Yntante Hac Ha canTi: https://med-expert.com.ua
KAIHIYHMIM BUTTAAOK

YK 616-056.7:616.233-007.64
O.0. Crapeys, C.b. YepHuw, O.B. degopeHko, A.C. Nuporosa, H.A. Ko6aH

CknagHoui AiarHOCTYBaHHSA i BeAeHHA NepPBUHHOI LuniapHoi
AMCKiHesil B fiTei: aHani3 KniHiYHOro BMNagky

Opecbkuii HauioHaNbHUA MeANYHKIA yHiIBepcuTeT, YKpaiHa

Modern Pediatrics. Ukraine. (2025). 5(149): 151-155; doi 10.15574/SP.2025.5(149).151155

For citation: Starets OO, Chernysh SB, Fedorenko OV, Pyrogova AS, Koban NA. (2025). A Diagnostic and management challenges of primary
ciliary dyskinesia in children: analysis of a clinical case. Modern Pediatrics. Ukraine. 5(149): 151-155. doi: 10.15574/SP.2025.5(149).151155.

[NepBUHHa UnniapHa anckinesia (ML) — piokicHe reHeTMyHO AeTePMIHOBaHE 3axBOPIOBAHHSA 3 MOPYLUEHHAM MyKOLMAIAPHOMO KNIPEHCY, LWLO MaHi-
hectye nepcuctytoummm iHhekuigmm anxansHux wnaxis i JTOP-komMopOIiaHICTIO Ta 4acTo 3anMWaEeTbCa HeaoAiarHOCTOBaHMM 3a BIACYTHOCTI Situs
inversus.

Merta — NpoiniocTpyBaTtV AlarHOCTUYHI i TepaneBTUYHI BUKINKK Ha NpUKaai nignitkoBol nauieHtkm 3 ML 6e3 situs inversus.

KniHiuHuin BUNapok. [allieHTka, Bikom 17 pOKIB: y HeoHaTaibHOMY Nepioai — NHEBMOHIA 3 TPUBAVM CTaLIOHAPHMM NiIKYyBaHHAM; y 3 POKM — GakTe-
pianbHa NHEBMOHIA 3 AeCTPYKLIEID CePe/iHbOI YaCTKM NPaBOl 1ereHi Ta (popMyBaHHAM BAPUKO3HMX OPOHXOEKTa3iB; 3 ANTUHCTBE — DELMANBHI IH-
ekl HUXKHIX/BEPXHIX ANXANbHUX LUNFAXIB, CEKDETOPHUIA OTUT, 3arOCTPEHHHA XPOHIYHOTO PUHOCKHYCUTY, NPOAYKTUBHWIA Kallens. MyKoBicUMa03
3anepeyeHo, NepBUHHNIA IMyHOAeMDILNT He NiaTBepAXeHO. KoM oTepHa TOMOr patisd OPraHis rpyaHOT KNITKM — BAPUKO3HI OPOHXOEKTasn cepe/iHbol
4acTky NpaBol nereni. MonekyngpHe tectyBaHHA (2019) — KoMnayHA-reTepo3snroTHi BapiaHtn B RSPH4A (c.1068G>A p.Trp356*%; ¢.1818dupC p.
Trp607Leufs*36) Ta VUS y CCDCI03 (c.82C>T p.Arg28Trp). [NpoBeaeHO NikyBaHHSA, Ha TNi NiATPUMYBaNbHOI Tepanii nauieHTka NPOAOBXKYE AVHaMIY-
He CNoCTePEeXeHHd B MyNIbTUANCUNNIHAPHIA KOMaHLI 3 KOHTPOMEM (PYHKUIT 3OBHILLHBOTO AVXaHHSA | MIKDOOIONOTHYHOIO NPOMISIO.

BUCHOBKMW. [10€/1HaHHA HaB A3/IMBOIO NPOLAYKTUBHOMO KaLLUMO, PELMANBHUX HDEKUIV HVXKHIX /200 BEPXHIX ANXaNbHUX LWAAXIB I3 PAHHBOI O BIKY,
OPOHX0EKTa3IB CepelHbOl YaCTKI Ta BIACYTHOCTI SItUS INversus Mae CNoHyKaT 40 UIIeCnpaMoBaHOro CKpuHiHry ML i monekynapHoT Bepudikall,
DAHHE MY/IbTUANCUMNNIHAPHE BEAEHHSA € KNIOYOBMM 119 CNOBIIbHEHHA NPOrpeCyBaHHA lereHeBol NaTonoril.

JocnifxXeHHs BUKOHaHO BIANOBIAHO A0 NPUHLMNIB ["eNbCIHCHKOT Aeknapalyii. Ha NpoBeAeHHS AOCNIIKEHHA OTPUMAHO IH(DOPMOBaHY 3oy NaLIEHTKM.
ABTOPV 389BNHI0Tb MPO BIACYTHICTE KOH(NIKTY IHTepeciB.

KnrouoBi cnoBa: nepByHHa LinliapHa AMCKIHe3Id;, OpoHXxoeKTasw; Nianitku, RSPHAA; cekpeTopHNMiA OTUT, XPOHIYHWI PUHOCUHYCUT, FEHETUYHE Tec-
TYBAHHSA; KNIHIYHWIA BUNEOOK.
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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 1/-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 (c1068G>A p.Trp356*; c1818dupC p.Trp607Leufs*36) and a VUS in CCDCI103 (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.

3aXBOPIOBAHHS HAJIEKUTH 10 OPPAHHUX, BOHO OITH-
caHe B O1JIBIIIOCTI PETIOHIB CBITY 3 OZIHAKOBUM PiB-

Beryn

epBuHHa Intiapua auckinesig (ML) —

1le pifIkicHe cTaJIKoBe 3aXBOPIOBAHHS,

JUIST IKOTO XapaKTepHe MOPYIIeHHs MY -
KOTIMJTIaPHOTO KJTiPEHCY.

OCHOBHOIO TPUYMHOIO I[HOTO CTAHY € PI3BHOMAHIT-
Hi fedeKTr BiOK c/IM30B01 000JOHKH JUXaIbHIX
HIJISXIB, 1[0 pOOUTH IX HE3AATHUMU 10 HOPMATbHUX
pyxiB (1utiapHa rCKinesist) abo B3arasii He3JaTHU-
MM /10 iIXHbOI BificyTHOCTI (11isiapHa amma3zis). [le
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HeM TIOMUPEHOCTI cepel] Y0I0BIKiB i KiHOK [4]. Yac-
TOTa 3aXBOPIOBAHHS € HEJOCTATHHO BUBYEHOIO STK
B YKpaiHi, Tak i B yCbOMY CBiTi. [eHOMHI OCTiKeH-
H4, y IKUX TPOaHaTi30BaHO YacTOTy fmedeKTiB 29 re-
HiB, IOB’s13aHuX i3 po3BuTkoM 111/, cBimuars, mo
BOHO MOJKe TPAILJISATHUCS 3 YaCTOTOIO TIOHAMeHTITe
1 1a 7500 Jstiofieit, 1110 B/IBiYi TIePEBUIILYE TIOTIEPEHI
enigemMiosioriufi ominku. OgHAK HaBITh i JOCJII-
JUKEHHS, IMOBiPHO, HEZIOOITIHIOIOTh PeaTbHU PiBEHD
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MOIIUPEHOCTI 3aXBOPIOBAaHb, OCKIJIBKU KiJIbKICTD I'e-
HiB, moB’sg3anux i3 [111/1, mocritino 3poctae [3].

Haityactime ITI1/] € ayTocoMHO-pelieCHBHUM 3a-
XBOPIOBAHHSM, X04a € JIaHi IOCJIi/[KeHb, 1110 3aXBO-
PIOBaHHSI MOXKE yCIaJIKOBYBATUCS ayTOCOMHO-/10-
MiHAHTHUM i 34eryieHe 3 X-XxpomMocoMolo. Onucano
nonaz 50 pisnux renernunux Bapiantis ITIL/1, omrax
acoltrialii OKpeMux MyTallill i3 KJIiHIYHUMU TTPOsiBa-
MU 3aXBOPIOBaHHS He BUsIBJIEHO [5,7]. Piako i yac
06CTeKeHHS TMAIliEHTIB BAAEThCA 11eHTu(hiKyBaTH
criertivHi MyTallii B KOHKPETHUX XPOMOCOMHUX
JIOKYCaX.

Kuriniuni npogsu cunapomy IT11/] 3rauno Bapito-
I0Th, OJTHAK OCHOBHUM KJITHIYHUM TIPOSIBOM € PeIu-
JWBHI iH(MEKIIT BEPXHiX i HUJKHIX AMXAJTbHUX TLJIS-
XiB. 3a JaHUMU JIiTEPaTyPHUX JI)KEPEJT, /IiarHO3
y OLIIBIIOCTI BUITA/IKIB BCTAHOBIIOIOTD Y IUTSIOMY
Billi, O/IHAK Y CKJIQIHUX BUTIA/IKAX HOTO MOXKYTh Jlia-
THOCTYBaTHU B IOPOCJIOMY Billi (cepenHili Bik BcTa-
HOBJIEHHS JliarHo3y — 22 pokn) [8]. OHuM i3 MOK-
JINBUX KJITHIYHUX TTPOSIBIB 3aXBOPIOBAHHS € TTOBHE
3BOPOTHE TI0JIO’KEHHS BHYTPIIITHIX OPTaHiB, SKe CI0-
crepiraeTbest pubIM3HO B MOJOBUHU XBOPUX Ha
ITIT/I. [ToBHE 3BOPOTHE TIOJOKEHHS BHYTPIlTHIX
OpraHiB, XpOHIYHUI CHHYCHUT i OPOHXOEKTATHYHA
xBopo6a pazom npu ITILJ cTaHOBAATH CUHIPOM
Kaprarenepa. HasiBHiCTh TOBHOTO 3BOPOTHOTO I10-
JIO’KEHHS BHYTPIIIHIX OpPTraHiB 3HAYHO MOJIETTIIYE
niarnoctyBarHs [TTT/.

Pecniparopni cumnromu I/ moxxyTs Manidec-
TyBaTH B TIE€Pio/li HOBOHAPO/XKEHOCTI, y TIEPITI Mics-
11l JKUTTST BOHU criocTepiraioTbest y 60% xBopux. Ile-
peBaskHa OibIICTh JopocuX i aiteit i3 ITIL/] maoTh
XPOHIYHUN MPOAYKTUBHUN Karmeab. Pentuansui
ITHEBMOHI1 TAKO:K € TOIIUPEHNM SIBUIIEM i CIIOCTEPI-
raiotbest B 79% [1]. [opymienns: GpyHKIlii Jerednb
y aitei i3 ITI1/] po3nounHarOThCS B pAHHBOMY Billi.
3a TaHUMHU JIeSTKUX aBTOPIB, BOHU MOKYTh Oy TH Tip-
MMM, HIXK y iTell i3 MyKOBICIIM/I030M aHAJIOTIYHO-
ro Biky. [IpoTe nojiaspIiie mporpecyBanHs XpOHIYHO-
ro 3aXBOPIOBaHH JiereHb y aiTeit i3 [TI1/] € ment
IHTEHCUBHUM, HIX Y MAITIEHTIB i3 MyKOBICITUI030M.
ITe mozke Oy TH TI0B’I3aHO 3 KPAIMU PEOJIOTIYHUMUI
BJIACTUBOCTSIMHU MOKPOTUHHSL. ¥ JIOHTITYIMHAIBHO-
my nocaimkenni ES. Halbeisen Ta criiBaT. nokasa-
HO, 1110 32 YMOBU PETYJISPHOTO CIIOCTEPEKEHHS 1 BifI-
MOBIJTHOTO JIIKYBaHHS (DYHKITisI JIeTeHb Y TTAI[IEHTIB
i3 IT11/] sanummaersest crabiabHOoIO [2].

CyuacHi 1iarHOCTUYHI TIXO/IM /IO TTi/ITBEeP/IKEeH-
Hs giarnosdy I111/] 6asyioThes Ha BUSABJIEHHI OYib-
SKUX JIBOX i3 4OTUPHOX KJIIHIKO-TabopaTOpPHUX
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O3HAaK 32 YMOBH, 1110 MYKOBICITI103 3ariepedeHo. Jla-
6GopaTOpHi Ta iIHCTPYMEHTAJIbHI JOCII[KEHHS, PEKO-
Men10BaHi 1715 miaTBepKerHs [TI/], okpim 3arais-
HOKJIIHIUHUX, BKJIIOYAIOTh JIOCJIi/[PKEHHS PiBHS a30Ty
B HA3aJIbHOMY TOBITPi, €JIEKTPOHHY MiKPOCKOTIITO
BilIOK, MOJIEKYJISIPHO-TEHETUYHE JIOCTII>KEHHS 1 BU-
COKOIIIBU/IKICHY BiZIeOMiKPOCKOITITO.

OcHOBHI KJTiHIKO-Tab0paTOpHi KpUTepii IEPBUHHOT
1iJIiapHOI IMCKiHE3I1 B IiTell 3aIe5KHO BiJl BiKy [6]:

1. Hosonapoodauceni (0—28 0i6). IloBHe 3BOpoTHE
po3TalllyBaHHS BHYTPIIlIHIX OPraHiB y MO€HAHHI
3 pecIipaToOpHUM AUCTPEC-CUHAPOMOM 0Oe3 iHIIol
€Ti0JIOTil, @ TAKOK MiHIMYM OJIH 3 TAKUX KPUTEPIiB:

* TOPYIIEeHHS CTPYKTYPU BillOK ITPU €JIEKTPOHHIHN
MIiKPOCKOTTii;

* HasABHICTD IBOX MyTallili FeHiB, acOIiHOBaHUX
13 ITIT/T.

2. 29 0i6 — 5 poxis. [IBa abo Giblire KIIHIYHUX
kputepiiB IIII/] (pecmipaTopuuii fucTpec micag
HapO/I’KEHHST, BOJIOTUH KallleJIb, 3aKJIaJIeHICTh HOCa,
3BOPOTHE PO3TAllyBaHHS BHYTPINIHIX OPTaHiB),
a TAaKOJXK SIK MiHIMYM O/[HA 3 TAKMX O3HAK:

* [OPYIIEHHS CTPYKTYPHU BiliOK ITPU €JIeKTPOHHI i

MIiKPOCKOTTii;

* HAgBHICTH /[BOX MYTAIlill T€HIB, aCOI[IHOBAHUX
i3 ITLL/T;

* CTiliKi Ta iarHOCTUYHI aHOMaJii pyXy BilOK,
BUSBJIEH] HA BUCOKOIIBUAKICHIN BiZIEOMIKPO-
ckorii (y AeKiIbKOX 0OCTEKEHHSIX).

3. 6—18 poxie. ]IBa abo Ginbine KIIHIYHUX
kputepiiB IIII/] (pecripaTopuuii fucTpec micag
HApOJI’KEHHST, BOJIOTUI KallleJIb, 3aKJIaJIeHICTh HOCA,
3BOPOTHE PO3TAllyBAaHHS BHYTPINIHIX OPTaHiB),
a TAKOJXK SIK MiHIMYM OJ[HA 3 TAKMX O3HAK:

* DIiBHI OKCHTY 30Ty B HOCOBOMY TIOBITPI TTi/T 4ac
nnato <77 uJl/xB y 2 BUnaznkax, 3 intepBajiom
Ginpire Hix 2 Micani (micss 3anepedyeHHs
MYKOBICITU/IO3Y );

* TIOpPYIIEHHSI CTPYKTYPH BillOK Ha €JIEKTPOHHIHN
MIKPOCKOITii;

* HasgBHICTb /[BOX MYTallill TeHiB, aCOIiHOBAHUX
i3 THL;

* CTIiliKi Ta IaTHOCTUYHI aHOMAJIii PyXy BiliOK,
BUSIBJIEH] HA BUCOKOIIBUAKICHIH BiZI€OMIKpPO-
ckoii (y IeKiJTbKOX 0OCTEKEHHSIX ).

Jitu 3 ITL/] moTpebyoTh peryasipHOro CrocTepe-
JKEHHS IIyJIbMOHOJIOTOM 1 OTOJIAPUHTOJIOTOM [
ominioBaHHg ctany Jjerenb i JIOP-opranis.
O60B’s13k0BUMY € (DYHKITIOHAIBHI TECTH JIETEHb, pe-
ryJisipHi (OIMH pa3 Ha Pik), KOMIT IOTepHA TOMOTPa-
¢ist (KT) oprasis rpyanoi KTiTHHE, GaKTEPiOJIOTIY-
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He JOoCJHifkKeHHs MOKpoTHUHHA. JIikyBanHus
nepeabavae piziorepariio s OUMIEHHS IUXaJlb-
HUX MJIAXIB, aHTHOAKTEPIaJIbHY TEPAITiio i/ 4ac
IH(EKIINHNX 3aTOCTPEHD, a TAKOXK TEPATIilo, CIIPSI-
MOBaHY Ha HOJIIIIIEHHST Pe0JIOTIYHUX BJIACTUBOCTEN
MOKPOTHHHS. PeryJsisipna BakIuHalist IpoTH IpuiLy,
naeBMOKOKiB 1 COVID-19 nae 3mory 3amo6irtu is-
(hexmiitHIM yCKITaTHEHHSIM.

Otxe, IT11/] € ckmagamum 711 i TBEPKEHHS [Tia-
THO3Y 3aXBOPIOBAHHSIM, 1110 HacaMIiepe/ TIOB’I3aH0
3 OT0 PIZIKICHICTIO 1 BiICYTHICTIO IOCTYITHUX BUCO-
KoCTIeI(ITHUX TOCTIIKEHD JIJIsT PAHHBOTO BCTAHOB-
JIEHHS /1iarHO3Yy 3aXBOPIoBaHHs. CKIQIHOTI KITiHIY-
HOTO IarHOCTYBaHHS B IUTSYOMY Billi 00yMOBJIeH]
HecTenuiTHUMU CUMIITOMAMHU, 10 TOTPeOYIOThH
MhepeHITiiTHOTO IIarHOCTYBAHHS 3 IHIIMMHU CTIAJIKO-
BUMU 3aXBOPIOBAHHAMU IUXAJIbHOI CUCTEMU (MYyKO-
BiCIIM1030M ), OPOHXiAIBHOO aCTMOI0, iMyHOeDiIH-
TaMu TOTIO. /{0aTKOBIM YNHHUKOM, IO YCKJIAJHIOE
KJIIHIUHE JIIaTHOCTYBAaHHSI, € HEOJHOPIIHICTb KJIiHIU-
HUX IIPOSIBIB 1 BapiabesIbHICTh TAKKOCTI CUMIITOMIB.
CrerniaizoBaHi METOAM AiarHOCTYBaHHS (/1OCJTi-
JUKeHHs (DYHKITIT BIOK 32 IOTIOMOTO0 BUCOKOITBU/I-
KiCHOI BiZIEOMIKPOCKOTTi1, eJIeKTPOHHA MiKPOCKOITi,
MOJIEKYJISIPHO-T€HETUYHI JIOCITI/IKEHHST ), IO MOXKYTb
HiATBEPAUTH JiarHO3, € JOPOrOBapTICHUMU i 0OMe-
skeHo goctynHumu. ITeBHi ckmagHOIl TakoX
noB’si3aHi 3 BesienHaM xBopux i3 [TTL/]. Ile nacamte-
pell XpoHIUHUII 1epebir 3aXBOPIOBaHHS, BIACYTHICTH
creruivHOTO JTiKyBaHHS, HEOOXIHICTh TOBTOPIO-
BaHUX KyPCiB aHTHOAKTEPiaJbHOIO JIIKyBaHHS Ta
PHU3UK PO3BUTKY yCKJIaHeHb. HeoOXinHicTh 10Bi-
YHOTO JIIKYBaHHS € YNHHUKOM TICUXOCOIiaTbHUX
pobJieM, SIKi oTpeOyI0Th OKPEMOI yBaru.

Hagenenns kiinigynoro sunaaky [111/] € aktyasnb-
HUM 71 T BUTIIEHHS iHHOPMOBAHOCTI JIiKapiB Tie-
JiaTpiB, CiIMETHUX JIiKApPiB, IyJIbMOHOJIOTIB CTOCOBHO
MMATaHb JIIarHOCTYBaHHS, TU(PEPEHITITHOTO /[IarHO3Y
Ta IOBFOTPUBAJIOTO CIIOCTEPEKEHHS XBOPHUX 13 ITUM
3aXBOPIOBAHHSIM.

Mema nocnijizkeHHs1 — Ha TPUKJIA/li KJIIHIYHOTO
Bunaaky cunapomy I111/1 6e3 3BopoTHOTO po3Tariry-
BaHHS BHYTPIITHIX OPTaHiB ITPOaHai3yBaTU CKJIA/I-
HOII[i MOTO JiarHOCTYBAaHHS, BCTAHOBJEHHS
M ePEeHTIIITHOTO IIarHO3y Ta BeJIeHHST; BUSBUTH
KJIHIYHI 03HaKH, SKi MOKYTh BKazyBatu Ha [IT1/],
0cO0JIMBO B JIiTell 13 XpOHIYHUMHU 3aXBOPIOBAHHSIMU
JMXaJIbHUX IUISXIB, CHHYCUTAMHU i/ab0 OTHTaMH, 110
He pearyoTh Ha CTaHJapTHE JTIKyBaHHSI.

HocikeHHsa BUKOHAHO BiITTOBIIHO JI0 TTPUHITU-
miB lembcincebkoi gexnmapartii. Ha mpoBenenHs gocii-
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JUKEHHS OTpUMaHO iH(OPMOBAHY 3rojy MaIliEHTKN
Ha myOJriKanio geifeHTndiKoBaHuX KIIHIYHUX 1a-
HUX.

Kainiunwuii BUnnagox

Hagezneno kiniuauii Bunazok 17-pivyHoi naiienT-
KU 3 TPUBAJIMM PEIUANBHUM 1epebirom pecriparop-
HUX iH(EKITiH, o B MiICYMKY BiITOBiau (GeHOTH-
iy TTI1/T 6e3 o3Hax situs inversus.

3 aHaMHe3Yy BiIoMO, IO B TIEPi0Ii HOBOHAPOIKe-
HOCTI HAI[iEHTKA [TepeHecIa THEBMOHIIO 3 TPUBATINM
CTariOHAPHUM JIIKYBaHHSIM; Y 3-piuHOMY Billi — OaK-
TepiaJibHY TTHEBMOHIIO 3 JIECTPYKITIEIO CepelHbOI
YACTKU MPaBOI JIETEH] Ta MOAAJIBITIM (DOPMYBAHHSIM
BapUKO3HUX OpoHXOoeKTasiB. [IpoTsarom auTsdoro
1 Mi/IITITKOBOTO BiKY — YacCTi €Mi30/{1 3ar0CTPEHD XPO-
HIYHOTO PUHOCUHYCHUTY, CEPO3HOTO OTUTY, TT€PCUC-
TYIOUUU NPOAYKTUBHUHN Kalllesib. 3a iICHYIOUNMHI
JTAHUMW, MYKOBICITU/TI03 1 TIEpBUHHI iMyHOIeinTh
paHiie 3armepedeHo KaiHiKO-TabopaTOPHUM LIS
XOM.

Ha MoMeHT 1iepBUHHOTO OTJISILY 3arajibHUI CTaH
HalieHTKN cTabiIbHUI. AyCKYyJIBTaTUBHO HaJI IIpa-
BOIO JIET€HEIO — CePEeIHbO-ITyXUPIIEBi BOJIOTT XPUIIH,
6e3 ydacTi OTOMIKHOT TUXAThHOT MYCKYJIATYPH.
OTocKoTIisT: TIPaBOPYY — MTPO30Pa, MOTOBIIEeHa Obapa-
GaHHa [IePETUHKA 31 CJIMB0BUM CEKPETOM; 3J1iBa — €3
MaTOJIOTTYHUX 3MiH.

Bisyanizauitini memoou. 3a nanumu KT opranis
TPYHOI KJIITKY BUSIBJIEHO BAPUKO3HI GPOHXOEKTa-
31 cepeIHbOI YaCTKU MPaBOi JieTeHi 3 03HaKaMU 3a-
MaJIEHHsI Ta [iJISTHKaM U IPiIOHOBOTHUIIEBOT iH(DiTh-
Tpamii; iHmi Bigminm — 6e3 3HAYYI[OTO
Oponxoekrasysanns. Ha penrrenorpadii mpuHoco-
BUX [1a3yX — O3HAKU €TMOIIUTY Ta ABOOIYHOTO Taii-
MOPUTY 3 BUKPUBJIEHHSIM HOCOBOI IIEPETOPOIKU.

Jlabopamopmni nokasnuxu. Kaninasgphi razu Kposi:
pO, - 60,1 mmHg, sO, - 91,2%, pCO, - 41,1 mmHg,
HCO,- - 24,6 mmosib/1, IO BiAOBia€ MOMipHIi
rinmokcemii 3a HopMmokarntii. [Torosa po6a B cepii
TOCJTIKeHb He TepeButryBasa 40 MMosib/s1 (HIDKYe
JIIarHOCTUYHOTO TIOPOTY JIJIsI MyKOBICIINI03Y ). bak-
TepioJIoTiuHe JOCTIKeHHS CeKPeTy AUXAJbHUX
IIJISIXIB: TIOOJIMHOKI KoJIOHIT Staphylococcus aureus
31 36epesKEHOI0 Uy TIMBICTIO /10 HU3KK aHTHOAKTepi-
aJIbHUX TTpernapaTiBb.

Tenemuune niomeepocenis. 3a TaHUMU MOJIEKY-
nsipHO-TeHeTnuHOTO TectyBanusa (2019 p.) BusiBsieHo
KOMITIAyH/I-TeTePO3UTOTHI BapiaHTu B reHi RSPH4A:
c.1068G>A (p.Trp356*), heterozygous; c.1818dupC
(p.Trp607Leufs*36), heterozygous. JlonatkoBo 3a-
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(bikcoBaHO BapiaHT HEBU3HAUEHOTO KJIIHIYHOTO 3HA-
yenuay CCDC103:¢.82C>T (p.Arg28Tip). Orpuma-
Hi pe3yJbTaTW B MOEJAHAHHI 3 XapaKTePHUM
(berorumiom (peruanBHi iHDEKITIT BEPXHIX | HUXKHIX
AMXaJbHUX MIAAXiB, Opouxoexkrasu, JIOP-
KOMOPOIiIHICTh) PO3IIHEHO K AOCTATHI ISt TTijI-
tBepKenns [T/ 3a cyKymHICTIO KIiHIKO-pafIiosio-
FYHUX i MOJIEKYJISIPHO-TEHETUYHUX KPUTEPIiB.

iaznocmuune mipkyeanns i dupepenyiauis. My-
KOBICITM/103 BUBHAHO MAJIOMMOBIPHUM Y€pe3 Bi/ICyT-
HICTb 03HAK €K30KPUHHOI TAaHKPeaTHYHOI HeloCTaT-
HOCTi Ta 3HAYeHHS XJOPHUIIB NOTY B cepii
JIOCJIiIKEHb, HUKYi 32 AIarHOCTUYHUH TTOPIT, a Ta-
KOK HeraTUBHI pe3yJbTaTU CKPUHIHTOBUX
CFTR-nanemneii. [lepsunni imyHnomedinmuTy He mij-
TBEP/KEHO 32 IOCTYITHUMU iIMyHOJIOTTYHUMU JTOCJTi-
JokeHHaMU. HenocrarHs KiHIYHA BiZNIOBiAb HA iH-
rajgiiiiHi KOPTUKOCTEPOIiAN B MeKaxX paHimie
BCTaHOBJIEHOTO JiarHo3y OPOHXiaJIbHOI aCTMU J10-
ATKOBO MiATPUMAaJIa TIEPEeTJIs/l TPOBiTHOTO maTodi-
3iosoriunoro Mexaniamy Ha kopuctb [I11/[-acortiiio-
BaHOTO OPOHXOEKTA3HOTO MPOIIECY.

Tepanesmuuna maxmuxa. PekoMeH10BaHO TpUBaA-
Jie 3aCTOCYBAHHSI IHTJISA1i# TiIepTOHIYHOTO PO3YHn-
Hy HaTpito xsopuny 3—5% (2—3 pasu,/mo0y), 1mojeH-
Ha [UXajibHa TIMHACTUKA 1 KiHe3iTepallis, peryaspHi
Ha3aJIbHI ipurallii. AHTHOAKTEPia/IbHY TEPATTio TPH-
3HAUEHO IIi/1 Yac 3aroCTPeHb 3 ypaxyBaHHIM MiKpO-
6iomoriunux gauux (Staphylococcus aureus). Takox
3aIIPOBA/KEHO MYJIBTU/IMCIUILIIIHApHE cllocTepe-
JKeHHd (TeiaTp, MyJIbMOHOJIOT, OTOPUHOJIAPUHTO-
JIOT) i3 mepioIMYHUM OIiHIOBAHHAM (QYHKIIII
30BHIITHBOTO ANXAHHS i MiKPOO10JIOTrYHIM MOHITO-
PUHTOM.

IIpomiscni pesyivmamu i nooarviue sedenns. Ha
MOMEHT TIPe/ICTaBIEHHS BUTIA/IKY PYTUHHI 3HAYCHHS
SpO, cranosmim 97-99%, oxHak ra3000MiHHI Tapa-
MeTpu miaTBepAnH rinokcemiio (pO, — 60,1 mmHg),
10 Y3TO/IKYBAJIOCS 3 HASIBHICTIO CTPYKTYPHUX 3MiH
TUIY OPOHXOEKTa31B. 3allJIaAHOBAHO TTPOBEIEHHS
KOHTPOJIbHOI Bi3yasli3allii 3a KJIIHIYHUMU [TOKa3aHHsI-
MU, OIIIHIOBAaHHSI TPUXUJIBHOCTI 710 HepapMaKoJIoriy-
HUX BTPYYaHb i KOpeTyBaHHA MiATPUMYBaJIbHOI Tepa-
il B AMHAMII.

OO6roBopeHHst

Hasenenwnit Bunagok nokasye dpenorun [TI/]
y MAI€HTKHU MiTIITKOBOTO BiKY 0€3 situs inversus i3
paHHiM 1e610TOM pecipaTOPHOI CUMIITOMATUKY:
MePCUCTYIOUNH MPOAYKTUBHUHI KallleJib, PeIIUANBHI
iH(EKITii HUJKHIX 1 BEpXHIX AUXaJbHUX IIJISXIB, ce-
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KPETOPHUN CepeHill OTUT i 3aTOCTPEHHS XPOHiU-
HOTO PUHOCUHYCHUTY; Y PAHHBOMY AUTUHCTBI cop-
MyBaJuCsd BaPUKO3HI OPOHXOEKTa3¥ CepPejHbOl
qacTKHU MpaBoi jiereni. Taka KoMOiHaIlisl 03HAK CIIO-
HyKaJjia 10 IiJIeCIPIMOBAHOTO 0OCTEKEHHS Ha
[TIL/T raBiTh 32 BiJICyTHOCTI 3BOPOTHOTO PO3TAIITY -
BaHHs OpPraHiB.

JliarHOCTUYHE OTIHIOBAaHHS B I[bOMY KJIIHIYHOMY
BUIAJAKY OyJIO OETAIIHUM 1 Tiepebadalio 3amnepe-
YeHHS 9aCTUX aJIETePHATUBHUX MMPUYNH XPOHIYHOI
OGpOHXOJIETEHEBOI MATOJIOTi1. MYKOBICIM/103 BU3HA-
HO MaJIOIMOBIPHUM Ha Mi/ICTaBi HU3bKNX 3HAUYEHD
XJIOPUIIB MOTY 1 BiZICYTHOCTI 03HAK €K30KPUHHOI
MMaHKpeaTUYHOol HeJIOCTaTHOCTI; TePBUHHI iMyHO/Ie-
(it He MiATBEPKEHO 32 TOCTYITHIMY iMyHOJIO-
TIYHUMU J0CaiKeHHAMU. Bidyasnizaitis 3acBiquuniia
JIOKaJIi30BaHi BAPUKO3HI OPOHXOEKTa3H cepeHbol
YACTKU TIPABOI JIeTeH1, 10 Y3TO/KYEThCA 3 XPOHIU-
HUM iHEKIIiTHO-3amaabHUM TIpoitecoM. [a3006-
minHi nokasuuku (pO, — 60,1 mmHg nipu SpO,, —
97-99% y pyTuHi) BKa3ylOTh Ha HasIBHICTH
rimoKceMmii, 1o KOPeJIio€ 3i CTPYKTYPHUMHU 3MiHAMU
B JIeTeHSX.

MousekynsipHO-TeHETUYHE TeCTYBaHHS CTAJO
KJIIOUOBUM €JIEMEHTOM Ti/ITBEP/IKEeHHS 1arHO3Y:
BUSABJIEHO KOMIIAYH/I-TETEPO3UTOTHI BapiaHTHU
y RSPH4A (c.1068G>A p.Tip356*; ¢.1818dupC
p.Tip607Leufs*36) 3a HassBHOCTI BapiaHTa HeBU3HA-
yenoro 3HavenHs y CCDC103. Y noeanansi 3 THIIO-
BUM KJIIHIYHUM (DEHOTUTIOM 1 IAaHUMM Bi3yasrizartii
11e 3a0e31eUnIo JOCTaTHIi PiBeHb JOKa30BOCTI /ISt
Bepudikanii [TI/] y konkpernoi narientku. [Torim-
6Jiere iHCTpyMeHTaIbHe mmiaTBepaKentst [TIT/] me-
TO/IaM¥ BUCOKOIIBU/IKICHOI Bifleomikpockotii/EM
BillOK MOKe OyTHU yTpy/IHEHE Yepe3 0OMeKEH I 110-
CTYTI, 1I[0 MU Bi/I3HAYAEMO SIK CUCTEMHE JIarHOCTHY-
He 0OMEsKEHHSI.

TepaneBTuyHa cTparteris BiANIOBi1aa CyyacHUM
migxonam niaTpuMyBasbHoro Benenus [TIT/] i3
OPOHXOEKTa3aMu: PETyJISIPHi IHra Al rinepToHiv-
HOTO PO3YMHY HATPil0 XJI0puay 3—5%, IoIeHHi 3a-
XO/IM 3 OUMIIEHHS IUXAJIbHUX NIJISIXiB/KiHe3iTepa-
misg, ipuraiii TOPOXKHUHU HOCA, a TaKOX
aHTHOaKTepiasbHa Teparris 3a MOKa3aHHIME 3 ypa-
XyBaHHIM MiKPOOi0JIOriYHNX pe3yIbTatiB (BUALTEH-
ust Staphylococcus aureus). Ha i migTpuMyBabHOTL
Tepalil nalieHTKa IIpoJI0BKY€ [MHaAMIYHe criocTepe-
JKEHHSI MYJIBTUIUCITUIIIIIHAPHOIO KOMaH/010 (11YJIb-
MOHOJIOTOM, OTOPUHOJIADUHTOJIOTOM, TIe/IiaTPOM ),
3 KOHTpoJieM (PyHKITi1 30BHINTHbOTO JUXAHHS 1 Mi-
Kp006i010TiuHOr0 TIPOdiIIo.
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BucnoBku

OcHOBHUMY PaHHIMM KJTIHIYHUMU O3HAKaMU B Ha-
Be/IEHOMY KJIIHIYHOMY BUTAJAKY OyJiu pernu/nBHi
3 IUTUHCTBA iH(DEKITT HUXKHIX IUXAJTbHUX MIJIIXIB
(1o 10—12 emizoiB Ha PiK) i3 MEPCUCTYIOYNM TIPO-
JNYKTUBHUM KalllJieM, TOBTOPHI iH(eKIii BepXHiX
JMUXATBHUX MIJIIXIB — CEKPETOPHUN cepeiHiil OTUT
i 3aroCcTpeHHsT XPOHIYHOTO PUHOCUHYCUTY, & TAKOXK
repeHeceHa B HEOHATAJIbHOMY TIepio/li THeBMOHIA
3 TPUBAJIVM CTAIliOHAPHUM JIIKYBaHHSM; Y PAHHbOMY
JUTUHCTBI — OaKkTepiaabHa THEBMOHIS 3 OAAIBIINM
dbopmyBaHHSAM OPOHXOEKTa3iB cepesHbOI YaCTKU
MIPaBoi JieTeHi, 1110 pa3oM (hOPMYBaJIN PAHHIH peciri-
paropuuii penorut, xapaxkrepuuii ass [TI/T.

[Montyk cKpUHYBAJIbHUX 1 MATBEPKYIOUUX TEC-
TiB i3 BUCOKOIO Yy TIMBICTIO I CIIETTUDIUHICTIO € aK-
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KAIHIYHUIM BUTTAAOK

TyaJIbHUM 3aBJIaHHSIM JIJISI PAHHBOTO BCTAHOBJIEHHS
miarnosy IIII/] y xiteil. 3acTrocyBaHHs MyJIBTUINC-
[UTIJIIHAPHOTO ITi/[X0/LY JI0 BEJICHHS ITi€] TPYTIN TiTel
cupusituMe 30epekeHHIo QYHKILT JIereHb, 1MiB1-
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JATOTh JIOMTOMOTY JIOPOCJIUM, Ta iHIITUX MUTAaHb TPU-
BAJIOT0 JIiIKyBaHHS XPOHIYHUX 3aXBOPIOBAHb.
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