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[NepByrHHa uMniapHa anckinesia (ML) — piakicHe reHeTnyHo AeTepMIHOBaHe 3aXBOPIOBAHHS 3 NOPYLUEHHAM MyKOLIMAIAPHOO KAIPEHCY, WO MaHi-
hectye NepcUCTyoUNMU IHheKLIaMK anxansHnx wnaxis i JIOP-koMOpGIAHICTIO Ta 4aCTo 3aNMLLIAETECA HeA0AIarHOCTOBaHMM 3a BIACYTHOCTI Situs
inversus.

MeTa — NpoiNCTpyBaTh AIarHOCTUYHI I TepaneBTUYHI BUKINKI Ha NprKkaadi nignitTkoBol nauieHtkn 3 ML 6e3 situs inversus.

KniHiuHmMiA BUNagok. NauieHTka, BiKOM 17 POKIB: y HEOHaTaNbHOMY NepioAl — MHEBMOHIA 3 TPMBaNMM CTaUIOHaPHUM NiIKyBaHHAM; Y 3 POKM — OaKTe-
pianbHa MHEBMOHIA 3 AECTPYKLIEID CepeiHbOl HaCTKM NPaBol NereHi 1a (hopMyBaHHAM BapUKO3HX OPOHX0EKTas3iB; 3 ANTUHCTBA — PeLnavBHI iH-
DeKUIT HVXKHIX/BEPXHIX ANXaNbHNX LUNAXIB, CEKPETOPHWIA OTUT, 3arOCTPEHHSA XPORIYHOrO PUHOCURYCUTY, NPOAYKTUBHWIA Kallens. MyKoBicUMa03
3anepeyeno, NepBNHHUIA iIMyHoaediunT He ninTBepaxeHo. KoMm'toTepHa ToMorpaddis Opranis rpyaHoT KNITKK — BEPUKO3HI BPOHXOEKTasun ceperbol
4acTku NpaBol nerexi. MonekynapHe TectyBanHaA (2019) — KOMNayRA-reTepo3nroTHi Bapiantv B RSPH4A (c.1068G>A p.Trp356% ¢.1818dupC p.
Trp607Leufs*36) Ta VUS y CCDCI103 (¢.82C>T p. Arg28Trp). [NposeaeHo nikyBaHHg, Ha T/1i NiATPYMYBaNbHO! Tepanii NauUieHTKa NPOAOBXYE ANHaMIY-
He CNOCTePEXEHHA B MY/IbTUANCUMUMNIHAPHIN KOMaHAI 3 KOHTPONEM (PYHKLIT 30BHILLHLOMO AVXaHHA | MIKPOOIONOTYHOrO NPOWMINto.

BucHOBKMU. [10€HaHHSA HaB'S3/1MBOIrO MPOAYKTUBHOIO KLLMD, PELUMANBHYIX IHPEKLIA H/XHIX I/a00 BEPXHIX ANXansHUX LWAAXIB I3 PAHHBOIO BIKY,
OPOHXOEKTa3iB CepPeiHbOT YaCTKM Ta BIACYTHOCTI Situs inversus Mae CNoHykaTy 10 UinecnpaMoBaHoro CKpUHIHTY ML i MonekynapHoT Bepudikadli,
PaHHE MyNbTUANCUMIIIHAPHE BEACHHA € KTOYOBUM AN15 CMOBINbHEHHA MPOrpecyBaHHd NereHeBol natonoril.

JlocnimKeHHs BUKOHAHO BIANOBIAHO [0 NPUHLMMIB [ e1bCIHCLKOI Aeknapaulil. Ha npoBeAeHHA OOCIIKEHHA OTPUMAHO IH(POPMOBAHY 3rofy NaLieHTKN.
ABTOPV 3a9BNAI0TL NPO BIACYTHICTE KOHMNIKTY iIHTepecis.

Knto4oBi cnoBa: nepeyiHHa LinliapHa AVCcKiHesia; OpoHxoekTas; Nignitku, RSPHAA; cekpeTopHMA OTUT; XPOHIYHNUI PUHOCUHYCUT; FTEHETUYHE Tec-
TYBaHHA; KAIHIYHWI BMNAAOK.

Diagnostic and management challenges of primary ciliary dyskinesia in children: analysis of a clinical case
O.0. Starets, S.B. Chernysh, O.V. Fedorenko, A.S. Pyrogova, N.A. Koban
Odessa National Medical University, Ukraine

Primary ciliary dyskinesia (PCD) is a rare genetic disorder of mucociliary clearance, typically presenting with persistent airway infections and ENT
comorbidities, and is frequently underdiagnosed in the absence of situs inversus.

Aim — to highlight diagnostic and management challenges through a case of adolescent-onset PCD without situs inversus.

Clinical case. A 17-year-old female had neonatal pneumonia requiring prolonged hospitalization; at age 3 she developed bacterial pneumonia with
destruction of the right middle lobe followed by varicose bronchiectasis. Since early childhood she experienced recurrent lower/upper respiratory
tract infections, otitis media with effusion, exacerbations of chronic rhinosinusitis, and productive cough. Cystic fibrosis was excluded, and primary
immunodeficiency was not confirmed. Chest CT showed varicose bronchiectasis of the right middle lobe. Molecular testing (2019) identified com-
pound-heterozygous RSPH4A variants (c.1068G>A p.Trp356%; c1818dupC p.Trp607Leufs*36) and a VUS in CCDCI03 (c.82C>T p.Arg28Trp). Manage-
ment included hypertonic (3—5%) saline inhalations, daily airway clearance/physiotherapy, nasal irrigations, antibiotic therapy as indicated, and multi-
disciplinary follow-up (pediatrics, pulmonology, otolaryngology).

Conclusions. The constellation of persistent productive cough, early-onset recurrent lower/upper airway infections, right middle lobe bronchiectasis,
and absence of situs inversus should prompt targeted screening for PCD with molecular confirmation. Early multidisciplinary care is crucial to mitigate
disease progression.

The study was conducted in accordance with the principles of the Declaration of Helsinki. The study protocol was approved by the Bioethics Com-
mittee of the mentioned institution. Informed consent was obtained from all participants.

The authors declare no conflict of interest.

Keywords: primary ciliary dyskinesia; bronchiectasis; adolescent, RSPH4A; otitis media with effusion; chronic rhinosinusitis; genetic testing; case report.

Beryn

epBuHHA IuJtiapHa quckinesia (ITIL1) —

1le pifikicHe CIaJIKOBe 3aXBOPIOBaHHA,

JUJIS SIKOTO XapaKTepHe MOpYyIIeHHs My-
KOIMJIIaPHOTO KJIiPEHCY.

OCHOBHOIO IPUYMHOIO ITLOTO CTAHY € PI3HOMAHIT-
Hi eekTn BillOK CIM30BOI 000JOHKN AUXAJTbHUX
ILJISIXIB, 1[0 POOUTB IX HE3AATHUMU 10 HOPMaJIbHUX
pyxiB (1utiapHa IUCKiHesisT) abo B3arasii He3/[aTHHU-
MW JIo iXHBOI BificyTHOCTI (11iyiapHa amaszis). 1le
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3aXBOPIOBAaHHS HAJIEXKUTD 10 OpMaHHUX, BOHO OIIN-
caHe B OiJIbIIIOCTI PEriOHIB CBITY 3 OJJHAKOBUM PiB-
HEeM IOIIUPEHOCTI cepejl YOJIOBIKIB 1 3KiHOK [4]. Hac-
TOTA 3aXBOPIOBAHHSA € HEJJOCTATHLO BUBYEHOIO K
B YKpaiHi, TaK i B ycboMY CBiTi. [eHOMHI fociKen-
H4, y SKUX TTPOAHAJi30BaHO 4acTOTy fieheKTiB 29 re-
HiB, MOB’s13aHnX i3 po3BuTkoM II11/I, cBiguars, 1o
BOHO MOJKe TPAILJISITUCS 3 YaCTOTOIO IITOHANMEHIIIe
1 1a 7500 Jrrofeii, 1110 BABIYi TIEPEBUIILYE MOMEPEIHI
emizemMiosioriuni ominku. OHaK HaBITD Il LOCJi-
JUKEHHS, IMOBIPHO, HEJIOOIIHIOIOTh PeabHU PiBEHb
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MONTUPEHOCTI 3aXBOPIOBAHD, OCKLIBKY KiJTbKICTh Te-
HiB, noB’g3anux i3 [111/], mocriitao 3poctae [ 3].

Haituacrimre ITIL/] € ayTocoMHO-pelieCUBHUM 3a-
XBOPIOBAaHHSM, X0Ua € JIaHi IOCIi[PKEeHb, IO 3aXBO-
PIOBAHHS MOXKe YCIIa[KOBYBAaTUCS ayTOCOMHO-/10-
MiHAaHTHUM i 3uerjiene 3 X-xpoMocomoro. Onrcano
nonaz 50 piznux renerrnunnx Bapiantis [T/, onnak
acoIfialfii OKpeMux MyTalliii i3 KIiHIYHUMU TPOsiBa-
MU 3aXBOPIOBAaHHST He BUsIBJIEHO [5,7]. Pifko i yac
00CTeKeHHS Talli€EHTIB BAAEThC 11eHTH(hIKyBaTH
creruivHi MyTallii B KOHKPETHUX XPOMOCOMHUX
JIOKYCaXx.

Kniniuni npossu cunapomy I111L/] 3sHayno Bapiio-
I0Tb, O/IHAK OCHOBHUM KJIIHIYHUM ITPOSIBOM € PeIn-
JIMBHI 1H(MEKITT BEPXHIX i HUJKHIX AMXAJTbHUX IS~
XiB. 3a JaHUMU JIiTepaTypHUX JKepeJ, iarHo3
y GLJIBIIOCTI BUITA/IKiB BCTAHOBJIIOIOTH Y AUTSIYOMY
Billi, O/IHAK Y CKJIQ[HUX BUIIQ/IKaX OO MOXKYTh /lia-
FHOCTYBATHU B JIOPOCJIOMY Billi (cepe/iHiii Bik BCTa-
HOBJIEHHS JliarHo3y — 22 pokn) [8]. OnHuM i3 MOXK-
JINBUX KJIIHIYHUX MPOSIBIB 3aXBOPIOBAHHS € TIOBHE
3BOPOTHE TI0JIOKEHHS BHYTPIIITHIX OpraHiB, dKe CI0-
cTepiraeTbcst NpuOIM3HO B MOJOBUHU XBOPUX Ha
[TIT/1. [ToBHE 3BOPOTHE TOJIOKEHHS BHYTPITIHIX
OpraHiB, XpOHIYHMIT CUHYCHUT i OPOHXOEKTAaTUYHA
xBopo6a pazom npu I/ cTaHOBJAATH CUHIPOM
Kaprarenepa. HasiBHiCTh TOBHOTO 3BOPOTHOTO 110~
JIOJKEHHS BHYTPINTHIX OPraHiB 3HAYHO TOJIETIIYE
niarsocrysanss [TTL/1.

Pecmipatopai cummromu [TI/] Moy T Manidbec-
TyBaTH B MEPi0/li HOBOHAPOXKEHOCTI, Y TTePIII Micsi-
ITi JKUTTSI BOHU criocTepiraiotbest y 60% xBopux. Ile-
peBazkHa OLIbIIICTD ZOpocnX i aireit i3 ITI/] matoTh
XPOHIUHUI TPOAYKTUBHUN Kallesab. PenuanBHi
[THEBMOHI1 TAaKOX € MOIMPEHUM SBUIIEM 1 CIIOCTePi-
raiotbest B 75% [1]. [lopymennst GyHKILii jereHnb
y aireit i3 [1I/] po3nouynHaioThCSI B pAHHBOMY Billi.
3a IaHUMU JIeSTKUX aBTOPIiB, BOHK MOKYTh Oy TH Tip-
UMM, HiK Y JiTel 13 MyKOBiCIIU/I030M aHAJIOTIYHO-
ro Biky. [Ipote nozpasbIie nporpecyBaHHs XPOHIUYHO-
ro 3aXBOpIOBaHHA Jierenb y miteit i3 [IT1/] € menmn
IHTEHCUBHUM, HiX y MAIIEHTIB i3 MyKOBiCIIUZI030M.
I1e moke Gy TH TIOB’SI3aHO 3 KPAITUMHU PEOJIOTIYHIMU
BJIACTUBOCTSIMU MOKPOTUHHSL. ¥ JIOHTITYAMHAIBHO-
my nociimpkenni ES. Halbeisen ta cniiBaBT. mokasa-
HO, 1110 32 YMOBU PETyJISIPHOTO CIIOCTEPesKeHHS 1 BiJl-
MOBITHOTO JIIKyBaHHS (DYHKITisI JIeTeHb Y TAIli€HTiB
i3 TT11/] 3asummaerbest crabinbHo [2].

CyyacHi JliarHOCTUYHI TiAXO/N /IO TiITBepP/KeEH-
Hs1 piaruosdy [111/] 6asyoTbest Ha BUSBJIEHH] Oy 1b-
SKHUX JBOX i3 4OTHUPHOX KJiHIKO-71ab0paTOPHUX
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03HaK 32 YMOBH, 1[0 MYKOBIiCII1/103 3a1riepedeHo. Jla-
GopaTopHi Ta iIHCTPyMEHTaJIbHI JOCTIKEHHS, PEKO-
MeH/10BaHi /715 miaTBepkennd [T/, okpim 3arasns-
HOKJTIHIYHUX, BKJIIOYAIOTD JIOCJIIIPKEHHS PiBHS a30TY
B Ha3aJIbHOMY TIOBITPI, €JIEKTPOHHY MiKPOCKOITiI0
BifiOK, MOJIEKYJISPHO-TEHETUYHE JAOCJII/IKEHHS 1 BU-
COKOIIBUIKICHY BiZIEOMIKPOCKOIIIO.

OCHOBHI KJTiHIKO-1a60paTOpHi KpUTEpii MepBUHHOL
IiJTiapHOi IMCKiHe3i1 B IiTel 3a/1esKHO Bijl BiKy [6]:

1. Hosonapooaceni (0—28 0di6 ). TloBHe 3B0poTHE
pO3TalllyBaHHS BHYTPIllIHIX OPTaHiB y TOEAHAHHI
3 pecripaTopHUM AMCTPEC-CUHAPOMOM Oe3 iHIIo]
€Ti0JIOTi], @ TAKOK MiHIMYM OJIMH 3 TAKUX KPUTEPIiB:

* TIOPYIIEHHS CTPYKTYPH BIHOK ITPU eJIEKTPOHHIN
MIiKPOCKOTIii;

* HAgBHICTb /[BOX MYTAIlill T€HiB, aCOIIHOBAaHUX
i3 ITIL.

2. 29 0i6 — 5 poxis. [IBa abo Gijblile KIIHIYHUX
kputepiiB 111/ (pecnipaTopuuii AucTpec micis
HapPOJIKEeHHS, BOJIOTUU KalllesTh, 3aKJIa/IeHICTh HOCa,
3BOPOTHE PO3TAIllyBaHHS BHYTPIIIHIX OPTraHiB),
a TaKOX K MiHIMyM O/lHa 3 TAKMX O3HAK:

* TOPYIIEHHS CTPYKTYPU BIHOK ITPU eJIEKTPOHHIN

MiKpPOCKOTIii;

* HasgBHICTb IBOX MyTallili TeHiB, acOIilOBaHNX
i3 IIIL/T;

* CTiliKi Ta 1arHOCTUYHI aHOMaJIil PyXy BillOK,
BUSIBJIEH] HAa BUCOKOTTBUAKICHIN BiZIEOMIKPO-
ckorii (y IeKiJTbKOX 006CTEKEHHSIX ).

3. 6—18 poxie. /IBa ab0 Gijblie KIIHIYHUX
kputepiiB 111/l (pecnipaTopHuii qucTpec micias
HapPOJIKEeHHS, BOJIOTUU KalllesTh, 3aKJIa/IeHICTh HOCa,
3BOPOTHE PO3TAIllyBaHHS BHYTPIIIHIX OPTraHiB),
a TaKOX K MiHIMyM O/lHa 3 TAKMX O3HAK:

* DiBHi OKCH/Ly a30Ty B HOCOBOMY MOBITPi 1Ii/ yac
mato <77 vJI/XBy 2 BUNajikax, 3 iHTepBajioMm
Ginbuie Hix 2 Micsui (micjs 3amnepedyeHHs
MYKOBICITUI03Y );

* TMOPYIIeHHd CTPYKTYPH BilOK Ha eJIeKTPOHHIN
MIiKPOCKOTIii;

* HAgBHICTH /[BOX MYTaIlill T€HIB, aCOIIOBAHUX
13 IT1L/T;

* CTIWKI Ta IIarTHOCTUYHI aHOMaJii pyXy BilOK,
BUSBJIEH] HA BUCOKOIIBUAKICHIN BiZIeOMIKPO-
ckomii (y IeKiTIbKOX 00CTEKEHHSIX ).

Jitu 3 TII/] moTpebyoTh peryssipHOro criocrepe-
JKEHHSI TTyJIbMOHOJIOTOM 1 OTOJIAPUHTOJIOTOM [IJIsT
oliHoOBaHH4 cTaHy Jeredb i JIOP-opranis.
O060B’13K0BUMU € (PYHKITIOHAJIBHI TECTH JIET€Hb, Pe-
TyJisIpHi (OINH pa3 Ha PiK), KOMIT I0TEpHA TOMOTPa-
¢ist (KT) opranis rpyaHoi KIiTHHE, GaKTepiooriy-
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He JOCHifi’KeHHI MOKpOTUHHA. JIiKyBaHHA
nependavae hizioreparito A1t OUUIIEHHS TUXATb-
HUX IUIAXiB, aHTUOAKTEPiaJbHy Tepariio Iij] yac
iH(EKIITHNX 3aTOCTPEHD, a TAKOXK TEPATTiio, CIIPsI-
MOBaHY Ha TIOJIIIIEHHST PEOJIOTIYHUX BJIACTUBOCTEN
MOKPOTHHHS. PerysspHa BakIuHAIlisS TPOTH TPUILY,
nreBMoKokiB i COVID-19 nae 3mory 3amo6irtu iu-
(hexTiltHNM yCKIIaTHEHHSM.

Orxe, IT11/] € ckmaguuM I M TBEPIKEHHST Jlia-
THO3Y 3aXBOPIOBAHHSM, 1110 HacaMIIepeJ OB’ I3aHO
3 MOT0 PiJIKICHICTIO 1 BI/ICYTHICTIO IOCTYITHUX BUCO-
KocenhiTHIX JOCTI/IKEHb 7SI PAHHBOTO BCTAHOB-
JIeHHs JiiarHo3y 3axBopioBaHHs. CKIaHOIII KIIiHIY-
HOTO [[IarHOCTYBAaHHS B IUTSIYOMY Billi 00yMOBJIEH]
HecrenupiYHIMU CUMIITOMAMHU, 1[0 TOTPEOYIOTh
IdepeHIliitHOro 1iarHOCTYBaHHS 3 IHIIMMMU CIIaJIKO-
BUMU 3aXBOPIOBAaHHAMU JUXAJIBHOI CUCTEMU (MYKO-
BicLM1030M ), OPOHXiaIBHOIO aCTMOIO, iMyHOIeDII1-
Tamu Tomno. J{oAaTKOBUM YHHHUKOM, 110 YCKJIAJHIOE
KJIiHIYHE 1aTHOCTYBaHHS, € HEOJHOPIAHICTD KJIiHIY-
HUX TIPOSIBIB 1 Bapiabe IbHICTD TSKKOCTI CHMITTOMIB.
CuermiasnizoBani MeTOAM JliaTHOCTYBaHHS (J10CJTi-
JUKeHHS QYHKITIT BIHOK 32 IOTIOMOTOI0 BUCOKOTITBU/I-
KiCHOI BiZIEOMIKPOCKOTTi1, eJIEKTPOHHA MiKPOCKOITi,
MOJIEKYJITPHO-TEHETUYHI IOCTIJIKEHHS ), IO MOXKYTh
HiZTBEPANTH [iarHO3, € JOPOTOBAPTICHUMH 1 0OMe-
KeHo poctynHuMu. IleBHI ckaamHOIll TakoX
noB’si3aHi 3 BesienHsaM xBopux i3 ITII/1. [1e macamrre-
pet XpOoHiuHMiT epebir 3aXBOPIOBaHHS, BiICYTHICTh
crierrdivyHOTO JIiKYBaHHS, HEOOXITHICTH TOBTOPIO-
BaHUX KyPCiB aHTHOAKTEPiaIbHOTO JIIKyBaHHS Ta
PU3UK PO3BUTKY yCKJIaaHeHb, HeoOXimHicTh 10Bi-
YHOTO JIIKYBaHHS € YNHHUKOM TCUXOCOIiaTbHUX
pobJieM, sIKi oTpeOyIoTh OKPEMOi yBaru.

Hagenenns kniriunoro sunagky [11/] € aktyannb-
HUM JIJIS T ABUIIEHHS iHOPMOBAHOCTI JIiKapiB 1e-
JIiaTpiB, CIMEHUX JIIKapiB, MyJIbMOHOJIOTIB CTOCOBHO
MATAHb JIIarHOCTYBaHHS, TU(EPEHITITHOTO /[iarHO3y
Ta JIOBTOTPUBAJIOTO CIIOCTEPEKEHHS XBOPHUX i3 TTUM
3aXBOPIOBAHHSM.

Mema nocnimKeHHsT — Ha IIPUKJIAAi KJIiHIYHOTO
Bunagky cutapomy 1111 6e3 3B0poTHOTO Po3TaIILy-
BaHHS BHYTPINTHIX OPTaHiB IpOaHaIi3yBaTH CKIA/l-
HOTII WOTO JMiaTHOCTYBaHHS, BCTAHOBJEHHI
nudepeHIliitHOTO AiarHOo3y Ta BeleHHs; BUSIBUTH
KJIIHIYHI O3HAKH, SIKi MOKYTb BKazyBatu Ha [ITL/],
0CO0JINBO B [IiTE i3 XPOHIYHUMU 3aXBOPIOBAHHSIMU
JIMXaJIbHUX IUJISIXiB, CHHYCUTAMH i/a00 OTHTaMH, 110
He pearyioTh Ha CTaHAAPTHE JTIKyBaHHSI.

[locipkeHHs BUKOHAHO BiZITIOBiHO 0 TPUHITH-
miB [enbcincebkoi nexsapartii. Ha mpoBegenns poci-
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JUKEHHST OTPUMaHO iH(OPMOBaHy 3roly MalliEHTKA
Ha myOJTiKalio aeieHTndiKOBaHIX KITIHITHIX 1a-
HUX.

Kiiniyauii BUnnaaok

Hageneno kniniunmii Bunaiox 17-piunoi marienr-
KU 3 TPUBAJIUM PEIUANBHUM 1iepebirom pecriparop-
HUX 1H(DEKITIH, 10 B IMiICYyMKY BiZIOBiiann (heHOTH-
iy TT11/1 6e3 o3Hax situs inversus.

3 aHaMHe3Yy BiJIOMO, 110 B TePiojli HOBOHAPO/Ke-
HOCTI TIaIliEHTKA TIepeHecsa MTHEBMOHII0 3 TPUBAJIUM
CTaIllOHAPHUM JIiKYBaHHSIM; y 3-pidHOMY Billi — OaK-
TepiaJbHy MMHEBMOHIIO 3 ECTPYKITIE€IO cepeHbOI
YACTKH MPABOI JieTeHi Ta MOJAIbITIM (DOPMYBAHHSIM
BapUKO3HUX OpoHX0eKTas3iB. [IpoTsaroM AuTsuoro
1 TMiIITITKOBOTO BiKY — YaCTI €Mi30/I1 3aTOCTPEHD XPO-
HIYHOTO PUHOCUHYCUTY, CEPO3HOTO OTUTY, IT€PCUC-
TYIOUMI TPOYKTUBHUN Kallesib. 3a iCHYIOUUMH
JTAHUMW, MYKOBICITA/I03 1 TIEPBUHHI iMyHO1ediuTh
paHille 3arepeyeHo KJAiHIKO-1a00paTOPHUM IILJIsI-
XOM.

Ha MoMeHT nepBUHHOTO OIJIs/ly 3arajJbHUI CTaH
HaIieHTKN cTabiIbHII. AyCKyIBTaTUBHO HaJl IIpa-
BOIO JIET€Hel0 — cepe/IHbO-IIyXMPIIeBi BOJIOT XpUIIH,
6e3 y4yacTi IOMOMiKHOT IUXaJbHOT MYCKYJIaTyPH.
Otockorrist: TipaBopyY — MPO30pa, TOTOBINEHa Oapa-
GaHHa TIePeTHHKA 31 CJIM30BMM CEKPETOM; 3J1iBa — 63
MATOJIOTIYHUX 3MiH.

Bisyanizauitini memoou. 3a nanumu KT opranis
IPY/HOI KJIITKY BUSIBJICHO BAPUKO3HI GPOHXOEKTa-
31 cepe/HbhOI YaCTKM MTPABOI JIeTeH1 3 03HAKaMU 3a-
HaJIeHHs Ta JiITHKaMu APpiOHOBOTHHUIIEBOI iH(piIb-
Tpamii; iHmi Bigmiim — 06e3 3HAYYMOTO
6ponxoekrasyBants. Ha pentreHorpadii mpuHoco-
BUX [1a3yX — O3HAKU €TMOIUTY Ta ABOOIYHOIO raii-
MOPUTY 3 BUKPUBJIEHHSIM HOCOBOI 11€PErOPO/IKH.

Jabopamopni noxasnuxu. KarinspHi ra3u KpoBi:
pO, - 60,1 mmHg, sO, - 91,2%, pCO, — 41,1 mmHg,
HCO,- - 24,6 mMoIb/ 1, IO BiAIIOBia€ IOMIipHIi
rimokcemii 3a Hopmokanuii. [ToroBa mpoba B cepii
JIOCJIIJKEHD He TiepeButityBaja 40 MMob /s (HUXKYe
JIIaTHOCTUYHOTO TIOPOTY [IJIsT MyKOBICITU/103Y ). bak-
TepioJIoriuyHe JOCJi/KeHHSI CeKPeTy AUXaIbHUX
ILJISIXIB: IOOJIMHOKI KostoHii Staphylococcus aureus
31 306epesKeHOI0 Yy TIMBICTIO /10 HU3KK aHTHOAKTePi-
aJIbHUX TIperaparis.

Tenemuune niomeepoicenis. 3a TaHUMU MOJIEKY-
JIIpHO-TeHeTnYHOTOo TecTyBaHH: (2019 p.) BusiBiieHO
KOMIIAyH/I-TeTepO3UTOoTHI BapianTh B redi RSPH4A:
c.1068G>A (p.Tip356*), heterozygous; c.1818dupC
(p.Trp607Leufs*36), heterozygous. JlomaTkoBO 3a-
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(bikcoBaHo BapiaHT HEBU3HAYEHOTO KJIIHIUHOTO 3HA-
yerHsiy CCDC103:¢.82C>T (p.Arg28Tip). Otpuma-
Hi pe3yJbTaTu B MOENHAHHI 3 XapaKTePHUM
(benorumiom (peruanBHI iHDEKIIIT BEPXHIX | HUIKHIX
AMXaJbHUX IJAAXiB, OponxoekrTasu, JIOP-
KOMOPOiZIHICTh) PO3IIHEHO K AOCTATHI A8 Tij-
tBeppkenns [111/] 3a cykymHiCTIO KJTiHIKO-pajIioio-
FYHMX i MOJIEKYJISIPHO-TEHETUYHUX KPUTEPIiB.

iaznocmuune mipkysanns i dupepenyiauis. My-
KOBICI[H/103 BU3HAHO MAJIONMOBIPHUM 4epe3 BiICyT-
HiCTb O3HAaK €K30KPUHHOI NAHKPEeaTUYHOI HeloCTaT-
HOCTI Ta 3HAYeHHS XJOPUJIB TOTYy B cepil
JIOCJIIIKEHb, HUKYi 3a IarHOCTUYHUH TTOPIT, a Ta-
KO HEraTWuBHI pe3yJbTaTU CKPUHIHTOBUX
CFTR-naneneit. [lepsunni imyHnoaedinuT He i1
TBEP/KEHO 32 JIOCTYITHUMU iIMYHOJIOTTYHUMU JIOCJTi-
JukeHHaMU. HeoctaTHs KTiHIYHA BiZITOBIH HA 1H-
rajgaiiiiai KOPTUKOCTEPOiM B MexKax paHilie
BCTAHOBJIEHOTO JIIarHO3y OPOHXiaJbHOT ACTMHU J10-
JIATKOBO MiITPUMAaJia TIePeTJIsi/] TPOBiHOTO MaTo(i-
3iosiorivHOTO Mexaniamy Ha kopucTb [IT1/[-acortiiio-
BaHOTO GPOHXOEKTA3HOTO ITPOIIECY.

Tepanesmuuna maxmuxa. PekoMeH10BaHO TpUBA-
Jie 3aCTOCYBAHHS IHTAJIAIIH TITTePTOHIYHOTO PO3YH-
Hy HaTpito xaopury 3—5% (2—3 pasu/mno6y), moeH-
Ha IMXaJIbHA TIMHACTHUKA 1 KiHe3iTeparis, peryJsipHi
Hasza/IbHi ipurallii. AHTHOAKTEepiaJbHy TepPaIIiio IpH-
3HAYEHO TIiJ/T YacC 3aTOCTPEHD 3 YPAaXyBaHHIM MiKPO-
6iosorivanx nanux (Staphylococcus aureus). Takox
3aMpOBA/KEHO MYJIBTUIMCIIUIITIIHAPHE CITOCTEpe-
JKeHHs (TefiiaTp, MmyJIbMOHOJIOT, OTOPUHOJIAPUHTO-
JIOT) i3 TepioANYHUM OIiHIOBAHHAM (QYHKIII1
30BHIIIHBOTO AMXaHHS i MIKPOOIOJIOTIYHUM MOHITO-
PUHTOM.

IIpomixcni pesyromamu i nodanviue sedenns. Ha
MOMEHT IIpe/ICTaBICHHS BUITQ/IKY PyTUHHI 3HAYEHHS
SpO, cranomm 97-99%, oHak ra3000MiHHI Tapa-
MeTpu miarBepauu rinokcemito (pO, — 60,1 mmHg),
110 Y3TO/IZKYBAJIOCS 3 HASIBHICTIO CTPYKTYPHUX 3MiH
UMy OPOHXOEKTa3iB. 3arIaHOBAaHO MPOBEIEHHS
KOHTPOJIBHOI Bi3yasti3allii 3a KJIIHIYHUMU 1TOKa3aHHSI-
MW, OI[IHIOBAaHHS IPUXUIBHOCTI 710 HehapMaKOoJIoTi4-
HUX BTPy4YaHb 1 KOperyBaHHS MiITPUMYBAJIbHOI Tepa-
il B AMHAMIITI.

Oo6roBopeHHs

Hagenenuit Bunagox nokasye ¢enorumn [TI1/]
y TMAIi€HTKH M TKOBOTO BiKy 0€3 situs inversus i3
paHHiM 1e6I0TOM pecripaTOPHOi CUMIITOMATHKU:
MEPCUCTYIOUNH TPOYKTUBHUN Kalllesb, PEIUANBHI
iH(eKITiT HUKHIX 1 BEPXHIX IUXAJbHUX IJISIXIB, ce-
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KPETOPHUN cepeiHill OTUT 1 3aTOCTPEHHS XPOHIiU-
HOTO PUHOCHUHYCHUTY; Y PAHHbOMY JAUTUHCTBI chop-
MYBaJIMCs BaPUKO3HI OPOHXOEKTa3u cepeaHboi
JacTKM 1paBoi jiereni. Taka koMOiHaIlis 03HAK CITO-
HyKaJja [0 IiJIeCPSIMOBAHOTO 0OCTEKEHHsT Ha
[TIT/T HaBiTh 32 Bi/ICYTHOCTi 3BOPOTHOTO PO3TAlIly-
BaHHS OPTaHiB.

[liarHoCcTUYHe OIiHIOBAaHHS B IIbOMY KJIIHIYHOMY
BUTIAIKY OYJIO OETATTHUM 1 Tiepedadalio 3amepe-
YeHHS YaCTUX aJIbTePHATUBHUX IPUYUH XPOHIYHOT
OpOHXOJIETeHEBOT TaTOIOTil. MyKOBICIM/I03 BU3HA-
HO MQJIONMOBIPHMM Ha I1i/[CTaBl HU3bKUX 3HAYeHb
XJIOPUJIIB MOTY 1 BiZICYTHOCTI 03HAK €K30KPUHHOT
MTAHKPEATUYHOI HEeZIOCTATHOCTI; TEPBUHHI IMYHO/1e-
(hinuTH He TATBEPAKEHO 32 TOCTYITHUMU iIMYHOJIO-
TiYHUMY JOoCTiKeHHAMEU. Bidyasisaiisa 3acBiquniia
JIOKAJIi30BaHi BapUKO3HI OPOHX0EKTa3! CePeJHbO]
YaCTKU ITPaBOi JIeTeHi, 1[0 y3TOXKY€EThCS 3 XPOHiu-
HUM iH(eKIiiTHO-3amaabHUM poiecoM. [a3006-
minni nokasuuku (pO, — 60,1 mmHg npu SpO,, -
97-99% y pyTuHi) BKa3yoTh Ha HAsIBHICTb
rinokcemii, o KOPEJIIOE 31 CTPYKTYPHUMU 3MiHAMU
B JIET€HSIX.

MouJiekyasipHO-TeHETUYHE TeCTyBaHHS CTaJO
KJIIOYOBUM €JIEMEHTOM MiATBEP/’KEHHS 11arHO3Y:
BUSABJICHO KOMIIAYH/I-TETEPO3UTOTHI BapiaHTu
y RSPH4A (c.1068G>A p.Trp356*; ¢.1818dupC
p.Tip607Leufs*36) 3a HassBHOCTI BapiaHTa HEBU3HA-
yeroro 3HaueHHs1 y CCDC103. Y noennanHi 3 TUTIO-
BUM KJIiHIYHUM (DEHOTHUTIOM 1 TAHUMU Bi3yasrisairii
11e 3a0e31eYnI0 JOCTaTHIN PiBeHb JOKa30BOCTI /ISt
Bepudikarii [T/l y konkperHoi narienTku. [lormnn-
GJiene iHcTpyMeHTabHe miaTBeppkens [TIL/] me-
TOZIlaMH BHCOKOIIBUIKICHOI BijleoMikpockoTtii/EM
BIIIOK MOsKe OyTH yTpy/IHeHe uepe3 00MeKeHUH 10-
CTYII, 1110 MM BiJI3HAYAEMO SIK CUCTEMHe J[iarHOCTUY-
He 0OMEKEHHSI.

TeparieBTuyHa cTpaTETis Bi/IIIOBiIajia CyYaCHUM
migxonaMm migTpuMyBasbHoro Benenus [III/] i3
OpPOHXOEKTa3aMMU: PETYJ/ISPHi IHTaIIi1 riepToHid-
HOTO PO3YMHY HATPIIO XJA0pUIy 3—5%, IM0AeHHi 3a-
XO/IW 3 OUUIIEHHS IUXAJTBHUX MINIAXiB/KiHe3iTepa-
mist, ipuraiii TOPOXHUHU HOCA, a TAaKOX
anTHOaKTEepialbHa Tepallis 3a MOKa3aHHIMM 3 ypa-
XyBaHHIM MiKPOOiOIOTIYHUX pe3yibTatiB (BU/IiIEH-
us1 Staphylococcus aureus). Ha T migrpumyBajibHOi
Teparii marieHTKa MPoJI0BKY€E JMHAMIUHE CIIOCTepe-
JKEHHSI MyJIBTU/IUCIUIIIIHAPHOIO KOMAH/I010 (I1yJIb-
MOHOJIOTOM, OTOPUHOJIADUHTOJIOTOM, TIEIIaTPOM),
3 KOHTpoJieM (DYHKITii 30BHINTHBOTO IUXAaHHS i Mi-
KP006i0JIOriYHOTO IPOMIIIIO.
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BucnoBku

OCHOBHUMY PaHHIMU KJIIHIYHUMU O3HAKAMU B Ha-
BEJICHOMY KJIHIYHOMY BUNAAKY OyJIM peruanBHi
3 IUTUHCTBA iH(EKITiT HUKHIX AUXATbHUX MIJISTXiB
(o 10—12 emi3oziB Ha PiK) i3 MEPCUCTYIOYUM TIPO-
IYKTUBHUM KalllJieM, TOBTOPHI iH(eKITii BepxHixX
JINXAJIbHUX MIJISIXIB — CEKPETOPHUN CepelHill OTUT
1 3arOCTpeHHS XPOHIYHOTO PUHOCUHYCUTY, a TAKOK
IepeHeceHa B HeOHATAJIbHOMY I1epio/ii THEBMOHiA
3 TPUBAJIMM CTallilOHAPHUM JIIKYBaHHSIM; Y PAHHbOMY
JIUTHHCTBI — GaKTepiasbHa ITHEBMOHIS 3 OIAJIBIITIM
dhopmyBaHHSIM OPOHXOEKTa3iB CepeiHbOI YACTKN
IpaBoi JieTeHi, 10 pa3oM (hOpMyBaJIU PaHHii PecITi-
patopuuii penotut, xapakrepaui as [T/,

[Tonryk ckpuHYBaIbHUX 1 TATBEPIKYIOUNX TEC-
TiB i3 BUCOKOTO Uy TJAUBICTIO i CIeTM(ivHICTIO € aK-
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