bonbHas K. 51 roga o6paTuiach 3a KOHCYJIbTalMe ¢ xkanooda-
MM Ha 00I11yI0 C1ad0CTh U OMBILIKY IPU (PU3UIYECKOI HArpy3Ke
(1 6as11 mo MoaubUIIMPOBaHHOI 1iKaie oabllKu ( The Modified
Medical Research Council Dyspnea Scale — mMRC)).

M3 anamMHe3a U3BECTHO O Pa3BUTHU ABYX CIIOHTAHHBIX TTpa-
BOCTOPOHHUX ITHeBMOTOpakcoB B 2013 1 2014 rr. B 2014 1. BbI-
TIOTHeHA aTUTTMYHAST PE3eKITUST CPeTHEN TOJIN U TIIEBPIKTOMUST
crpasa. B 2014 r. Bnepsbie BbinosHeHa KTBP nerkux. Boisig-
JIEHHbIE U3MEHEHHsI ObUTU paclieHEeHbI KaK Oysiie3Hast aMbuszeMa
nerkux. B nexabpe 2017 r. malmeHTKa repeHecsa JeBOCTOPOH-
HUI CITOHTAHHBII THEBMOTOPAKC, B CBSI3U C 3TUM OblJ1a BHOBb
TOCITMTAJN3UPOBAaHA B OTIEJICHHE TOPAKaJbHOU XUPYpPTUMH,
B KOTOPOM TTPOBEICHO APEHUPOBAHUE TUIEBPAITLHON TTOJIOCTH.
B nanpHeiiem Habogaiach MyJIbMOHOJIOTOM C TMarHO30M
aMmbuszeMa Jierkux. JIekapcTBeHHYI0 Tepanuio He moJyJasia.

IMauueHTKa HUKOrIA He KypuJjia, TpodecCUOHaIbHbIE BpeI-
HOCTH B aHAaMHEe3¢ OTCYTCTBOBAIN. AJIJIEPTOJIOTMYECKUIA aHAM-
HE3 He OTSTOIIeH. BBITOBBIC YCIIOBUS YIOBICTBOPUTEIbHbIC.
HacnenctBeHHOCTD MO MaTOJIOTUN GPOHXOJIETOYHOM CUCTEMBI
Y TIOYEK He OTSTOIIIeHA.

Puc. 1. Koxnbie Beichinmanust (pudbpodoukyaeMsl) y naiueHTku K.
(KJIMHUYeckoe HaomoaeHue Ne 1)

Figure 1. Skin rashes (fibrofolliculomas) in the patient K. (clinical case 1)

Jannvie pusukanrvroeo obcredosanus. IanyeHTka HOPMO-
CTEHUYECKOTO TeJoCIoXeHUs (MHaeKe Macchl Tea (MMT) —
23 kr / M?). KoxXHbBIE ITOKPOBBI ¥ BUIUMbIE CJIN3UACTHIE 000IOUKI
00bIYHOI oKpacku. Ha Koxe Tnia u 11en — BBICHITIAaHUS B BUTIE
MEJIKUX KYTIOJI000pa3HbIX MAaIyJl TeJIECHOTO 11BeTa (puc. 1).

KocTHo-MbIleuHas cucteMa He u3MeHeHa. AyCKyTbTaTUBHO
B JIETKUX BBICTYIIINBAIOCH OCTa0IeHHOE Be3UKYJISIPHOE JTbIXa-
Hue cieBa. [Ipu mepKyccum — siCHBIN JIETOUHBIN 3BYK. YacToTa
NIBIXaTeTbHBIX ABMDKeHuit — 20 B MuHyTy. Haceienue aprepu-
anbHOI KpoBu KucaoponoM (Sp0,) — 94 % B nokoe. Msmene-
HUI CO CTOPOHBI APYTMX OPTAaHOB M CUCTEM TIPU TIPOBEICHUU
(bu3MKaTBHOTO OCMOTpA HE BBISIBJIEHO.

Pesynbratsl nccienoBanust GyHKIIMY BHEIITHETO TbIXaHWS

(PBL):

*  00beM (hopcMpoBaHHOTO BbITOXa 3a 1-10 cekynay (ODB)) —
1,901(75 %, ..);

* (dopcupoBaHHas Xu3HeHHass eMKocTh Jierkux (DXKEJT) —
2,41 (82%,,.,);

* O®B, / ®XKEI - 78,6 %;

+ obmas eMkocTb Jerkux (OEJT) — 5,32 1 (108,5 %Hom);

¢ ocTaTouHbIit 00beM jterkux (OOJT) — 2,82 1 (161,6 %

+ OOJI/OEN - 53,1 %,;

*  muddy3noHHast CTOCOOHOCTD JIETKMX ITO MOHOOKCUITY yTJie-
pona (DL) — 20,2 M / Mmun / MM pT. cT. (84 %WX.).

ITo pesynbraram KTBP OI'K BBHIsSIBIIEeHBI MHOXKECTBECHHBIC
TOHKOCTEHHBIE TTOJIOCTU, PACIIOJIOXEHHBIE CYOTUIEBPATbHO
U MHTPAMapeHXUMATO3HO, OOJTbINIe — B CPETHUX U HUKHUX OT-
neax, MaKCUMaJIbHBIN pa3Mep — 10 32 MM (puc. 2).

[Ipu ynbrpazBykoBoM uccienoBanuu (Y3UM) opranos
OPIOIITHOM TOJIOCTY U TTOYEK BBISIBJIEHBI TUdhY3HbIE U3MEHe-
HUSI TTOJIKEJTyTOYHOM KeJie3bl, TaTOJIOTUU CO CTOPOHBI TTOYEK
HE OTMEUEHO.

B cBsa3u ¢ nono3penueM Ha bBX/I mainueHTka HampaBiie-
Ha Ha TeHeTUYecKoe VMccleoBaHre KOAMPYIOIel mocaenoBa-
TeapHOCTU TeHa FLCN MeTomoM TpsSIMOTO aBTOMAaTHYeCKOTO
CEKBEHUPOBAHUSI, 10 JTAaHHBIM KOTOPOTO BBISIBJIEHA MYTaIIUsI
¢.1755 G>C B reTepO3UrOTHOM COCTOSIHUM, T. €. muarHo3 bBXJ1
TTOITBEPKIIEH MOJIEKYJISIPHO-TEeHETUIECKUMU METOIAMU.

Hon)K.) ;
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Puc. 2. Kninnuueckoe HabmoaeHue Ne 1. KomrmbloTepHast ToMorpaMMa BbICOKOTO pa3pellieHus JIErKuxX rnauueHTku K.

Figure 2. Clinical case 1. High resolution computed tomography of lungs of patient K.

[MammenTke K. pekoMmeHmoBaHbl KOHTpOb Han @B/l 1 KTBP
Jterkux Kaxnapie 12 mec., Y3U nouek — kaxnpie 24 mec. B xone
MATGHENTIIeTO HAOJIONEHUST COCTOSTHUE TIAIIMEHTKN OCTaBaIOCh
CTaOMITBHBIM, OMIBIIIIKA HE MPOTPECCUPOBANIA, THEBMOTOPAKCHI
He perauBupoBan. OyHKIIMOHATBHBIE TAPAMETPHI ¥ TTATTePH
o KTBP nerkux coxpaHsuiich 6e3 CylecTBeHHON TUHAMUKM.

KnuHuyeckoe HabntopeHmne Ne 2

BonbHast @. 43 net B 2017 1. BriepBbIe 00paTHIaCh € KajaobaMu
Ha OABIIIKY MPU YMEPEHHOU dusnveckoit Harpyske (1 6amn
no mkajae mMRC).

W3 anaMHe3a U3BECTHO, YTO OBIIIKA BIIEPBHIE TIOSIBUIIACH
okosio 11 net Hazan. B 2012 r. Brnepsbie BoinojsiHeHa KTBP
JIETKUX, TI0 pe3yIbTaTaM KOTOPOH YCTaHOBJIEHBI U3MEHEHUS
T10 TUITY «MaTOBOTO CTEKJIa» M MHOXECTBEHHbIE TOHKOCTEHHBIS
KUCTBI, MAaKCUMAaJIbHBIN pazMep — 10 12,5 cMm. B ToM ke romy
BBITIOJTHEHA XUPYpridecKast OMOTICHST JIETKOTO, TI0 pe3yyIbTaTaM
KOTOPOl YCTAaHOBJICH TIPeIBAPUTEILHBIN TUATHO3 THUTIEPUYB-
CTBUTEJIbHBIN ITHEBMOHUT. Ha3zHaueHa Tepamnust CHCTeMHBIMU
TJTIOKOKOPTUKOCTEPOUIAMU, OJJHAKO KaKOTO-JIM00 KIIMHUYE-
ckoro 3¢ dexkra He JOCTUTHYTO. B manbHeliieM y naiydeHTKA
coXpaHsiJlach OfibIlIIKA NpU (pusndecKoii Harpyske (1—2 6amia
no mkajae mMRC).

[ManmeHTKa He KypuT, aJIeproJIormyecKruii aHaMHe3 He OTSI-
romuieH. [IpodeccruoHanbHble BPEAHOCTU B aHAMHE3¢ OTpUlla-
eT. beiToBBIE ycnoBUs 0e3 ocobeHHocTeit. HacnenctBeHHOCTh
10 MATOJOTMU OPOHXOJETOYHON CUCTEMBI U TOYEK, CO CJIOB
MMaIMeHTKH, He OTITOIIeHA.

Jannvie guzuxanshoeo obcredosanus. TlalmeHTKa HOPMab-
Horo tenocioxerust (MMT — 22,4 kr / M?). KoxXHbIe TOKPOBBI

U BUIVIMBIE CITU3UCTBIE — OOBITHOW OKPACKU, O€3 BBICHITTAHUIA.
AyCKYJIbTAaTUBHO B JIETKUX JIbIXaHUE BE3UKYJISIPHOE, XPUTTHI HE BbI-
caymmBaauch. YacroTa IbixaTeIbHbIX ABMKEHUM — 17 B MUHYTY.
SpO, — 96 % (B nokoe). iameHeHuit cO CTOPOHbI APYTUX OPraHOB
Y CUICTEM TIpY MIPOBeNeHNN (PU3UKATBHOTO OCMOTPA He BBISIBIICHO.

JanHble (hyHKIMOHAIbHBIX METOIOB KccienoBanus (2017):

* O®B,—-24710919%,..);

* OXEN-3,04n10974%, )

+ OOB,/®XEI - 81,2 %;

* OEJ-4,81(994%,,.);

+ 00J1-1,76 (110,2 % );

+ OOJI/OEN - 36,7 %,;

* DL, — 16,7 mn/Mun / Mmpr. CcT. (67 % ).

ITo nannbim KTBP nerkux onpenensyinch MHOXKECTBEHHbIE
KUCTBI 000MX JIETKUX 0€3 CYIIeCTBEHHO! AMHAMUKY T10 CPaB-
HEHUIO C TaKOBbIMU pe3ysibTaramu oT 2012 r. [To nanubiM Y3U
OpraHoB OPIOLIHON MOJIOCTU U MOYEK MAaTOJOTUUYECKUX U3Me-
HEHU He BBISIBJICHO.

[ManmeHTKa HarpaBieHa Ha TeHETUIECKOE UCCIIeoOBaHTe
Konupyloleii nocjienosaresibHoctv reHa FLCN (MeToI IpsSiMOTo
aBTOMATMUYECKOTO CEKBEHUPOBAHUsI). 3aperucTprpoBaHa MyTa-
s ¢.1285delC B 11-m sk30He reHa FLCN B reTepo3UTrOTHOM
COCTOSIHMHU, T. €. AuarHo3 bBXJI noaTeepxaeH MOIeKyJIsSpHO-
TeHETUYECKUMU METOIAMU.

B 2017 r. manmeHTKa rocIuTaIN3npOBaHa B OTIEIEHNE TO-
paKkaJbHOW XUPYPTUM B CBSI3U C PA3BUTUEM JIEBOCTOPOHHETO
CIIOHTAaHHOTO MTHEBMOTOpaKca. BrimonHeHa KpaeBast pe3eKLust
BEPXHEN 1 HIKHEN ToJIeil, KOCTaTbHASI TIEBPIKTOMUSI JIEBOTO
sierkoro. [1pu noBropHom Buzute B 2022 r. COCTOSIHUE MaLIU-
€HTKH! OCTaBaJIOCh CTAOUJIbHBIM, OJIBIIIKA HECKOJIBKO YMEHb-
LIMJIACh, MMOBBICUJIACH TOJIEPAHTHOCTD K (DU3NUECKON Harpy3Ke,
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Puc. 3. KimnHuueckoe HaGmoneHue Ne 2. KomrmbloTepHasi TOMO-
rpaMma BbICOKOTO pa3pelleHus JerKux nmauueHTku @. (2022)

Figure 3. Clinical case 2. High resolution computed tomography of
lungs of patient F., 2022 (clinical case 2)

IMTHEBMTOPAKCHI HE PeIUIUBUPOBAIU. [1py 00 EKTUBHOM OC-
MOTpe (PU3MKATBHBIN CTaTyC — 6€3 CYIIeCTBEHHOM TMHAMUKH,
SpO, — 97 % B nokoe. KoxHble BbIChINaHUs OTCYTCTBOBAIIU.

[To nanubiM OB (2022):

* O®B -2,70n(91%, . );
* OXET-3.39(101%, );
* DL, —21,2mn/mun /mMmpr.ct. (85%, ).

[To nanusiM KTBP snerkux (2022) coxpaHsuch MHOXECT-
BEHHbIE TOHKOCTEHHbIE KUCTbI, pACITOJIOKEHHbIE CYOTIeBPab-
HO U MHTpamnapeHxuMaubHo (puc. 3).

[MamenTke pekoMmeHmoBaHo npopeneHue @B/ u KTBP
JIETKUX Kaxaelie 12 Mec., a Takke Y3U mouek Kaxabie 24 Mec.

O6cyxaeHue

ITo maHHBIM MpeaCTaBICHHBIX KIMHNYCCKIX HaOI0Ie-
HUI HATJISIAHO MIPOMJUIIOCTPUPOBAH HE TOJIBKO CIOXHBIN
MyTh YCTAHOBJIEHHS TMarHO3a Y MaleHTOB ¢ KUCTO3HBIMU
3a00JIeBAHUSIMU JIETKMX, HO U BBICOKWI PUCK PELIUIUBU -
PYIOIINX ITHEBMOTOPAKCOB, IIPU 3TOM YacTO TpebyeTcs
XUPYPTAYECKOE JICUCHUE.

I'eneTnueckuii nedexr, orBeTCTBeHHBIN 3a BBX]I,
KapTUPOBaH ¢ TeHoM, KonupytownMm FLCN, Ha XxpoMo-
come 17p11.2 [6]. CymectByior > 200 yHUKaJbHBIX Ba-
puanToB FLCN, BuisiBIeHHBIX B ceMbsix ¢ BBX/. [To maH-
HeiM D. H. Lim et al., 6onbiinHcTBo MyTauuii FLCN npu-
BOJSIT K yC€UEeHUIO OejiKka B pe3yJibTaTe CIBUIra paMKU
(HebGoabIINE AeJIEUU U UHCEPLIMU), HOHCEHC- WU
CIJIalic- CAaUT-MyTallMMA, KOTOPbIE MTPUBOIAT K MOTEPE
dbyukuum dboutukynauHa [7]. MyTtaluuy 4acTo sIBJISIIOTCS

€
&

HACJIEICTBEHHBIMU, OHAKO Y Psiia OOJbHBIX OHU MOSIB-
JISITOTCS de novo TPy OTCYTCTBUM TaHHBIX 00 OTSITOIICH-
Hoi1 HacneacTBeHHOCTH [8]. Ha ceromHsiHuii neHb HeT
JIAaHHBIX O YETKOW KOPPEASILUUU MEXIY TUIIOM MyTallUuu
FLCN n penotuniom BBEXJI [9], x0T MMeIOTCST TaHHBIE
00 yBeJIMYEHUM pHUCKa ITHEBMOTOPAKCa y TMAllMeHTOB
¢ mytauusimu ¢.1300G>C u ¢.250-2A>G no cpaBHEHUIO
¢ mytauumeii ¢.1285dupC [10].

TouHble PyHKINUM (OUIMKYIMHA, KOTOPBI SKCIpec-
CUpyeTCs B OOJBIIMHCTBE TKAHEH, BKITIOYas JISTKHE, KOXKY
U TIOYKH, TIOKa He ycTaHOBJeHkI. [1penmonaraercs, 4To oH
BOBJIEUEH B PETYJISILMIO POCTa, Tposirdepaliui U BbIKHU-
Ba€MOCTHU KJIETOK, B T. 4. ortocpegoBaHHO yepe3 mTOR-
CUTHAJIBHBIN ITyTh. OCHOBY (POPMUPOBAHMS KUCT B JIEeT-
KHX, BEPOSITHO, COCTaBJIsIeT HapyllIEHUE PEryJIsiiuu psiaa
CUTHaJIbHBIX TTyTeit, BKimtouass mMTOR u 5 AM®-aktnBu-
pyeMble TIPOTEMHKMHA30M MEXaHU3MBI MEXKKJICTOUHOTO
B3aMMOIEHCTBYS U IMCOAIaHC B IMTPOMYKIINA MAaTPUKCHBIX
MeTauionpoTernHas [11].
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BBX]I otinyaercst reTepoOreHHOCThIO KIMHUYECKUX
nposieieHuii. B otnnuue ot JIAM, BBX]/I He xapakTe-
pu3yeTcs MMPUHAMIIECXKHOCTBIO K OIIPeAeICHHOMY ITOJTY,
MOXXET OOHAPYXMBAThCS B JTIOOOM BO3pacTe, XOTsI Hau-
0oJiee YyacThlii BO3pacT ne0l0Ta KIMHUYECKUX MPOsIBIIe-
Huit BBX/ — 30—40 net [11]. Haubonee TMUMUYHBIMU
nposiBieHusIMu BBX/] co cTOpOHBI NBIXaTeIbHOM CHCTe-
MBI SIBJISIIOTCS] pPa3BUTHE MHOXKECTBEHHBIX KMCT B JIETKUX
U CIIOHTaHHbIE ITHEBMOTOPAKCHI.

[MopaxeHue JIeTKUX YacTo SIBJSIETCS CAaMbIM PAaHHUM
W OAHUM U3 HauboJjee TUMUYHBIX posiBiaeHuii bBX]/I.
Y > 80 % nauueHTOB BbISIBIISIIOTCS. MHOXECTBEHHbIE [BY -
CTOPOHHUE KUCTHI B JIerKUX. KMCThI MOTYT OBITh BbISIB-
JIEHBI B JIIOOOM BO3pacTe, XOTs yallle 0O0HapyXUBaIOTCsI
B Bo3pacte 40—50 ner. [Ipu 3TOM Iaxe Ipu JOBOJBHO
3HAUMMBbIX U3BMeHeHUsX 1Mo JaHHbIM KTBP serkux kiu-
Huveckue nposiBieHust BBX/I co cTopoHbI AbIXaTeIbHOM
CHCTEMBI OOBIYHO JIOBOJILHO CKY/IHbIE — YMEPEHHBIH Ka-
IIeJTh ¥ / WJIW OJBINIKA IpY (hr3ndecKoii Harpyske [11].

HecmoTpst Ha HaTMIme MHOXECTBEHHBIX KUCT, (DYHK-
LIMoHaNbHbIe HapyeHus npu bBXJI Takke yacTo oTcyT-
CTBYIOT WM BbIpaxeHbl ciabo. Tak, B padote C.Daccord
et al. Ipu OlLIEHKE JOBOJBLHO OOJIBIIION BRIOOPKHU TTALIMECH-
toB ¢ BBXJI (n = 96) nmoka3zaHo, 4TO CpeAHUE BEIUUYUHBI
OB, DXKEJI, ODB, / ®XKEJI 6111 B penenax pede-
DPEHCHBIX 3HAaYeHU I mpu HeKoTopoM yBeaudeHuu OOJI
u chkenun DL . C nonpaBkoii Ha BO3pacT, Mo, CTax
KyPeHUs ¥ HaJTm4¥e TIeBpoIe3a B aHaMHe3e 3a 6-JIeTHU I
rnepuoa HaAOMIOAEHUSI HE OTMEeYaloCh 3HAYMMOI'O CHU-
>XeHus QyHKLMU Jierkux, yto ominyaer bbXJl ot JIAM
u JIKIJI [11].

Jnst kaptuabel KTBP nerkux npu bbBXJ1 xapakTtepHo
¢opMUpoBaHUE KUCT OKPYIJION (POPMBI, colepKallnx
KPOBEHOCHBIE COCYIbI U PACTIONOXEHHBIX MPEUMYIIECT-
BEHHO CYOITICBPaJIbHO, MEANACTHHAIBHO, a TAKKE B HIDK-
HMX TOJISIX JIETKMX. KMCTBI 4acTO MMEIOT CBSI3b C MEXXIIOJIe-
BOM Y ITapyeTaJIbHOM TIEBPOM, a TAKXKE COCYIaMU JIETKHUX.
BoabmmHcTBO KT npu BBX]I nMeoT HenpaBUIbHYIO,
YacTO OBaJbHYIO, JICHTOBUIHYIO (DOPMY, TIPU STOM UX
pa3Mepbl OOBIYHO HE MEHSIIOTCSI C TCUCHUEM BPEMEHH.
Pa3mMep KuCT BapbupyeTcst OT HECKOJIbKUX MUJLUTUMETPOB
JI0 HECKOJIbKUX CaHTUMETpoB. KoanuecTBO KUCT Takxke
MOKET pa3INJaThCs, XOTSI OOJBIIMHCTBO MAIIMEHTOB Xa-
pakTepusytorcst HamuuueM < 20 KHCT B JIETKUX C BOBJIE-
yeHueM < 30 % nerouHoro oobema [12—14].

ITpu 5TOM Yy HEKOTOPBIX MALIMEHTOB THEBMOTOPAKC —
eIMHCTBeHHbIN MaHUdecTupyouit npusHak bbX/I.
Puck nueBmotopakca y manueHToB ¢ BBXJI B 50 pa3
BbIlLIe, YeM B oO1eil nomyasuuu [15]. I1pu 3ToM cTouT
OTMETHUTh, YTO PUCK ITHeBMoTopakca rpu BBX]I cymect-
BEHHO HUXe, 4yeM, Harpumep, npu JIAM, KoTophlii xa-
pakTepusyercs yBeanueHuem pucka B 1 000 pas o cpas-
HEHUIO ¢ o01Iei keHcKou monyusuein. Y 75—82 %
6osbHbIX BBX]] mMHEBMOTOpaKC HOCUT PELIUAUBUPYIO-
U XapaKTep, CpemIHee YUCIO PEIMINBOB COCTABIISICT
3,6 ciyuyast. Puck pa3BUTHUSI THEBMOTOPAKCOB 3aBUCUT
OT KOJIMYECTBa, pa3Mepa, JJOKaIM3alu JIETOUHbIX KHCT,
a TaKoKe HATMYUS CEeMETHOTo aHaMHe3a MO Pa3BUTUIO TaH-
HOTO OCJIOXKHEHUS. Tak, Mpu HAJTNIUKU OOJIBIITNX KUCT
B 0a3aIbHBIX OT/IEIaX CYIIECTBEHHO YBEJIMIMBACTCS PUCK
pa3BuUTHUS ITHEBMOTOpakca [8].

Hawnbosiee TunuuHbIE TPOSIBJIEHUSI CO CTOPOHBI KOXK-
HbIX MOKpoBOB Mpu BBX] — 310 pasButue GudpodoJ-
JIUKYJIEM, TpuxoauckoM. Hanuuus 2> 5 Takux ajieMeHTOB
C TUCTOJIOTMYECKUM TTOATBEPXKICHUEM XOTSI OBl OTHOTO
paccMaTpuBaeTCsl B KAYeCTBE OJHOIO U3 OCHOBHBIX KpU-
TepueB A5l ycraHoBieHus nuarHo3a bbXJI [8]. Hanbonee
TUITMYHAS JIOKATU3aMKs YKa3aHHBIX KOXHBIX TTPOSIBIIC-
HUI — JIMII0, 0COOEHHO B 00J1aCTU BOKPYT HOCA, a TAKXKe
3a ylIaMu, B 3aTbJIOYHOI 001aCTH U B 00J1aCTU BEpXHEt
MOJIOBUHBI rpynHOU KjeTku [11].

OmHnM 13 HanboJiee cepbe3HbIX MposBiaeHnit BBX]]
SIBJISIETCST paK MOYKU. OMyX0JI1 TIOYKU BCTPEIAFOTCS TIPU-
MepHO B 30 % ciydaeB, IPEMMYILIECTBEHHO Y JIMILI CTapIIeii
BO3paCTHOI Ipyrmnbl (cpeaHuit Bo3pact — 50 jer), mpu
oToM nouTH B 50 % ciydaeB SIBIISIIOTCS IBYCTOPOHHUMHU.
I'ucTomornyeckuit TUIT OITyXOJU MOXET OBITh Pa3HBIM —
KakK 100pOKayeCTBEHHBIM, TaK U 3JI0KAYECTBEHHBIM, IIPU
9TOM PUCK Pa3BUTHUS paka Mouyku y nauueHToB ¢ BBXJI
BBIIIIE B 7 pa3 IO CPAaBHEHUIO C TAKOBBIM B OOIIIEi TOITY-
nstuu [16].

BBX]I npencrapisieT coboii OMHY U3 TpeX HanboJliee
3HAUMMBbIX TPUUMH KMCTO3HOI 00JIE3HU JIErK1X, HapaB-
He ¢ JIAM u JIKTJI. Kaxnast u3 ykazaHHbIX HO30JIOTUiA
XapaKTepU3yeTCsI HEKOTOPBIMU KIMHUISCKUMU U (PYyHK-
LIMOHAJIbHBIMU OCOOEHHOCTSIMU, OTIPeeeHHOI KapTH-
Hoii o janHbiM KTBP OI'K, otinnunsiMu B KIIMHUYECKUX
MIPOSIBJICHUSIX CO CTOPOHBI IPYTUX OPTaHOB U CUCTEM.

B cBs131 ¢ HU3KOM 4acTOTOM BCTPEUaeMOCTH U TJI0-
X0 OCBEIOMJIEHHOCTBIO Bpauyeil 0 NaHHOM MaTOJOTUU
cnydyau BBX]I yacto nmpuHumaroTcs 3a ampuszemy, JJAM
WIN IpYrue KUCTO3HBIE 3a00JIeBaHus JIeTKNUX. B To ke
Bpemsl paHHss nuarHoctuka bBX]I kpaiiHe BaxHa,
B T. Y. IJII CBOEBPEMEHHOTO CKPMHUHTA U BBISIBJICHUS
paka rnoyex.

ITpu nomo3penun Ha BBX/I pekoMeHayeTCs TiaTeb-
HO coOMpaTh aHaMHe3, BKJIouas CEMeHbII, 1 00CIen0-
BaTh OOJILHOTO HAa MPEIMET XapaKTEPHBIX UBMEHEHUIA
Ha KOXe, THeBMOTOpaKca B aHAMHe3€e, KUCT B JIETKUX
U OITyXOJIel B TToUKax [8].

Crenymomuii 3Tall Mocjie KIMHUISCKOTo 00Ciaeno-
BaHMSI — 3TO HampaBjeHUE MaleHTa Ha TeHETUYECKOe
TecTupoBaHUe. [eHETHUUECKOe CeKBEHpOBaHME Y Taly-
€HTOB ¢ TUNMYHOM KapTuHoii BBX]I ro3BoJisieT nocTaBUTh
nuarto3 B 90 % ciydaeB, B TO 3Ke BpeMsl ClIeAyeT [IOMHUTD
0 TOM, YTO OTpHUIIATEIbHbIC PE3YIbTaThl TECTUPOBAHUS
reHa FLCN He TO3BOJISIIOT MOJHOCTBIO UCKIIOUUTD TN -
arHos [17].

3aknioyeHue

ITpoaeMoHCTpUpOBaHbl TUMTMYHBIE TIposiBIeHUsT BbBX/]
C TIPEUMYIIIECTBEHHBIM BOBJICUCHUEM JICTKUX U KOXMU,
CO CKYIHBIMU KJIMHUYECKUMU MPOSIBICHUSIMU CO CTO-
POHBI IBIXaTEJBHOM CUCTEMBI, HO TIPH 3TOM YaCTBIMU
peLUMaNBaMM ITHEBMOTOPAKCA M HATMINEM KPYITHBIX KACT
B JIETOYHOI TTapeHXMMe XapaKTepHOI (hOpMbI 1 JIOKAJIN3a-
mu. YcraHopineHue nuardHo3a bBX]I Ob110 cyliecTBeHHO
o0sieryeHo npu Haauuuu GudpodoTUKYIEM Ha JTULle
y 1-1 maumenTku. OOpamaet Ha ceOsT BHUMaHUE TaKKe
CTabuIbHOE TeUueHUE 3a00I€BAHUS C TOUKU 3PEHUST OC-
HOBHBIX (DYHKIIMOHAJbHBIX TOKa3aTeei.
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Hwukonait CeMeHOBUY KaK yUeHBIN U TepaTeBT INPO-
KOTO MpOoMWIIS yCTIEITHO UCCIIEOBAJT aKTyaIbHbIE TPO0JIe-
MbI HE TOJIbKO BOEHHOW, HO U TPaXXIaHCKOU MEAULIMHBI.
OH NJI0A0TBOPHO paboTays B 00JaCTU MyJIbMOHOJOTUH,
KapauoJIOTUU, TAaCTPOIHTEPOJIOTUN, PEBMATOIOTUH, KITU-
HUYeCKOM (papMakoaoTuu, GU3NOJOTUN U (PYHKITMOHATb-
HOI TMAarHOCTUKU, SKCTpeMallbHOI MeauIMHbI. [1ydookue
HCCIIeIOBaHUS TTPOGIEMbI OCTPBIX THEBMOHUIA TTO3BOJIH -
s H.C.MouanoBy B 1962 r. Ipe/IOKUTh ONITUMAJTBbHYIO
KJ1acCU(PUKAIIUIO OCTPHIX THEBMOHUI 110 3TUOJIOTHYE-
CKOMY MpUHIMMY (6aKTepuaabHble, BUPYCHBIE, O0YCIOB-
JICHHbIe XUMUYECKUM U GU3NUECKUM pasiapakeHUeM,
CMeIlIaHHbIe), KIMHUKO-MOP(OJIOTUISCKUM TTpU3HAKAM
(Kpymo3Hasi, o4aroBasi, ”HTepCTULIMAIbHAS (POPMBI) 1 Te-
YeHMIO (OCTPOTEKYIIIME, 3aTSKHbIE). DTa KilaccuduKarms
U B HacTOsIIIEee BpeMsl He MoTepsijla CBOei aKTyaJbHOCTH,
a MmoHorpacdun «Octpast mHeBMOHUs» (1965), «KinHuka
U JIEYeHNE OCTPBIX THEBMOHMIT» (1971) cTanm HaCTOJNBHbI-
MM KHUTaMM JIJIs MHOTUX MOKOJIeHUI Bpaveil. [IpusHaHrem
3aCJIyT B 00JIACTH ITyJIbBMOHOJIOTUM SIBUJIOCH Ha3HAYeHUE
H.C.MonuaHoBa pyKOBOIUTEIEM MTPOOJIEMHON KOMUCCUU
«®@U3NOJIOTUS U TTATOJIOTUS JIETKUX» MPU YYEHOM COBETE
MunuctepctBa 3apaBooxpaHenuss CCCP u BoiaesieHue
emy npesugeHTom AMH CCCP nepcoHaibHOM akageMu-
YEeCKOW TPYIIIBI TS TaTbHEeH el pa3paboTKN aKTyaIbHBIX
MpOOJIeM JIETOUHON TATOJIOTUH. 3aCTyKMBAalOT BHUMaHUS
padorel H.C.MoayaHoBa 1 ero yueHUKOB I10 TIpodieMaM
3aTSTHYBIIUXCSI M XPOHMYECKUX ITHEBMOHMI, XDOHUYECKIX
HecTienupUIecKrX 3a00JIeBaHUI JIETKUX, CCIIeTOBAHMS
TeMOJIMHAMUKH MaJIOro Kpyra KpoBOOOpAIeHHS 1 TTaTO-
reHesa JISTOYHOro cepala, U3y4eH! o (OYHKIIMY BHEIIHE-
IO JbIXaHUs y MalMeHTOB C 3200JIeBAHUSIMU CEPAECUYHO-
COCYIUCTOU CUCTEMBI, TPUMEHEHNIO OKCUTEHOTEPAITUN
IIPY JIETOYHBIX U CEPACYHO-COCYIUCTHIX 3a00IeBaHUSIX.
B nanbHeiineM Bce 3TH MaTepraibl ObUIM 0000ILEHbI B MO-
Horpadusx «3aTsiHyBIIecs THeBMOHUM» (1968) u «Xpo-
HUYeckue mueBMoHuu» (1978).

Hwuxkomait CemeHoBUY — aBTOp O0stee 250 HayYHBIX ITy0-
JIMKAlW#, B T. 4. 4 MoHOorpaduit u 5 yaeoHukoB. [lox ero
PYKOBOJICTBOM 3aliuileHbl 31 gokTopckasi u 58 KaHauaaT-
CKUX OUCCEepPTALUIA.

Hukomait CeMeHOBUY SIBJISUICST BUITHBIM OOIIIECTBEHHBIM
nesteneM. Ha IpoTsskeHMM MHOTHX JIET OH ObLT 3aMeCTH-
TeJieM mpencenaress Bececoro3Horo ob1ecTBa TeparneBTOB
(1946—1972), npencenareyniem JIeCHUHTpaaCcKOro Hay4YHO-
ro o6iectsa teparneBroB uMm. C.IT.Bortkuna (1956—1972),
3aMECTHUTEJIEM TIpecenaresist mpaBlieHnst Bcecor3Horo
o0111ecTBa «3HaHKWE», YJIEHOM 0I0pO KIMHUYECKOTO OTIe-
nenusi AMH CCCP, uneHom nipaBiieHust Beepoccuiickoro
ob1IecTBa TepaneBTOB, Bcecoo3Horo obiecTBa racTpo-
SHTEPOJIOTOB, Beecor3Horo n JICHMHIpaacKoro HaydHBIX
00IIIeCTB KapJAUOJIOTOB, 3aMECTUTEJIEM OTBETCTBEHHOTO
penakTopa pasneina «BHyrpeHHMe 6osne3Hn» bM 3, yieHom
penkoJsuieruu xypHaioB «KiimHuueckas MmenuuHar, «Tepa-
MeBTUYECKMiT apxuB», «BecthHuk AMH CCCP» u «BoerHo-
MEIULIMHCKUIA XXypHaJI».

IMpusnanuem 3aciayr H.C.MoayaHoBa cTajio u3dpaHue
ero B 1954 r. weHOM-KOppeCIoHAeHTOM, a B 1960 1. — neii-
crButenbHbIM wieHoM AMH CCCP. B 1968 r. emy mpu-
CBOEHO IMOYETHOE 3BaHUE «3aclIyKeHHBI AeaTeb HayK
PC®OCP», a B 1969 1. — 3BaHue ['epost ConnaincTuaeckoro
Tpyjaa, OH HarpaxjaeH 4 opaeHamu JIeHuHa, 2 opaeHaMu
KpacHoro 3namenu, 2 opneHamMu OTedueCTBEHHOM BOMHBI
1-i1 ctennenu, opaeHoM OTeyeCcTBEHHOM BOMHBI 2-i1 CTe-
neHu, opaeHoM KpacHoit 3Be3nbl, MegaisiMu «3a 000poHY
JlenuHrpana», «3a mobeny Han ['epmaHueit», «3a modemy
Haja AnoHuei» u ap.

B nmamsatu kosier u yueHnkoB H.C.MoyaHoB ocraicst
YYTKUM U BHUMATEJIbHBIM BPAaYOM U YUUTEIeM, BEJTUKOJIET-
HBIM KJIMHUIIMICTOM U TienaroroM. HecMoTpst Ha HEBepOSITHYIO
3aHSITOCTh, OH PETYJISIPHO MPOBOIMII KIIMHMUYECKHE Pa300phI,
000CHOBBIBaJI IMArHO3, HaMevaJl IyTu JaJIbHEHIIero oocie-
TOBaHMS U JICUSHUST M HUKOTIa He 00sICs TpU3HABaTh CBOU
OIIIMOKM ¥ TOBOPUTH O HECOBEPIIIEHCTBAX TEX WJIM MHBIX Me-
TOIOB AMArHOCTUKU. JI006pOTa, OT3BIBYNBOCTD, TPOHUIIATE -
HOCTb, TAKTUYHOCTh, CIIOCOOHOCTb 3arJISTHYTh BO BHYTPEHHMIA
MHP GOJTBHOTO MPOM3BOIMIIN He3a0bIBaeMOe BIeUaTIICHUE
Ha BCeX CBUJIETENICH eTo BpaueOHOM NesITeIbHOCTH.

Hwmst Hukomas CemeHoBrYa Mor9aHOBa 30JI0THIMU OYK-
BaMU BIIMCAHO B JIeTONMUCh BOeHHO-MeIUIIMHCKOM aKaje-
MU ¥ TIPUCBOCHO KIIMHUKE TePariy YCOBEPIICHCTBOBAHUS
Bpaueit No 1.
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