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Rare diseases cannot be included in randomized placebo-controlled trials due
to the difficulty of recruiting participants. Their analysis is based on other
methodologies, including case series and isolated clinical cases. This study presents
a clinical case of rare primary ciliary dyskinesia in a patient with cystic fibrosis
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[lo pmanHBIM O(UIMANBHBIX CTATUCTUYECKHX COOpHUKOB PecmyOmuku
benapych Ha nomto 3a00sieBaHUIl OPTaHOB JBIXaHUS CPEU JIeTeH MPUXOoauTCs Oosee
65 % ot o0mero KOJWYEeCTBA 3apETUCTPUPOBAHHBIX HO30JOTUYECKHX TPYIII
3a0oneBaeMOCTH AeTckoro HaceneHusi PecnyOnuku benapycs. C KaxapiM TogoM
qucjao ciy4yaeB 3abosieBaHusi y naereil (or 0 mo 17 monsbix net) pacret [1, 2].
CmepTHOCTH cpenu nerckoro Hacenenust PecnyOnmuku benapych oT OosesHei
OpPTraHOB JIBIXaHWSl OCTAETCAd HU3KOM [3], MEXAYy TE€M MOXHO OTMETUTh POCT
YUCJIEHHOCTHU JETEH, BIIEPBbIC NMPU3HAHHBIX MHBanuaamu |1, 2, 3]. OgHa u3 npuunH
pa3BuUTHs OOJe3HEW OpraHOB MbIXaHHWS — HapyIIEHHE MYKOUMJIMAPHOIO KIIHMpEHCa
BCIIEZICTBUE pa3nuuHbIX (pakTopoB. OauH U3 (PaKTOpOB — ITO MEPBUUHAS ITUITHAPHAS
nuckunesus (I1L[J]). Ota nmatonorus He SBISETCS LWIUPOKO PACHpOCTPAHEHHOM, HO
BHOCHUT 3HAYUTENBHBIN BKJIAJ B CTPYKTYPY TskKesbIX 3a0oneBanuil. Hanbonee vacto
[T/ oOycnoBrneHa OTCyTCTBHEM WIH JeheKTaMu CTPOCHUS BHYTPEHHUX H
HAPYXKHBIX JTUHEUHOBBIX PYYEK B CTPYKTYPE PECHUUYEK U KTYTUKOB. Y nerer ¢ [T/
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MOTYT  TOSIBIISAITBCS ~ MEPCUCTUPYIOIIUE  PUHUTHI, XPOHUYECKHE  CHUHYCHUTHI,
PEIUANBUPYIONIHE OpPOHXUTHI W IMHEBMOHHMHM, OpOHXOIKTa3bl, OpOHXHAJbHAS
00CTpYKITHSI.

Heab ucciaegoBaHusi: ONMCaHWe KIMHUYECKOTO CIyyasi peIKOW MEepBUYHOMN
UIMAPHOM IUCKUHE3UH Yy TaleHTa ¢ MykoBuciuao3zom (MB).

Onucanue KJIMHUYECKOro ciay4asi. [lanmeHT A. mocTynus B ydpexaeHHE
3IpaBOOXpaHeHusl «3-1 ropojcKas JeTcKas KIMHUYecKas OoyibHMIIA» T'. MHHCKa B
BOo3pacTe 12 JeT B CBA3U C OTCYTCTBUEM IOJIOKUTEIBHONW JUHAMHUKU MPU JICUECHUU
JIBYCTOPOHHEHN MHTEPCTULIMAILHON THEBMOHUU. Ha MOMEHT MOCTYIUIEHUS] COCTOSIHUE
nanueHTa ObUTO cpefHel cTeneHu TsokecTH. OH JKaloBajics HAa MPOTYyKTHUBHBIN
Kalllelb, CHIDKEHUE  anmeruta. Ha  MOMEHT  HOepBHYHOTO  OCMOTpa B
MyJIbMOHOJIOTUYECKOM OTJICJICHUM TeMmIepaTypa Tena mnaimueHta Obuia 36,4°C,
KOXKHBIE TOKPOBBI OJIEHO-PO30BbIE, CyxHue, 0e3 Bbichimanuid. llepudepuueckue
muMpaTuIecKue Y3IIBI MaJbIUPOBAIIUCH MHOXECTBEHHBIE, MEJIKHE
MOJHUKHEUETIOCTHBIC U IICiHbIe, 0€300JIe3HEHHBIC MPU MAJIbIAIMK, HE CHasHBI C
OKpYKarOIMMH TKaHsMH. CIM3UCTbIe 000J0YKH ObUTH OJeJHO-PO30BBIC, BIIaXKHBIE,
3aJIHSsl CTEHKa TIJIOTKM THUIIEpEeMUpOBaHa, HajeToB He Obuto. ['pyaHas kieTka
OObIYHOM (OPMBI, CHMMETPUYHO y4acTBOBaa B akTe AbixaHue. [Ipu nepkyccuun Obu1
JIETOYHOM 3BYK. AYCKYJIbTaTUBHO JbIXaHHWE OBLIO JKECTKOE, B IMPOCKIUU HUKHEH
JOJIA TPABOTO JIETKOTO BBICIYIIMBAINCH CYXHE€ M BIIAXKHBIE CPEIHEIY3bIpYaThIC
XpUIBI HA BIOXE. BepXyllleuHblil TOHOK ONpPEAEIsUICS Ha YPOBHE 1,5 cM KHYTpH OT
JIEBON CPEAVMHHO-KIIIOUUYHON JIMHUU B TSITOM MeXpebepbe. AYCKYJIbTaTUBHO TOHBI
cepAla ObUIN SICHBIE, pUTMUYHBIC, BBICIYIIUBAJICS CUCTOIUYECKUHN IyM B V TOUKeE.
JKuBoT ObLT MsTKHI, 0€300JI€3HEHHBIN NpH Maabnanud. [ledeHs manpnupoBanach y
Kpasi TpaBoil peOEpHON IyrH, cejie3eHKa He yBenuyeHa. DU3HO0JIOTHYECKUE
oTnpaBiieHus 6€3 0COOEHHOCTEN.

[Ipu oneHke pU3NYECKOTO Pa3BUTHUS MAIMEHTA MO IEHTUIILHBIM TaOIUIIaM ObLIT
BBISIBJIEH HEJJOCTATOK MACChI Tea.

W3 anamHe3a ObUIO M3BECTHO, YTO PEOEHOK OOpaTWIICS HAa KOHCYJIbTAIUIO K
Bpauy-MyJbMOHOJIOTY B YYPEXKJCHHE 3APaBOOXPAHEHUS «3-f TOPOACKasl JeTcKas
KJIMHAYeCKass OoyibHMIIQ» T. MUHCKAa 1O HampaBJICHWIO Bpada-mieauarpa
MOJUKIIMHUKY B CBSI3U C OTCYTCTBUEM JMHAMUKHU [0 MOBOJY JICYEHHUSI JBYCTOPOHHEM
HHTEPCTUIMAIBHON TMHEBMOHHMM. Takke OBUIO HM3BECTHO O S5 TPEABIIYIINX
MMHEBMOHUSAX MPEUMYIIECTBEHHO NPAaBOCTOPOHHUX 3a KOPOTKUWA IPOMEKYTOK
BpeMeHU (B TEYEHUHM TMOCJIEAHUX 2 JIeT), YacThiX CHHycuTax. [lo gaHHBIM
PEHTIE€HOJIOTUYECKUX CHUMKOB, TPEACTABICHHBIX W3 MOJUKJIMHUKH, Yy TMalMeHTa
ObL (prOpPO3HO-BOCTIANIUTENBHBIE U3BMEHEHHUSI B 00JIACTH BEPXYIIEK 000MX JETKHX,
MPU3HAKU OPOHXOAKTATUYECKON OOJIE3HU CIIpaBa.

BpayoMm myJIbMOHONOTrMYECKOTO KaOWHETa ObUIO MPUHATO pEUIEHUE O
TrOCIUTANIM3AIMK W JajJbHEHIIeM J00OCHEeIOBAHMM TAlMEHTa B  YCIOBHSX
MyJIbMOHOJIOTUYECKOTO  OTHACJNEHUA 3-€i TOPOJICKOM JIETCKOM  KIMHUYECKOU
OOoNBHUIIEI, HA 0a3e KOTOpOro (GyHKIMOHUPYET PecnyOnmkaHCKui IEHTp EeTCKOU
MyJIbMOHOJIOTUY Y MYKOBHUCIIH]1034.

[Ipn mocTymieHnn naAUMEHTy OBbUT BBIMOJIHEH OOIIMIA aHaIW3 KPOBH, IIO
pe3ynbTaTaM KOTOPOTO BOCIMAJIUTENBHBIX W3MEHEHHH HE ObUIO  BBISBIICHO.
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B GuoxummueckoM aHaian3e KpOBU ObUIO YBEIMYEHO COACPKAaHUS XJIOPHIOB. Ma3ok
u3 3eBa Ha (uropy nmokasan Staphylococcus Saprophyticus 104,

[Ipu cmuporpaduu ¢ canmpOyTamMoioM OBUIM  BBISIBJICHBI  YMEPEHHO
BBIPAKEHHbIC BEHTWISIMOHHBIC HAPYIIEHUS IO OOCTPYKTHBHOMY THITYy, 3a CUET
Mmenkux OponxoB. I[Ipoba c¢ canpOyTamosioM oTpulaTeNbHas. 3aKIOYEHUE MPOObI
XapaxkTepHo s manueHToB ¢ [T/,

JlaHHbIE KOMIIBIOTEPHOW TOMOTpauu OpraHoB TPYAHOW TOJOCTH: Ha
MOJIYYCHHBIX CKaHax Jierkue Bo3aymHbl. CrnpaBa B S10 ompenensuicss ydacTok
CHUKEHUSI MPO3PAvYHOCTU IO THUIIY «MaTOBOTO CTEeKJa». BrIpakeHa nedopmarnus
TePMUHAJIBHBIX  OTIEJIOB  OpOHXMAIBLHOTO  JepeBa ¢  (HOPMHUPOBAHHEM
BEPETEHOOOPa3HhIX M  MEIIOTYATHIX OPOHXOZKTa30B, B OOJBINEH CTENEHU
BBEIpaXKEHHBIX crpaBa B S2, 3, 4, 5, 6; cieBa JIoKanbHas AedopManus OTMEYaIach
mame B S1, 2, 6. B oOmactm Bepxymek HaOmomamuch  (HHOPO3HBIC
MOCTBOCMAJIUTENIbHBIE ~ M3MeHeHus. [IpocBeT  Tpaxeu, TJaBHBIX  JIOJIEBBIX,
CErMEHTApHbIX OpOHXOB TPOCICKHUBAICSI, HE JAehOPMUPOBAH. YBEIUUYCHHE
BHYTPUTPYJIHBIX, TOJMBIIICUHBIX JIUM(PATUUECKUX Y3JIOB HE OBUIO BBISIBICHO.
[IneBpanbHble CHUHYCHI OBLIM CBOOONHBI. KOCTHO-IECTPYKTUBHBIX HW3MEHEHUM
MMO3BOHKOB B 30HE HCCIEA0BaHUs, peOep, TPyIUHbI HE ObLIO BBISBICHO. 3aKIIOUCHUE:
MPU3HAKH OpPOHXOIKTA30B, B OOJIbIIEH CTEMEHU BBHIPAKCHHBIX CIPaBa, CHIKCHHE
MPO3PAYHOCTH MO TUITY «MaTOBOTO cTeksa» B S10 crpasa.

[Ipy wWccnenoBaHWM  MPUIATOYHBIX Ma3yX METOJOM  KOMIIBIOTEPHOM
ToMorpaduu ObUIO BBISBJICHO TOTAJIBLHOE 3AMOJIHEHHE HEOJHOPOIHBIM COJICPKUMBIM
IIOTHOCTBIO +34—-65 enH. B mpaBoii masyxe OCHOBHOM KOCTH TAaKX€ OTMEYaJIOCh
MaTOJOTUUECKOE COAEPKUMOE, 3aloJIHsIolee €€ CyO0ToTanbHO. MUHHMMaIbHOE
KOJIMYECTBO COJIEPKUMOIO OTMEYAJIOCh B 4YacTU SYEEK pEIIeTYaToOd KOCTH.
3akIIloueHue: MPU3HAKU TOTAJbHOIO BEPXHEUEIIOCTHOTO CHHYCHTA, CYOTOTAJIIBHOTO
MPABOCTOPOHHETO CPEeHOUANTA, ITMOUANTA. ATIa3usl JIOOHBIX Ma3yX.

[TanimenTty Oblna TpoBeJEHA JeUeOHO-IMATHOCTUYECKAss OpPOHXOCKOMUs, IO
JAHHBIM KOTOpOM OblIa BBISBICHA cleaytomas kKapTtuHa. KapuHa poBHas, C
MOJIOTUMHU CKaTaMHu, yMepeHHO BocmnajeHHas. CrnpaBa OpOHXHAIBHOE JEPEBO
chopMupoBaHOo mpaBuiIbHO. OOpamaio BHUMAaHHE OOJIBIIIOEC KOJIUYECTBO CIIH3H,
MPEUMYIIIECTBEHHO W3 3aJHero cermeHTta BepxHed gonu (RB2) u Bepxymeunoro
cermeHTa HwkHed nomum (RB6). CneBa OponxuanmbHOe AepeBo chopMUpOBaHO
npaBwIbHO. OTCYTCTBOBAJI 7 CETrMEHT JIEBOTO Jierkoro (Hopma). CieBa KOJIHMYECTBO
CJIM3U OBLJI0O YMEPEHHOE, OT/ICNIIEMOE HE THOWHOE.

[ToceB MpPOMBIBHBIX BOJ TpaxeoOpoHXHaIBHOTO JAepeBa: Staphylococcus
aureus, Pseudomonas putida. DTtu Bo30yaumTenum He xapaktepubie mus [T, a
xapakTepHbl i nanueHToB ¢ MB. 1o nanasim nutepartypsl ais [IJL xapaktepHo
obnapyxenrie Haemophilus influenzae, Streptococcus pneumoniae, Moraxella
catarrhalis, Staphylococcus aureus, Pseudomonas aeruginosa [4].

buonicuss  cnmu3uctoit  000704kM  OpOHXOB: MPHU3HAKH  XPOHUYECKOTO
BOCIAJICHHS ¥ TOBPEXKACHUSI PECIIUPATOPHOTO SMUTEIUSL.

AtomHO-cuiioBass Mukpockonus (ACM) maska co CIM3UCTON 00O0JIOUKH
OpOHXOB: PECHUYKH PaCIoJIaraiich XaoTUYHO. Hapyienre 1ienTpa BETBICHUS: BH]I
«IITOTIOPOTIOIOOHOTO  MEPEeKPYUUBAHUA» WM «CIHUPATU30BAHHBIX  CTEPIKHEN.
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JluameTp pecHUYEK HE COOTBETCTBOBAJI MoOKazaTensiM HOpmbl (~0,2 HM), a
BapbUpOBaJ B IMPOKOM auamnaszone: ot 0,095 no 0,15 mMxm.

[To manHBIM BJeKTpokapAnorpaduu Ha MOMEHT NpeObIBaHHA B CTallMOHApe
OBLIT CUHYCOBBIHN, HECTAOMIIbHBINA pUTM. HOopMasbHOE MOJI0KEeHHE 3IEKTPUIECKON ocu
cepaua. Yactora cep/ieyHbIX COKpallleHuii Obliia B uanasone 67-93 yaapa B MUHYTY.

VYapTpa3BykoBO€  HCCIEIOBaHWE  OpraHoB  OpIOIIHOM  MOJOCTH U
3a0pIOIIMHHOTO  MPOCTPAHCTBA  PErHMCTPUPOBATIO  AKTUBHYIO  IEPUCTAIBTHKY.
CUMIITOMOB TOPaKEHHOTO IIOJIOTO OpraHa M CHUMIOTOMa BHYTPU IPOCBETHOIO
JENOHUPOBAHUSA KUAKOCTH HE Obu10. BHYTpUOpIONIHBIE TUM(paTHYECKUE Y3IIbl ObLIN
He yBenuuyeHbl. CTpoeHHME M PpACIOJIOKEHHWE BHYTPEHHHX OpraHoB ObUTO 0e€3
ocoOeHHocTel. TpaHcno3uluy BHYTPEHHUX OPraHOB HE ObLIO OOHAPYKEHO.

3akIoYeHHEe TeHETHKA: MyKoBHCIUA03, cmemannas ¢opma (F508del u CFTR
dele 2.3).

Ilo pe3yapTaram KJIMHUKO-TTa00paTOPHBIX JAHHBIX BBICTABJICH
3AKIIOYUTENbHBIA JUATHO3!

MyxkoBucuu103, cmemannoi ¢popmer (del F 508 u CFTR dele 2.3 rena CFTR).
BbponxoskTa3sl BepeTeHooOpa3Hbie U MemoT4yaTeie B S2,3,4,5,6 cripaBa, S1,2,6 ciesa.
JIBycTopoHHUIT nHEBMO(PUOPO3. XPpOHUUECKUH OpOHXMUT, HEIOJIHAS PEMHUCCHSL.
JIByCTOpOHHUYM XPOHUYECKUI TUIIEPIUIACTUYECKUN BEPXHEUEIIFOCTHOU CUHYCHUT

BoiBoabl. MHOTO0OOpa3ne KIMHUYECKON KapTHUHBI 3aTPYAHIET CBOCBPEMEHHYIO
MOCTAHOBKY  JIMarHo3a TEPBUYHOW IWIMApHOM  auckuHe3un. Heobxomammo
IPOBEJCHNE OPOHXOCKOMUH C MOCIEAYIOIEM UCCIEI0BaHUEM OMOITaTa C MOMOIIBIO
aTOMHO-CUJIOBOM  MHKPOCKOIIMH, JJIEKTpOHHOW Mukpockonumu. IILJI wmoxer
COUYETaThCA C IPYTMMU HACIEACTBEHHBIMU 3a00JIEBAaHUSIMU JIETKUX, KaK B OITMCAHHOM
Cllydya€ ¢ MYKOBHCIIMJO30M, YTO MOBBIIIAET PUCK HWHBAIUAM3ALMM MAlMEHTa B
JaTbHENIIEM.
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