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AHHOMayun

MyKOBHUCIIH/I03 — 3TO XPOHHUECKOE TeHETHYECKOEe CUCTEMHOe 3a60JIeBaHIe, B OCHOBE MATOTeHEe3a KOTOPOTO JIEKUT /le(DeKT allnKaIbHOTO TPAHC-
[IOpTEPA NOHOB XJIOPA, YTO IIPUBOJIUT K ITATOJIOTUYECKOMY CTYIIEHUIO CJIN3U U €€ HAKOIUIEHUIO B IIPOCBETE IOJIBIX OPTraHOB, TJIABHBIM 00pa3oM B
OpOHXaX U IMO/KEITYI0UHOM ykeste3e. Cpe/ii reHeTUYeCKUX 3a00JIeBaHUI MYKOBUCIH/I03 BCTPEUYAETCsI IOBOJIBHO YacTo. B ¢BsI3M ¢ 3TUM HauwnHas
¢ 2007 T. Ha Tepputopuu Poccuiickoit ®erepaliiii BceM HOBOPOK/IEHHBIM ITPOBO/SAT CKPUHUHT HA MyKOBHUCIH/103. HeoHATaIbHBIA CKPUHUHT
[I03BOJISIET YCTAHOBUTH IMATHO3 HA PAHHUX 3TallaX, YTO CYI[ECTBEHHO YJIyUIIaeT JaJbHeUIuil nporHo3. O/lHaKo He BCeM IallleHTaM y/1aeTcs
TOATBEPAUTH JUATHO3 C POK/IeHUA. [laHHBIA KIIMHUYECKUH CJTydail MOKAa3bIBAET, KK MTO3/IHAS JUATHOCTHUKA 3200JIeBaHUS TPUBOUT K PA3BUTHIO
TSIKEJIBIX OCJIOXKHEHUH U yXy/IIIIEHHIO POTHO3a.
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Abstract

Cystic fibrosis is a chronic, genetic, systemic disease, the pathogenesis of which is based on a defect in the apical transporter of chlorine ions,
which leads to pathological thickening of mucus and its accumulation in the lumen of hollow organs, mainly bronchi, pancreas and others. Among
genetic diseases, cystic fibrosis is quite common. In this regard, since 2007 in the territory of the Russian Federation, all newborns are screened
for cystic fibrosis. Neonatal screening makes it possible to establish a diagnosis at an early stage, which significantly improves the further prog-
nosis. However, not all patients manage to confirm the diagnosis from birth. This clinical case shows how late diagnosis of the disease leads to

the development of severe complications and deterioration of the prognosis.
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M YKOBHCIIU/I03, WIN KACTO3HBIN (HpUOPO3, — 3TO XpOHHYe-
CKOe CHCTEMHOe 3a00JIeBaHHe BCEX HK30KPHHHBIX JKe-
Jie3, KOTOPOE XapaKTepUsyeTcst MaTOJIOTHIeCKUM CIYIIEeHUEM
CJI3U U €€ HAKOIUIEHEM B BBIBO/IHBIX IIPOTOKAX keste3. [1aTo-
JIOTHYECKUH TIPOIIeCC 3aTparuBaeT Becb OPraHU3M, HO Haubo-
Jlee CIUIBHO IOPAKAIOTCA JIETKHUe, IO/KeJIy/IouHas JKesesa,
KHIIeYHUK. HakarumBascs, Tycras cusb ABJIeTcs 0J1aronpu-
SATHOU CpeZiof JyIsi Pa3MHOMKEHUs IIATOTeHHBIX MHKpPOOpra-
HU3MOB, YTO IPUBOZJUT K PA3BUTHIO XPOHNYECKUX NHPEKITUH
U CYIIIECTBEHHO yXY/IIIIAeT aJIbHENIINI TPOTHO3 [1, 2].

ITo pasHBIM MenuKO-TeHETHUEeCKOTO HAYYHOr'O IIeHTpa
uM. akaz. H.I1. boukoBa, Ha Tepputopuu Poccuiickoir de-
Jlepaliiy 9acToTa BCTPEYAEMOCTH MYKOBHCI[H7I03a COCTaB-
JIeT 1:9 ThIC. HOBOPOJK/IEHHBIX, UTO II03BOJIAET C/eJsaTh
BBIBOJI O IIMPOKOM PACIPOCTPAHEHUH JAHHOU MaTOJIOTHH
[3]. Hauunas ¢ 2007 1. Bo Becex perunoHax PO mpoBoauTes
JIMarHOCTUYECKUHM CKPUHHUHT MYKOBUCIIH/03a (aHAIU3
YPOBHS HIMMyHOpeakTuBHOro tpurcuaa — MPT) Bcem Ho-
BOPOXKJIEHHBIM. [IpH COMHHUTEJIPHOM IIEPBOM aHaIN3e
(>70 Hr/y) HPOBOAAT IIOBTOPHOE OIIpe/iesieHUE YPOBHA

UPT. Eciiu yposens VIPT BHOBB npeBbIlaeT pedepeHCHbIe
3HaueHus (>40 Hr/JI), TO HA3HAYAIOT TECT HA IOTOBYIO
npo0y 1 reHeTUYecKoe MCCieZioBaHue (MMOUCK HECKOJIBKUX
HauboJsiee pacpocTpaneHHbix myTaruil B rene CFTR) [4].
ITo nanHBIM perucTpa 60IBPHBIX MyKOBUCIU030M B P®, 3a
2020 T. [10 HEOHATAIIPHOMY CKPUHHUHTY INaTHO3 « MYKOBHUC-
nu/103» OBUT yCTAaHOBJIEH Yy 75,6% maruenTtoB [5]. Biaro-
Jlapsi CKDUHUHTY IUarHO3 «MyKOBHUCITH/IO3» YAAETCs yCTa-
HOBUTD B T€YEHUE MEPBHIX MECSIEB JKU3HU, YTO [IO3BOJISIET
BOBpeMsI HayaTh HEOOXO/IUMOE JIeYeHHE, a B JaTbHENIIIeM
n30eKaTh PAaHHETO MPUCOEIUHEHUS] XPOHUYECKUX HH(DEK-
IUH IbIXaTeJIbHBIX MyTEH, TSXKEJIOTO MOPaKeHUsi OPraHOB
JKEJIYZIOYHO-KUIIIETHOTO TPAKTA.

MpbI TIpe/ICTaBIIsiEM KJIMHUYECKOe HAOJII0/[eHE TTal[ieHTa
C IeJIbI0 JIEMOHCTPAIIUU OCJIOKHEHUH MPU TMO3/[HEM BbI-
SIBJIEHUY MYKOBHCITH/1034.

KnunHnueckoe Ha6n|erHv|e
ITannenTka A., neBouyka 8 JjeT, BIepBBbIE IOCTYIWIA B
ITyJIbMOHOJIOTMTYECKOE OT/IEJIEHHE B 2023 T. C JKajiobaMu Ha
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MaJIONIPOJYKTUBHBIN KallleJsb, SIIH30/{bl IIOBBIIIEHUA TEM-
repartypsl Tesa 10 GeOpHUIbHBIX 3HAYEHUH, OJIBIIIKY, IIe-
puopuyeckue Gosu B KUBOTe. VI3 aHaMHe3a JKU3HU U3-
BECTHO: /IEBOYKA CKJIOHHA K BUPYCHBIM U OaKTepHabHBIM
WHQEKIUAM HUKHUX JIbIXaTeIbHBIX IyTeld. Co CJI0B MaMbl,
IIPU POKJEHUH OBLI BBIIIOJIHEH HEOHATAJIBHBIH CKPUHUHT
(pe3ysnbpraT HeHW3BecTeH). AJIEProaHaMHeE3 UM CeMeHHBIN
aHaMHe3 He OTATOIIEHBI.

Buepssie pebeHOK TsiKes10 3a60J1es B Bo3pacre 6 mec. [le-
BOYKA HAXO/IWJIACH HA CTALIMOHAPHOM JIEYEHHUH C JIUArHO-
30M «BHEOOJIPHUYHAS IIPABOCTOPOHHAA OPOHXOITHEBMO-
HUA CpefHeR TskecTH». [losydyana jeyeHue B BUJI€ aHTH-
OakrepranpHOU Tepanuu (nedrpuakcon). C 4 et pebeHka
0eCIIOKOUT YacThIH MaJIONPOAYKTUBHBIH Kallleb B yTPEH-
HY€ U HOYHBIE YaCHl.

B nexabpe 2021 r., B Bo3pacre 6 JieT, IeBOYKA [IEpeHecsIa
HOBYI0O KOpoHaBHpycHyI0 uHpeknuoo (SARS-CoV-2). ITpu
TOCIIUTATIN3AINH 10 Pe3yJIbTaTaM JIy4eBOU JINarHOCTUKH —
KT-kapTtuna opranos rpysuoi kierku (OI'K) ¢ aBiaeHusAMu
JIBYCTODOHHEH IOJIMCErMEeHTapHOU ITHEBMOHUU (IIopake-
HUeE /10 30% mapeHxuMsl). Takke ObLIN BBIABIEHBI OGPOH-
XOOKTATHUYECKUE M3MEHEHUs JIETOYHOM TKAaHU C IpU3Ha-
KaMu OpOHXHOJINTA MeJIKUX OpOHXOB. B cranuonape mpu-
HUMaJa aHTUOMOTUKHU (aMOKCHUIULINH, a3UTPOMUIIMH) U
[JTIOKOKOPTUKOCTEPOU/IbI (JlekcameTra3oH). [Tociie BBITUCKI
cTanu OGecrOKOUTh YacTble OOJM B JKUBOTE, MAJIOTPOAYK-
THBHBI KallleJIb COXPAHJICH.

KucTb naumeHTKM C yTonweHnem KoHUeBbIX panaHr B Buge
«6apabaHHbIX NanoyeK» N HOrTeBbIX MIACTUH — «YaCOBbIX CTEKOJ»
(oTMeueHbI cTpenkamm).

Patient’s hand showing thickening of the terminal phalanges (drum sticks)
and watch-glass nails (marked with arrows).

C HOAGpA 2022 I. MaMa /IeBOYKU OTMETUJIA YCUJIEHHE
KaIIsA, KOTOPBIH CONPOBOK/IAJICA 110//beMaMU TeMIlepa-
TYpBI 10 GeOPUIbHBIX 3HAYEHUH, B CBA3U C UeM ObLIN Ha-
3HauYeHbl Tepanus AMOKcHKIaBoM u uHrananuu (Bepo-
nyasn + JlazonBan). [IpoBeeHHOe yieueHue 661510 6€3 0co-
6oro pesysibpTaTa, MaJONPOAYKTHBHBIN KallleJb COXpa-
HsacA. B AHBape 2023 r. pebeHKY IPOBEJN IIOBTOPHOE
KT-uccinenoanue OT'K. IIpu obGciezoBaHUU OGBLIO BBI-
SIBJIEHO pacllIupeHue cybcerMeHTapHbIX OPOHXOB C I1aTO-
JIOTUYECKUM COJEPKUMBIM B IIpocBeTe. BpOHXO3KTATH-
YecKye M3MEHEHHs COXPaHANUCh. B cBA3U ¢ coxXpaHAIO-
IIUMHCA JKI00aMU U U3MEHEHHSAMH II0 JIAHHBIM KOM-
npiorepHOl ToMmorpaduu (KT) OT'K pe6eHOK B IIIaHOBOM
IIOPSAZKE TOCIIUTAIIN3UPOBAH B IIyJIbBMOHOJIOTHYECKOE OT-
JieJIeHue.

OOBEKTUBHO y peOeHKa YCTAHOBJIEH TAMKEJIBIN TeUIUT
Maccel Tesna (kKo3d@UIUEHT CTAaHIAPTHOTO OTKJIOHEHUSA
WHJIEKCa Macchl Tejla MeHee -3). Bo Bpems ¢u3nKasibHOTO
obcirefoBaHusA ObLIa BBIABJIEHBI JlehOpManusa KOHIEBBIX
(astasr kucTell B Bujie «6apabaHHBIX [TAJI0YEK» U HOITEH —
«YaCOBBIX CTEKOJI» (CM. DHUCYHOK), IIEPHOPAIBHBINA aKpO-
[MaHO3. AYCKYJIbTATHBHO YCTAHOBJIEHBI IIOOOYHBIE JIbIXa-
TeJIbHBIE IIIYMBI 110 BCEM IIOJIAM B BHJI€ KPEIUTHPYIOIINX
XpuroB. JlabopaTopHble MapKephl BOCIaIeHUA ObUIN yBe-
nnuensl (C-peaktuBHbIH Oestok, COD, JIEHKOIUTO3 C HEl-
TPOMIIIBHBIM C/IBUTOM BjIeBO). Ha cumpomerpuu obHapy-
JKeHbI IPU3HAKY PECTPUKTUBHBIX HAPDYIIEHUH Cpe/iHed Ts-
skecTH (cM. TabIuIy).

[To HAIMYNIO UMEIOIIKXCA PECTPUKTUBHBIX U3MEHEHUH
KT-xaptuaer OT'K, a Takke JaHHBIM (HU3UKAIBHOTO
ocMoTpa y pebeHKa ObLI 3aM0[03peH MyKOBUCITH/I03. JlJist
IIOATBEPIK/IEHUA JIMAarHO3a OBLIM IIPOBEJIEHBI IIOTOBAsA
poba (pe3yJsbTaT IIOJIOKHUTEIBHBIH — 121 MMOJIB/JI) H
OpOHXOCKOITNs, HAa KOTOPOW OBLIN BBIABJIEHBI IPU3HAKU
nuddysHOro rHOMHOrO SHI0OpOoHXUTA. 13 ToceBa GpOHXO-
aJIbBEOJISIDHOTO JiaBaxka ObL1 BhiziesieH Staphylococcus
aureus (Ha MOMEHT HCCJIEIOBAHUA YyBCTBUTEIBHBIH K
CTaH/IApTHOU aHTHUOHOTHKOTepanuu). [losydyeHHBIE pe-
3yJIBTATBHl HCCJIEIOBAHUSA IIO3BOJIFUIM IIO/ITBEPJUTH JIHAT-
HO3 «MYKOBHCITU/I03%.

IIpu panbHe#IeM 00CI€IOBAHUY JIEBOUKUA OBLIA BbI-
SIBJIEHBI HAJYaJIbHbIE NIPUBHAKU [TOPAKEHUSA ITO/IPKEITYI0U-
HOU 3kesie3bl. Takike ObL10 TpoBezieHo KT-umcciezoBanue
OKOJIOHOCOBBIX IIa3yX, Ha KOTOPOM BBIIBJIEHO TOTQJIBHOE
3aTeMHEHUE BEPXHEUEeTIOCTHBIX I1a3yX. B ycyioBusax cranuo-
Hapa peGeHKyY ObLIO IIPOBEEHO COOTBETCTBYIOIIEE JIEUEHHE
C TIOJIOXKUTEJIBHOH JINHAMUKOW: HCYE3JIH OZBIIIKA U JINXO-
pazaxa, Kamiess crai 6oJiee peKUM, KyIIHPOBAIUCh XPUIIBI
IIpU aycKysbTanuu. JleBouka ObIa HampapjieHa Ha I10CTa-
HOBKY Ha y4eT OOJIBHBIX ¢ MyKOBHCI[UI030M.

AbIXaTeNbHbIX NyTen

MaHHble cnpomeTpun. Mocne nposepneHnA I'IpOGbI C CaﬂbﬁyTaMOHOM ynydweHne He3HayuTesNlbHoe. an/I3HaKVI PecTpuKLuUn HNXKHNX

Spirometry data. Minor improvement after the Salbutamol test. Signs of restriction in the lower respiratory tract

MNMokasaTenb 3HaueHVe 4O NpYMeHeHUs canbbyTamona, % 3HaueHue nocne npuema canbbytamona, % N3meHeHme 3HaueHuns, %
OB, 53 50 -3
OXKEN 56 51 -4

MpumeuaHne. OOB, - o6bem popcmpoBaHHOTO BbiAoXa 3a 1-10 cekyHay, OXKEJT - dopcrpoBaHHasn XU3HEHHaA eMKOCTb IerKuX.
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BbiBoAbI 1 06CYyXKaeHue

MBI TpPOJEMOHCTPUPOBANM KJIUHUYECKUH Ciydan
II03/IHEH IMaTHOCTHKY MYKOBUCIIH/I03a Y IEBOYKHU 8 JIeT.
Ha nanHOM IpuMepe MBI XOTEJIH I10Ka3aTh, HACKOJIBKO
Ba)KHO 3HATh TOYHBIH De3yJIbTaT HEOHATAJIBHOTO CKDHU-
HUHTa MyKOBUCIIU/I03a U KaK JIJIUTEIbHOE OTCYTCTBUE CO-
OTBETCTBYIOIErO JIeYeHUs MOKET IIPUBECTH K YyXyZIle-
HHUIO IIPOTHO3a OCHOBHOI'O 3a00JI€EBAHUA U PAHHEMY II0-
SIBJIGHUIO €T0 IIO3/IHUX OCJIOKHEHUH. MOKHO IpeIoIo-
JKHTb, UYTO, €CJIX OBl JAHHOH NalMeHTKe JUarH03 « MyKO-
BHCLH/I03» OBLI IIOCTABJIEH IIPU CKPHUHUHTE B POJIZIOME,
TO IPU HAJIMYUU COBPEMEHHOU Tepaluyl pa3BUTHE Iep-
BBIX OCJIO}KHEHHUH B BH/JI€ IIOBTOPHBIX THEBMOHUH U /1a/Ib-
HEeUImuX B BHUE eDUNUTA MACCHI Teya U 3aJePKKU PU-
3UYECKOT0 Pa3BUTHS, IAHKPEATONATHH, [IPUCOEIUHEHUS
XPOHUYECKOU HMHQEKIUN HUKHUX /IBIXaTeJIbHBIX IIyTeH
(S. aureus), XpOHUUECKOTO CHHYCHUTA MOHO ObLIIO n30e-
JKaTh U CYIIECTBEHHO OTCPOYUTH. JapbHelIee TeueHre
3a00JIeBaHUA CYLIECTBEHHO YXY/AIIAeTCA, B IIEPBYI0 OYe-
peab U3-3a KOHTAMHUHAIMH HHUKHUX JIbIXaTeIbHBIX ITyTeH
S. aureus. Ilo 1uTepaTypHBIM JAaHHBIM, IIOSABJICHUE XPO-
HUUYEeCKOU HMHQEKIIUH AbIXaTeJIbHBIX IMyTeld Hen30e:KHO.
KosioHH3a1us MUKPOOPraHM3MAaMHU OCYIIECTBJIAETCHA B
IIepBbIE 4 TO/a JKU3HU pebeHKa. S. aureus BBIJEJAIOT y
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