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B cmambe npugedeHo co6cmeeHHoe HabodeHue nep8uvHol YuauapHoli OUCKUHe3Uuu, u1acmpupyloujee mpyoHocmu
duazHocmuku 3mozo 3a60s1e8aHus. CA0iHOCMb 0AHHO20 KAUHUYECKO20 C/y4as onpedeasiniacs omcymcmauem
UHBepcUU 8HYMpeHHUX 0p2aHO8 Yy nayueHmd ¢ paHHUMU CUMNIMOMAMU XPOHUYECKO20 6POHXUMA U XPOHUYECKO20
cuHycuma. [lepguuHas yuauapHasi dUCKUHe3usi OMHOCUMCs K Op@aHHbIM 3a60/18aHUSIM, N0IMOMY 0C8e00MAEHHOCMb
epauell nep8U4HO20 38eHA 8 OMHOWEHUU MOl Namo/102uu HU3Kasl, 4Ymo cnocobcmayem 8bICOKOU UH8AAUIU3aAyUU
nayueHmos.

KniouyeBbie cnoBa: nepBuyHas unavapHas ANCKNHe3us, cuHaApom KaptareHepa, KJIMHn4Yeckoe HabnwozeHne

PRIMARY CILIARY DYSKINESIA.
CLINICAL OBSERVATION
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We give an example of our own clinical observation of primary ciliary dyskinesia showing difficulties of this disease
diagnosis. The complexity of this clinical picture is in the absence of situs viscerum inversus of the patient with early
symptoms of chronic bronchitis and chronic sinusitis.

From birth patient was noticed to have wheezing during acute respiratory viral infection (4 episodes), first year -
bilateral pneumonia, and later - 3-4 pneumonias per year. Gastroesophageal reflux disease was diagnosed on third
year of life, surgical treatment was used. Year 4 — according to computerized tomography data middle lobe syndrome
was detected. We performed middle lobectomy. Then we revealed morphologically-cylindrical bronchiectasis. Severe
bronchial asthma and allergic rhinitis were diagnosed in 4,5 years. Despite the fact that baseline inhalation and anti-
microbial therapy was done, general condition of the patient did not get better. On year 9 we did bronchoscopy with
brush biopsy of bronchial mucosa. The result is sharp decrease of ciliary function. All in all, even though the patient
had classical symptoms of primary ciliary dyskinesia and first symptoms showed during the first year of life, right di-
agnose was stated only when the patient turned nine. Primary ciliary dyskinesia is classified as rare (orphan) diseases,
that is why awareness of primary care physicians against this pathology is low, resulting in high disability of patients.
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[lepBuyHas yuauapHas auckunesus (11 /1) - MKB-
10: Q.89.3 - reHeTHYECKH JIeTEPMUHHUPOBAHHOE 3a00J1€e-
BaHHeE, B OCHOBE KOTOPOTI0 JIEXKAT BPOXK/[€HHBIE JIePEKThI
CTPOEHUsI peCHUYEK MepLATebHOI0 SNUTENUs pecupa-
TOPHOI'0 TPAKTa U aHAJIOTUYHBIX CTPYKTYP, IPUBOJSIHE
K HapyllIeHUI0 UX IBUTaTeJbHOW aKTUBHOCTH [1, 4]. 3TO
pepkas naroJsiorus (ORPHA244), koTopas BcTpeyaeTcs
cyacroroi 1 cinyvai Ha 15-60 ThICSY pOJAMBUIMXCS KU~
BbIMH, HO HECBOEBPEMEHHAs JIUAarHOCTUKA U JIeYeHHe
[T/l Hen36exxHO MPUBOAAT K paHHEN WHBaIU/HU3AIUH.
50 % 6ouspHbIX [111/] UMelOT 06paTHOE pacHoJIOKEHHE
BHYTPEHHHUX opraHoB (cuHzapom 3uBepTta - Kaprare-
Hepa). Tun Hacae0BaHUS — ayTOCOMHO-PeleCCUBHBIN.
[lepBuuHbBIH fedeKT MOXKeET onpesenaThCs MyTaLUIMU
B 200 reHax, OTBETCTBEHHBIX 32 CUHTE3 IUJHAPHBIX
6esIKOB. BapnabesbHOCTb TeHETHYECKUX JlePpeKTOB
onpejiesnsaeT pa3HOOOpa3ue KJIMHUYEeCKOW KapTUHBI [2].

OTcyTcTBHE CUHXPOHHBIX 3peKTUBHBIX KOJIe6aHUU
pecHUYEeK 06YCI0BIMBAET HApyLLIEHHE MYKOLUJIHAapHOTO
KJIMPEHCa, a Noc/eiytolliee HacJ0eHre HHeKL MY IPUBO-
JUT K GOPMUPOBAHUIO XPOHUUYECKOT'0 BOCIAIUTEBHOT0
npouecca. [Ipy KjaccuyeckoM pa3BUTHUM 3a60/1eBaHUSs
y’Ke B IIepBble JiBa rojia KU3HU peOGEHKA BBIABJISIOTCS
NOBTOpPHbIE GPOHXUTHI U MHEBMOHUU. O6GHAPYKHUBa-
€TCSl THOWHBIN WJIM CJIU3UCTO-THOWHBIN 3H[0OPOHXHT,
3aTeM pa3BUBAETCs OTPAaHWYEHHBIH MHEBMOCKJ/IEPO3
¢ nedbopmanedl 6poHXOB. B GoJiee mo3aHEM Bo3pacTe
¢$opMHUpYIOTCS GPOHX03KTA3bL. BosbIioe 3HaYeHNE IMeeT
MOpa)KeHHEe HOCOIVIOTKH: Y 60JIbHBIX HEPEAKO C ePBBIX
JIHEH )KU3HHU 0TMevaeTcsl 3aTpyAHEHHEe HOCOBOTO JibIXa-
HUs, 6eCIIOKOSIT THOMHBIE Bbl/le/IeHUsI U3 HOCA, CUMIITO-
MBI CHHYCHTA, OTHTA. YacTo codyeTaeTcst C BpPOXKJEHHBIMU
[OPOKaMH pa3BUTUSA. MOXKeT GbITh MY>KCKO€E U YKEHCKOe
6ecnionue [3].
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JMarHOCTUYeCKUH a/ITOPUTM BKJIIOYAeT KJIUHUYe-
CKHMe NPU3HaKU (TOTaJbHOE NMOpaXKeHUEe PecrnupaTop-
HOTO TpaKTa C paHHed MaHUdecTalLueld CUMITOMOB
XPOHUYECKOTO 6POHXUTA, GPOHX0IKTA30B, XPOHUYECKOT'O
CUHYCHTA, OTUTA, TYTOYXOCTH, NpU cuHJpoMe Karare-
Hepa - o6paTHOE pacnoJyioKeHue BHYTPEeHHUX OPTaHOB
WJIM M30JIMPOBaHHAs JeKCTPOKapAUs, HapylleHus pe-
MPOAYKTUBHOHN chephl), OLIEHKY LUIUAPHOU QYHKIUU
(BbIAIBJIEHHE CHHXKEeHUS QYHKLMOHA/IbHON aKTUBHOCTH
MOJBHXXHOCTH PECHUYEK MepLaTeJbHOT0 3NMUTENUs
pecnupaToOpHOro TpakTa NpHU pa30BO-KOHTPACTHOMU
MHUKPOCKOTIMM WJIM CBETOBOM MHUKPOCKOMUU GUONTATA
C/IM3UCTON GPOHXOB WM (K1) HOca), MOpdOJIOTrHYeCKoe
Hcc/leloBaHMe [UITIKOBOr0 GUONTATA IPU 3JIEKTPOHHOMI
MUKpockonud [5]. Tepanus HanpaBJieHa Ha 0JaBJeHue
MHQEKIUHU U BOCCTAaHOBJIEHHE OPOHXUATbHOU IPOXOU-
MocTH. [Ipu aToM auddepeHHaNbHbINA UAarHO3 TPEOYeT
HCKJIIOYEeHHUsI MHOTUX XPOHUYECKUX BOCHAIUTENbHBIX
3a60J1eBaHUH JIETKUX, NPOTEKAIIUX ¢ AUGPYy3HBIM
NMOpa’KeHUEM GPOHXOJIEFrOYHOU CUCTEMBI, B TOM YHCJIE
MYKOBUCLM/103, IepBUYHble UMMYHOZeQUIUTHbIE CO-
CTOSIHUSI, GpOHX03KTaTU4YecKasi 60J1e3Hb [6, 7]. [lasiee Mbl
MpUBOAUM cobcTBeHHOE HaboaeHue [111 /], ntoctpu-
pyloliee TPyHOCTH JUATHOCTUKU 3TOTO 3a60/1eBaHUS.

Masnbuuk, 11 sieT, oT 5-11 6epeMeHHOCTH, 2-X POJOB
(2 MeguuuHCKUX abopTa, 1 BeIKUAbII B cpoke 10 He-
Jlesib). Mathb, 45 et - 3710poBa, oTel, 45 JIeT - 3/,0pOB,
cTapiiui cbiH, 20 sieT - 3a0poB. HacTosas 6epeMeH-
HOCTb MaTepH NpoTeKasa C TOKCUKO30M IIepBOH IO-
JoBUHBIL, B 8 Hesesb — OPBU ¢ Bbicokoi iuxopaZiKoH,
noJiy4yaJia IpOTHUBOBUPYCHYIO Tepanui. Poibl B CpoK,
camocTtosiTesnbHbIe, Bec 3970 1, pocT 57 cM, 3akpuyas
cpasy. BakiJuHUpOBaH NPOTUB Ty6epKyJ1€3a, renaTuTa B.
B pogaomMe Ha6J1I04aMCh YAaCThIe CPITMBAHUSL.

HacsepncTBeHHOCTB: y 6a6YyIIKU IO JUHAMU OTLA
- XPOHUYECKUH BPOHXUT C MOJIOZOTO BO3pacTa, y mpa-
6a0yLIKH MO JIMHUK MaTepu — XPOHUYECKUN OPOHXUT,
CHWXKeHHe cyxa.

Co c/10B MaMbl, Ha [IepPBOM IOy KM3HU y MaJIbyuKa
0TMeYasIoCh LIYMHOE JbIXxaHUe Ha GOHE OCTPhIX peciu-
paTopHbIx 3a6os1eBaHUH (4 anu30/a), B 1 roJ - BHEGOIb-
HUYHas [BYCTOPOHHSASI MHEBMOHHUS C OPOHX006CTPYK-
TUBHBIM CHH/IPOMOM, fiasiee 10 3—-4 THEBMOHMHU 3a ToA. [lo
1,5 1eT - IposIBJIEHUS] aTONUYECKOI0 IepMaTUTa CpeIHeH
CTelleHH, MJIoXasl IpUbaBKa Macchl TeJla.

B 3 roza B cBsI3U € AUArHO30M ractpoasodareaabHasi
pedJtokcHas 60s1e3Hb B [0poJCcKON AETCKON KJIMHUYe-
CKOH OOJIbHHLEe POBeJeHa racTpoazodparodpyHpgonia-
ctuka 1o Taso. B 4 rojja BbIsiBJIeHA FMIOIIA3UsA CpeiHER
Jlos1v ipaBoro Jerkoro (mo fanHeiM MCKT - npusHaku
¢ubposa, yMeHblIeHHe 06bEMA CpeiHEN [0JM), TPO-
BeJleHa cpeiHe/j0/1eBasi JIOBGIKTOMHUS CrpaBa, MopdoJio-
ruyeckas KapTUHa LUJIMHJPUYECKUX GPOHX03KTA30B,
nHeBMoQpu6po3a.

B 4,5 roza, yautbiBasi peljuJMBUPYIOIINH 6POHX0006-
CTPYKTUBHbBIM CHHAPOM, IOCTOSIHHYIO HOCOBYIO 6JI0KA/Ly,
JlaHHble aJlJ1eproJjioruyeckoro o6cie0BaHus: M0J0-
JKUTeJIbHble KOXKHbIe TPO6BI K LIEPCTH KOIIKH, MbLIbLE
COPHBIX TpaB, NMOJIOXKUTeJIbHbIE crienuduyeckue IgE k
JKeJITKY KypuHoro siua (2,1 ME/m), jomMaiHei nbliy
(1,8 ME/mu), anutenuto kowku (1,7 ME/mi), nblibie
nosibiHu (1,4 ME/Mu1), nOBbILIEHHBIA YPOBEHb O6IIETO

IgE (103,47 ME/mun), pe6éuky B 'opoackoil geTcKon
KJMHUYECKOH GOJIbHUILE NOCTaBJIEH AUArHO3 GPOHXHU-
aJIbHasl aCTMa, aToN14YecKas ¥ BUPyC-UH/yLIUPOBaHHas,
TsDKEsasd, alJlepTu4ecKUil NepCUCTUPYIOLUM PUHUT,
cpesiHel CTeleHH, CeHCUOUIM3aLusa ObITOBas, 3NUep-
MaJibHasl, NblIbLEBas, JaTeHTHas NUlleBast. PekoMeH-
Jl0BaHa IOCTOsIHHAs IPOTHBOBOCHAJIMTE/IbHAsA Tepanus
KOMOGUHUPOBAHHBIMU NpenapaTamMu (cajbMeTepos/
¢dayTukazoH 25/125 MKr no 2 f03bl x 2 pasa/CyTKH),
Ha3aJIbHble KOPTUKOCTepOoubl. HecMOTpst Ha mpoBoJU-
MY10 623U CHYI0 MHTAJISILLUOHHYIO U CHMIITOMaTHYEeCKY0
aHTUGAKTepUaJbHYI0 Tepanulo, COCTOsIHUE pebGEHKa
0CTaBaJIoCh 6e3 BbIpa)KeHHOW JUHAMUKU: COXPAHAJIOCh
CHM)KeHHe aKTUBHOCTH, HU3Kasl IpU6aBKa Macchl TeJa,
060CTpeHHs KalllJIeBOro CUH/IPOMA C JIMXOPaJKOH — MpakK-
THUYECKH e3KeMeCsuHO.

B 9 sieT Masnbuuk 06C/1el0BaH B OTAe/I€HUU NYJIbMO-
HoJsiorun ®I'BY « MHUW neguaTpuu u eTCKOU XUPyp-
run». [IpoBeZieHa GPOHXOCKOMHUS C LETOYHON OGHOTICUEN
CIU3UCTOU 6pOHXOB. [Ipy MUKPOCKOIIUY C yBeJUYEHUEM
x100, x400, x1000 He yaanoch 3apUKCUPOBATH JBHXKE-
HUe pecHUYeK. KileTOK ¢ MOABWXHBIMU PECHUYKAMH B
LieJIbHBIX [IJIACTax He HalJleHo. XapaKTep, 4aCTOTY ABHU-
JKEHUsI peCHUYEK ONpeJie/IMTh HEBO3MOXKHO. PecHUYKH
yAJUHEHBI, BoInpsiMJeHHbIe. Ha moBepxHoctu 30-40 %
KJIETOK PECHUYKH peAyLMpPOBaHbl. 3aK/JI04YeHHe: PE3KO
BbIpa)KeHHble HapylLleH!s LIUINapHOH QyHKIUY.

[locnenHsasa rocnutanusanus B UpKyTCKyIo 06-
JIACTHYIO JIeTCKYI0 KJIMHHUYEeCKYI0 60JIbHULY — B HOs1I6pe
2015 ropga. Kaso6bl Mpu NOCTYINJIEHUU: HA PeJKUN
NpPOJYKTUBHBIN KallleJIb B TeYeHHUe JIHS C OTXOXKJeHUeM
CKYZLHOTI'0 KOJIMYECTBA CJAU3UCTO-THOWHON MOKPOTHI,
€1a60CTb, BAJIOCTb, CHY)KEHHUE alllleTUTA, IepUOAUYECKU
NOBBIIIEeHHE TeMIIEPATyPhI TeJia 10 GeOPUIbHBIX LUDD,
OJBIIIKY CMEIIaHHOI0 XapaKTepa NocJje yMepeHHOH’
¢dusuyeckoil Harpysku. OOlLee COCTOsIHUE CpeHeN
cTeneHU TsxecTH. [I0JKOXXHO-)KMPOBOU CJIOM pasBUT
He0oCTaTO4YHO. KoXKHble MOKPOBBI U BUAUMbIE CJIU3HU-
cThle 6J1e/JHO PO30BbIE, YUCTble, yMEPEHHOH BJIAXKHOCTH.
[TocsieonepaloOHHBIN py6er; 10 CpeUHHOMN JIMHUH KHU-
BoTa 15 cM, o 60KOBOU MOBEPXHOCTH I'PYIHOU KJIETKU
15 cM. HocoBoe fibixaHue 3aTpyJHEHO, OT/eJIsIEMOTr0 HET.
['pynHas kaeTka ciMMeTpu4Has. [lepkyTopHO HaJ| Bcei
MOBEPXHOCTBIO JIETKUX KOPOGOYHBIN JIETOYHOU 3BYK.
AyCcKy/nbTaTHUBHO JibIXaHUE >KeCTKOe, Bbl/10X YAJMHEH,
paccesiHHbIe CyXue XPUIIbI 110 BCEM IMOJISIM, BbICIYIINBA-
I0TCSl e JUHAYHBIE BJIaKHbI€e Cpe/IHe-NIy3bIpyaThle XPUIIbI
B [10/1I0NATOYHOM JIMHUU cripaBa. [locsie oTKaILIMBaHUs
BJIQXKHbI€e XpUIIbl coxpaHATcA. [Ipy Kallie oTAenseTcs
CIU3UCTast MOKPOTA B HEGOJIbIIOM KosudecTBe. TOHBI
cepzLia siCHble pUTMUYHBIe, IIyMOB HeT. JKUBOT MATKUH,
6e360J1e3HeHHbIH. [ledyeHb, cesie3eHKa He NaIbIUPYIOTCS.
Ctys, auypes B HOpMe.

Ananu3s kpoBu: yBesndenue CO3 mo 20 mm/4, pop-
MyJ/la KPOBH He U3MeHeHa, I0Ka3aTeJd T'yMOpaJbHOT0 U
KJIETOYHOT0 UMMYHUTETA, paroyurapHas akTUBHOCTb
HelTpoduoB nepudepruyecKor KpoBH B Mpesiesiax Hop-
Mbl. CoziepkaHue xyopuoB B note 10,9-11,5 Mmouib /1.
[Ipu uccnesoBaHuM QYHKIMK BHELIHErO AbIXaHUs Bbl-
sIBJIeHbl 06CTPYKTUBHbIe HapyuleHusa. Ha o63opHo#
peHTreHorpaMMe OpraHOB I'DYJHOH KJIETKM OTMedYeHO
yMeHbllIeHHe 06'beMa NPaBoro JIErKOro, CMellleHUe TEHU
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Cpe/loCTeHMs BIPABO, UTO SIBJASETCA CJeJCTBUEM Iepe-
HeceHHOM onepauui. [[py pUHOCKOIMH AUATHOCTUPOBAH
THOMHbBIN PUHOCUHYCUT, Ha peHTTeHorpaMMe NIpUAaToy-
HBbIX [1a3yX HOCA ONpeie islyICsl FOPU30HTATbHbIN yPOBEHb
>KUJKOCTH B BEpXHEUeJIIOCTHBIX Nasyxax. [Ipu nyHkuuu
raiiMopoBbIX Na3yX MOJIy4eH FHOMU. B MokpoTe u cofep-
>KMMOM raliMOpOBBIX Ia3yX ONpe/eJIsINCh JIEMKOLUTHI C
npeo6JialanreM HelTpooduiios (87 %). [Ipu 6akTepurosio-
IMYeCKOM UCCJIe[JOBAaHUU MOKPOTHI BblJie/IeHbl St. aureus
u S. pneumoniae.

JuvarHos: nepBuYHas LuJadapHas JUCKUHe3Us.
XpoHuueckui 6poHXuUT, o60cTpenue, JHO. XpoHuyeckuit
puHocHHycUT, COCTOsSIHUE IIOCJe IPAaBOCTOPOHHEH
JI063KTOMUM. ['acTpoazodaropedsitokcHas 60Jie3Hb,
racTpodyH/0IIacTUKa B aHaMHe3e. CeHcHMOUIN3aus
K LIePCTH KOIIKH, MbLIbLIe MOJBbIHY, JOMAIIHEH NbLIU.
HecmoTpsl Ha coxpaHeHHe aKTUBHBIX BOCIAJIUTENbHBIX
M3MeHeHUH B JIEFKUX U HOCOTJIOTKE, IPOrpeccUpoBaHUs
KJIMHAYeCKUX NPOsIBJEeHUN 3a60/1eBaHUSA, HApacTaHUs
TSKECTH JbIXaTeJbHOU HeJOCTAaTOYHOCTH, Pa3BUTHUS
OCJIO)KHEHUH He 3aMeyeHo.

[lagueHTy peKOMeH/J0BAaHO JUHAMUYeCKOe HabJII0-
JleHre JIOp-Bpaya, MyJIbMOHOJIOTa, TUII0a/l/IepreHHbIN
OBIT, pery/sipHasl KUHe3WTepamnus: JblxaTeJbHas [UM-
HacTUKa U JipeHa)k OpOHXUa/JIbHOTO JepeBa, TUTMeHa
BEpPXHUX AbIXaTe/bHbIX MyTeH, UHraIsILlMOHHAs Tepallus,
KypCbl 3KCIIEKTOPAHTOB, OPOHXOJUTUKHU NPU HAJTUUUU
O6pOHXO0CMa3Ma, MPU 060CTPEHUH XPOHUYECKOH pecnu-
paTopHOM UHPEKIUU — aHTUOUOTUKOTEPATHS.

TakuM 06pas3oM, HECMOTPS Ha TO, YTO y GOJILHOTO
HMMeJINCh KJlacCuyecKre NPU3HaKu IepBUYHON LuMap-
HOU JMcKuHe3UU (IopasKeHUe JIETKUX, CHHYCUT), a Ilep-
Bble CHMIITOMbI 3a60JIeBaHUsA NOSIBUJIMCH ellje [0 FoAa,
JMarHo3 OblJ yCTAHOBJIEH TOJIBKO B 9-JIeTHEM BO3pacTe.
HenpaBusibHas TpakTOBKa CUMIITOMOB 3a60J/1eBaHUSA
HoBJIeKJIa 32 CO60M HEO6GOCHOBAaHHOE ONEepaTUBHOE
JledeHue ractpoa3odareasbHo pedIoKCHON 60/1€3HY,
KOTOpOE He TOJIbKO He IPUBEJIO K YIy4LIeHUI0 COCTOSIHUS
3/10POBbS, HO M BbI3BaJI0 HApacTaHKe YaCTOThl 060CTpe-
HUH. CJI0XKHOCTb JaHHOTO KJIMHUYECKOTOo CJy4as oIpe-
JleJislJlacb OTCYTCTBHEM UHBEPCHUH BHYTPEHHUX OPTraHOB
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y nanreHTa. CBoeBpeMeHHas JUAarHOCTHUKA MepPBUYHON
LUJIMApPHOW AUCKUHe3uH, ee AuddepeHInanUs OT ApY-
rux GopM XpOHUYECKOU JIErOYHOU MaTOJIOTUH UMEIT
peliawliiee 3HaYeHUe Jis1 BbI6Opa TAKTUKU Tepalluy,
onpeJiesII0T IPOTHO3 3a60JIeBaHUSI.
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