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KJIMHUYECKUIA CNTYYAN

Kiman4yecknm ciy4dai no3gHen JMarHoCTUKI
MYKOBMCII/I03a Y IIOAPOCTKA C Ha3a/IbHbIM
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Pesiome

MyKoBMCUMA03 — HacNeACTBEHHOe 3aboneBaHue, MpU KOTo-
poM u3MeHeHue reHa CFTR NpMBOAMT K CUCTEMHOMY Mopae-
HMI0 3K30KPUHHBIX XKeJe3 U XPOHUYECKOMY NPOrpeccupoBaHmio
neroyHon natonorun. OTMeyaeTcs nepexof MyKOBMCLMAO03a
B KaTeropuio KOHTPOJIMPYeMbIX XpOHUYECKUX 3abonieBaHuit: co-
BEPLLEHCTBYIOTCA MeToAbl paHHel! AMarHoCTUKM, pa3paboTaHbl

3¢ deKTUBHbIE TapreTHble MeTOAbI JieyeHus U bonblue BHUMa-
HUS YAENAETCA KaYeCTBY MMU3HU NaLMEHTOB.

B cTaTbe npefcTaBneH KIMHWMYECKMIA Cyyail MyKOBUCLMA03a
y pebeHKa 14 neT, AMarHOCTUKa KOTOPOro Hayanachk C KOMMbHo-
TepHOW ToMorpaduu NpUAATOYHBIX Na3yx Hoca, rae bbina obHa-
PpYJKeHa KapTuHa NOSMMNO3HOT0 PUHOCUHYCHTA.
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CLINICAL CASE

Clinical case of late diagnosis of cystic fibrosis in an
adolescent with nasal polyposis

Natalia M. Gaponova', Djamila A. Alimurzaeva', Maria V. Zagryadskikh?

' Tula Children’s Regional Clinical Hospital (39, Bondarenko str., Tula, 300010, Russia)

2 Tula State University (92, Lenin ave., Tula, 300012, Russia)

Abstract
Cystic fibrosis is a hereditary disease caused by mutations
in the CFTR gene. This leads to systemic involvement of the exo-

crine glands and chronic progression of pulmonary pathology.
Cystic fibrosis is currently being transferred into the category



of controllable chronic diseases owing to new effective targeted
therapies, improved methods of early diagnostics, and greater
attention to the patient's quality of life. In this article, we pres-

ApxXuB neguaTpuy 1 feTcKoit xupyprunm Ne2 [3] 2025 roga

ent a clinical case of cystic fibrosis in a 14-year-old child, where
the diagnostic process began with a CT scan of the paranasal
sinuses that revealed features of polypous polysinusitis.
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AKTyanbHOCTD

MyxoBucunao3 (knctopubpos MOmKeTyTOUHOI Kese-
3bI) — ayTOCOMHO-PeLIeCCUBHOEe MOHOTE€HHOe Hac/eNl-
CTBEHHOe 3a0ojIeBaHNe, XapaKTepusywolleecs IOpake-
HMEM BCeX 3K30KPUMHHBIX JKefle3, a TaK)Ke >XM3HEHHO
Ba>KHBIX OPTaHOB U CUCTEM, OT/INYIAETCS TSKETIbIM Teue-
HUEeM U poTHO30M [1].

YacToTa MYKOBMCIV/I03a BapbupyeT Yy HaceleHNs
C PasHOIl STHMYECKON MPUHAIEKHOCTBIO, MPOXUBA-
IOI[ET0 B pa3HbIX reorpaduvecKux pernoHax, M Koie-
6nmercsa or 1:600 mo 1:400 000 (M.E. Hodson, D. Geddes,
A. Bush, 2007). CornacHo mpegBapUTeTbHBIM TaHHBIM,
yacToTa 3aboneBannsa B Poccunm cocrapnser 1:6684 Ho-
BOPOXXJIEHHBIX [2].

PaHHASA AMarHOCTMKA MYKOBMCIIIO3a CTA/Ia CTAH/ap-
TOM BO MHOIMX CTpaHaX 67arogapsi MacCOBOMY HeOHa-
TaJIbHOMY CKPMHMHTIY, a HVIOTHBIN IPOEeKT B MOCKOB-
CKOJl 007acTM MPOAEMOHCTPUpPOBan 3G eKTUBHOCTD
[IBYX3TAITHON CXeMBbI (OIpefie/ieHie MMMYHOPeaKTUBHO-
ro TpuncusoreHa (VIPT) ¢ mocnegyromum JHK-tectn-
poBaHMeM), KOTOPBIIl MO3BOMU/ TOATBEPAUTD TUATHO3
y>Ke Ha 2-il Hefje/ie >KM3HM ¥ CHU3UTb KOMMYECTBO JIOXK-
HOIIOJIOKMTE/IbHBIX Pe3y/IbTaToB [3, 4].

ITo mMepe yny4uIeHNs BBDKMBAEMOCTY SIUAEMIONIOT Y-
JyecKas KapTUHa MyKOBUcCHMAo03a MeHsercs. [Tocnenune
[laHHbIE PETUCTPOB JEMOHCTPUPYIOT: paCCYNTAHHAS Me-
AVaHa OXXUIAeMOll MPOJOIKUTENbHOCTY XU3HU JJIS [ie-
TeN, POSMBIIMXCA C MYKOoBucuuposom B 2019-2023 rr.,
cocTaBiseT mpubnusuTenbHo 61 rog [6].

[a>ke mpu HaMM4YNMM HEOHATAIBHOTO CKPUHMHTA TTO3I-
HSAS JUATHOCTUKA MYKOBMCIMIO3a MOXKET COXPaHATbCS
BC/IE[ICTBYE JIOXKHOOTPUIIATE/IbHBIX pe3ynbratos VIPT
IpM HapyIIeHUM CPOKOB 3abopa KpOBM, OTpaHNYEH-
HOTO IIPUMMEHEHMSI MOJIEKY/ISPHO-TeHeTUYEeCKOrO IJTa-
ma ¥ HEeJOCTATOYHON KIMHUYECKOV HAaCTOPOXKEHHOCTU
IPY ATUIUIHOM TedeHun 3aboneBanus [7].

Llenp wmccmenoBaHUsA: IPeACTaBUTb CIydYail IIO37-
Hell MaTHOCTMKM MYKOBUCI[MO3a y pebeHKa 14 jer
mnss  bopMUpoBaHMS BpadeOHON HACTOPOXKEHHOCTU
P HETUMIUYHBIX MPOSIBJIEHUSIX 3a00/TeBaHMU .

Marepuanbl 1 MeTOABL: PETPOCHEKTUBHBIN aHamn3
ucropuy 601e3HM NalueHTa.

Pe3ynbrarsl 1 00CyXAeHEe KTMHNYECKOTO
HaOMIOgeHN s

Bonbhas [I., 14 net, 2010 roga poxxnenusi. Pe6eHok oT 2-11
6epemeHHOCTM Ha GOHe rpuIIa Ha 6-7-11 Hefemne recra-
LMY, OTCNIOVKM I/IalleHThI, BTOPbIX POMOB IIyTeM Keca-

peBa cedeHu s, Macca Tela npu poxgennu 3560 1, ginHa
Tesna 50 cM. belna npuno)xeHa K IpyAu B pOAUIbHOM 3ajie
Ha l-e cyTku. Cpok mpeObIBaHUs B PORUIBHOM HOME
coctaBun 7 pHeit. OnpepeneHne MMMYHOPeaKTUBHOTO
tpuncuHorena (VPT) mpoBoaunu B popuMabHOM JJOMe.
BckapmnuBaHMe — MCKycCTBeHHOe. B mepmon HoBOpoO-
KIEHHOCTM OTMedanach (PU3NMOIOrnYecKast >KeNTyXa.
Paseutme coorBeTcTBOBaNO BO3pacty. Hacnemcrsen-
HOCTb He OTATOIIeHa. AJIIepruYecKIil aHaMHe3: 110 JaH-
HBIM IIPOBOJVIMOTO PaHHee a/lIeprojIoru4ecKoro obcre-
IOBaHNA CEHCUOMIN3AINY He BBISB/ICHO.

JKamo6s! mpyu mocTyIieHnn B OTAeeHNEe ITY/IbMOHO-
nmorun I'V3 «Tynbckas perckas ob6macTHas KIMHUYe-
ckast 607pHMIIA» (Ha MOMEHT TOCIMUTANN3ALNNA BO3PACT
pebeHka 14 yieT): Kalllenb B TeYeHMe J/INTE/ILHOTO Bpe-
MeHN (7-8 71eT), HeT CBA3M ¢ paKTOpaMy OKpy>Kalolern
Cpenbl, BpeMeHeM ITH:A U CE30HHOCTH, 3aTPY[HEHHOE bl
XaHne Ha (poHe PU3NIEeCKOIT HaTrPy3KIL.

AHaMHe3 3a60/IeBaHMA: CO CIOB 3aKOHHOTO IIpell-
CTaBUTeNA, B BO3pacTe JABYX JIeT II0 MeCTY >KUTENbCTBA
ObI/I yCTAaHOB/IEH AMAarHo3 «OpOHXMalbHAs acTMa», Oa-
3MCHas Tepanusi He MpoBomunacb. B mekabpe 2020
rofjia KOHCY/IbTMPOBAaHA aJIIEPrONIOrOM, IpegBapUTeNb-
HBI/l JIMATHO3: «CUHAPOM TUIIEPPEaKTUBHOCTY OpOH-
XOB, aJUIePTUYeCKUil pUHUT?» TakKe manmeHTKa Oblna
OCMOTpEHa OTOPMHONIAPMHIO/IOTOM, IIPOBefieHa KOM-
IbIOTepHasg TOMOTpadus IPUJATOYHBIX Ia3yX HOCa
ot 29.09.2020 1. ¢ mocnenymoMUM 3aK/II0YEHNEM: KapTH-
Ha IOJMIIO3HOTO puHOCMHYycuta. Ilpm mccnegoBanum:
o6muit IgE ot 10.10.2020 1. 149 ME/Mn (Hopma — 0-87),
crienuduyaeckue IgE x ammrenuio Komky, cobaky, Kie-
IIaM IOMAIlHel IbIIN — OTPULIATE/IbHO.

B 2020 r. 1OBTOPHO KOHCY/IBTMPOBaHA aJI/IEpPrOI0roM
¢ >)karobaMy Ha MPUCTYIIBI KALJIs, YMXAHNs, 3aTPY/[HEH-
HOTO HOCOBOTO AbIXaHMA. VICII0/1b30BasIa JO3MPOBAHHBIN
aspo30/bHbIN MHTanATop (JJAU) c mpenaparoM cepeTus
(campMeTepon + ¢yrmkason) — 25/50 Mxr mo 1 pose
2 pasa B [ieHb B Te€4eHUe MecAllda — C HONMOKUTETbHBIM
addexrom Ha pone Tepanuu. [Tpu 06cmemoBaHMM: OKCHT,
a30Ta B BBIABIXaeMOM Bo3fyxe — 32-29-30 ppb (mop-
Ma — 0 20 ppb). Cnenudnyecknue IgE k xorke 1 nombl-
HI — pe3y/bTaT OTpuLaTenbHbI MeTogoM ImmunoCap.
ITo maHHBIM MarHUTHO-PE30HAHCHON TOMOTrpaduy OKO-
JIOHOCOBBIX Ma3yx orT 15.01.2023 r. KapTuHAa MHOTOYMNC-
JIEHHBIX IIOJIMIIOB BePXHEUYETIOCTHDIX M1Aa3yX M sAYeeK pe-
eTYaToro mabupuHTa. ViIMMyHorpamma ot 15.01.2023 r.:
obuuit IgE 246 ME/mn (Hopma — 0-200), IgA 1,19 /n
(HOpM™ma 0,5-2,5), IgM 1,47 1/n (0,2-1,9), IgG — 12,95 1/n
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(7,2-17,1). B 2024 r. HEOZTHOKPATHO OCMOTpPEHA IIyIbMO-
HOJIOTOM C JjMarfosom: «bpoHXmanpHas acTMa, Jerkoe
TedeHUe BHe 000CTpeHuA. [HOMHBIN pUHUT, PUHOCUHY-
cut? CUHAPOM ITOCTHA3a/IBHOTO 3aTeKa». PebeHOK momy-
Yajl CYUMITOMATHYECKYI0 Tepalyio, BKIIOYABIIYIO IpPO-
MBIBaHJe IOIOCTY HOCa (PU3NOIOTMYECKIIM PacTBOPOM,
Ha3a/IbHBIN EeKOHTeCTAHT (KCMJIOMETa30/MH), MyKO/IN-
TUK (aLeTMINVCTeNH) U aHTUTMCTAMVHHBIN IIperapar
(metmpusuHn). IIpoBoguMOe TedeHNe 3HaYMMOTO K/INHU-
4YEeCKOro ynydiueHus He mpuHecno. 04.06.2024 r. — oc-
MOTP OTOPMHOJIAPMHIO/IOrOM Poccmiickoro HalMoHaIb-
HOTO JICCIIefJ0BATe/IbCKOTO MEAVIIMHCKOTO YHUBEPCUTETA
um. H.J. IInporosa (Poccuiickas feTckas KIMHNYecKas
6ompHMIIA) ¢ AuarHo3oM: «OCTphIfi BepXHEUeMTIOCTHOM
CUHYCUT, HONNIIBI HOCA?»

B TedeHme >KM3HU 3apeTUCTPUPOBAHBI 4 sSmK304a
PEHTTeHOIOTMYeCKM IO/ TBEP>K/IeHHON THEBMOHUMN pa3-
AuaHONM mokanusanum (2011, 2012, 2013, 2016 rr.).

®Dusnyeckyro Harpysky IepeHOCUT IIIOXO, II€pUO-
OMYeCKM JICIONb3yeT [O3VMPOBAHHBIN a3pO30/IbHBIIN
UHTAJIATOP — [JINTENbHO MeVICTBYIOIMII [32-arOHMCT
(DA OOBA) wunpartoponms Opomup + QeHOTEPONT
mo 3-4 pa3 B Mecall. 29.11.2024. OcMoTpeHa NeANaTpoOM,
IyIbMOHOJIOTOM, OTOPMHOJIAPMHTONIOIOM K/IMHMKO-JU-
arHOCTMYECKOTO IleHTpa Ty/IbCKOM HeTCKOi 06/1acTHOM
KIVTHMYECKON OO/IbHMIIBI — PEeKOMEH/IOBAaHA IUIAaHOBas
TOCIIMTANM3ALNA C LEe/IbI0 VICK/TIOUeH)sI MyKOBUCIIN 032
y pebeHKa ¢ XpOHMYECKVM IIO/INIIO3HBIM PTHOCUHYCUTOM.

OObexTuBHbBIE laHHBIE IPU MOCTYIUICHUM B CTaIlu-
OHap: COCTOsIHME pebeHKa OLeHMBANIOCh KaK CpefHeit
CTEIEeHNU TSKECTY, YTO OOYC/IOB/IEHO JITUTENTBHO COXpa-
HSIOUVMCSL TPOAYKTMBHBIM KallJleM C OT/eleHNeM
THOJHOJ MOKPOTBI, HajM4leM PeCIVpaTOpHbIX Hapy-
IIEeHNIT B BUJIe OBIIIKY IIpu (PU3NIECKOl HarpysKe, da-
CTBIMU 3MM30fiaMU OPOHXOOOCTPYKTMBHOTO CUHAPOMA
U PeUVIUBUPYIOIUMY OpPOHXMATBHBIMU OOCTPYKIU-
AMMY, @ TaK>Ke CHVDKEHHOJ TONEPAaHTHOCTBIO K (pusmye-
CKUM HarpyskaM (6er, xogbp0a, IOfbeM O JIECTHUIIE).

[Ipn xnMMHMYECKOM OCMOTpe: BeC — 55 Kr (mepleH-
b 75-90%), UMT — 21,09, poct — 161,5 cm (mep-
neHTUnb 25-50%), Temmeparypa tenma — 36,6 °C. Tun
TeJIOC/IOKEHUA: HOpMOcTeHM4Yeckoe. Co3HaHME SCHOE.
Ko>xHble TOKPOBBI 4MCTHIE, O1eHO-pO30BbIe. Bupnmble
C/IM3UCTDbIe BIa)XKHbIE, po30oBble. CKIepbl He M3MEHEHBI.
[TopkoxHO-KMpOBasA KeTYaTKa pas3BUTA Y/OBIETBO-
putenbHO. ToHYC MBI HOpManbHBIL. PopMma rpyHON
KJIeTKV TIpaBWIbHAasA. YTONIIEHNA HOTTEBBIX (ajaHr
nanbles HeT. YacTtora gpixanua — 20 B MuHyTY. OfbIm-
K1 HeT. KaTapanpHBIX sIBIeHUII HeT. 3eB He I'MIepeMu-
poOBaH, MUHAAINHDI He yBenudeHbl. HocoBoe fibIxaHMe
3aTPy[HEHO, OTHeNsAeMOe OTCYTCTBYeT. lonoc He M3Me-
HeH. AyCKyJIbTaTMBHO B JIETKMX ABIXaHUE IPOBOJVTCS
paBHOMEPHO BO Bce oTHenbl. Xpunos Het. SpO, — 99%.
AyckynpTanysa cepplia: pUTM IpaBUIbHBIN, TOHBI Ceph-
ua purMnyHsle, AcHbie. YCC — 78 yn/mun. JKubot mAr-
K1it, 6e30071e3HEeHHBII, JOCTYIIeH ITy0OKOII MaIblal .
IleyeHnp u ceneseHka He ManbNUpyTCsa. CTyN perynsp-

HBII, 0(1)OpM}IeHHbII7[, 6€e3 MaTOMIOrMYeCcKUX IIpUMeceit,
3MM30[J0B CTeaTOpey He OTMedeHO. MouencryckaHue
6e3601e3HeHHOE, CBOOOTHOE.

[Ipn mocTyIIeHNn OCHOBHOI AMarHos: «bpoHxmanb-
Has acTMa, anjeprudeckas Gopma, 1erkoe KOHTPOIUPY-
eMoe TedeHue». PeKOMeH/[0BaHO VICK/TIOYNTD IEPBUIHYIO
LVINAPHYIO JUCKMHE3NI0, MyKOBUCIN03. COMyTCTBY-
IOV AMarHO3: «XPOHMYECKUIT NBYCTOPOHHMII PUHO-
CUHYCUT (LIO/IMIIO3HO-KUCTO3HBINA?), peliMAnBUpYIOiiee
TedeHue».

JTabopaTopHble MCCIETOBAHMSA: PUHOIUTOrPaMMa
(06.12.2024): neitrpobunsr — 100%. O6muit aHanus
KpoBu (06.12.2024): ob11jee UMCIO MEMKOLUTOB — 6,55 X
10°/n (4,00-10,00), abconTHOE YUCTO HENTPODUTOB —
2,99 x 10°/n (2,00-7,00), abcomoTHOE uncno numoru-
ToB — 3,01 X 10°/1 (0,80-4,00), ab6COMIOTHOE YMCIO MO-
Houuros — 0,38 x 10°/1 (0,12-1,20), abCoMOTHOE YICIIO
sosunodbumnoB — 0,15 x 10°/n (0,02-0,50), abcomoTHOE
yucno 6azodmnos — 0,02 x 10°/m (0-0,10), neittpo-
¢uno — 45,6% (50,0-70,0), numbouutoB — 45,9%
(20,0-40,0), monHomuroB — 5,8% (3,0-12,0), s03mHO-
¢dunos — 2,3% (0,5-5,0), 6asobunos — 0,4% (0,0-1,0),
sputporutsl —4,46 x 10'/1 (3,50-5,50), remornobun —
92 r/n (110-160), rematokput — 28,0% (37,0-54,0), cpen-
Huit 06beM sputporuta — 62,9 b (80,0-100,0), cpen-
Hee cofiep)KaHye reMornobuHa B spurpounte —20,7 mr
(27,0-34, 0), Tpom6oUTEL — 391 X 10°/1 (100-300), cpen-
Huil o6veM Tpombonura — 8,9 ¢ (7,0-11,0), Tpomb0-
kput — 0,349% (0,108-0,282), COD — 10 Mmm/4.

Buoxumuyeckuit anamus kxposu (06.12.2024 r.):
ACT — 19,1 Ell/n (14-34), AJIT — 9,8 Ell/n (7-35), rmio-
K032 (CBIBOPOTOYHOI KpoBU) — 5,2 MMOnb/1 (3,06-6,38).
O6mmit IgE (11.12.2024 r.): 107 ME/Mmn (Hopma < 87). VM-
MyHorpamma (16.12.2024 r.): IgA — 1,5 r/n (Hopma 0,5-
2,5), IgM — 1,6 t/n (0,2-1,9), IgG — 12,4 1/n (7,2-17,1).

Muxpo6monornyeckoe MCCIEOBAHNE OTHENSIEMO-
ro us Hocosoit momoctu (10.12.2024 r.): S. aureus —
102 KOE/mn; moHokynbrypa. Autnrena x Chlamydoph-
ila pneumoniae, Mycoplasma pneumoniae (11.12.2024 r.):
OTPUIIATENBHO.

Komporpamma (13.12.2024 r.): MbI/Ia «+», MbIIIEYHbIE
BOJIOKHA 6e3 MCYEPYEHHOCTU «+», PACTUTEIbHAS KIIET-
YaTKa HellepeBapeHHas «+», PaCTUTENbHAs KIeT4aTKa
TMEepeBapEeHHAA «+».

HNccnenoBanne mpoBOAMMOCTM IOTAa HA amImapare
Hanopaxkr (13.12.2024r.): 74 mmonb/i1 (50-80 MMonb/m —
[OTPaHUYHbIE 3HAYEHIS).

IMukdmoymeTpus: mnKoBas CKOPOCTDb BBIJOXA B XKeJI-
Toit 30He (310 71/MMH), CpefiHECYTOUHbIe KO/eOaHNA TI-
KOBOJI CKOPOCTH BbIfjoxa — 6oree 13%.

KomnboTepHas tomorpadus OpraHoB TI'pPyZHOI
kneTku (06.12.2024 r.): neroyHele MOAA CUMMETpPUY-
HBI, C IBYX CTOPOH CYOIIIEBPa/IbHO ONPEeReNSI0TCS T1-
HeJlHble YYacCTKM YIJIOTHEHUs J€TOYHOI TKaHM (mpe-
UMYIIECTBEHHO IO 3aJjHell MOBEPXHOCTM, CIIEpenu
MeHee BbIPa)keHO), IieBpopmnadparManbHble CIAKN
(6onpire crpaBa), 6pPOHXM OOBIYHOI apXUTEKTOHUKI,



IPOXOAVMBI, CTEHKY YIIJIOTHEHBI, CPeJOCTeHNME PACIIO-
JIO)KEHO IO CPEeJVHHON JMHUM, He PacHIMpPeHO, TNM-
(daTuyeckue y3abl He YBEIMYEHBI, IETOYHbIE apTepUN
HOPMa/JIbHOTO AMaMeTpa, B IIEBPAJbHBIX ITONOCTAX
Coflep>)XKMMOe He OIpefenseTcs, U3MepeHne CTPYKTY-
pol Tenra Th4 — ouaroBoe u3MeHeHMe pazMepamn 13 X
12 x 10 MM nnoTHOCTBIO 35 efH ¢ nuHelHbIMY TUTIEP-
NEHCHBIMM y49acTKaMM IJIOTHOCTBIO 427 enH. 3akio-
yenue: npu npoBefieHuu KT BbIssBIeHB NpU3HAKU
¢nO6pPO3HBIX M3MEHEHMII C ABYX CTOPOH, M3MEHEHUsd
cTpyKTypsl Th4.

9x0KT (06.12.2024 r.): BapriaHT BO3pacTHOI HOPMBI.

9KT (06.12.2024 r.): HeoHas 6/10Kafia MPaBOl HOX-
Ky mydka ['mca.

Cnupomerpus (12.12.2024 r.): popcrpoBaHHAS KN3-
HeHHas eMKocTb nerkux (OXKXEJI) — 1,92 1 (125,4 %),
o6beM GopcupoBaHHOTrO BbIfjoXa 3a 1 cekyHAy/dopcu-
poBaHHasi )XM3HeHHa A eMKOCTb ierkux (O®B /OKEJT) —
1,86 11 (97,1%), ODB, /JKEJT — 1,86 11 (48,53%). [Tocre 6pon-
XOiM/IATalMOHHOrO Tecta: npupoct ODB, cocrasun
+0,15 1 (+8,1%). 3aknoueHMe: cCnupoMeTpusi 6e3 3HAYU-
MOt 00paTuMOIt 0OCTPYKLINN.

Ocmotpena renerukom (13.12.2024 r.), peKOMeHO-
BaHa JIHK-gmarHocTrka maTOreHHBbIX BapMaHTOB reHa
CFTR B cBs3U C MOBBILIEHHON MOTOBOIT mpoboii. IIpo-
BefleHa  MOJIEKY/ISIPHO-TEHeTHYeckass  [AMarHOCTMKA
(16.01.2025 r.): oOHapy>KeHBI CIeAYIOLIe IaTOreHHbIe
BapuaHThl B reHe CFTR 3849+10kbC>T/2143 delT.

3a BpeMs HaOIIOfeHNUA B IYJIbMOHO/IOTMYECKOM OT-
meneduyt B 2024 T. 6bI/I0 HECKOIBKO SIIM30M0B 3aTpyna-
HEHHOTO [IbIXaHUsA B HOYHBIE Yachl, IPUCTYIOOOpas-
HOTO HEIpOAYKTMBHOTO Kauuls, Ha ¢oHe nmpuema AN
JIDBA c nonoxxnrenbHbeM 3¢ dpextoM. Takke oT™Medancs
3MM30J MPUCTYNOOOPA3HOTO KAIIA B YTPEHHUE Yachl
(B 5-6 4acos).

Hamnpasnena B ®I'AOY BO «Poccuiicknit HarjoHanb-
HBIIl MICCTIeIOBATeIbCKUII MEVIIIIHCKUI YHUBEPCUTET
umenu H.J. Iluporosa» MuHuctepcTBa 3paBooxpaHe-
Hus Poccuiickoit @egepannu (PIKDB) nns gononuutens-
HOro 00c/efoBaHuA U Koppeknuy tepanun. [Ipu gomnosn-
HUTENTbBHOM O0OC/TefOBaHMU OB BBISIBIEH MEPBUYHBILIA
BbIceB P. aeruginosa 10° KOE/m.

Ha ocHoBanum xano6, anamHesa 3aboneBaHus, 06b-
eKTVBHBIX JIaHHBIX, TA0OPAaTOPHBIX U MHCTPYMEHTa/lb-
HBIX JCC/IEJOBAHMII BBICTaB/IeH OCHOBHOJ [MarHos:
«Kncrosubiit ¢pnbpos (Mykosucnupos) — E84.8. Teno-
tui: 3849+10kbC>T/2143 delT. Jlerounas dopma 3a-
OoneBaHMs, CpefHETsDKeNoe TedeHue. XPOHUYeCKMiT
O6ponxut. O60cTpeHNe OPOHXOJIETOYHOIO Ipolecca
no 6ponxutndeckomy tuny. [IH 0-1-i crenenn. XpoHu-
yeckas nHpexuns S. aureus (MSSA), P. aeruginosa (nep-
BUYHBIN BBICEB). XPOHMYECKUI ITOIMIIO3HO-THOHBIN
PUHOCHMHYCUT».

ConyrcrByromee 3a6oneBaHue: OpOHXMANbHAS acT-
Ma, aJJleprudecKas, CpeffHell CTeIIeHN TXKeCTH, YacTud-
HO KOHTpO/MMpyeMas, BHe obocTpeHns. AHemnus I creme-
HU, MUKPOILIUTAPHA s, TUIIOXPOMHAS.

ApxXuB neguaTpuy 1 feTcKoit xupyprunm Ne2 [3] 2025 roga

Hasnauena 6asmcHas Tepamus, spafguKaljMOHHOE
JledeHNe CUHETHONHOV MH(EeKIuM 1 TapreTHas Tepa-
mus (10.03.2025 r.) npemapaToMm anekcakabTop + Te3a-
kadTop + uBakadrop u nBakadrop 100 mMr + 50 mMr +
75 mr u 150 M. PekoMeHIOBaHO HavyaTh IIpUeM COTIac-
HO VIHCTPYKIIUN 110 2 Tab/MeTKN 3/eKcakaTop + Tesa-
kadTop + uBakadrop 100/50/75 yrpom + mBakadTop
150 mr mo 1 Tabnerke BedepoM. Ha maHHBII MOMEHT
HalMeHTKa IPOAOJ/KaeT HaOIofeHNe Yy IYIbMOHO-
nora B Tynbckoll JAeTCKOil 06IacTHONM KIMHMYECKON
60/bHUIILE.

O6cyxpmenne

Eme HecKonbKO AecATMIETUI Hasal OONBIIMHCTBO Ma-
IIUEHTOB C MYKOBUCLIMJ030M He JJOXXVBA/IM 10 3PEJIOTO
BOo3pacTa. B Hacrosmee BpeMs TreHeTM4YecKass OCHO-
Ba JJAHHOTO 3a00jIeBaHMs CTajza Ype3BbIUANHO Pa3HO-
o6pasHoii: onucaHo 6omee 2000 pa3INIHBIX TATOTEHHBIX
BapuaHToB reHa CFTR, o6ycmoBIMBalOmMX IIMPOKWIA
CIIeKTpP (PEeHOTUINYECKUX IIPOSBICHUIL.

Y DanueHTKM BBIABJICHBI KOMIIAYHJ-TeTEePO3UTOT-
Hble TaToreHHble BapuaHThl reHa CFTR 3849+10kbC>T
u 2143delT, ogun u3 koropbix (3849+10kbC>T) oTHO-
CUTCA K «MATKMM» U XapaKTepu3yeTcs OCTaTOYHON
¢yuxnumert CFTR-6enka. Takye reHOTUIIBI aCCOLUMPY-
I0TCS CO «CTEPTHIM» TedeHVeM 3a00/IeBaHN s, OTCPOYEH-
HOJI MATHOCTYIKOM ¥ HeCBOEBPEMEHHBIM Ha3HauyeHeM
Tepanuu. B IpefcTaBlIeHHOM ciaydyae KIMHUYECKNE
HposB/IeHNsA ObIIM B BUJie HEOMHOKPATHBIX ITHEBMO-
HUIl, OpOHXMATBHBIX OOCTPYKLMIA, IIOMUIIO3HOTO PU-
HOCUHYCUTA.

PasBuTue NOMUIIO3HOTO PUHOCUHYCUTA IIPU MYKO-
BUCHM03e OOYC/IOBNIEHO CTYILIEHMEM CeKpeTa >Xeje3
CIIMBUCTOM OOOJIOYKYM OKOJIOHOCOBBIX I1a3yX, Hapylle-
HYeM MYKOIIV/IMAPHOTO K/IMpPeHCa ¥ XPOHNYEeCKUM baK-
TepMajabHBIM BoCHaneHueM. ITu (GaKTOPbl CIOCOO-
CTBYIOT OTEKYy C/IM3MUCTON, TUIEPIUIa3UM OIINUTEeNUs
u GOpMUPOBAaHMIO MONNUIIO3HBIX 0bpas3oBaHuil. Kpome
TOTO, OKOJIOHOCOBBIE IIA3yXM MOTYT CIY>KUTb Pe3epBYy-
apoM IIaTOTeHHO (IOPBI, CIOCOOCTBYA HMUCXOASAIIEMY
MHOUIVPOBAHUIO HIDKHMX [bIXaTe/IbHBIX IyTell [8, 9].
[TopakeHMe /TOp-OpPTaHOB IIPU MYKOBUCLMJO3€ BKIIIO-
YaeT XpPOHMYECKUI PUHOCUHYCUT (THOMHBIN VIV TOMN-
MIO3HO-THOJHBI), PacCIIPOCTPaHEHHOCTb KOTOPOTO yBe-
AUYMUBAETCA C BO3pacToM 1o 90% K IOJpPOCTKOBOMY
Bo3pacTy [10] 1 MoXxeT OBITh IePBBLIM HpPOsABICHUEM
3a007IeBaHMs Y MALMEHTOB C «MSITKMMMU» TeHOTUIIAMIA,
KaK B JAaHHOM KJIMHUYEeCKOM CTydae.

HecmoTps Ha mpoBefieHNe HEOHATaJTbHOTO CKPUHMH-
ra (IPT B HOopMe), inarHo3 He ObUT 3aMOTO3peH U3-3a
NTO>XXHOOTpuIarenbHoro pesynbrara VIPT, koTopsiit B PO
Habmomaercst B 7% [11]. 9To mogyepkuBaeT HeOOXOmU-
MOCTb IIOBTOPHOTO OOCTefOBaHMSA NPV KIMHUYECKUX
IpM3HaKax 3abo/neBaHMs, Jake IpY OTPULIATETBHOM
cKpyHMHTe. HefocTaTKOM CyIecTBYIOIero aaropurma
HEOHATa/IbHOTO CKPVHVHTA ABJIAETCA BBICOKAs YacTOTa
JIO)KHOOTPUIIATETbHBIX Pe3y/IbTaTOB.
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BoiBomabl

I[aHHbII?J[ cnyqaﬁ HpeI[CTaBTIHeT K}II/IHI/I‘ICCKYIO Ccu-
TyallMl0, B KOTOPOM MYKOBUCLMO3 [ONT0€ BpeM:
HE paCHO?:HaBaHCH ns3-3a OTCYTCTBI/I}'—[ TUIINYHBIX Ta-
CTpO3HT€pOHOI‘I/I‘{eCKI/IX HpOHBHeHI/IVI n CTPYKTYPHI)IX
M3MeHEeHU! B JIETKUX, TAKNX KaK 6pOHXO3KTaSI)I. Muo-
JKECTBEHHDbIEC pechpaToprIe MHq)eKLU/II/I, BKJIIO4YaAd 4e-
Tblpe 3IIM304a IITIHEBMOHNN, XpOHI/[‘IeCKI/I]?I pI/IHOCI/IHYCI/IT
C TIOJIUIIO30M U OTCYTCTBHUE CTOMKOro ad¢eKTa oT Impo-
TUBOACTMAaTIYECKOM Teparn/m, HE 6I)I}'II/I CBoeBpeMeHHO
OII€HEHDbI C TOYKIN SPCHI/IH BO3MO>KHOM HaC]IeJICTBeHHO]Z
MATOJIOTUIA.
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