3ametku u3 npaktuku « Clinical cases

https://doi.org/10.18093/0869-0189-2026-36-2-305-314 ‘ M) Check for updates

Cunppom bepra-Xorr-[iobe: cepusa cnyyaes

F0.J. Meavsanosckas '™, E.H.Kondpamoesa ', B.H.Eracuna’, JI.C.Muxaiisenxo’, H.0.Kproxosa®>,
B.JI. 30400omnunovina’, B.B. Jlanuaos’, JI.I.Coadamos*

! Mepepaibhoe rocyiapcTBeiHoe Ol0KeTHOE HayuHoe YupexeHie «Meamko-reneTneckuii nayymbiii uekp mvenn akazemuka H.I1.Boukosar: 115522, Pocens,
Mocksa, y1. Mocksopeube, 1

' QenepanbHoe rocyapCTBEHHOE ABTOHOMHOE 06Pa30BaTelIbHOE YIPeX/IeHHe Bbicuiero 00pa3oBanms «PoccmiicKiii HANHOHATLHBI HCCJIe0BATEbCKMT Me/MIMHCKI
yrmsepentet mvenn H. 1. ITuporosa» Mummcrepersa 3apaooxpanenust Poccuiickoii @enepamm: 117513, Pocens, Mocksa, yi. Octposutsnosa, 1, c1p. 6

3 QegepanbHoe rocyapeTBennoe OloKerHoe yupexaenue «Hayuno-Hcee0BaTe bCKHi HHCTHTYT IyabMoHoI0rH» DenepatbHOro MeaKo-0HOI0rHIeCKOro
arentctsa Poccin; 115682, Poccust, Mocksa, Opexopbiii 0ybsap, 28, ctp. 10

Pesome

CemeitHblit crioHTaHHbIN MTHeBMOTOpake (CIT) — 310 penkoe reHeTnyeckoe 3a00JeBaHUE JIETKUX, XapaKTepU3yeMOe OJTHO- WJIM IBYCTOPOHHUM
HaKOIUIEHMEM BO3/yXa B IUIEBPAJIbHOM MOJIOCTH Y JIUIL C OTATOILEHHBIM CEMEHHBIM aHAMHE30M U 0€3 COIMYTCTBYIOIIMX 3a00JIeBAHMIA JIETKUX WJIA
MPENLIECTBYIOIIMX TPaBM IpyaHOI KieTKu. OnHa u3 cambix pacripoctpaHeHHbIX puunH CIT — cunnpom bepra—Xorr—/dwo6e (CBX/). Ienbio
JTAHHOI paboThI IBUJIACh IEMOHCTpalvs KinHuyeckux ciydaeB CI1, BBI3BaHHOTO T'eHETUYECKMMHU BapuaHTamu B reHe FLCN, 1 He0OXOAMMOCTH
nposeneHust JJHK-quarnoctuku. Pedyabrarel. [1pogeMoHCTpUpOBaHbl 3 KIMHUYECKUX HAOJIOAEHMS 3a MallMeHTaMU Pa3HbIX I10Jia, BO3pacTa
1 aHaMmHe3a, obparuBiLIMMucs B PenepanibHoe rocyaIapCTBEHHOE OIOMKETHOE HaydHOEe yupexaeHne «MeanKo-reHeTUIeCKU HayqHBI LEHTP
nmeHu akagemuka H.TT.boukoBa» MuUHKCTEpCTBa HayKU M BbICIIETO 0Opa3oBaHus Poccuiickoit Mepepalinu ¢ Lebio TOATBEPKIACHUS TMarHo3a
CBXII. V Bcex MauMeHTOB MCKIIOYEHO M3MEHEHME YPOBHS O -aHTUTPUIICMHA, PEHTTEHOJOTMYECKU BBIABIEH MHEBMOTOpakc. Hecmotps Ha
LIMPOKOE pa3HOOOpa3ne KIMHUYECKOM KapTUHBI Y TTALIMEHTOB U UX POICTBEHHMKOB, y BceX ObLI 3amono3peH auarHo3 CbX/, a B manbHeiiieM
MTOATBEPKICHO HATMYKME NTATOreHHOro BapuaHTa B reHe FLCN. JIBouM MalmeHTaM oKa3aHa XUpyprudeckast TOMOIIb 10 MTOBOLY MTHEBMOTOpaKca,
y | maiueHTa BbISIBJICH paK MOYKHM, eile Y 1 — KOXXHbIe U3BMEHEHUs 110 TuIy ¢hubpodosuinkyioM. BeceM nmanyeHTaM peKOMEHI0BaHO TMHAMUYe-
CKOe HaboieHue, POICTBEHHUKAM — noobcienoBanue. 3akmodenue. [IpuHumas Bo BHuMaHue (hakt, uro CIT MoxkeT ObITh IEpPBBIM CHMITTOMOM
CJIOKHOTO MYJIbTMCUCTEMHOTO T€HETUYECKOTO 3a00J1eBaHMsI, O IAaHHOI MAaTOJOTUH TOJIKHBI ObITh OCBEIOMJICHBI Bpaur pa3IMYHbIX CIIELIMATbHO-
CTeil Ha BCeX 3Tarax OKa3aHUsl MEIULIMHCKOM TOMOIIIM.

KirouyeBble ciioBa: MHTEPCTUIIMATIbHBIC 3a00JI€BaHMUSI JIETKUX, CIOHTaHHBII ITHeBMOTOpakc, reH FLCN, cunapom bepra—Xorr—Iio6e.
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Abstract

Familial spontaneous pneumothorax (SP) is a rare genetic lung disorder characterized by unilateral or bilateral accumulation of air in the pleural
space in patients with a positive family history and no underlying lung disease or prior chest trauma. One of the most common causes of SP is Birt —
Hogg — Dubé syndrome (BHDS). The aim of this study was to demonstrate clinical cases of spontaneous pneumothorax caused by genetic variants
in the FLCN gene and the need for DNA testing. Results. We presented three clinical cases of patients of different genders, ages, and medical
histories who contacted our tertiary center to confirm the diagnosis. All patients had no evidence of altered alpha-1 antitrypsin levels, and their
radiographic findings revealed pneumothorax. Despite the wide variety of clinical presentations among patients and their relatives, the diagnosis of
BHDS was suspected and the pathogenic variant in the FLCN gene was subsequently confirmed in all of them. Two patients underwent surgery for
pneumothorax. One patient was diagnosed with kidney cancer, one had fibrofolliculoma-like skin lesions. All patients were recommended dynamic
follow-up, and their relatives were recommended further examination. Conclusion. Since pneumothorax may be the first symptom of a complex
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multisystem genetic disease, specialists of various specialties should be aware of this disorder at all stages of medical care.
Key words: interstitial lung diseases, spontaneous pneumothorax, FLCN gene, Birt — Hogg — Dubé syndrome.
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CornacHo 0a3e naHHbIX Orphanet, ceMeHbBIN CITOHTaH-
Hbiil mHeBMoTopakc (CIT) — aTo peakoe reHeTu4YecKoe
3a00J1eBaHNE JIETKUX, XapaKTepU3yeMoe OMHO- WU ABY-
CTOPOHHUM HaKOIJICHUEM BO3yXa B IUIEBPAIbHOI ITOJI0-
CTHU Y JIUII C OTSITOILIEHHBIM CEMEHBIM aHAMHE30M U 6e3
COITYTCTBYIOLIMX 3a00JI€BaHUI JIETKUX WY MIPEIIIECTBYIO-
IIUX TPaBM IpyIHOU KIIeTKU. Kak mpaBuiio, y MaleHToB
HaOII0IaeTCs OIBIIITKA, KOTOPast COITPOBOXKIACTCS OCTPHIM
HayajoM OCTPOIl U TTOCTOSIHHOM TJIEBPUTUYECKON 00U
Pa3IMYHON UHTEHCUBHOCTHU (KOTOPast MOXKET MPOXOIUTh
B TeueHHUe 24 4, Jaxke CIM ITHEBMOTOPAKC BCe elle TpH-
cyTcTBYyeT). MoryT HabmoaaThes pedaeKTopHas TaxuKap-
IIWsI M / WA HApYILIEHUS IbIXaHUST WIM KPOBOOOpAIIIEHUSI.

Cemelinbiii CII — 310 reHeTnueckoe 3aboyieBaHue,
BBI3BIBAIOIIEEe BHE3AIMHBIN KOJUIAIIC JIETKOTO 0e3 SBHOTO
MMOBPEXACHUS. DIM30AbI MOTYT ITOBTOPSITHCSI B TCUCHUE
JKM3HU, a UX XapaKTep MOXKET BapbUpPOBAThCS B 3aBUCU-
MOCTH OT BO3pacTa U ceMeiiHoro aHamHe3sa [1].

JleyeHre OOBIYHO BKJIIOYAET B ce0s1 KUCIOPOIHYIO
Teparuio, MyHKIIMOHHYIO acCIIUPALNIO WJIN YCTAaHOBKY
JIPEHaXXHO TPyOKH B IPYIHYIO KJIETKY, MO TOKA3aHUSM —
XUPYPrUueckoe BMEIaTeNbCTBO, TAKOE KaK IIEBPOIE3,
IJIST TIPEIOTBpAIIeHUS OYAYIINUX KOJIIarcoB. bompImmH-
CTBO JIIONEHi BBI3AOPABIMBAIOT TP CBOCBPEMEHHOM Jie-
YEHUM, HO TSKEeJIble WM HeJIeYeHbIe MPUCTYIIbl MOTYT
OBITb OTACHBI.

Cemeitnbrit CIT gacTo mepemaeTcst TOTOMKaM M3-3a
HaCJIeACTBEHHBIX N3MEHEHU, TTOBBIIIAIOIINX BEPOSIT-
HOCTb 00pa30BaHMs HEOOIBIINX BO3AYIIHBIX KUCT B JIeT-
KHMX, KOTOpbIE MOTYT pa3opBaTbces [2]. 'eHeTuueckue
mpuanHbI ceMeitHoro CIT gare Bcero cBsI3aHBI C MOHO-
TeHHBIMU 3a00JIeBAHUSIMU, BIUSIOIIMMH Ha COCIMHU-
TeJbHYIO TKaHb WM Pa3BUTHUE JIETOYHBIX KUCT, HaNIPU-
mep, cuHapoM bepra—Xorr—/o6e (CBX]II), cunapom
Mapdana niau cuanpom Diepca—Hdanno. [1pu MHOTHX
3a00JiIeBaHUSIX HAOII01aeTCsl ayTOCOMHO-IOMUHAHTHBIN
TUIT HacJIeMOBaHUsI, TO3TOMY Y KaxKJI0To pebeHKa eCTh
50%-Hblii 1IAHC YHAC/IEA0BATh U3MEHEHUE, HO BEPOSIT-
HOCTb pa3BUTHUSI THEBMOTOPAKCa MOXKET CUIIBHO Pa3In-
yarbcsd. Hannuue MyTamuum B TeHOME He TapaHTUPYET
MOSIBJIEHUST 3a00JIeBaHUSI.

IMepBuunbie CI1 B GosbiunHCTBE citydaes (88—90 %)
BO3HUKAIOT 0€3 ceMeifHOro aHaMmHe3a |3, 4].

l'eHeTnueckue MccaemoBaHUs KOTOPT MallMEHTOB
CO CITOPAANYECKUM ITHEBMOTOPAKCOM OBLIM COCPENOTOYE-
HBbI B [IEPBYIO ouepenb Ha uzydyeHuu rena FLCN, OTBeTCT-
BeHHoro 3a pa3puTtne CbXI. ®enorun CBX]I BKiouaer
B ce0sl KMCTHI JISTKMX ¥ ITHEBMOTOPAKC B ITOTOJTHEHUE
K paKy IMoYyeK U KOXHbIM MposiBlIeHUsIM. [1o maHHBIM

psioa MccaeIoBaHU MTOKa3aHo, YTO HEKOTOPhIE BapUaHThI
reHa FLCN MoryT npuBOAUTb K (DEHOTUITY, XapaKTePHOMY
TOJIBKO JIJISI TIOpakeHUs JIeTKUX. B oTeuecTBeHHOI inTe-
paType UMEIOTCS eIMHUIHBIC ITyOJIUKAIINN, TIOCBSIICH -
HbIe cuHApomy [5—7].

ITo MexayHapoaHoi KiaccudukKauuu 0oJie3Hen
10-ro mepecmotpa (MKB-10) CEX]I cOOTBETCTBYET KOIY
Q87 «pyrue yTouHeHHbIE CUHAPOMBI BPOKIEHHBIX aHO-
Manuii (MOPOKOB Pa3BUTHSI), 3aTPATUBAIOILIMX HECKOJIBKO
cucteM» (corjacHo kiaccudukauuu EBponeiickoro pe-
criupatopHoro obmectBa mo CbXJ1) [8] unu «UHTep-
CTUIIAJIbHOE 3a00JIeBaHNUE JIETKUX, CBI3aHHOE C TCHOM
FLCN» [9].

Llenbto paboThI SIBUJIACH IEMOHCTPALIUST KITMHUYECKUX
ciyuaeB CII, BBI3BAHHOTO T€HETUUYECKUMU BapuaHTaMU
B reHe FLCN, n Heooxonumoctu nposeaeHus JHK-mu-
arHOCTHKH.

Knunnyeckoe HabnrogeHue Ne 1

IMamuenTtka M. A. 40 net (1985 rona poxaeHust) oopaTuiach
B MOJIMKJIMHUKY TI0 MECTY XKUTEJIBbCTBA C Xajo0aMu Ha Mepruo-
MMYecKre pe3kue OO B TTPaBoOil TTOJOBUHE TPYIHON KIIETKU.

Brimonnena pentrenorpagus (PI') opraHoB rpyaHoit KieTKu

(OI'K), mo taHHBIM KOTOPOIA BbISIBJIEH TPABOCTOPOHHUIA TOTAIb-

HBII THeBMOTOpakc. [1pu rocnutanu3anuu B Xupypruiaeckoe

OTIIeJIEHNE MTPOBEIEHO APEHUPOBAHME MTPABON MIEBPATIbHOM

TOJIOCTH, BBITIMCAHA C YIy4YIIIEHUEM.

Uepes 1 Hel. manMeHTKa OTMETHIIA YXYIIIIEHUE COCTOSTHHUSI.
[To nanubM PT OT'K ycTtaHOBNIEH MOBTOPHBII MTPaBOCTOPOHHUIA
TOTAJIBHBIN ITHEBMOTOPaKC. ['ocruTaim3upoBaHa B cTallioHap,
I7Ie BBITTOJIHEHO IPEHUPOBAHUE MTPABOHA MJIEBPATBHON MTOJIOCTHU.
[MpuHATO peleHne 0 BHIMOJTHEHUH OTIepaTUBHOTO BMEIIaTe b~
CTBa B CJIe/lyIoleM o0beMe: TOPAaKOTOMMSI CIIpaBa, UCCeueHre
OyJu1, epeBsizka OyJI1, TUIEBPIKTOMUSI, CAHALIMSI M IPEHUPOBA-
HUE TMJIEBPAJIBHOM TTOJIOCTH.

[To maHHBIM MAaTOJIOrOAaHATOMUYECKOTO UCCIEeI0BaHMS OUO-
MCUIHOTO MaTepuana: KyCOYKM TKaHU JIETKOTO CO CTeHKaMU
XPOHUYECKOU 3M(bHU3eMaTO3HOIM OYJTBI M TUIEBPBI ¢ HEPABHO-
MEPHBIM KPOBEHATIOJIHEHUEM.

[Tpu TuTaHOBOM OCMOTpE Yepe3 2 Mec. ITOCJIe TOCITUTATN3a-
LMY TI0 JAHHBIM MYJBTUCTIUPAIbHOI KOMITBIOTEPHOI TOMOTpa-
duu (MCKT) OI'K:

*  COCTOSIHUE TTOCJIE OTIePaTUBHOTO BMEIIATeIbCTRA;

* MaccuBHbBICe (GMOPO3HBIE M3MEHEHHUSI B TIPABOM JIETKOM;

* B ODOMX JIETKUX MOJMCErMEHTAPHO OMPENeIISIOTCSI TOHKO-
CTEHHBIE BO3MAYIIIHbIE KUCTHI 10 23 X 17 MM (nmapameaua-
ctrHaNbHO — B S7—10 mpaBoro jerkoro, 40 X 25 MM mapa-
MenracTrHaabHO — B S10 JI€BOro JIerkoro).

ITo pesynabratam MCKT KOHCynbTHpOBaHa TOpaKaIbHBIM
XUPYPTOM: YIUTHIBAsT HAJIMIME KUCT B JIEBOM JIETKOM, Y TIallv-
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€HTKU nMeeTcs Beicoknii puck pa3sutus CII cneBa. Pexomen-

JIOBaHA TOCTIUTATN3AIUS B OTAEJIEHUE TOPAKAILHOW XUPYypPrun

IJIST TOOOCTIeNOBAHUS U OTIpeIeNIeHNST JaTbHEeNIIel TAKTUKI

JIEUeHUSI.

W3 anamue3a:

* TabaKOKypeHMe B TeueHMe 24 JIeT 5 curapeT B CYTKU (MHIEKC
KypeHust — 6 IMayko-jeT);

* HEONHOKPAaTHOE yJaJieHWe POIMHOK Ha KOXe JINIA, PYK
(pe3yabTaT TUCTOJOTMYECKOTO MCCIeNOBAHUS HE TIPEeo-
CTaBJICH).

I'mHekomornyeckuii aHaMHe3: 4 6epeMeHHOCTH, | POIHI,
3 caMomnpon3BONBbHBIX abopTa. HacnencTBeHHbINT aHaMHE3 He
OTSITOIIIEH.

OOBEKTUBHBIN CTATYC: 00IIIee COCTOSTHUE YIOBIETBOPUTEIb-
Hoe. CozHaHue sicHoe. KoXHble TOKPOBBI HE M3MEHEHBI, OObIU -
HOU OKPacKM, Ha KOXe JINIa, BepXHEeil 4aCTh rpyIu OTMEUYaIOTCsT
BBICHITTAHUSA 110 TUITY hubpodoumKyom (puc. 1). Ciu3ucteie
0007104k 6€3 U3BMEHEHUIA.

JInumpaTtnaeckue y3nsl — 6e3 usMeHeHuit. YacTora mbixa-
TeJIbHBIX ABYKeHUi — 17 B munyty. Catypauus — 97 %. Ipu-
TYTUIEHUS TIEPKYTOPHOTO TOHA HET. AYCKYTbTaTUBHO IbIXaHUE
TIPOBOIUTCST BO BCE OTAENbI, OCTA0IeHO, XpUTIOB HeT. CepaeuHo-
COCYNIUCTas cucTeMa 0e3 IMaToNIOTUH, TOHBI CepAlIa sICHbIe. ApTe-
puansHoe nasnenue — 125 /90 mm pr. cr. [Tynbe — 70 B MuHyTY,
PUTMUYHBIN, HOPMAJILHOTO HATIOTHEHUs. YacToTa ceprneaHbIx
cokpameHuii (YCC) — 70 B munyTy. [1o ocTanbHBIM OpraHaM
U cucteMaMm — 6e3 MaToJIOTU .

I1pu obcnenoBanuu:

*  0o0mWMil 1 OMOXMMUYECKUI aHAJIU3BI KPOBU — B TIpefieiax
BO3PACTHOW HOPMBI;

Puc. 1. Boeicbinanus no tuny pudpodosiuKy1ioM Ha KOXe NalueHTKU
Figure 1. Fibrofolliculoma-type rash on the patient’s skin

3ametku u3 npaktuku « Clinical cases

*  ypoBeHb o, -antutpuncuna (AAT) B kposu — 1 188 mr / 11
(mopma — 900—2 000 mr / 7).

[Mo manHBIM ciIpOMeTpUN:

* (dopcupoBaHHas Xu3HeHHass eMKocTh Jierkux (DXKEJT) —
B ripefieniax HOpMmbl (3,59 1 (94 %, ));

*  JIeTKWe HapYIIeHUS TIPOXOIUMOCTHU IbIXaTEIbHBIX TyTEH:

o 00beM GHOPCUPOBAHHOIO BbIAOXA 3a 1-10 CEKYHIY

(O®B)) —2,611(83%,, . );

o O®B, /XEJ — 68,68 %;

o OO®B, /®XENI-72,75%;

O CcpenHsist 00beMHasi CKOPOCTh TPH BbIIOXe OT 25 10 75 %

@®XKEJ (COC,; ) —57 %, .5

* Tpoba ¢ 6poHxoaUTHYEeCKUM mperapatoM (CaipOyTamo
400 Mkr) — nonoxwurenbHas (mpupoct OPB, — +0,38 1
(15 %,,..), ODB, mocje 6GPOHXOIUTUYECKOTO Mpernapara —
2,915 %,,.,.);

* O®B, / ®XKEN - 76,78 %;

* OIICHKa BBIIbIXaeMOTo MoHOKcHaa a3ota (NO):

o Tect Ne 1 — 24 ppb;

o Tect Ne 2 — 28 ppb;

o Tect Ne 3 — 23 ppb.

3akimoyeHue: yMepeHHoe TIoBbIeHne KoHeHTpauu NO
B BBIIBIXa6MOM BO3IyXe, YTO YKa3bIBAET HA YMEPEHHO BBIPAXKEH-
HOE 203MHO(MUIBHOE BOCTIAJICHUE.

Oxokapauorpadust (DxoKI):

*  BU3yaJM3alus 3aTPyaHEHA; MCCIeN0BaHNE TTPOBOIUIOCH
Ha (hoHe neproanyeckux Hapymenuii purMa (E );

* mrobanxbHAs ¥ JJOKAIbHASI COKPATUMOCTh MUOKapa JIEBOTO
xenymouka (JIXK) He HapyireHa (dpakiust Beiopoca (PB) —
62 % no Simpson);

*  MWTpaJIbHAsI PeTYpTrUTALNs 1-1i CTeNeHu;

*  TPUKyCNUIAIbHASI PETYPTUTAINS 1-ii CTEeTeH ;

*  perypruranus Ha KjarnaHe JISTOYHOU apTepuu 1-ii cTerneny;

* TIPU3HAKOB JIETOYHON TUTIEPTEH3NU HE BBISIBIIEHO (CHUCTO-
JIMYecKoe AaBJieHNe B JIETOYHOM apTepuu — 27 MM PT. CT.);

*  KUJAKOCTD B TUIEBPAIbHBIX MTOJIOCTSIX U MIOJOCTH TTepUKapaa
B IMACTOJTy HE BBISIBJICHA;

* KaMepbl cepllia He pacIIupeHbl;

* TomuHa cTeHOK JI2K B mpenenax HOpMBI;

* numactonmueckas pyHkims muoxkapaa JI2K He HapyieHa.
YiprpasByKoBoe uccienoBanue (Y3M) moyek: maTosoruu

He BBISIBJICHO.

Mo nanueim MCKT OT'K:

*  TIOCJieoTepallioOHHbIe U3MEHEH NS (LIETIOYKY METAJUTMIECKIX
LIBOB CyOIUIEBPAIILHO B S4, 6, 8 IpaBOTro JIETKOI0);

* cyOcerMeHTapHBIe aTeieKTa3bl B S2, S3 1paBoro JIErkKoro;

*  MUHUMAJIbHBIN MPAaBOCTOPOHHUI TUIEBPATBbHBIN BEHITIOT
C TIpU3HAKaMU OCYMKOBAHUSI — TIPOCIONKY KUAKOCTH T1a-
pakoCTaJIbHO, TapaMeTNacTUHATBHO TOIIIUHOU 10 15 MM;

* B IapeHXuMe 00OUX JIETKUX — MHOTOUUCITIEHHbIE Pa3HOKA-
MOepHbIe TOHKOCTEHHBIE KUCTHI HETIPaBUIIbHON (hOPMBI
pasmepamu 3—20 MM (B S10 J1eBOTO JIETKOTO).

B cpaBHenuu ¢ ucciegoBanuem ot 05.11.21 — yBenuueHne
pa3MepoB eAMHUYHBIX KUCT (B S10 mpaBoro jerkoro — mo 22 X
23 MM, paHee — 1o 15 X 10 mm) (puc. 2).

C y4eToM KIIMHUKO-PEHTTEHOIOTHYECKOU KapTIUHBI U aHAM -
HECTUYECKUX TaHHBIX 000CHOBaHA HEOOXOIMMOCTh TeHETUYE-
CKOTO MCCIIeIOBAHUSI.

[MpoBeneH mouck MaTOreHHBIX BAPUAHTOB, ACCOLIMUPO-
BaHHBIX C KUCTO3HOI Gone3Hbio jJerkux, CII, a Takxke apy-
TMMU HACJIEACTBEHHBIMU 3a00J€BAHUSMU CO CXOIHBIMU
beHoTUTIMUECKUMMY TIPOSIBIEHUSIMU. BBISIBIEH ONMMCaHHBIN
panee kak natoredusiii (HGMD_ID CD2116243) [10] Ba-
PUAHT HYKJICOTUHO MOCIeN0BATEIbHOCTH B 9K30HE 6 TeHa
FLCN (chr17:17224049CT>C) B reTepO3UTOTHOM COCTOSTHUM,
MPUBOISIINI K CABUTY paMKK cuuThiBaHus (NM_144997.7:
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c.490del, p.(Argl64GlyTerl3)). BoeisaBieHHBII BApUaHT HYKJIe-
OTHUIHOM MOCJIeN0BaTEIbHOCTH 3aPETUCTPUPOBAH B KOHTPOJIb-
Hoi1 BbIOOpKe Genome Aggregation Database (gnomAD v3.1.2)
¢ ajuterbHOM YacTtotoit 0,0007 %. TTpu momoIm aIropuTMOB
MnpeacKa3aHus BIUSIHUS Ha CTutaicuHT mmsplice, squirls, spip
JIAaHHBIN BapUaHT OLICHMBAETCS KaK HEUTpaibHbIi. bosbinast
YacTb OMMCAHHBIX MATOreHHBIX BapuaHTOB B reHe FLCN rnipu-
BOIISIT K CUHTE3y Oejika u3MeHeHHOoU qiuHbl. [To coBokym-
HOCTM CBEJIEHUI1 JTaHHBIN BapUAHT CleAyeT pacleHUBaTh KaK
MaTOTEHHBIN.

INanuenTka Oblj1a BbIITMCAHA TOMOM C yJIyJYIIEHUEM U pe-
KOMEHJalueil HaOIoeHUs MYJIbMOHOJIOTOM U TeparneBTOM
10 MECTY XUTeJbCTBA. PEKOMEHIOBaHO Takxke 00cCaen0BaTh
JleTeil Ha HOCUTEJIbCTBO BapuaHTa B reHe FLCN.

Knunuyeckoe HabnioaeHue Ne 2

Mamuentka A. A. 16 et (2009 rona poxaeHus1) KOHCYJIbTHPO-
BaHa MO BOMPOCY YTOUHEHMUSI IMarHo3a.

AKTUBHBIX XaJ100 HeT. PomocioBHas HACeACTBEHHOM Mna-
TOJIOTHUEI HE OTSrolleHa.

Ponutenu He cocTosT B KpoBHOM poactBe. Ectb Opar 20
JIET, 3[0POB.

AHaMHe3 XU3HU: peOeHOK OT 2-ii OepeMeHHOCTH, TpoTe-
KaBIllel Ha (hoHe U3XKOTH, TAXUKAPIAUU, YTPO3bl IPEPHIBAHUS
0epeMeHHOCTH (3 TOCMUTAIM3ALIMM ); CPOYHBIX CAMOCTOSITEIb-
HbIX ponoB. [Ipu poxxaeHun mirHa Tema — 50 ¢cM, Macca Tejia —
3430 r, oueHka 1o mkanae Anrap — 9 / 9 6amios. Beimucana
B cpok. PaHHee pasButue 1mo Bo3dpacty. M3oupaTenpHa B ene
C POXJIEHUS, TUIOXOU Habop Macchl Teja. 3aHUMaJlach CIIOPTOM,
MePEeHOCUMOCTh (DU3MUECKUX HArpy30K xopoias. KpaTtkoBpe-
MEHHO NMpoOoBaJia KypUTh.

AHaMHe3 3a00J1eBaHUs: B BO3pacTe 3 MecC. IepeHeca IBy-
CTOPOHHUIA OTUT. B 9 JIeT mocte mageHust ¢ BBICOTHI 2 M TIOJTY-
YypJia 4YepernHo-MO3roBylo TpaBMy, HaXOIUJIach B peaHUMallU1
(TmocecTBYS TPaBMBI — KPAaTKOBPEMEHHasI IIOTEPST TTaMSITH ).

B cBsi3u ¢ BBISIBIGHHBIM y 0a0yIIKU TYyOepKye3a (ImpaBoe
nerkoe, Mycobacterium tuberculosis — oTpULIaTEILHO) B aBIyCTe
2023 r. y BCceX YIEHOB CEMbH BBIMIOJIHEHA KOHTPOJIbHAsS (DIT1I00-
porpacdusi, o TaHHBIM KOTOPOI Y MallMEHTKU ObUTM BbISIBIEHbI
MaTOJIOTUYECKIE N3MEHEHMS — TIPU3HAKU OPOHXO9KTATHUECKUX
U THEBMO(MDUOPO3HBIX U3BMEHEHU B BEpXHEil 1oJ1e cieBa.

B ¢Bs13u ¢ BBISIBJIGHHBIMU MU3MEHEHUSIMU OBLIIO PEIIEHO TTPO-
Bectu MCKT OT'K, no taHHbIM KOTOpPOil 0OHapy>KEHbI TUHEI-
HbII TUIEBPOITHEBMOMHOPO3 U MHOTOYUCIEHHBIE OYJUIBI BEpXHE
JTOJIM JIEBOTO JIETKOTO (puc. 3).

Puc. 2. Pe3ynbTaThl MyJIBTUCTIMPAJIBHON KOMITBIOTEPHOI TOMOTpaduu nauueHTku M. A.

Figure 2. Results of multi-slice computed tomography of the patient I. A.

308

MynbmoHonorus « Pu’monologiya. 2026; 36 (2): 305-314. DOI: 10.18093/0869-0189-2026-36-2-305-314



Puc. 3. Pe3yabraThl MyJIbTUCTIMPATIbHOM KOMITBIOTEPHOI TOMOTpaduu
nauureHTa A. A.

Figure 3. Results of multi-slice computed tomography of patient A. A.

[Tpu nooGcaenoBaHUM:

*  OOIIMIT aHaJTU3 KPOBU OMHOKPATHO — 303nHOGmus (17 %);

* ypoBeHb obmiero IgE — 819 ME / ma

+ cneunduueckue IgE He BBISIBICHBI

*  CIIMPOMETPUS — TMOKa3aTeNN B IIpe/ieiax BO3PACTHO HOPMBI.
KoHcynpTanus cnennanicra: akTUBHbBIX XKajlo0 He Tpelb-

saBisieT. COCTOSIHUE CPEeIHEH CTENEHU TSKECTH, CAMOUYBCTBUE

He cTpanaet. Karist u ombIky B Tokoe He oTMeueHo. HocoBoe

IBIXaHKWe He 3aTpyaHeHo. DopMa TpyIHOM KISTKH LIVUIMHAPH-

yecKas, IbIXaH!e B JIETKUX IPOBOIUTCS BO BCE OTIEIbI, XPUIIOB

HeT, paBHOMEpHO ociabjeHo. 1o ocTalbHBIM OpraHaMm u Cuc-

TemaM — 6e3 natosioruu. Poct — 152 cm (10 %), macca Tena —

39,5kr (7 %). YCC — 64 ynapoB B MUHYTY, caTypauus — 97 %.

ITo pe3yabTaTaM o0C/IeTI0BaAHUS:

*  OAK — 6e3 naToJIorn4ecKux U3BMeHEeHUIA;

*  GuoxuMmyeckuii ananus kposu: IgE — 164,3 ME / M (Hop-
Ma < 83,3 ME / mu), octanbHbIe TTOKa3aTenu B Mpeneaax
HOPMBI;

*  QJIJIEProTecTbl Ha CMECh TPaB, TUIECHEBbIX AJIJIEPTEeHOB, ajl-
JIEPTEHOB IEPEBLEB, COPHBIX TPAB — OTPUIIATESIILHBIC;

* TMaHKpeaTHUdecKas 3yactada-1 B Kaime > 500 MKr / T Kana
(HopMma);

* AAT - 1,4r/n (aopma —0,9-2,0r / n);

VY3 opraHoB OpIOIIHOM MOJIOCTH:

*  peaKTHMBHbIC U3MEHEHUS MOMKETYTOUHON Keae3bl;

*  TIOBBIIICHHUE ITOIBIKHOCTH TTPABOiA TTOYKMU.

PI' mpuoaToYHBIX Ma3yx HOCA: UICKPUBIIEHUE HOCOBOU Tie-
PETOPOIKU.

PI' OI'K: mpu3Haku OpOHXO3KTATUYECKMX U TTHEBMOMDU-
OpO3HBIX UBMEHEHMI B BEpXHEN 10J1e cieBa, OpOHXUTA.

CriupomeTpus:

« 2KEJ — 106 %;

« ®XEJ - 102 %,;

* O®B, - 117 %;

* ODB,/ ®XKE —92 %;

*  MIHOBEHHas 00beMHasl CKOPOCTh BbIIOXa Ha ypoBHE 25 %
OXKEI (MOC,,) — 119 %, MOC,, — 108 %.
3akTI0ueHre racTpO3HTEePOoJIora: XpOHUYecKasi GeJIKOBO-

SHEpreTUYecKas HeIOCTATOYHOCTD JIETKOIM CTeTIeHU. YOeam-

TeJbHBIX JAHHBIX 32 HAJIMYKE TTaTOJIOTUH OPTaHOB XKETyIOUHO-

KHUIIIEYHOTO TpaKTa B HACTOSIIIIEE BPeMsI HET.

ITocne aHanu3a coOpaHHOro aHaMHe3a, KIMHUYECKOM
KapTUHBI, Ja0OPaTOPHBIX U MHCTPYMEHTAJbHBIX MCCIE-
noBaHuii 3anmono3peH CbX/ (MKb-10 — Q87) (cornacHo
KJi1accudukanum EBporeiickoro pecnmupaTtopHOTo 001IecTBa

mo CBXJI) [8].

uku « Clinical cases

[IpoBeneHO reHeTHYEeCKOe UCCIIeIOBaHNE: METOIOM CEK-
BeHMpoBaHUs 1o CaHTepy MPOBEACHO MCCIeI0BAaHNE KO-
pyolIel ocaea0BaTeTbHOCTH U TTPUJIETaIOIINX HHTPOHHBIX
ob6nacteii reHa FLCN (NM_144997), MyTauuu B KOTOPOM TpHU-
BogT K pa3Butrio CBX]I. B pe3ynbrare aHaiausa 3K30Ha 7 reHa
FLCN BbIsiBIEH BapUaHT HeonpeaeaeHHoro 3HaueHus ¢.715C>T
(p.Arg239Cys) B reTepO3UroTHOM COCTOSIHUM.

[To maHHBIM cerperaliMoOHHOTO aHAIN3a MMOATBEPKICHO Ha-
JINYYEe paHee BhIABIEHHOTO BapuaHTa ¢.715C>T y marepu (Tpe-
OYIOTCS IOMOJIHUTEIbHBIE (DYHKIIMOHAJIbHBIC UCCIEA0OBAaHMS ).

Knunnyeckoe HabniopeHue Ne 3

[Mamment P. A. 50 et (1975 roga poxneHusT) KOHCYTbTUPOBAH
T10 BOIIPOCY YTOUHEHUS TUarHo3a.

W3 anamuesa: B 2014 1. B CBSI3M € IUTUTEIBHBIM KalllJleM
rpoBeeHa komrblotepHas Tomorpadus (KT) OI'K: nerounbie
11oJis1 6€3 0YaroBbIX M UHGUIBTPATUBHBIX M3MEHEHUI1, HAa BCEM
MPOTSIKEHUHN JIETKUX — MHOXECTBeHHbIE 30HBI IIEHTPUIOOY-
JISIPHOU M B 3HAYUTENILHOW CTETIEH! MapacenTaibHON dSMbu-
3eMbl ¢ POPMUPOBAHNEM TOHKOCTEHHBIX KICT MAKCUMATbHBIM
IMAMETPOM B SI3BIYKOBBIX CETMEHTAX JIEBOTO JIETKOTO 110 54,5 X
56,9 MM.

B mapte 2015 r. rocniuTaM3MpoBaH B CTALIMOHAD C XKajloba-
MU Ha OIBIIIKY TIPH (pr3ndIecKoil Harpy3ke, 60JIb B IPaBoii 1Mo-
JIoBMHe rpyaHoi KieTku. BeimoaHena PIT OI'K: mpaBocTopoH-
HUI TTHEBMOTOPAKC; MPOBENEHO NPEHUPOBAHNE TUIEBPATLHOMN
TTOJIOCTH C TIOJIOKUTETbHBIM 3(D(hEKTOM, PEHTTeHOJIOTUIEeCKU
IMTHEBMOTOPAKC COXPAHSIICS, BBISIBJIEHA KMCTO3HAsI TpaHCHOP-
Marus.

BeimostHeHO omiepaTUBHOE BMEIIATEILCTBO — ATUITMIHAS
peseKIust OyJuT cpeHelt oIy crpaBa, TuieBpones. Yepes 9 mec.
(B HOs1Ope 2015 T.) MOBTOPHO rOCIIUTAIM3MPOBAH B CTAlIMIOHAD
B TUIAHOBOM TIOPSIZIKE, TIPOBEIEHA aTUITMYHAST Pe3eKITUsT OyIuT
BEpXHE IOJH cJeBa, IIeBPOIE3.

KontpoabsHas KT OI'K: teBoe Jierkoe — B IOJTHOM 00beMe,
MpaBOe YMEHbBIIIEHO — COCTOSTHUE TI0CTIe aTUITMYHON Pe3eKITUn
cpenHeit nomu. B 060mx TeTKux COXpaHsIIOTCST pacCesTHHbBIE K-
CTBI (MaKCUMAaJTbHBIC pa3Mepbl — 10 52 X 58 mm). CyOruieBpaib-
HO B S9 — y4acTOK YIUIOTHEHUSI JIETOYHOM MapeHXuMbl. Bporxu
BU3YAIM3UPYIOTCS KaK OObIYHBIe. BHyTpUrpynHeie mumdarn-
yecKue y3/Ibl He yBeandeHbl. CBOOOTHOM XKUIKOCTH B 3aTHUX
CHHycCax He OTIpeIesIeTCsI.

B 2022 r. manmeHT BHOBB TOCITUTAIN3UPOBAH C KajgobaMu
Ha OIBIIIKY MpU (PU3NIecKoit Harpy3ke, O0JIb B TIPaBOI TTOJIO-
BUHE TPYITHOU KIIETKU.

ITo marusiM KT OI'K: B mpaBoii mieBpaabHOI TTOJOCTH
onpezensieTcs ra3 (ToMIrHA cios — 185 MM), cyOTOTaIbHO KOJI-
JlabupoBaHa MapeHxXuMa MmpaBoro jerkoro. [lomicermeHTapHo
B JIEBOM JIETKOM ¥ BO3MYIIIHBIX OTAEJIaX TIPABOTO JIETKOTO OTIpe-
NIEJSTIOTCST MHOXKECTBEHHbBIE TOHKOCTEHHBIE KUCTHI 10 20 MM.
O4aroBbIX 1 UHOWIHTPATUBHBIX U3MEHEHUI HE BBISIBICHO.
Bponxu Bu3yanm3upyioTcst Kak o0buHbIe. BeipaxeHna samukap-
MUaTbHAsT XKUPOBAs KJIeTyaTKa (TOMIIMHA CII0ST — 110 8,5 MM).
B cTenkax aopTsl — KanblIMHUpOBaHHBIE Oystiiku. Ha niccnemny-
€MOM YpOBHe, 1eDOPMUPYST KOHTYP JIEBOI MTOYKH, OTIPENIENISIeT-
cs1 obpa3zoBaHue TIOTHOCTHIO 10 28—51 HU, pasmepamu 44 X
42 mm. B Terne mpaBoro HaAMIOYEUHWKA OTIPENETISIETCS] 04aroBoe
obpazoBaHue ioTHocThio 1 HU, mo 9 MM nuameTpom; KapTuHA
XapakTepHa it ructuonurosa X (?) (puc. 4).

OxoKTI'": runmeprpocust Muokapna JI2K. AopraibpHasi perypru-
taiusi. @B — 55 %. [poBeneHa pe3ekiiust OyJul cripasa.

B mrone 2023 1. B cBSI3M € XKajo0aMy Ha 3aTpyTHEHHOE MOYe-
HCITyCKaHUe, OIIYIIeHNEe HETIOTHOTO OMTOPOXKHEHUST MOYEBOTO
ITy3BIPST, YACTHIE TTO3BIBBI K MOUEUCITYCKaHUIO B TeUeHHUe | Mec.
00paTUICS K YPOJIOTY TIO MECTY XKUTEIbCTBA.
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Puc. 4. Pe3ynbraTbl MyJIBTUCTIUPAJIBHON KOMITbIOTEPHOI ToMorpaduu nauueHta P. A.

Figure 4. Results of multi-slice computed tomography of patient R. A.

[To pesynpraTtam KT moyek ¢ KOHTpacToM — KapThUHa 00pa-
30BaHUS B JIEBOI ITOUKeE (BEPOSITHO, TTOUETYHOKIIETOUHBIN paK).
Ouenka no mkaie RENAL — 9 «a» 6auioB. 'emaromeranus,
MeJIKUe KUCThI TIPaBOii 1011 TIEYeHU, A0PTOCKIIEPO3, JeTeHepa-
TUBHO-IUCTpobIecKre n3MeHeHus. [IpoBeneHa podboTnieckast
Ppe3eKLusT MOYKHU, CEIEKTUBHAsI SMOOTM3ALIMSI OITYXOJIEBBIX COCY-
noB. [1o rucTonornueckum JaHHBIM B Pe3eIIMPOBAHHON MOYKE —
xpoModoOHasT KapIIMHOMA ITOYKH, OITYXOJIb OTpaHNYeHa TKAHBIO
nouku pT1, TIANOMO. ITalmeHT KOHCYJIbTUPOBAaH T€HETUKOM:
peKoMeHI0BaHO omnpeneiacHue ypoBHs AAT ¢ mocnenytoieit
TTOBTOPHOI KOHCYJIbTallell TeHEeTUKA TI0 Pe3ysIbTaTaM 1000~
CJIeJOBaHMSI.

JlaboparopHo: ypoBeHb AAT — B mipenenax HOPMBI.

CeMeliHbIli aHaMHE3 OTATOUIEH: Y OTLA MPUMEPHO B 33—
34 roga — CII, ymep B 43 rozna ot cepaeyHOM HEAOCTATOYHOCTH.
Y ponHoro 6pata (45 net) — 3 anm3ona CIT (pe3exiius mpaBoro
sierkoro). Ectb noub (22 rona), Ha AaHHBIIT MOMEHT KIIMHUYECKU
310poBa (puc. 5).

[To pesyabTaTam mooOcaeT0BaHUI TOBTOPHO KOHCYIbTH-
pPOBaH FeHETUKOM: COTJIACHO peKoMeHmanusiMu EBporreiickoro
koHcopiuuyma CBXJI (2009) ycraHosneH nuarHo3 CbX/ (kiu-
HUYecKn). PerieHo mpoBecTr TeHeTUIeCKMit aHau3. MeToaom
cekBeHMpoBaHUs 10 CaHTEpY MPOBENEHO UCCIeTOBaHNE KO-
nupyloleit nmociaenoateabHocTu reHa FLCN (NM_144997).
B pesynbrate nccienoBaHust OnpenesieH MaToreHHbI BApUAHT
¢.499C>T (p.GIn167*) B 5k30He 6 TeHa FLCN B reTepO3UTOTHOM
COCTOSTHUM.

Y novepu MoATBEpKAEHO HOCUTENBCTBO BapuaHTa ¢.499C>T
(p.GIn167%) B rene FLCN, pekomennoBanbl KT nerkux u Y31
MOYeK U TMHAMUYECKOe HabIIoeHre.

O6cyxaeHue

CBbX]JI — nambonee pacnpocTpaHeHHasT MOHOTE€HHAas
MpUYMHA IMHeBMOTOopakca. [1o TaHHBIM KPYMHBIX I'e-
HOMHBIX peecTpoB (buobank Bennkooputanuu (UKB),
mpoekT «100 000 reHOMOB», East London Genes & Health;
n > 550 000) mporeMOHCTPUPOBAHO, YTO YACTOTA KITMHU-
YEeCKU MOATBEPKACHHBIX BAPUAHTOB ¢ TToTepeil hyHKIIUU
FLCN coctaBasier ot 1 : 2 710 1o 4 190. XoTs1 puck pas-
BUTHS ITHEBMOTOpPAKCa B TeUCHUE XXMU3HU Y HOCUTEIICH
mytauuu FLCN no nanaeiM UKB 1 B KmnHM4eckoii Ko-
ropre CBbX]I 6611 3HaUMTEIbHBIM (28,4 11 37,3 % coort-

Puc. 5. I'eHeanornyeckoe apeBo naiueHTa P. A.
Figure 5. Genealogical tree of the patient R. A.

BETCTBEHHO Yy MALMEHTOB B BO3pacTe A0 65 JIeT), PUCK
Pa3BUTHS paKa IMOYKH B TeUCHUE KU3HU ObLT 3HAUUTEIBHO
Huxke y naureHToB UKB, yem y naliMeHToB KJIMHUYECKOM
xoroptel CBXJ1 (1 % vs 32,1 %) [11].

Tounas pacnpoctpaHeHHocTh CBX/I HesicHa. [upo-
KO IuTHpyeTcs moka3atenb 1 Ha 200 000 [12, 13], HO 3TO
COCTOSTHUE OOBIYHO CUMTACTCST HEMOCTATOYHO TUArHOCTH-
DPYEMBIM, a MO JTaHHBIM KPYITHOMACIITaOHBIX TEHOMHBIX
HCCITeAOBAaHNI HEBEIOPAHHBIX KIIMHUYECKUX TTOMYIISLINI
MIPEIToJIaraeTcsl, YTO pacIIpoCTPaHEHHOCTh BAPUAHTOB
rorepu pyuxkuu FLCN npumepHo B 40 pa3 Breite [14].

ITHeBMOTOpaKC OOBIYHO SIBJISIETCS TTIPU3HAKOM MYJIb-
TUCUCTEMHOTO TeHETMUECKOTO CHHIPOMa. DTH CUHIPOMBI
MOXKHO pa3IeINThb Ha 3 MEXaHMCTUISCKUX Kiracca [15]:
* BO3HUKAIOIIIME B pe3y/IbTaTe MyTAIlMii B TEHAX-CYIpec-

Ccopax OIyXoJIei;
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3ametku u3 npaktuku « Clinical cases

* 3a00JIeBaHUS COETMHUTEIbHOM TKAHU;

* XPOHMYECKUE, B T. Y. HACJIEACTBEHHbIE 3a00JIeBaHMS,
IIPpY KOTOPBIX HAapYIIaeTCsI HOPMaJIbHAS apXUTEKTypa
JIETKUX.

VYyuteiBasi, YTO 3TU CUHAPOMBI UMEIOT CEPbE3HbIE,
YacTo MpedOoTBpaTUMBbIC OCIOXHEHMSI, KpailHe BakKHO
YCTaHOBUTH MPABWIBHBIN TUAarHO3, KOTAAa ITHEBMOTOPAKC
SIBJIIETCS TIEPBBIM ITPOSIBIICHUEM.

[To naHHBIM ONMUCAHHBIX KITMHUYECKUX HAOII0OeHU
BBISIBJIEHBI BapuaHThl B TeHe FLCN. BapuaHThl B reHe
FLCN B reTepO3UTrOTHOM COCTOSTHMY OITMCAHBI Y Mallk-
eHtoB ¢ CBX]I (OMIM: 135150), pneumothorax, primary
spontaneous (OMIM: 173600). ComaTnuecKkrie BapuaHThbI
B reHe FLCN onucaHbl y MAalUEHTOB C PAKOM TOJICTOM
kumku (OMIM: 114500), xpomodoOHOIT TOYeUHOKITe-
TouHOI KapimHomoit (OMIM: 144700).

Monusit penorun CBX/I BkIo4YaeT B ceds mopa-
SKeHUST KOXM, paK MOYeK, KUCThI JISTKNX W ITHEBMOTO-
pakc [13]. XapakTepHoil 4epTOii IBIISIETCS HEIoJTHas
U 3aBUCSINAs OT BO3pacTa MEeHETPAHTHOCTh NPpU3HA-
KOB [16]. Y npencraBieHHBIX ALIMEHTOB HE BBISIBJICHO
BCeX MPU3HAKOB 3a00JIeBaHMUSI JI0 IEPBOTO ITHEBMOTOPAK -
ca. K KOXHbIM MpOsIBIEHUSIM OTHOCSITCS (prdpodosim-
KYJIOMBI (TaMapTOMBbI BOJIOCSHBIX (DOJITTUKYJIOB) U TPU-
XOJUCKOMBI (OITyXOJIM BOJIOCSIHOTO aucka) [13], KoTopblie
OBLIN BBISIBJIIEHBI TOJIBKO Y TTAIIUEHTKH, IIPEIACTaBICHHON
B KJIMHNYECKOM HabmomeHn Ne 1. DTH mopaxkeHUsT K-
HUYECKU UACHTUYHBI, TIPOSIBIISIIOTCS B BUIE HEOOJIBIIINX
KynoJi000pa3HbIX MarnyJi, OObIMHO Ha JIUlE, 1ee, TPYAu,
crrHe 1 pykax. Takoke yacTo HaOII0MaloTcsT KOXKHBIE Tia-
MMAJJTOMEL.

IMonTumnsr paka noyek npu CBX]I BKiI04aoT B cebs
TUOPUIHBIE OHKOLIUTApHbIE / XpOMO(OOHbIE OMYyXO0JIH,
XpoMo(OOHBIE KAPIIMHOMBI, CBETJIOKJICTOYHBIE KAPLIMHO-
MBI, OHKOIIUTOMBI U MAITMJIIIPHBIC TTOYeUHOKIICTOTHEIC
KapuuHOMBI [17]. CKpUHUHT OMyXoJieil mo4yeK ¢ TITOMO-
IO BU3YaJU3alUU SIBJISIETCS] KJIIOUEBbIM BMeIlIaTeb-
ctBoM nipu CBX]I, omHaKO 10 HACTOSIIIIETO BpeMEHU HET
€IUHOTO MHEHUSI OTHOCUTEILHO ONTUMAJIbHOIO METOOa
(HampuMep, MaTHUTHO-PE30HAaHCHAsI TOMOTpadus, KOH-
tpactHast KT, Y3W) unu BpemeHu npoBeneHUs1 BU3yasv-
3aumu (T. €. caMBIii paHHUI BO3pacT, MHTEPBAT MEXIY
HUCCICAOBAHUSIMU), XOTS OBLIN TIPEIJIOKEHBI aJITOPUT-
MmbI [13, 18]. Pak moyku BBISIBIIEH TOJLKO Y MallieHTa,
MPEeNCTaBIEHHOrO B KIMHMYECKOM HaomoaeHun No 3.

Kuctsr nerkux npu cunapome CBX]I 0O6bIYHO He-
MIPaBWILHOM (hOPMBI, pa3HOTO pa3Mepa, IIpeodIagaroT
B HIDKHEW MenuaabHOM 30He jterkux [ 19, 20]. OHu pasnu-
YaloTCs 10 KOJIMYECTBY 1 pa3Mepy, OOIBITMHCTBO U3 HUX
nMmeroT Hechepuueckyio ¢hopmy [19]. JlerouHble KUCThI
rpu CBXJ1 nmeror reHeTpanTHOCTH OT 83 1o 100 % [16,
20—23] u obHapyzkuBatotcst y 10 % 310pOBbIX 4IEHOB Ce-
meit maupeHToB ¢ CBX]I [20]. Kuctbl mpu CBX]I 06b14HO
0OeCCUMIITOMHEI, TTOKa3aTe I CIIUPOMETPUH, KaK IpaBy-
JI0, B HOpME.

PacrnipoctpanenHocTh mHeBMoTOpakca ripu CBX]1
coctanisieT ot 22 no 41 % [16, 20—23]. [THeBMOTOpaKC
npu CBXJI 0ObIYHO BO3HMKAET B paHHEM U CPETHEM B3PO-
cjoM Bo3pacte [23], Ho MOXeT Imopaxars U neTeii [24, 25].
OH MoxeT ObITh TTepBbIM NposiBieHnemM CBXJI [26], kak
1 ObLIO y MALIMEHTOB B MPEACTaBICHHBIX KIMHUYECKUX

HabmoneHusx. Yacro on peuunusupyet (40—75 %) [21,
23]. Y 2 B3pocbIX MaLMEHTOB HAOJ101aJI0Ch peLIUINBU-
poBaHUe ITHEBMOTOpPaKca.

Cpenu marmmeHToB ¢ CBX/I k (hakTOpam prcka ITHeB-
MOTOpaKca OTHOCSTCSH CEMEUHBI aHAMHE3 ITHEBMOTO-
pakca [22], 66nbIme pa3Mep U YUCIIo KUCT [23], cTeneHb
MOpaXXeHUs1 HUXKHUX OTIEeJIOB jierkux [21], aBuanepe-
neTwl [27, 28] u moagBomHoe tuiaBaHue [28]. JII0OOTBIT-
HO, UTO KypeHue He siBJisieTcs (hakTopoM pucka. Bo Bcex
KJIMHUYECKUX HAOMIONEeHUsIX 3a001eBaH e MaHUDECTH -
pOBaJIo B pa3HOM BO3pacTe, YTO ITOATBEPKIAET BEICOKYIO
MEHEeTPAHTHOCTH 3a00JIeBaHUS; B 2 Clydasix yCTAHOBJIEH
ceMeitHbIN XapakTep 3a0oneBaHMs. OMHAKO OMUCAHO, YTO
MyTallM1 MOTYT BO3HUKATh de novo [29].

Koppensunsa rerotnira u peHOTHITA UIH TeH-MO-
IrdUKaTOp, BIMSIOMNIA Ha PUCK ITHEBMOTOpaKca Ipu
CBbX]JI, Heu3BecTHHI [22], TaK Xe, KaK U MEXaHU3M,
MOCPenCTBOM KOTOporo myTtauuu B reHe FLCN npuBo-
IST K 00pa3oBaHUi0 KUCT. OOHO U3 MIPEaITOI0XKEeHUHA
OCHOBAHO Ha HAOIOACHUH, YTO (DOJUTUKYJINH YIaCTBYET
B MEXKJIETOYHOI aAre3nu yepe3 AeCMOCOMaJbHBIN Oe-
ok PKP4/p0071 [30, 31]. I1penmnoaraeTcst, YTo TIoXast
YCTOMYMBOCTD K PACTSKEHUIO IO ISUCTBUEM HaBICHMUS
B JIETKMX MOXET CITOCOOCTBOBAThH 00pa3oBaHMIO KUCT [32].

Knunuuyeckue mpuMepbl OTHECEHBI K OTHOMY U3 Ha-
ciaeacTBeHHbIX 3a0oheBaHuii — CBX]I, conpoBoxna-
tomemycst CI, cpeau npyrux reHeTUYeCKNX MpUYInH,
KOTOpBIC MCCJIeNOBATEI CO BPEMEHEM BBISIBST ITYy-
TeM (OopMUPOBaHUS U U3YUYEHHUST KOTOPT MallUeHTOB.
CO6op aHaMHe3a U ¢Uu3MKaIbHOE 00CIea0BaHE JOTXK-
HBI BKJIIOYATh B ceOs IeJIeHAIIpaBACHHBIM CKPUHUHT
Ha TIpU3HAKU TeHETUYECKUX CUHAPOMOB, CBSI3aHHBIX
C IMMHEBMOTOpPaKCOM. BakHy10 poJib UTpaeT TiIaTeJIbHOE
o0ciienoBaHue KOXU, TTOCKOJIbKY AepMaTOJIOTUIECKUe
mposBireHuss CBXJl yacTo ObIBalOT Maj03aMETHBIMU.
IMpodpunakTyeckme Mepbl TaKXKe TOJKHBI OBITH HAITPaB-
JIEHbI HAa PAaHHIOIO TMArHOCTUKY U JIeYeHUE paKa Mmoyek.
I'eHeTnueckoe obcienoBaHUe POJICTBEHHUKOB 1-1i cTe-
IeHW poncTBa (OpaTheB / cecTep, MeTeil) Ha HOCUTEb-
cTBO MyTanuu B reHe FLCN T03BOJIUT MPEenOTBPaTUTh
TMOABJIEHUE OCIOXHEHUN.

3akntoyeHue

I'eneTnuyeckas mpUuUMHA MHEBMOTOPAKCA MOXET UMETh
cepbe3Hble KIMHUYecKue nocaenctsus. [peanoaoxursb
BO3MOXKHOCTb TeHETMYECKOM / CeMEITHOM TTpeapacIiono-
JKEHHOCTH Y TTALIMEHTOB C THEBMOTOPAKCOM, pacriojiaras
yKa3aHHBIMU PEKOMEHIALMSIMU, MOTYT Bpau o0I11eil mpa-
KTUKHW, Bpay CKOPO MOMOIIU, PEHTT€HOJIOT, TTyJIbMOHO-
JIOT, XUPYPT WK APYTrye CIEUUaIUCThI.

I1pu panbvHeIeM uccaeaoBaHUM JAHHOIM TEMBbI OT-
KPbIBAIOTCS MEPCIIEKTUBbBI B U3YYEHUUW JUATHOCTUKM,
NpodUIaKTUKU U JIeueHUsT 3a00JieBaHUM, TTPUBOISIIAX
Kk CII.
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