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IlepBuuHas uMIMApHAS AMCKMHE3MsI — PeKoe 3200JeBaHHe U3 TPYNINbI UIHONATHIA, B OCHOBE KOTOPOIO JIEXKUT HACJEJICTBEHHO
00yCJI0BJIEHHDII Ae()eKT CTPYKTYPhI ABUrATEIbHBIX PECHHYEK SMUTE/Ms PECTMPATOPHON CUCTEMBbI U AHAJOTHYHBIX UM CTPYKTYP.
IIaTos0rusi OTHOCHTCSA K rpyIie ayTOCOMHO-PeleCCHBHBIX (DEHOTHIIOB ¢ BHIPAXKEHHOI reHeTHYeCKoi rereporeHHoCcTbhio. Kinn-
YeCKH XapaKTepu3yeTcsi MPOrpecCHpyIOIUM BOCTIAIUTEIbHBIM MOPAXKEHNEM BCEX OTAEJIOB IbIXaTeJbHOr0 TPAKTA Y JIeTeil, CHIKe-
HueM (epTHIbHON (PYHKIMK Y GOJIBHBIX CTAPILEro BO3PAcTa; HEPeAKO HAOMONAI0TCS Ne(eKThl JaTepain3aui  MOPOKH Pa3BUTHUS
opranoB. HecMoTps Ha SIpKYI0 KIMHMYECKYI0 KAPTHHY, 3200/ieBaHUEe He BCErJa CBOEBPEMEHHO JMATHOCTHPYETCSH, YTO MPUBOIUT
K ObICTPOMY CHMKEHHIO JIErOYHO# (hyHKIMM, HEPeIKO — K HEONMPABJAHHBIM XMPYPruYecKuM BMemarenbcTBam. Lleab HacTosmieit
CTATbH — O3HAKOMUTD INMPOKHIA KPYT NMEIUATPOB U MYTbMOHOJIOTOB C COBPEMEHHBIMM METOIAMHU JUATHOCTUKH M T€PANNY EPBUIHON
HUWJIMAPHON TUCKHUHE3UU.
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Primary Ciliary Dyskinesia is an orphane disease from the group of ciliopathies based on genetically determined defect in the struc-
ture of the motor cilia of the epithelium of the respiratory system and similar structures. Pathology belongs to the group of autosomal
recessive phenotypes with pronounced genetic heterogeneity. It is clinically characterized by a progressive inflammatory lesion of all
parts of the respiratory tract in children, a decrease in fertile function in older patients; defects of lateralization and malformations
of organs are often observed. Despite a vivid clinical picture, the disease is not always timely diagnosed, which leads to a rapid
decrease in pulmonary function, often to unnecessary surgical interventions. The purpose of this article is to familiarize a wide range
of pediatricians and pulmonologists with modern methods of diagnostics and therapy of primary ciliary dyskinesia.
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€TCA ITOPAXKCHUEM BCEX OTACJIOB PECIITMPATOPHOTO TPpaKTa

I IepBI/I‘{HaH ouianapHad JUCKHMHE3UA — pPEIAKOE
C (l)OpMI/IpOBaHI/IeM XPOHHNYECKOIo0 BOCHAJIUTCIBHOIO

HacCJCACTBECHHOC 33.60J'[CB3.HI/IB, B OCHOBE€ KOTO-

pOTO JIEKUT TeHETUIECKU eTePMUHUPOBAHHBIN Te(heKT
VABTPACTPYKTYPHI PECHUYCK SITUTEHS PECITUPATOPHOTO
TpakTa M aHAJIOTUIHBIX UM CTPYKTYP (KTYTHUKU CIIepMa-
TO30MIOB, BOPCHHBI MaTOYHBIX TPYO, STCHIUMBI XKeTy-
IOYKOB MO3Ta W 1p.), TIPUBOIAIINIA K HApYIICHUIO X
JIBUTaTeJIbHOM (yHKIIMU. 3abojieBaHUE XapaKTepusy-
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npouecca, HapyueHueMm (eptunbHocTu (Oecrionue,
MPEUMYIIECTBEHHO MYXKCKOE€, IKTOMUYEcKrue OepeMeH-
HOCTH Y XeHIIWH). [TpubmusurtenbHo y 50% maluneHToB
C TIEpBUYHONM WLMJIMApHON MUCKWHE3UEeW HaOIIomaeTcs
oOpaTHOe pacrnojioKeHe BHYTPEHHUX OPraHOB WK U30-
JIUpoBaHHasl nekcTtpokapausi (cunapoMm KaprareHepa);
HepenKo MMEIOTCS pa3jiMuHble BapUaHThl FeTePOTAKCUM
[1—4]. PacnpoctpaHeHHOCTb 3a00JeBaHMUSI 1O JaHHBIM
pa3IMYHBIX aBTOPOB Kojiebyercst B mpeneiax ot 1:15000
nmo 1:30000; oHa CyIIECTBEHHO BHIIIE B M30JMPOBAHHBIX
MOMYJISILMSIX U CPer HAPOIHOCTEH, B KOTOPBIX TPAAUIIU -
OHHO pacIpocTpaHeHbl KPOBHOPOJICTBEHHbIE Opaku [5].
Hecmotpst Ha SIpKyl0 KIMHUYECKYIO KapTUHY, MaTo-
JIOTUSI OCTAeTCsl HEeNOCTATOYHO M3BECTHON IIMPOKOMY
Kpyry menuaTtpoB, YTO 3aTPYAHSIET €e CBOCBPEMEHHYIO
NIMarHOCTUKY; B HauOOJbIIel CTermeHW 3TO KacaeTcs
MEepBUYHON IWIMAPHON NUCKUHE3UU 0e3 oOpaTHOro
pacrosiokeHusi BHYTPEHHUX oOpraHoB. B rmocnenHue
TOJibl MEXAYHAPOIHBIM HayYHBIM COOOIIIECTBOM CIEIH-
QJTUCTOB 0 PeCUPATOPHON MeNUIIMHE ObLIO BBITYILIEHO
HECKOJIbKO OCHOBOITOJIAralolInMX COIIACUTEIbHBIX TOKY-
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MCHTOB, HAIpPaBJICHHBIX Ha IOBBIIICHUE OCBEIOMIICH-
HOCTH TIeIUaTPOB 00 3TOM MATOJIOTHUH, TIE TPEICTaBICHBI
OCHOBHBIC KPUTCPUH TMATHOCTUKU, TIPUHIIUATIBI T€PATTHI
1 HaOJTIOIEHNST 3TUX OOJBHBIX |3, 4, 6].

OcHOBHbIE XaPAKTePUCTHKH KJIETOK, HMEIOHMIMX pec-
Hmuku. Ctpoenne u ¢pyHkimu pecindek. [lepBuyHas muim-
apHasl TUCKWHE3Ws OTHOCUT K TPYIIC IMIUOTATHIA —
3a00JIeBaHUI, B OCHOBE KOTODBIX JICKUT TE€HETHMICCKU
JIeTEPMUHUPOBAHHBIN e(eKT CTpoeHUsI pecHUueK [1, 7].
KiteTkun, nMerornye peCHUIKY WM aHAJIOTHYHBIC CTPYK-
TYpbI, OOHAPY:KMUBAIOTCST BO MHOTHX CUCTEMaxX OpraHM3Ma:
PECHMYKM YYaCTBYIOT B MYKOLIMJIMADHOM KJIMPEHCE, [BU-
KCHUM TaMeT, IepeMEIeHUN CITMHHOMO3TOBOM KM~
KOCTH, CEHCOpPHO# peleniuu, GYHKIMOHUPOBAHUU
ITOYEYHOTO SMWTENNsA, (HOPMUPOBAHUU JIEBO-TIPABOM
aCMMMETPUU OpraHOB Y miieKomnuramimmx [8]. PecHnuku
pas3messIoT Ha 2 OOJIbIIME TPYIITBI B COOTBETCTBUU C HX
OCHOBHOI (bYHKITME — MOTOpHBIC M CEHCOpHBIe. Pec-
HWYIKH PECTTUPATOPHOTO TPaKTa, KJICTOK SITCHIMMBI JKeTy-
JIOYKOB, CIEPMATO30MIOB M KJIETOK CEMSIBBIHOCSILIETO
KaHajla Y My>XYMH W MaTOYHBIX TPYO y >KCHIIWH, BHITTOJ-
HSIOLIVE [BUTATENIbHYIO (DYHKIIWIO, MMEIOT CTPYKTYpY
9+2; K TpyIIie ABUTATeILHBIX OTHOCAT TaKKe PECHUYKHI
co crpykTypoit 9+0, yTpaTuBlIve HEHTPAIbHYIO Mapy,
HO WMeIoNMe BHYTPCHHWEC W HapYXHbBIC TUHECUHOBBIC
pyuku (pecHMYKa 3MOpHOHaJIbHOTO Yy37a). CeHCOpHbIe
pecHnukM (akcoHeMa 9+0), Ha3bIBaeMble TakXkKe MepBUY-
HBIMU PECHUYKaMH, (DYHKIIMOHUPYIOT KaK CCHCOPHBIC
OpraHeJTbl, 00eCIIeYMBAONINE BEIPAOOTKY PELICNITOPHBIX
MOJIEKYJl 1 MHULIMUPYIOIIME TOK XUIKOCTH); TOCAeIHIE
TIpeACTaBIeHbl B KIETKax THWIOMW3a, HaIOYCTHUKAX,
TTODKEITYIOYHOM 3XeJiede, TIOYKaX, CepiIle, XPSIIeBOM
W COCOIWHUTEIbHOW TKaHW, AepMe, SIUIepMHCce W Ha
HEKOTOPBIX 3MOPMOHATBHBIX KIETKaX; K CEHCOPHBIM
OTHOCSIT TaKKe PEeCHWIKM Ha TTOBEPXHOCTH KIJIETOK CITH-
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panbHOrO (KOpTHeBa) opraHa (KMHOLMJIMK), MMEIOIINE
CTpyKTypy 9+2 [9].

JBuTaTeIbHasT PeCHUYKA ITPEICTABIISIET COOO0I BHICOKO
OpraHu30BaHHYI0 opraHejuty (puc. 1), ocHOBHasl (DyHK-
[IMOHAJTbHAST SIMHUIIA KOTOPOIl — aKCOHEeMa, COCTOSIIIast
W3 TICHTPATbHON Tapbl MHKPOTPYOOUEK, COCAMHEHHBIX
LIEHTPAJIbHBIM MOCTUKOM, W 9 mnepudepruyeckux mnap
(9+2). Tlepudepuueckre mapbl (IyOseTh) MUKPOTPY-
00YeK CBSI3aHBI MEXIy CO00il HEKCHMHOBBIMM CBSI3KaMH,
BHYTPEHHUMM M HApPYXHBIMU JAMHEWMHOBBIMU PYYKaMU,
a ¢ IEHTPaIbHOW Mapoil — paavaJbHbIMU CIMIIAMM.
JIMHEeWHOBBIC PYYKHM COCTOSAT M3 TSKEIBIX, ITPOMEXY-
TOYHBIX ¥ JIETKHX TIOJTMITETITUIHBIX IIeTICH; IBYDKEHUE pec-
HWYEK TTPOMCXOIUT BCICICTBUE CKOJBXKECHHSI ITyOJICTOB,
KoTtopoe obecrieunBaeTcss ATM-3aBUCMMOIT aKTUBHOCTBIO
TUHEMHOBBIX pyJeK. B HOpMe IBIDKEHUE COCTOUT U3 ABYX
da3: curbHOTO ymapa B BBHIIPSIMICHHOM OTHOCHUTEIBHO
BEPTUKAJIBHOW OCH COCTOSTHUM M MSITKOTO BO3BPAIICHIS
B MCXOIHOE TOJIOKEHME, YTO B IIEJIOM CO3IaeT YHIYJIH-
PYIOIIMIA  (XJIBICTOOOpa3HBI) XapaKTep IBIDKCHHS [6];
yacToTa OMEeHMsI peCHIIEK B OPTaHN3ME YeIOBeKa COCTaB-
Jsiet 10—15 Iix (B.A. Afzelius, 1985; uur. mo [1]).

CnoxHast MOpGhOJIOTUS PECHUYKU ITOIpa3yMeBacT
OopIIOe  pa3HOOOpasWe CTPYKTYPHBIX HAPYIICHMUIA,
CITOCOOHBIX BIUSATH Ha e (PYyHKLUIO U MPUBOIUTH JTUOO
K HapyIICHUIO IBWXKEHUS, JIMOO K TTOJIHOM HETIOIBUIXK-
HocTHu. Boigensitor He MeHee 18 BapMaHTOB HapylIeHUI
VABTPACTPYKTYPHI, KOTOPBIE MPENCTABIISIOT CO00I 00IIIe-
TIPUHSTHIN CTAaHAAPT TIPU ONTMCAaHUH OCOOEHHOCTE MOp-
domnornum pecHnuku. Yaie Bcero HabIIOMAIOTCS TTOTHOE
OTCYTCTBUE MJTM aHOMAJIMK CTPYKTYPHI HAPYKHBIX U BHY-
TPEHHUX TUHEWHOBBIX PYydYeK, YBEIWUCHUE WIM YMECHB-
MeHWe 9YHuclia Iap MUKPOTPYOOYeK; OTCYTCTBUE
WU TIOSIBJICHWE JOTTOJIHUTEIBHOU IIEHTPAIbHOM Taphl;
BMECTE C TeM Y psiia OOJBHBIX C TIEPBUIHOM IIMIIMapHON

Puc. 1. Ctpykrypa akcoHembl pecinuku (I). IlpuBoaurcs B anantupoBanHoM BapuanTte mno [8].
1 — MuKpOTPY0O0UKM A; 2 — MUKPOTPYOOuKM B; 3 — nenTpansHas napa; 4 — 000/109Ka HEHTPAIbHOI NAPbI; 5 — HEKCHHOBAS CBA3KA;
6 — pammanbHas cnmna; 7 — HAPYKHble TUHEHHOBbIE PYYKH; 8 — BHyTpeHHUE INHEHMHOBbIE PYYKH. [[OMOTHUTE/IbHBIE 00bSICHEHUSI

B TEKCTeE.

Fig. 1. Structure diagram of the axoneme of cilia (I), adapted from [8].
1 — microtubules A; 2 — microtubules B; 3 — central pair; 4 — covering of central pair; 5 — nexin link; 6 — radial spoke; 7 — outer

dynein arms; 8 — inner dynein arms.
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IMACKUHE3WEH YIBTPaCTPYKTYPHBIX HApYIICHU BBISIBUTH
He ynaercs |1, 2] (puc. 2).

leHeTHYecKasi XapaKTepUCTHKA MEPBUYHON IHIHAPHOI
mackuHe3un. Kak TeHeTWJecKW IeTepMUHMPOBaHHAS
MTaTOJIOTUST TIEpBUYHAS LMJIMApHAs TUCKUHE3Ws Xapak-
TEPU3YETCsl ayTOCOMHO-PELECCUBHBIM TUIIOM HacJjeio-
BaHMS C BBIPaKCHHON TeHETHMUYECKON TeTepOTreHHOCTEIO.
Ha moprane OMIM (244400) k HacTosillieMy BpeMeHU
ykazaHo Oojiee 30 reHeTMYeCKMX JIOKYCOB, Y4YacTBY-
OIUX B pean3allid TEePBUIHONW IMIUAPHOW IMCKHU-
He3uu. ClienyeT TakKe OTMETUTh, 9TO TaM K€ IPUBEICHBI
CCBUIKH, YKa3bIBaIOIIMe Ha BO3MOXKHOCTb MHBIX (ayTOCO-
MHO-TOMWHAHTHBIN, X-CIICTUICHHBIIT) BApUAHTOB HacIe-
JIOBaHMSI TIaTOJIOTHH [5].

B Ttabmuile mpencTaBiieH CIIMCOK TEHOB, MYyTallud
B KOTOPBIX, IO MAHHBIM HE3aBUCUMBIX WCCIICIOBaHMIA,
ACCOIIMMPOBAaHbl C TIEPBUYHONW LMIMApPHOW IMCKUHE-
3ueii [4].

DTU TeHbl MOTYT KOHTPOJIMPOBATh (PYHKIINIO OCJIKOB,
CTPYKTYPY Pa3IMYHBIX KOMITOHEHTOB aKCOHEMBI. Tak,
oT 15 mo 60% ciryyaeB 3aboeBaHUS OOYCIIOBICHO MyTa-
musmu B reHax (DNAII, DNAHS5), KOHTPOJUPYIOIINX
OCHOBHOI 0€JOK aKCOHEMbl — IWHEWH, BXOMSIINI
B COCTaB HApYXHBIX M BHYTPCHHUX TWHEWHOBBIX PYYCK;
ITOJTHOE WJTM YaCTUYHOE UX OTCYTCTBHME IPUBOIMUT K 3Ha-

YUTELHOMY HapyIIeHWIO JIBUTATEIbHOW  (YHKIIAN
WM TIOJIHOM HEMOJABMXKHOCTU pecHUYkHU [4, 9]. YrpaTa
neHtpaibHoii mapel (RSPH4A, RSPH9) upuBomut
K HapyIIeHWsM OCH IBWDKCHHSI DPECHUYKH, OOYCIIOB-
JIMBasi XaOTWMYHBIN pa3HOHAIPABICHHBIN €T0 XapakTep.
BMecTe ¢ TeM MyTalluy B OTACTBHBIX TeHAX, TOCTATOYHO
YacTO BBISBIIIEMbIC Y OOIBHBIX C TIEPBUIHOM ITHITUAPHON
nuckuHesueit (DNAH1I), He cONpPOBOXIAIOTCS YIbTpa-
CTPYKTYPHBIMH HapYIICHUSIMU.

CoBpeMeHHBIC METOIBl TEHETUYECKOTO 00CIeno-
BaHUS TAIMEHTOB C TMEPBWYHON ITVMUIMAPHON THUCKU-
He3Wel BKIIIOYAIOT ITOJTHO3K30MHOE CEKBEHMPOBaHUE
C WCIOJIb30BaHUEM (DYHKIIMOHATHLHOTO TECTUPOBAHUS
¥ TIO3UIIMOHHOTO aHajii3a TeHOB-KaHIWIATOB, TOMO-
3UTOTHOTO KapTUPOBAHUSI W JPYrMe€ TEXHOJIOTMHU.
B mocrienHme romel HAMOOJBIIEEe PACIPOCTPaHCHUE
nonyuun Meton NGS (next generation sequencing),
HCTIONB3YEeMBIN TSI TIOJTHOTO CEKBEHUPOBAHUS 3K30Ma
¥ TeHOMa; C €TO ITOMOIIBIO Y TAIIMeHTOB ¢ TIEPBUIHOMN
JITMapHOU TUCKWHE3WE OBLTN BBISIBICHBI HEKOTOPHIE
paHee He getekTupyemble mytaiuu [10, 11]. boapimH-
CTBO M3BECTHBIX MYTallMii OTHOCSTCSI K HOHCEHC-MY-
TallUsIM, MYTAIlUsIM CO CIOBUTOM pPaMKW CUWUTHIBAHHS
W HapylIalIINM CalT CIUIaliCMHTa; MHCCEHC-MYTaIluu
00HapYKMUBAIOTCS CYIIECTBEHHO PEXKe.

Puc. 2. BapuaHTsl yI6TPacTPYKTYPHBIX H3MEeHEHHIi AKCOHEMbI PECHHYKH CIM3UCTOIl 000I09KH PeCIMPATOPHOTO TPAKTA MPH CHHIPO-

me Kaprarenepa.

I, II, III — oTcyTcTBHE AMHEMHOBBIX py4eK; I — HONONHUTEIbHAS MUKPOTPYOOUKA B LEHTPAJILHOM KOMILIEKCE M JIONOJTHUTEbHAS
MHKPOTpPY0OYKa B nepudeprdecKoii yacTu akconems! (crpeiku); 11, IV — nonosHurebHas napa MUKPOTPYOOU€K B IIEHTPAJILHOM
KomIiekce pecHmuky (crpetku); 111 — monmoanuTeibHbI nepudepuyecKuii 1y0eT v oTAeIbHbIE MUKPOTPYOOUKH (CTPEJIKH).

Fig. 2. Variants of ultrastructural changes of the respiratory cilia axoneme in Kartagener syndrome.

I, I I, IIT — absance of dynein arms; I — additional microtubule in the central complex and a peripheral part of the axoneme (arrows);
I, IV — additional microtubule pair in the central complex of the axoneme (arrows); III — additional peripheral dublet and single

microtubules (arrows).
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KnuHuyeckass KapTHHA NMEPBHYHON NWJIMAPHON TUCKHM-
He3un. V3MeHeHUe CTPYKTYpHl W (DYHKIIMUA PECHUYEK
pPECTIMPAaTOPHOTO TpaKTa MPUBOIUT K HAPYIICHWIO MyKO-
IMIMapHOTO TpaHcmopTa. [locienyromiee HacloeHUE
MHGEKIINY  00yCIOBIMBacT (HOPMHUpPOBAHUE XPOHUYE-

B MOMOLLIb TPAKTUYECKOMY BPAYY

CKOIf BOCITAJTUTETLHOM TIaTOJIOTUM OPTraHOB IBIXaHWS
[12, 13]. Takum o00Opa3oM, B KIMHUYECKOW KapTUHE
3a00JIeBaHUSI OCHOBHYIO pPOJIb WTPAalOT HapYIICHUS
(GYHKIIMU pecriupaToOpHOil CHUCTEMBI, XapaKTepu3ylo-
1Mecsl TOTAIbHOCTBIO TIOPaXKeHUs U paHHUM HayajioM.

Tabauya. TlepedeHb TeHOB, MYTAIMHA B KOTOPBIX ACCOLMMMPOBAHDI C IEPBIHYHOI THAPHON TNCKUHE3Neil, aJaNTHPOBAHO U3 cTaThu [4]
Table. Genes with disease causing mutations associated with primary ciliary dyskinesia. Adapted from Shapiro A.J. et al., 2016 [4]

Yacrora cayyaes ITLJI,
Ten BbI3BAHHBIX JIAHHOI CrpykrypHbie qedeKTbl peCHHYKH Mertonpi JIHK-nuarnocTiku
MyTauuei
NMES + Yactuuneiit nepexr HAP
DNAHS5 AFAFAEE
DNAII AFAFE
DNAI2 Far Hedext HAP
DNAL1 4
CCDC114 FF
cCDC103 ++ +/— necdext HAP
DNAAFI FF
DNAAF2 FF
DNAAF3 + Hedext HIAP u BAP Kommepueckue ITLJI—-NGS-nanenu
LRRC6 Sn
HEATR2
RPGR
OFDI1 + HopmMmanbHas cTpykTypa
DNAHI1 FrFE
CCDC39 +++
CCDC40 o+ ABAPTAMT
RSPH9 I
RSPH4A i JedekT HeHTpaabHOU Mapel
RSPHI 4t WM HOPMaJIbHAs CTPYKTYpa
RSPH3 I
;CC]IIV;S ) OTMFOWNTI (HODMATNAT CTOYK  [1os310¢ cexcermponaste axaovs
DNAHS + Her nannbix
CCDC151 4FaF
e . Hedext HAP
DYXIC1
Colunuf5 Hedexr HAP u BAP
ZMYNDI0 AFaF
SPAGI AFaF
HYDIN 4 HopwmanbHas ctpykTypa
CCDC164 (DRCI) I
HAPK-ngedexr
CCDC65 (DRC2) I

Ipumenanue. TIJ11 — nmepBUYHAas [IMIMApHAsT TUCKUHE3MsT; + MyTalust, BbisbiBatoniast <1% cnydaes ITLJI; ++ mytarus, Bei3biBaroast 1—4%
cimyqae [1LJ]; +++ reHetnueckast mytanus, Boi3biBatomas 4—10% ciyqaes T1LJ]; ++++, myranus, Boi3eiBatomiast >15% cmydaes TTL;
BP — BHyTpeHHUEe nuHenHOBbIE pyuku; 1BAP+IMT, nedekt BHYTpEeHHUX AMHEMHOBBIX pyueK + ae3opraHusanus MUKporpyoouek; HIPK—
HEKCUH-AMHEUH PeryasiTopHblii KoMiuiekc; HAP — HapyXHble TUHEMHOBbBIE PYUKHU.
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Tak, "3BMeHEHMS B JIETKUX B OOJIBITMHCTBE CTyJaeB IPo-
SIBJISTIOTCSI YK€ B TIEpBBIC JTHUW XW3HU peOcHKa B BUIE
ITHCBMOHMM, MHOXKECTBEHHBIX aTeJIeKTa30B, pecrupa-
TOPHOTO JHMCTpecca, HePeIKo TPEOYIONTNX MHTCHCUBHOM
Tepanvy, IUTUTETPHOW OKCUTCHOTEpAITMK. Y MaleHTOB
¢ cuHapoMoM KaprareHepa BBISIBIISICTCST 0OpaTHOE pac-
MTOJIOXKEHNE BHYTPEHHHUX OPraHOB; HEPEIKO Yy HOBO-
POXIEHHBIX C TMEPBUYHON LWIMAPHON OUCKUHE3WEn
JUATHOCTUPYIOT opoku cepaua. C nepBbIX AHEH XNU3HU
OTMEYAIOT MEePCUCTHPYIONIYIO pUHOpPero. Y nmeTeil 6oee
CTapIiero Bo3pacTa M ITOAPOCTKOB, Hapsmy € TIOCTO-
STHHBIM BJIaXKHBIM KallUIEM, OTMEUaIOTCsI TOBTOPHBIE BOC-
MMaJTUTeTbHBIe 3a001eBaHUs (OPOHXWTHI, ITHCBMOHWN);
HEpEemKO TIPOIIeCC MMeEET HEIMPEePhIBHO PEIUIANBUPY-
foree TeueHne. OusnKanrbHBIC M3MEHEHUS SIPKO BBIpa-
JKEHBI: KaK TPaBWJIO, C JBYX CTOPOH ITPOCTYIIMBAETCS
MHOXECTBO Pa3HOKaTMOEPHBIX XpUIIOB. [lepKyTOpHEIi
3BYK HaJ TMaTOJIOTMYECKM W3MEHEHHBIMH YyJacTKaMH
JIETKUX YKOpodeH. [pymHas KJIeTKa WMeeT pa3unIHbIe
nedbopMalny, y MalMeHToB ¢ cmHIpoMoM KaprareHepa
OHa YacTO BBIOyXaeT CIpaBa — B 00JIACTH pacIojio-
KEHUS Cepilia, TaM Xe IMPOCTYIIMBAIOTCS TOHBI Cepalla;
MPU TIOJTHOM OOpaTHOM PpACIIOJIOKEHUHW BHYTPEHHUX
OpTraHoOB TTeYeHb MATBITUPYETCS CIeBa.

MHoTHe IeTH OTCTaloT B (DU3MICCKOM pa3BUTHH.
VY HamboJee TSKETBIX OOJTBHBIX OTMEYaeTCsl YTOJIICHUE
HOITEBBIX (pajlaHT TajblieB («0apabaHHBIC TMAJIOYKN»),
n3MeHeHue GOpMbI HOITel («dacoBble CTeKIIA»). TaxKecThb
COCTOSTHMSI B 3HAYUTEIBHOW CTETICHW OIpeHesIsieTCs
BBIPaKCHHOCTBIO CHUMIITOMOB [ITBIXaTeJIbHOW HemIocTa-
TOYHOCTH. ¥ MHOTHX OOJIGHBIX C 3TOI MaTOJIOTHEH MMe-
€TCsI ONBIIIKA B TTOKOE MJIU MIPU HeOOIBIITON (hu3nmIecKoi
Harpyske.

Xapaktep M paclpoCTpaHEHHOCTh OPOHXOJETOUHBIX
W3MCHEHUI OTIPEAETISIOT TSDKECTh 3a00JIeBaHMsI, aKTHB-
HOCTh TCUCHHUsI BOCTIAJIMTENIBHOTO Tipollecca. [lpu mBy-
CTOPOHHEM TTOpaKeHUH 3a00JIeBaHNE IIPOTEKAET IT0 TUITY
TSDKEJTON OPOHXO9KTaTHUECKOM OOJIE3HH C YaCTHIMHU 000-

CTPEHUSIMU, C OTIEJICHUEM 3HAUYMUTEJbHOIrO KOJIMYeCcTBa
THOWHO¥M MOKPOTBI, OPAJIbHOM KpenUTaIMeid, OJIBIIIIKON.
Y 60JIbHBIX C OPOHXUTOM 0e3 OPOHXO03KTa30B 000CTPEHUST
BOCMAJIUTEILHOTO Mpoliecca B OPOHXOJIETOUHOM cucTeme
He CTOJIb YacTble; SHIOCKOMUYECKU U3MEHEHUS OIpeie-
JIAIOTCSl KaK MPEeMMYHIECTBEHHO KaTapalbHO-THOMHbIE,
OIbIIIKA OTCYTCTBYET. Borpoc o yactote u cpokax dop-
MMPOBaHUsI OPOHXOZKTA30B y MALIMEHTOB C MEPBUYHOMI
LIWIMAPHOM JUCKUHE3UEN OCTaeTcsl NUCKYCCUOHHBIM:
MO0 MHEHMIO HEKOTOPBIX CIELMAIUCTOB, Mopdooruye-
CKUIi XapakTep OPOHXOJETOUYHBIX U3MEHEHU I HE 3aBUCUT
OT JUIMTEJIbHOCTU TEeYeHUsl Tpolecca: OpPOHXOIKTa3bl
HEPeAKO BBISBISIIOTCSI Y JETei yxKe MepBbIX JIET XU3HU,
U B TO Xe BpeMsl Haiuuue 6poHxuTa (6e3 chopmMupoBaB-
1IHUXCST OPOHXOAKTA30B) NUArHOCTUPYETCSI MHOTIA Y IO/ -
pocTkoB [13—16]. BmecTte ¢ TeM, o mHeHnio H.G. Noone
u coant. [17] (2004), D.E. Brown u coast. [18] (2008),
yXe K 8-eTHEMYy BO3pacTy OpOHXOSKTa3bl BBISIBIISI-
forcst y 50% OGONMBHBIX ¢ TIEPBUYHOM ITMIIMAPHON TUCKH-
Hesuelt, mocturas modt 100% pacrpocTpaHeHHOCTH
cpeny B3pocibiX OoJibHBIX. Hapsiny ¢ OpoHXxo3KTazamu,
Mopdosornyeckre UBMEHEHUsI B JJETKUX BKJIIOYAIOT aTe-
JilekTasbl, (ubdpoaTenekTasbl, MPU3HAKU XPOHUYECKOTO
oponxura (puc. 3).

Bosbiioe 3HaueHWEe B KJIMHWYECKOW KapTUHE Iep-
BUYHON UMIMAapHOW JOUCKMHE3UM W cuHapoma Kap-
TareHepa MMeeT MOopaxeHue HOCOTJOTKU. Y OOJbHBIX
HepeaKO C MePBbIX THEW XKU3HU OTMEYaeTCsl 3aTPyIHEHNE
HOCOBOTO JIbIxaHUsl (comeHue). becnokosiT THOIHBIE
BbIZCJIeHUsT M3 Hoca. Haubosiee 4yacto mopaxalorcs
BepxHeuelocTHble Tazyxu. [lopaxkeHune HOCOITIOTKHU
ObIBa€T HACTOJBKO TSIXKEJIbIM, YTO HEPEOKO BBLICTYMAeT
Ha TIepBbI TUIaH B KJIMHUYECKON KapTuHE OO0JIe3HU.
OnHO U3 XapaKTepHbIX MPOSIBJIEHUN 3TOW MaTOJOTUM —
OTUT. Y MaJIeHbKUX [e€Teil OTMeyaloTcs IOBTOPHbIE
PELUMIUBBI OCTPOTO OTUTA, Y CTAPUIMX — XPOHMUYECKOE
BOCMaJleHWe CpeJHero yxa. JMarHoCTUpyeTcsl Takxke
OOCTpYKIIMS CIyXOBOii (eBcTaxueBoii) TpyObl. Hepenko

Puc. 3. Cunnpom Kaprarenepa. KomnbroTepHbie TOMOrpaMMbl OPraHOB IPYIHO# KJIE€TKH:

a — oDpaTHOe pPacnoJioKeHHe OPraHoB IPYIHOI KJIETKH: TBYCTOPOHHUE (pUOpO3HBIE M3MEHEHHUsI, OPOHXO03KTAa3bl, I0JHKOBbIE aTe-
JiekTa3bl, hudpoaTesiekTas; 6 — hudpoarereKTa3bl CpeaHeil T0JM 1 SI3bIYKOBBIX CETMEHTOB, XPOHUUECKHIi OPOHXUT; B — 00paTHOE
pacnojioKeHne BHyTPEHHUX OPraHOB; XPOHHIECKHii OPOHXHUT; OPOHXO0IKTA3BI B 00JACTH CPeIHEl T0IIH.

Fig. 3. Kartagener syndrome. CT-scans of the chest.
a — situs viscerum inversus; bilateral fibrosing changes of the lung, bronchiectases, lingula; bronchiectases; 6 — fibrosing changes of the
middle lobe, chronic bronchitis; B — situs viscerum inversus, chronic bronchitis; bronchiectases of the middle lobe.
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BCTpeyYaeTcsl CHMXKEHME, a MHOTAa W TIoJHasl ToTepsi
ciyxa. Y 18% OGONBHBIX BBISIBIISICTCS TTOTMIIO3 Hoca [19].

Hapsiny ¢ mopaxeHueMm pecniupaTOpHOI CUCTEMBbI,
y OOJBHBIX C MEPBUYHOI UMIMAPHON NMCKUHE3ME,
OTMeyaloTcs pa3HOOOpa3Hble BapUAHThI 1e(PeKTOB JiaTe-
panuzaiuu opraHos (puc. 4). Hapsiiy ¢ HOpMaJbHBIM
pacmnoyiockeHueM BHYTPEHHMX OpraHoB (situs solitus),
mpuMepHO Y 50% TTallMeHTOB MMeeTCsI ITOTHOe 00paTHOe
pacmoyiockeHue BHYTPEHHUX OpraHoB (situs viscerum
inversus) WM U30JUPOBaHHAs AEKCTPOKApAUs (CUHIPOM
Kaprarenepa); mpuMepHo y 12%TaimeHTOB ¢ IIEPBUIHOM
LWIMAPHOW NUCKUHE3Wed HabmonaioT situs ambiguous,
BapyUaHT MEXIY TMOJHBbIM 3€pKaJbHbIM U HOPMaJIbHBIM
pacrosioXXeHueM, HEpelKO COYEeTAIoIIUICS ¢ TsKe-
JIBIMA KOMOMHMPOBAHHBIMU TTOpoKaMu cepana [20].
Cpeau HaOMOJABIIMXCS HaMU OOJbHBIX ObUIa TMalu-
€HTKa, y KoTopoit cuHapom KaprareHepa coueTaics co
CJIO>KHBIM KOMOMHUPOBAHHBIM IMOPOKOM Cep/lia: OOLIU
OTKPBITBIA  aTPUOBEHTPUKYJISIPHBIM KaHaj, JIBOWHOE
OTXOXJI€HUE MAarucTpajlbHBIX COCYIOB OT MPaBOro
JKeJTyIouKa, KiarnaHHbId U MHGOYHIUOYISIPHBIA CTEHO3
JIETOYHOI apTepuu, ENMHCTBEHHAs! KOpOHAPHAS apTepus;
U3MEHEHUsI CepleYHO-COCYAUCTON CUCTEMbI HACTOJBKO
MpeBaTMPOBAIN B KJIMHUYECKON KapTUHE 3a00JeBaHUsl,
yTo cuHapoM KaprareHepa Ha MpOTSKEHUU MHOTHUX JIET
ocTaBaJicsl HepacIlio3HaHHbBIM [13].

CrneuuMaqbHOrO BHUMaHMSI 3aciy>KMBaeT BOIPOC
O COCTOSIHUU PENpONYKTUBHOMU (DYHKIIMU y MALMEHTOB,
JMOCTUTIIMX AETOPOJHOro Bo3pacta. ITocKosibKy CTpyK-
TypHbIE U3MEHEHUSI B XTYTUKaX CIIEpMaTO30MJ0B UIECH-
TUYHBI TAKOBBIM B PECHUYKAX PECMUPATOPHOTO TPAKTa,
y OOJIBIIMHCTBA MAllMEHTOB MYXCKOTO IOJIa CHUXEHa
MOABUKHOCTh CIIEPMATO30UI0B; BMECTE C TEM Y HEOOb-
1IOTO YKcJia OOJIbHBIX MOABUXKHOCTh MOXKET ObITh COXpa-
HeHa [21, 22], yTo meslaeT HEOOXOOMMBIM TMPOBEICHHUE

TRV

B MOMOLLIb TPAKTUYECKOMY BPAYY

HCClIeIOBaHUI CTIEpPMOTpaMMbl M U3ydeHre Mopdoaoruu
CMEepMaTo30MA0B. Y XEHIIUH C MEePBUYHON LIMJIMAPHON
JNMCKWHE3Ue TOBBIIIEH PUCK IKTOMUYECKUX (BHEMa-
TOYHBIX) OEPEMEHHOCTEHA.

OCHOBHbIE KJIMHUYECKME TMPU3HAKU TEePBUYHON
LUJIMApHON NMCKWHE3UM C y4YEeTOM BO3pacTa MalMeHTa
MOTYT ObITh MPEACTABIIEHBI CJIEAYIONIMM 00pa3oM.

I1epron HOBOPOKAEHHOCTH:
— OpoHxoJsierouHble 3a00aeBaHUs (THEBMOHMSI, aTeJIeK-
Ta3bl HA PEHTTeHOrpaMMax);
— PHHUT HOBOPOXIIEHHBIX;
— pecnuvpaTopHas MOIIEPXKa U MHTEHCUBHAS TEparuu
B CBSI3U C PECTIMPATOPHBIMU HAPYIIEHUSIMU;
— AaHOMAaJIMU PaCIIONIOXKEHNSI OPTAaHOB, TOPOKU CEPLIA;
— ceMeiHblii aHaMHe3 (MepBUYHAS IUIMapHasl TUCKU-
He3Usl B CeMbe, HAIMYUE Y POACTBEHHUKOB OPOHXOIK-
Ta30B, MOTEPU CJyXa, CHHYCUTOB, OTUTOB).

JleTckuii Bo3pacr:
— KPYIJIOTOAWYHBIA PUHUT;
— XPOHWYECKUI WU PELIMIANBUPYIOIINIA CPEIHUI OTUT,
nepdoparnusi 6apadbaHHOI MEPETIOHKU;
— CHMXXEHME CIyXa;
— XPOHMWYECKUN WU PEeUMAUBUPYIOLIUIA
MOJIUTIO3 HOCA;
— KPYIJIOTOAWYHBIN MPOAYKTUBHBIN KalllEb;
— TIOBTOPHbIE OPOHXUTHI, MTHEBMOHUU;
— OpOHXO3KTa3hbl.

IToapocTKOBBIii U cTapIIMii BO3PACT:

— BCE CUMIITOMBI, XapaKTepHBIE TS AETCKOTO BO3pacTa;
— HapyuieHue hepTUIbHOCTHU.

Takum oOpa3oM, MepBUYHAS LWJAMApHAsT JUCKU-
HE3Ms MMEET SIPKYI KIMHWUYECKYI0 CUMIITOMATHUKY,
MO3BOJISIIONIYI0 TIPEAIIOJNOXNATh WCTUHHBIA XapakTep
npoiiecca, 4To AUKTYET HEOOXOAUMOCTb CIelIMaTIbHOTO
o0cenoBaHusl.

CHUHYCUT,

Puc. 4. BapuaHTbl HApYIIEHNS JaTePATA3AMUA OPraHOB MPH MEPBUYHOI MUTMAPHOI TNCKIHe3WH. PeHTreHorpaMmbl rpyIHOi KIIeTKH.
a — situs solitus: BepXylKa cep/lia HANpPaBJIEHA BJIEBO, ra3oBblil My3bIPb JKeJYIAKA TAKKe HAXOAUTCS CJieBa, NMeYyeHb — CIpaBa;
0 — situs ambiguus: BepXyliKa cep/ilia HanpaBJieHa BJIeBO, ra30Bblii My3bIPb JKeJIYAKA HAXOUTCS CIPaBa, NevyeHb — CJIeBa; y ITOM XKe
NANMEHTKH OTCYTCTBYET NMeYeHOUHblil parMeHT HIXKHEli N0JI0i BEHbI, ONpPENeISIOTCS MOJUCIUIEHNS], BPOXKIEHHbIIi MOPOK cepaua:
JIBYXCTBOPYATBI A0PTANbHDII KJIANAH; B — Situs viscerum inversus: BEpXylIKa Ceplia HANPAaBJIEHA BIPABO, TA30BbIii My3bIPb KeJTyIKa
HAXO/UTCS CIPaBa, MeYyeHb — CJIeBa.

Fig. 4. Radiographs of the chest organs with PCD.

a — PCD: situs solitus: left cardiac apex, left-sided stomach bubble, right-sided liver; 6 — situs ambiguus: left cardiac apex, right-sided
stomach bubble, left-sided liver. In the same patient there is a polysplenia, the liver fragment of vena cava inferior is absent;the aortal
valve is bicuspid; B — situs viscerum inversus: right cardiac apex, right-sided stomach bubble, left-sided liver.
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JlaGopaTopHbie MeTOIbl JUATHOCTUKH NMEPBUYHOM IUAIU-
apHoii nucKuHe3uM. B Hacrosiiee BpeMsi MO PEKOMEH-
namuu pabdoueir rpynnel ERS (EBpomneiickoro pecrniu-
paTopHOro oOIIecTBa) MO OWAarHOCTUKE MEePBUYHOMN
LWIMAPHOW NUCKUHE3UU, TPYMIbl SKCIEPTOB AMEPU-
KaHCKOTo TopakajabHoro obiiectsa (ATS) npu Hanuuuu
KJIMHUYECKUX MPU3HAKOB C 1EJIbI0 YTOUHEHUsI TUarHo3a
3a00s1eBaHUS TIPUMEHSIIOTCS CIIEAYIOLIME CIelalbHbIe
uccienoBanus [14]:

— nNO — omnpejaeneHde ypoBHSI Ha3adbHOIO OKCHIA
azora. [lokaszaTenb y OOJBIIMHCTBA MAllMEHTOB C Iep-
BUYHOM  LWIVMAPDHOW  AUCKWUHE3WEH  3HAYUTEIbHO
CHIZXEH, B cpeaHeM cocTtapisieT 1/10 or HOpMbI. DTOT
METOJl UMEET BbICOKYIO YyBCTBUTEIbHOCTb U crieluUy-
HocTh [15]. Y meteii crapiie 6 JIeT M B3pOCIBIX UCCIEIO0-
BaHUE JOJKHO MPOBOIUTHCS HA XEMUTIOMUHECIIEHTHOM
aHaJIM3aToOpe C 3aJeP>KKOM NbIXaHUSI WU COMPOTHUBIIE-
HUEM Ha BBIIOXE; Y IeTeil MJIAIIEro Bo3pacTa MpoBOIsIT
TECT Ha HEMPEPBIBHOM AbIXaHUU; METOJ MOXET UCTIOJIb-
30BaThCsl KAK CKPUHUHTOBBIN T€CT TOJIBKO MPU HATUYUU
KJIMHUYECKUX CUMIITOMOB.

— HSVA umun HSVMA (high-speed video microscopy
analysis) — BBICOKOCKOPOCTHOW BMIEOMHUKPOCKOIMUYE-
ckuit (BCBM) ananus. [IpoBoautcst onieHKa (yHKIIMO-
HaJIbHOM aKTUBHOCTU PECHUYEK B IIETOYHBIX OMOMNTaTaX
CJIU3UCTO 000JIOUKM HOCa/OpOHXOB (YacToTa OMEHMS
B COYETAaHUM C IATTepPHOM OMEHUsI pecHUYeK). Mertom
OTJINYAETCSl BBICOKOU UYyBCTBUTEIbHOCTbIO, HO HU3KON
crnetu@UUHOCTbIO; OlleHKa (QYHKIMOHAIbHOW aKTUB-
HOCTU HE€ JOJKHA TMPOM3BOAUTHCS TOJBKO Ha OCHOBE
ornpeneaeHusl 4acToTbl OMEHMSI PECHUYEK. DTOT METOJ
HU30JIMPOBAHHO HE MOXET ObITh UCITOIb30BaH HU JLJIsI MO~
TBEPXKIEHMS, HU IS UCKJTIOUEHUS IMarHo3a NepBUYHOMN
HWIMAPHOM NUCKUHE3UM W MMEeT TUAarHOCTUYECKOe
3HAYeHWe MPU UCIOJb30BAHUM B COUETAHUU C OLIEHKO
KJIMHAYECKUX CHUMITOMOB M JIPYTMMM CIELMaIbHBIMA
metonamu. B ximmHuke myaemonosorun HUKU nenunat-
puu uMm. akan. FO.E. Benbtuniesa B HacTosiiee BpeMst
HUCTOJB3YeTCsl MOAM(UIIMPOBAHHBIA METOI CBETOBOI
MUKPOCKOTIUM «B TEMHOM T1os1e» [23];

— TEM — TpaHCMHUCCUOHHAsI 3JIEKTPOHHAsI MUKPO-
ckormust (TOM); MeTon MO3BOMSIET BBISIBUTH yJIbTpa-
CTPYKTYpHbIE HapylleHUsI pecHUYeK. JuarHoctuueckoe
3HAYE€HME MMEET BBISBICHUE «3HAUYMMBIX» CTPYKTYPHBIX
aHoMaiMil. MeTon NO/oKeH ObITb TNMPUMEHEH Y BCex
OOJILHBIX C TOJO3PEHUEM Ha MEPBUYHYIO LWJIMAPHYIO
NACKWHE3UI0; OH o00JIafaeT BBICOKOI creuubuaHo-
CTblO, OTPAaHUYEHHOIN 4YYBCTBUTEIbHOCTHIO, TaK KakK Yy
15—20% GONBHBIX ¢ TIEPBUYHOM IIMITMAPHON TUCKIUHE3UEH
WMEEeTCs HOpMaJibHasl YJIBTPACTPYKTypa PECHUYKU |35,
11]. Hannume ynsTpacTpyKTYpHBIX Ae(EKTOB JOCTATOUHO
IUIsl TIOCTAHOBKM AMArHo3a, W JTOMOJHUTENbHOEe 00cie-
JIoBaHWE Helenecoodpa3Ho. B oTcyTcTBUe yIbTpacTpyK-
TYPHBIX 1e(HEKTOB, HO MPU HATUYMU YETKUX KIMHUYECKUX
MPU3HAKOB clieyeT MPOIOJIKUTH O0CIEI0BAHUE;

— TEHOTUMUPOBAHME — TUATHOCTUYECKU 3HAYMMBIM CUU-
TalOT BbISBIEHHE OMAJUIEbHBIX MyTauuii. B HacTosiee

BpEMsI MYTaIlUX BBISIBIISIIOTCS TG Y 50—75% maimeHToB
C MEepPBUYHON HUJIMAPHOI NUCKMHe3uel. BMecTe ¢ Tem
MpU HAIMYUU TEXHUYECKUX BO3MOXKHOCTEN MPOBEACHUE
TeHOTUMUPOBAHUS 11€JecO00pa3HO BCEeM TNallMeHTaM
C MEPBUYHOM LMJIMApHON AMCKUHe3ueil. BaxxHo oTMe-
TUTb, YTO B KaXIIOM Cjlyyae MyTallusi UMeeTcsl B Ipe-
JieJax OJJHOTO reHa, HO MOXKET ObITh KaK TOMO3UTOTHOM,
Tak U KOMIIayH-TeTePO3UTOTHOI; B MOCJIEIHEM CIydyae
MyTalMs KacaeTcsl pa3jIMyHbIX y4acTKOB OJHOTO I'eHa;
JNIOKYMEHTUPOBAHHBIE C/Tydan TeTepO3UTOTHBIX MyTallU it
B Pa3IMYHBIX TeHAX (IMT€HHOE WU OJIMTOTeHHOE Hace-
JIOBaHMUE), aCCOLIMUPOBAHHBIX C IEPBUYHON LIUTUAPHON
IUCKUHEe3Uel, OTCYTCTBYIOT [4];

—  UMMYHOMIIIOOPECLEHIIMSI — UCTIOIb30BaHUE MEYEHBIX
aHTUTEeN M1 WACHTU(DUKALUMKA  OTCYTCTBUSI  YJIbTpa-
CTPYKTYPHBIX O€JIKOB, 00ECITeUMBAIOIINX HOPMAaTbHYIO
(byHKIMIO PpecHUYKM; ITOT MeETON YyAoO0eH CcBoei
OBbICTPOTOI, OAHAKO B HACTOsIIIEE BpeMsl Ha eBporeii-
CKOM DbIHKE OTCYTCTBYIOT KOMMEpUYECKHE aHTuTesa
JUTST BCeX MCCenyeMbIX OeJIKOB PeCHUYKU; BMECTE C TeM
B CIELMAIU3UPOBAHHBIX 1IeHTpax CeBepHOU AMepUKU
9TOT METO/I C YCTIEXOM MPUMEHSIETCsI, KOHKYPUPYS C Tpe-
OyIOUIMM JJTUTETBHOTO BPEMEHU METOIOM TPAaHCMMCCH-
OHHOW 3JIEKTPOHHOIN MUKPOCKOIIUU.

Hapsiny co cneuMaibHbIMM JAMArHOCTUYECKUMU
METOaMM, TO3BOJISIIONIMMU  YCTAHOBUTb  JMArHos,
HUCTIOJIBb3YIOT OOBbIYHBIE METOAbl MHCTPYMEHTAIbHOM
v JIabOpaTOpPHO  JTMArHOCTUKHU, TPUMEHSIOLIMUECS
B MMyJIbMOHOJIOTHYECKO KIMHUKE. OHU UMEIOT 0OJIbIIOE
3HaYeHWe KaK Ha OJTane IMepBUYHON JMArHOCTUKMU,
TaK U MpU IJIUTEJbHOM IMHAMUYECKOM HAOI0OIeHUH:

— peHTreHorpadusi M KOMIbIOTEpHass ToMorpadus
OpPraHOB TPYIHOHN KJIETKM M MPUIATOYHBIX Ma3yX Hoca.
I[Ipy >TOM BBISIBISIIOTCA TPU3HAKU  XPOHUYECKOTO
OpOHXWTa, aTeJeKTa30B, OPOHXO0KTa30B; MpU o0bOcie-
JIOBAaHUU HOCOIJIOTKM, TPUAATOYHBIX I1a3yX BBISIBIISI-
I0TCSl TIPU3HAKW TAHCUHYCUTA, Ha3aJbHbIA MOJUIIO3.
I[Ipy mnoMolM PEeHTIeHOJIOTMYEeCKOro O0CIeN0BaHUS
ONpeNeNISIIoTCSl TakxKe AeheKThl OCEBOTO PAaCMOI0XEHUS
BHYTPEHHUX OPTaHOB IPYAHO U OPIOLLHOM OJOCTH;

— wuccienoBaHue  (GYHKIIMA  BHEUIHEro  JbIXaHUs.
[Mpu cnupomerpun (IeTsiM ctapiie 5 JIET) BbISIBASIOTCS
OOCTPYKTUBHbIE WM CMEUIaHHbIE HAPYILIEHMS; 10 MOKa-
3aHUSIM MPOBOIST MPOOY C OPOHXOTUTUKOM IIJISI OLIEHKU
obpaTuMocTH oO0CTpyKLMU. boaumnnetTusmorpadus npo-
BOIMTCS TTAIlMEHTaM cTapiie 6 JieT. JeTsM ¢ TepBIYHON
LIWIMApHOM IUCKUHE3UEN TakXkKe MOKa3aHo oNpeaeeHe
okcuga aszota B BelabixaeMoMm Bosayxe (FeNO); stor
rokKa3aTesib OOBIYHO CYLIECTBEHHO CHUXKEH;

— 0aKTEepUOJOTNYECKOE UCCIEN0BAHUE MOKPOTbI, XKW/ -
KOCTH, TI0JlydaeMoil Mpu OPOHX0ATbBEOJISIPHOM JIaBaXe,
MPOBOAUTCS C LIEAbI0 ONTUMU3ALUMKA AHTUOUOTUKOTE-
panuu. Hambosnee 4yacTto MUKpPOOHBIM CHEKTp TIpei-
crasineH Haemophilus influenzae (oxono 65% Bcex marm-
eHTOB), Streptococcus pneumoniae, Staphillococus aureus;
BO B3pociioM Bo3pacte (crapiie 30 yer) y OOJbHBIX
BBISIBJISIIOTCSI PENKO BCTpEYAlONIMecs] B JETCKOM BO3-
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pacre Pseudomonas aeruginosa, MyKOWIHBIE (POPMBI
P. aeruginosa, HeTyOepKyJie3Hble MUKOOakTepuu [18, 24];
— ajekTpokapauorpadus u sxokapavorpadusi HeoO-
XOOUMBI BCEM MalMeHTaM C TEPBUYHON LIMJIMAPHOI
NUCKUHE3MEH Kak Il OLIEHKU COCTOSIHUS CepAeYHO-CO-
CYJIMCTOM CUCTEMbI, TaK W IS BBISIBIEHUSI BO3MOXHBIX
ITOPOKOB CEPALIA, MTPU HATTMYUU AEKCTPOKAINH;

— OpOHXOCKOMUSI ~MMeeT KakK JMarHOCTUYecKoe,
Tak M JieueOHOe 3HAUYEeHUE, MOCKOJIbKY TMO3BOJISIET Olie-
HUTb CTENEeHb BbIPAXKEHHOCTU IHAOOPOHXUATBHBIX
n3MeHeHuii. bpoHXxockonuyeckue ucciieoBaHusl BbIsIB-
JISIIOT  YIIOPHBIA  AU(@Y3HBINA THOWHBIN 3HIOOPOHXUT
(puc. 5) KaK ¢ HaIMYMeM OPOHXO3KTa30B, TaK U 0e3 HUX,
¢ TpHU3HaKaMu IehOPMUPYIOIIEro OPOHXUTA WIH XPO-
Hu4eckoro 6poHxuta 6e3 nedopmannu 6poHxoB. bpoH-
XOCKOMUS HeoOxoauma i TOJyYeHHUs] NIeTOYHOTO
OuornTaTa CIM3UCTON OOOJOUKH C 1LIETb0 OLEHKU DYHK-
LIMOHAJIBHOTO COCTOSTHUSI PECHUTYATOTO SMUTEUS IbIXa-
TEJbHBIX IMyTeil M (KaK YKa3bIBaJoCh paHee) OaKTepu-
OJIOTMYECKOT0 MCCJEA0OBaHUSI KUAKOCTH, TMOJYyYeHHOM
Mpyu OpPOHXMATBHOM JlaBaxe, IUIsl Mom0opa anekBaTHOM
AHTUMUKPOOHOI Tepanuu. C AMAarHOCTUYECKOM 1IeJbIo
BO BpeMsi OpOHXOCKOMUW OepyT IIMIKOBBIH OuomnTar
U TIOCJIEAYIONIEM MPOBOSAT JIEKTPOHHYIO MUKPOCKOTIUIO
IJIS1  BBISIBJIGHUSI  TEPBUYHOTO  YJIBTPACTPYKTYPHOTO
nedekra akCOHEMBbI.

AJNITOPUTM JAUATHOCTUKU TE€PBUYHON LIMJIMAPHOM
TMCKWHE3WH TIPEICTaBIeH Ha pucC. 6.

JunddepeHunanbHbId TMAaTHO3 TIEPBUYHON LIWIJIM-
apHOI TUCKUHE3UU TPEOYeT TakxkKe UCKIIOYEHUs IUPO-
KOTO CIeKTpa MaToJoruu:

— BPOXIEHHbIE TOPOKU DPA3BUTUSI OPOHXOJIETOYHOM
CUCTEMBI;

— MYKOBUCLIMIO3;

— MMMYHOJEMUIUTHbBIE COCTOSIHUS;

— OpoHXxo3KTaThuyecKasi 00J1e3Hb;

— TIOPOKM Pa3BUTHS CepJilia U COCYI0B;

— JIpyrue HacjeICTBEHHbIe 3a00JIeBaHUSI U CUHIPOMBbI
(cunapom Bunbsimca—Kamn6ernna u np.);

— OpoHXuajbHas acTMa.

Tepanust npyu NMEpBUYHON LUIMAPHON TUCKUHE3UU
HEe HOCUT crieurdHUIecKOro XapakTepa W HampabjieHa
Ha JMKBUIALMIO BOCIMAIUTENbHBIX U3MEHEHUN U YJIyd-
LIeHWe ApPeHaXxHoi GYHKUMU CIAU3UCTON OOOJOYKU
pecnupaTopHOro TpakTa.

OO6s3arebHbIC cOCTaBsIOIINMe Tepanuu [24, 25]:

1. AntubOnorukorepanus (cwia pekoMeHmauuii 1,
YpOBeHb jiokazareabcTB C) ornpenesnsiercs:

— XapakTepoM  Bo3Oymutens — (Haubojee
H. influenzae, S. pneumoniae, S. aureus);

— YYBCTBUTEJIbHOCTBIO K aHTUOUOTUKY;

—  TSXKECTbI0 000CTPEHUSI.

DDPeKTUBHOCTD ITUTENBHBIX (HE MEHee 3 Mec) Mpo-
(bunakTHueckux KypcoB JIeUEeHMsl TpernapataMu psijia
MakpoJUIOB TpeOyeT HajlbHellero wusydyeHus (cuia
peKoMeHaanuii 2, ypoBeHb JoKa3aTelbcTB D) [26].
Bbicokue n03bl MepopalibHbIX aHTUOMOTUKOB MOJIKHbBI

4qacTo:

B MOMOLLIb TPAKTUYECKOMY BPAYY

Ha3HayaThCsl TIPU MEPBbIX NMPU3HAKaX 000CTpeHuUsI 3a00-
Jesanusl. [1pu HemocTatouHOM dhdeKTe MalueHTy peKo-
MEHIyeTCsl MapeHTepaJlbHOEe BBEJCHUE AHTUOUOTUKOB
(cuna pexoMeHaauuii 1; ypoBeHb J0Ka3aTeabeTB D).

2. MyxkonuTtuyeckast teparnusi. Mcnoib3yloT MyKo-
JIUTUYECKUE MpenapaThl pa3IuYHbIX IPYMI; He PeKOMEH-
JyeTcsl UCTI0JIb30BaHKe TipenaparoB N-aleTuIlucTenHa,
nopHa3bl-ajibda (cujia peKoMeHaaluii 1, ypoBeHb JToKa-
3aTesbeTB C).

3. Kunesurepanusi (1eueOHast (uskyapTypa,
Maccax, IpeHax ¢ UCTIOJb30BaHUEM CITELIMAIbHOTO 000-
PYIOBaHUSA).

4. Xwupypruueckoe JeyeHHe: TOJbKO B PENKUX CIy-
yasx. PaccMaTpuBaloTcs mepcreKTUBbI TPaHCIIAHTALMU
(eMIMHUYHBIE COOOIIEHUs Y MallMEHTOB C CUHAPOMOM
Kaprarenepa).

5. Teparust JIOP-opraHoB: KOHCEpBaTUBHOE JICUCHUE;
Mpyu  HeAoCTaTOuHON  3(h(MEKTUBHOCTU  (XPOHUYECKUIA
CHUHYCUT, MOJIMIO3 HOCA) — XUPYPIUUYECKOE JICUEHUE.

6. Ilpu Jle9eHMM XPOHMUYECKOTO BKCCYIaTHUBHOTO
CpEeIHero OoTHUTa 1ieJecoobpa3Ho u30erarb YCTaHOBKU
TUMITAHOCTOMUUYECKMX TpyOOK (cujia peKoMeHmauuii 1;
YPOBEHbB JI0Ka3aTeabcTB D).

7. Y maiueHToOB MYXKCKOIO IoJja C OJUI0300CIep-
MUel UM OOCTPYKTMBHOM a300CIIepMUEit IJIsT PEIIeHUS
Mpo0JIEeMbI IETOPOXKIEHUS NCTIOIB3YIOT MPOLEAYPHI OKC-
TpaKOpPIIOpaJIbHOTO OIJIONOTBOpeHus [27].

Haomonenne u npodmaakruka. IlanumeHTs ¢ 1ep-
BUYHOW HWIMAPDHOW IUCKUHE3UEW TOMIeXKaAT pPEryJisip-
HOMY aMOyJIaTOpHOMY HabJtoieHuIo nienuatpa. OcMOTpbI
MyJbMOHOJIOTa PEKOMEHIOBAaHbl €XEKBAPTAILHO W MPU
oboctpeHun. Tak kak mpobsiemMa HOCUT MYJbTUAMCIIU-
TJIMHAPHBII XapakTep, 11e1eco000pa3Ho HAOII0NeHUEe OTO-
PUHOJIapUHTOJora, Kapauosora 1—2 pasza B roj Ui yaiie
npu nmnokazaHusx. [lpu comyTcTBytonieilt mnarosoruu
JIPYTUX CUCTEM OPraHOB Y 3THX MAllMEHTOB TakXke TpeOy-
€TCsl peryyisipHoe HaOII0IeHE CIIeLIMATUCTOB.

TocnuTtanuzanust B cielMaIM3upOBaHHBIA MTYJIbMOHO-
JIOTMYECKWIA CTallMOHAp OCYILIECTB/ISIETCSl Ha JTare ycTa-

Puc. 5. Cunnpom Kaprarenepa. Dunodororpamma. THoitnbrit
3HI00POHXHUT.

Fig. 5. Kartagener syndrome. Endophotogramme: purulent
bronchitis.
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Puc. 6. AnropuT™M TMATHOCTUKY NMEPBUYHOI MINAPHON AUCKUHE3NH, PUBOAUTCS B ananTupoBanHoM Bapuante no Kuehni C.E. ¢

coast., 2017 [3].

III/T — nepBuunas mumapHas auckune3ns; nNNO — ypoBeHb Ha3abHOTo okcuaa a3ota; HSVA — BbICOKOCKOPOCTHO# BHAEOMHUKPO-
ckomumyeckuii anaan3; TEM — TpaHCMHCCHOHHAS 3JIEKTPOHHAS] MEKPOCKOTIHS.
Fig. 6. Algorithm for the diagnosis of primary ciliary dyskinesia, adapted from Kuehni C.E. et al.,2017 [3].

HOBJIEHUS] IMarHo3a U B AajbHEMNIIEeM exXeroaHo wiu 1 pa3
B 2 roma. O6ocTpeHue 3a0osieBaHUS JICUYUTCS B aMOysia-
TOPHBIX YCJIOBUSIX, MPHU TSDKEJIOM OOOCTPEHUM IOKa3aHa
TOCTIMTAIM3ALIMS B CTAIIMOHAP IO MECTY XKUTEbCTBA.

[ManeHTsl ¢ TNEepBUYHON UMIMAPHON JMCKUHE-
3ueil Tojjiexar MNpodUIaKTUYeCKO WMMYHU3ALUM,
B OCOOEHHOCTH OT MH(MEKIIMH, MPOTEKAIOIINX C PECITH-
pPaTOPHBIMM ~ CUMITOMaMM: IIOKa3aHO MpOBeAeHUE
MPOTUBOKOKJIIOUIHON, aHTUreMOMWIbHOMI, MPOTHUBOI-
HEBMOKOKKOBOM,  €XEromHoW  MPOTUBOrPUIIIIO3HOMN
BaklMHALMU. B COOTBETCTBUM C HAUMOHAJIBHBIM MPU-
BUBOYHBIM KaJleHIapeM PeKOMEHA0BaHa MPOTUBOTYOEP-
KyJie3Hasl BaKIIMHAIMSI U TIPOBENEHUE eXeroIHOro Mmpo-
¢uakTUUecKoro oodciieoBaHus Ha TyOepKyses (rpoba
Mamnry, [IlnackuHTeCT).

YyutbiBasi penkuii XapakTep MaToJIOTMU, 1IeJIeco-
00pa3Hbl BeJIeH/E PerrucTpa MalMeHTOB B KaXKI0M PerMoHe
TJIABHBIM CIELMATUCTOM-ITYJIbBMOHOJIOTOM U 0000IIeHUE
JMAHHBIX C 1IEJIbIO CO3IaHMsT OOLIEPOCCUICKOrO perucTpa
MAlMEHTOB C TIEPBUYHON LWJIMAPHOW OUCKUHE3UEN.
B ximnuke myasmononoruu HUKHW nennarpun nm. aka-
nemuka FO.E. Bensruiesa B Teuenue nocieaHux 10 jget
BEJETCSl PErucTp OOJbHBIX C TMEPBUYHON LIMIMAPHOI
nuckuHe3ueil. K HacrosinmieMy BpeMeHUM OH HAaCUMTBI-
Baet 180 mauuenToB (127 — ¢ cunapomom KaprareHepa,
53 — c nepBUYHOI LUIMAPHON NUCKUHE3Uei 6e3 oopat-
HOTO pacrojioXeHus BHyTpeHHUX opraHoB). Heooxoaumo
TaKxe MpoBefeHre 0M0OAaHKUPOBAHUSI KPOBU MALIMEHTOB
C LIeJIbIO TIPOBEIEHMSI B JAJIbHENIIIEM MOJIEKYISIPHO-TeHe-
TUYECKUX UCCIeNOBAHUIA.
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3aknovyeHue

HCpBI/I‘{HaH ouaIrMapHadg OUCKWHE3WA — peaKas
HaCJICACTBECHHAas I1aTOJIOIusd. XapaKTepHaH TOTAJIbHOCTb
MOPAXEHUS PECIIMPATOPHONM CUCTEMbl B COYETAaHUU
C paHHMM HaydaJIoM 3a00JIeBaHMST SIBJISIETCSI KITIOYEBOIM
B KJIMHUYECKOM CMMNOTOMOKOMILIEKce Oone3Hu. Bmecre
C TEM MIJid OKOHYATCIbHOIO YCTAaHOBJICHUA OMarHo3a
TpC6y€TCSI IIPOBCACHUE CIICLIMAJIBbHBIX TUArHOCTUYCCKNX
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