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Pe3iome

TlepBuyHas umnuapHas auckuuesus (ITL) — penkoe HacieacTBeHHOE 3a00JeBaHME W3 TPYIIbl LUIMONATHI C OOLIMPHON JIOKYCHOM
" ajutesTbHoM reTeporeHHOCThI0O (ORPHA 244, 98861; OMIM 242650, 244000) ¢ ayTOCOMHO-TOMWUHAHTHBIM WJIM ayTOCOMHO-PEILIECCUBHBIM,
pexe — X-clLeruieHHbIM TuroM Hacienoanus (OMIM 300424). Eciu BapuanT ITLJI cuernsieH ¢ X-XpoMOCOMOI, TO pa3BUBaeTCs MUTMEHTHbBIM
petuHUT. CoOrJIaCHO €BPOIEHCKUM HaHHBIM, OO0Ilasi MUHUMaJbHas TioOaiabHast pacrpocTpaHeHHocTh ITLIJ] cocraBiser 1 : 7 554.
OobmenpunsToit knaccudukauuu ML, cormacHo MexayHaponHoii Kiaccudukanuu 6osnesHeir (MKB) 10-ro miepecmoTpa, He CyIIecTBYeT,
a [T He npencrasieHa B MKB-10 kak oTneibHasi Ho3ojornueckas opma. 15t KogupoBaHus ucrnosib3yetcst Koa Q32.4 — Jlpyrue BpoxXaeH-
Hble aHoMasnu OpoHxoB. B HoBoli pepakiimn MKB-11 BoigeneH kox LA75.Y — [Ipyrue yToYHEHHbIE CTPYKTYPHbIE aHOMAaJIMK Pa3BUTHUS JIeT-
kux. [TepBuyHas nuauapHas auckuHesusi. OmgHako obmenpuHsitas kinaccudukanus [T orcyrerByet. 1lenblo vccienoBaHust sSiBUach pas-
padorka kiaccudukauuu ML nas noseieHust 3HGEKTUBHOCTY MEAMIMHCKOM MOMOIIM TMallMeHTaM MpU AMHAMMYECKOM HaOJI0IeHUH.
Marepuaibl 1 MeToabl. [{J1s1 co3nanus Kiaccu(uKauum UCIOIb30BaIMCh €BPOIECKUEe U POCCUIICKUE KIMHUYECKUE PEKOMEHIALINM, a TAaKXKe
MKB 10-ro u 11-ro nepecmotpa, Knaccudbukanus gpixateiabHoit HegoctarounoctH (JIH) (2020), Ipukas ot 27.08.19 Ne 5851 «O knaccudu-
KalUMsIX U KPUTEPUSIX, UCTIONIb3YEMBbIX MPU OCYLIECTBICHUN MEIMKO-COLMATIbHON 9KCIIEPTU3bI rpaxaaH ¢deaepalbHbIMU TOCYyIapCTBEHHBIMU
YUPEKIECHUSIMU MEIMKO-COIMATbHOM dKCTIepTU3bl» (¢ u3MeHeHusiMu Ha 06.10.21). PesyabtaTel. Co3nana kinaccudukanus [T/, kotopyio
MOXHO PEKOMEHI0BaTh [UISI UCIOJb30BaHUS B KJIMHUYECKON MpakThke. OCHOBY Ki1acCU(UKAUKU COCTaBUIIO HAJTUYKUE WU OTCYTCTBUE CUH-
npoma 3uBepra—KaprareHepa (ITOJIHBIN, HETIOJIHBIIA), @ TAKXKE KIMHUKO-UHCTPYMEHTAJIbHASI XapaKTepUCTUKA OPOHXOJIETOUHBIX U3MEHEHUIA,
KoTopast 6a3upyeTcst Ha MpeodIafaHNi XPOHNYECKOTO OOCTPYKTUBHOTO OPOHXKMTA, OPOHXOIKTA30B (C YKa3aHUEM BHIA, PACTIPOCTPAHEHHOCTH
U JIOKAJIM3aluun ), THeBMO(MUOPO3a C BblCIEHUEM aKTUBHOCTH Tpouecca (obocTpeHue, pemuccust) u crerneHu JIH. PekoMeHnyercs yauThiBaTh
BHesierouHble nposBieHus [T/, Takue Kak pUHOCUHYCUT, CPEIHUI OTUT, BPOXIACHHBIN MOPOK Cepilia U OCJIOXHeHUs. PekoMeHIoBaHO
HCIIONIb30BaTh OLeHKY 1o [IpeankTuBHOI 1mKane njs BeisiBiaeHus: cumnromoB [T (Primary CiliAry DyskinesiA Rule — PICADAR), BHOCUTB
B IMAarHo3 pe3yJibTaThl BUgpeoMukpockonuu, JJTHK-quarHocTuku 1 MUKpOOMOJIOrMYECKOro uccienoBanus. 3akiadenune. [IpumMeHeHune npe-
JIOKEHHOM Ki1accuUKauy MOXKET ObITh TOJIE3HBIM MIPU IMHAMUYECKOM HAOJIIONEHUH 32 TTALIMEHTOM, €r0 Teparvu U NMpy MPOBEICHUN MeIU-
KO-COUMAJIBHOM 9KCTIEPTU3BI.
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Abstract

Primary ciliary dyskinesia (PCD) is a rare hereditary disease from the group of ciliopathies with extensive locus and allelic heterogeneity
(ORPHA 244, 98861; OMIM 242650, 244000). This disease is inherited by autosomal dominant or autosomal recessive type and, less often, by
X-linked type (OMIM 300424). Retinitis pigmentosa develops in the X-linked PCD variant. The overall minimum global prevalence of PCD
according to European data is 1 : 7554. There is no generally accepted classification of PCD in the international classification of diseases (ICD),
10™ revision. PCD is not presented in ICD-10 as a separate medical entity, and the code Q32.4 — Other congenital bronchial anomalies — is used
for coding. In the new edition of ICD-11, the code LA75.Y is highlighted — Other specified structural abnormalities of the lungs. Primary ciliary
dyskinesia. However, there is no generally accepted classification of PCD. The aim of the study was to develop a classification of primary ciliary
dyskinesias to improve the efficiency of medical care for patients during follow-up. Methods. European and Russian clinical recommendations,
as well as ICD 10™ and 11™ revision, Classification of Respiratory Insufficiency (2020), Order of 27.08.19 No.585n “On classifications and
criteria used in the implementation of medical and social expert assessment of citizens by federal state institutions of medical and social expert
assessment” (as amended on 06.10.21) were used to create the classification. Results. The classification of PCD was created and can be
recommended for use in clinical practice. The classification was based on the presence or absence of the Sievert — Kartagener syndrome
(complete, not complete), as well as clinical and instrumental characterization of bronchopulmonary changes based on the presence of chronic
obstructive bronchitis, bronchiectasis (specifying the type and localization), pneumofibrosis with the process activity (exacerbation, remission),
and the degree of respiratory failure. It is recommended to take into account extrapulmonary manifestations of PCD, such as rhinosinusitis,
media otitis, congenital heart defect, and complications. It is recommended to use the PICADAR (Primary CiliAry DyskinesiA Rule) score and
to include the results of video microscopy, DNA diagnosis, and microbiological examination in the diagnosis. Conclusion. The application of the
proposed classification can be useful in the dynamic observation of the patient, therapy and in the conduct of medical and social expert
assessment.
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IMepBuunas munuapHas guckuHesus (ITLJ) — penkoe
HacJIeNCTBEHHOE 3a00JIeBaHNE M3 TPYIIITHI IIMJIMOTIATHI
C OOILIMPHON JTOKYCHOM 1 aJlIeJIbHOU reTepOoreHHOCThIO
(KOIBI TIO CICTeMe MOHUTOPWHTA IMPOBEACHMS AMCIIaHCe-
pU3alNK OeTe-CUPOT U AeTel, HAXOASIINXCSI B TPYITHOM
JKM3HEHHOM CUTyallM, U TIPOXOXICHUSI HECOBEPIIICH-
HOJIETHUMU MeauLMHCKUX ocMOoTpoB (ORPHA) — 244,
98861; Mo MEAUIIMHCKON 0a3e JaHHBIX U3BECTHBIX 3a00-
JIEBaHUI C TeHETUIECKIUM KOMIIOHEHTOM M T€HOB, OTBET-
CTBEHHBIX 3a UX pa3BuTHe, « MeHIeIeBCKOE HACe10Ba -
Hue y uenoBeka» (Online Mendelian Inheritance in Man —
OMIM) — 242650, 244000) ¢c ayTOCOMHO-TOMUHAHTHBIM
WJIA ayTOCOMHO-PEIIECCUBHBIM, PeXXe — X-CIeTUICHHBIM
tunoM HacienoBaHus (OMIM 300424). TTLJI seasgercs
KJIMHUYECKU U TEHETUYECKU TeTepOreHHBIM 3a00JIeBaH N -
€M, OCHOBY KOTOPOT'O COCTABJISIET HAapyILlIEHNE TTEPUCTaTb-
TUKHU PECHUYEK, B TIEPBYIO OUEPEIb SIUTEIUS BEPXHUX
1 HUDKHUX JbIXaTeIbHBIX TTYTEH.

JAnchyHKIIMS aKCOHEMHOI0 IMHENHA CBs3aHa C Ha-
pyueHreM (GYHKIIWUH TTOABMKHBIX PECHUUEK U STBIISIET-
cs npuuuHoit ITLI. Yacrora ITLJI cocraBasieT oT 1 :
10 000 mo 1 : 40 000 ponuBIIMXCS XKUBBIMU MJIaJICHIICB
[1, 2]. Iupoxasa BapuadbeabHOCTh yacToThl [TLI] B pas-
JINIHBIX UCCIICAOBAHUSIX 00YCIIOBIIEHA KaK Pa3InIUsIMU
B KPUTCPUSIX TUATHOCTUKM, TaK W MOMYISINOHHBIMHA
1 HAaLIMOHAJIbHBIMU O0COOEHHOCTSIMU (Teorpaduueckoit
JIOKaJIM3alMer pa3InyHbIX BUIOB MyTallMi, 4aCTOTOM
KPOBHOPOJACTBEHHBIX OpakoB U T. A.). O01Iasg MUHU-
MaJjibHas riobdanbHas pacnpoctpaHeHHocTh [T/, co-
[JIACHO €BPOTIeCKUM JaHHBIM, cocTaBisieT 1 : 7 554 [1].
CornacHo eBporneiickum ncrounukam, INLJI BctpeuaeT-
cs yaie y appoamepukanies (1 : 9 906) mo cpaBHeHUIO
¢ xutensimu 3anannoit (1 : 10 388) u Boctounoit (1 :
14 606) EBporbl, elie pexke MOXHO AUarHOCTUPOBATh
ML y >xuteneit Azuum (1 : 16 309) [1—4]. laHHbIe 0 pac-

npoctpanenHoctu [T/ B Poccuiickoit Menepauny ot-
CYTCTBYIOT.

Ecnu Bapuant [T/ cuenieH ¢ X-XpoMOCOMOIA,
TO pa3BUBAETCS MUTMEHTHbBIN peTUHUT [5—7].

Myrauuu B reHax RPGR (20 % cnyuaeB), PIHID3
u OFD] Bo31eiiCTBYIOT Ha PeCHUYKHU HE TOJHKO PECIu-
pPaTOPHOIO TPaKTa, HO U Ha PECHUYKU (POTOPELIENTOPOB
CeTYaTKU, BbI3bIBAsI MUTMEHTHbBII PETUHUT [7].

V31I0BBIE PECHUYKU OMPEIEIISIIOT OPUEHTAIIIO Tela
BJICBO-BIIPaBO, a OTKJIOHEHMST MOTYT IPUBOIUTH K Je-
dexTam JaTepaabHOCTH, KOTOPbIE BKIIOYEHBI B CHHIPOM
3usepta—KaprareHepa (C3K) 1 MOTyT OBITh CBSI3aHBI
C BPOXIECHHBIMHU ITOPOKaMH cepata [8].

JlaHHBII CUHAPOM HAOII0IAETCs B OJIOBUHE CTyyaeB
TTLL (situs viscerum inversus) WJIN AUarHOCTUPYETCS U30-
JIMpOBaHHas neKcTpokapaus. JedekTsl JaTepaTbHOCTH
MOTYT IOTIOJTHUTEIBHO MPOSIBIISITHCS B BUJIE TTIOTMCIUICHUH
WiIn acruieHuu [9].

PacnipoctpanenHocts C3K cocrasaser 1 : 30 000—
60 000 [2—4]. AuarHo3 C3K ycTaHaBIMBaeTCsl Ha OCHO-
BaHUM (PU3UKAJIBHOTO, YIIBTPAa3BYKOBOTO MJIM PEHTTEHO-
snorudyeckoro ucciuenosanuii [10]. I1pu odbcnegoBanuu
HaceneHust CIIA coueTaHue oOpaTHOIO PacroNOXKEeHUS
BHYTPEHHUX OPTaHOB M OPOHXO3KTAa30B BCTpEUYAETCS
y 1 13 10 000—20 000 HoBOpOXIEeHHBIX neTeit [2, 11, 12].
Pacnipoctpanennocts 1L/ y neteit ¢ 6poHxosKTa3amMu
cocTaBiisieT 10 26 %, a y B3pOCJIbIX ¢ OPOHXO3KTa3aMU —
ot 1 1o 13 % [13—15]. Yamute nmpu C3K B reHOTHIIE HAaXO-
T MyTaruy reHoB DNAII v DNAHS.

Cremyet oTMETUTD, UTO auarHoctuka [TLJI cymect-
BEHHO 3ama3bIBaeT B CBSI3M C HEAOCTATOYHOM OCBEIOM-
JICHHOCTBIO Bpaueil 00 3ToM 3aboseBanuu |3, 4, 16].

B Poccuiickoit @enepaiinit, Kak ¥ APYTUX CTpaHAaX,
ncnojib3yercss MexxnyHapomHas Kiiaccudukamust 60-
ne3Heit (MKB). C nmoMoliibio JaHHOIO HOPMATUBHOTO
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MIOKyMEHTa 00ecrneynBaeTcsl eIMHCTBO METOAMYECKUX
MOJAXOI0B, COMOCTABUMOCTb MaTEPHAIOB, BOBMOXHOCTh
WHTEPIIPETAIINN ¥ CPAaBHEHUST JAHHBIX O CMEPTHOCTH U 3a-
o6oneBaemocTu. [1pu aHann3e ocoOeHHOCTEN KOAMPOBAaHUSI
3a00J1eBaHUS WU COCTOSTHUS (TPYIIIbI 3a001eBaHUI TN
cocrosinuit) mo MKb 10-ro nepecmotpa (MKb-10) noka-
3aHO, 4YTo obenpuHsaToi kinaccuduxkauuu I He cyiie-
ctByert. [T/ He npencrasieHa B MKb-10 kak otnenbHas
Ho3oJoruyeckas opma. JIis KogupoBaHUs UCOIb3YeTCs
kon Q32.4 — JIpyrue BpOXIEHHbIE aHOMAJTUU OPOHXOB.
[Tpu BBeneHuu B mouckoByo cuctremy MKB-10 TTLJI
rmosiByIsieTcs Takke cuHapoM Kaprarenepa (kox Q89.3),
BcTpevaeTcst ToJIbKo y 50 % GonbHbIx TTIHI.

B Hacrosimee Bpems B mupe aevicteyer MKbB 11-ro
nepecmotrpa (MKB-11), B KOTOpoii BblIeasieTcsl KO
LA75.Y — Ipyrue yrouHeHHbIe CTPYKTYpPHbIE aHOMaJIUU
pa3Butus Jerkux. [lepBuyHas nuirapHasi IMCKUHE3HUS.
Eiue Boinenensl otaenbHblie noatunsl [TL: TepBuuHas
LMUTMapHas fuckuHe3ust, Tuit Kaprarenepa u I[lepprunast
LWTMApHAsk TUCKUHE3UsI — MUTMEHTHBIN peTUHUT. [1ur-
MEHTHBII PETUHUT, OOBIYHO AUATHOCTUPYEMBII Y B3pO-
cabix ¢ TTH/ ¢ peAKUMU reHeTUYeCKUMU BapyuaHTaMU
reHoB OFDI1, RPGR, PIHID3 w OFDI, n asnsietcs X-
ClUerJIeHHBbIM [5—7].

IMogenenue ortneabHoro kona I B MKbB-11 cBu-
JIETEJIbCTBYET O HEOOXOIMMOCTHU BBIAEASTh TPYMITY Maly-
eHToB ¢ [T/l u BHECTH yTOUHSIOIIME XapaKTePUCTUKU
3a00J1eBaHNS B AMArHO3 MAIIMEHTOB. DTO TaKXKe TUKTYET
HEoOXOAMMOCTb BHeCeHUs qJonosHeHus B [1puka3 Mu-
HUCTEPCTBA Tpyda U COLlMabHOM 3a1uThl Poccuiickoit
Denepanun «O06 yTBepKICHUU TIEPECYHS MEIUITMHCKIX
0o0cnenoBaHUi, HECOOXOMUMBIX TSI TIOTYICHUST KIIMHU -
KO-(yHKIIMOHAIBHBIX TaHHBIX B 3aBUCUMOCTHU OT 3a-
0oJieBaHUS B LIEJISIX MTPOBENEHUSI MEINKO-COLIMATbHOM
skcneptusb» (Ne 4021/631H ot 10.06.21), roe maHHOe
3200J1eBaHNE OTCYTCTBYET. DTO MO3BOJIUT BKIIOUUTH 3a-
OoJieBaHME B MEepeUYEHb IJIs1 TPOBENCHMSI MEIUKO-COLIH -
aJIbHOW 3KCIepTu3bl, rae B HacTosiee Bpemst ITLI Takxke
OTCYTCTBYET.

Llenbto naHHO# paboTHI sIBUIACh pa3pabOTKa KJ1acCu-
¢ukanuu ML nasa noBbieHus: 3¢pGEeKTUBHOCTU Me-
JULIMHCKOW MOMOIIM MalMeHTaM Mpu TMHAMUYECKOM
HaOJIOIEHNN.

Matepuanbl u meTogbl

Hns coznanus KiaccuduKaiuu UCTIoIb30BalNUCh €B-
poneiickue (2017) [15], poccuiickue (2016) [2] kiauHu-
yeckue pekomeHgauuu, a Takxke MKb-10 u MKb-11,
Knaccudukanus apixatesbHoll HemoctaTouHocTH (JIH)
(2020) [17], ITpuka3 ot 27.08.19 Ne 5851 «O xnaccuduka-
LUSIX U KPUTEPUSIX, UCTIONB3YyEeMbIX IIPU OCYIIIECTBICHUU
MEIMKO-COLIMATBbHON 9KCTIEPTU3bI I'paxaaH ¢enepaib-
HBIMM TOCY/IapCTBEHHBIMU YUPEXKACHUSIMUA MEINKO-CO-
LMAJIbHOM 3KCIEPTU3bD» (¢ u3MeHeHussMuy Ha 06.10.21).

Pesynbrarthl
Jlo Hacrostiero BpeMeHu B Poccuiickoit Menepanym me-

Ttoabl nuarHoctuku ITIJI, mpuHsATbHIE B MUPE, OTCYTCTBO-
Bayn. C 2022 r. B Poccuiickoit Denepaliniy CyliecTByeT

BO3MOXHOCTh IMMPUMEHSITh BeCh KOMIIJIEKC TMAarHOCTU -
YeCKMX MCCIIeNOBaHUM, peKOMEHIOBAaHHBIX 9KCITepTa-
MU KIMHAYEeCKNX pekoMeHmanuii [2, 3]. Kpome Toro,
0a3a JaHHBIX MALMEHTOB (IETU U B3POCIIBIE), CO3MaHHasI
cotpynHrukaMu DeiepalibHOro rocy1apcTBEHHOTo 0101 -
SKETHOTO HAYYHOTO YIpeXKIeHUs « MeINnKO-TeHeTUIeCKUIA
Hay4HbIi LHeHTp nMeHu akagemuka H.I1.boukoBa» Mu-
HHUCTEePCTBA HAYKU U BbICIIEro oopazoBaHust Poccuiickoit
®enepauyu 1o npodwno «I1yJIbMOHOIOTUA» BO BpEMS
BBITIOJTHEHUST TpOoeKTa « BpOHX03KTa3bl: MyKOBUCIIMIO3
1 HE TOJBKO ...» TTIO3BOJISIET HAa OCHOBE aHaJIN3a KIIMHU-
yeckoro matepuasa nauueHTos ¢ [TLJI npemioxuts noa-
XOIIbl K €eIMHON TPAKTOBKE KIIMHUYECKUX, TAOOPATOPHBIX
U MHCTPYMEHTAJIbHBIX JaHHBIX MTALIMEHTOB IIJIsT TPUMEHE-
HUS B KIMHUYECKOI MIPaKTUKE.

Takxe K IPpUMEHEHUIO B KIMHUYECKON MPaKTUKE
MOKHO PEKOMEHI0BaTh Kj1acCuMuUKaLUIo, MPpeaCTaBIeH -
Hyto B Tabn. 1. Uctopuuecku Boinensiercs [ ¢ C3K
(TIOJTHBIN, HETIOTHBIN) U 0€3 TaKOBOT0. DTO COCTAaBWIIO
OCHOBY BbIeieHUs hopmel 3aboneBanus ¢ C3K [4, 5, 8].
Paznuuaercs mosHasi TpaHCIO3UIIMsI BHYTPEHHUX Opra-
HOB (situs inversus), KOTa OCHOBHbIE BHYTPEHHME OPTaHbI
PACITOJIOKEHBI 3epKaJIbHO IO CPaBHEHUIO C OOBIYHBIM
TOJIOXKEHUEM: CEePAIIe U XKeTyqOoK HaXOIsTCs ¢ TIpaBoi
CTOPOHBI, NTIEYeHb — CJieBa, HEMOJHOEe aHOMAaJIbHOE pac-
MOJIOKEHUE BHYTPEHHUX OPraHoOB (sifus ambiguos — re-
TepOTaKCHsl) I U30JIMpPOBaHHAS OeKCTpoKapaus [7].
BriepBrie B KilaccubUKauy aKIeHT AeIaeTCs Ha PEIKYIO
¢dopmy ITLJI B coyeTaHUM C MUTMEHTHBIM PETUHUTOM.
KimHnyeckast xapakTeprucTrka OpOHXOJIETOYHBIX M3MEHE-
HMIT OCHOBaHa Ha TIPeo0IaTaH XPOHIMYECKOTO 00CTPYK-
TUBHOTO OPOHXHNTA, OPOHX0KTAa30B (C YKazaHWeM BHUIA,
pacnpocTpaHeHHOCTH U JIOKAJU3aL1u ), THEBMOPUOPO3.
Beinensitorcest ak TMBHOCTB Tpoliecca u cternieHb JJH.

71 olIleHK! XapaKTepUCTUKKN OPOHXOJIETOYHBIX 13-
MeHeHUI ucnojib3yercs crereHsb JIH cornacHo kiaccu-
dukanuu [17]. IH — 3T0 maTogoruvyeckuii CHHIPOM, IIPU
KOTOPOM TlapliMaJibHOE HaIpsDKeHUe KUCI0poaa B ap-
TepUaIbHOI KpoBU cocTapiisieT < 60 MM pT. CT. U / WIKN
MMapIraaIbHOe HAMPSKEHUE YIJIEKUCIIOTO Ta3a — > 45 MM
pT. cT. IH nenutcs Ha TMTIOKCEMUYECKYIO (JIeroyHast He-
JIOCTaTOYHOCTh) HEAOCTaTOYHOCTh Ta3000MeHa, KOTopast
MIPOSIBJISIETCS TUTIOKCEMUEH, ¥ TUTIEpKAITHUIeCcKyIo (Ha-
COCHasl HeIOCTAaTOYHOCTh) BEHTUJISILIMOHHYIO HEIOCTa-
TOYHOCTb, XapaKTepU3yeMylo TUIepKamHUuen.

Mo ckopoctu pazsutuss AH noapasapensieTcs
Ha OCTPYIO, XU3HEYTPOXKAIOMIYIO (pa3BUTHE B TCUCHHE
MUHYT / THEeI); Korma KOMIIEHCAaTOPHBIE MEXaHMU3MBbI
He yCIeBaloT BKJIIOUUThLCS (pecnupaTopHblii auuao3 (pH
< 7,35) npu napenxumato3Hoit JIH) u xpoHuveckyto (pas-
BUTHE B T€UCHUE MECSIIEB / JIeT), Koraa (pyHKIIMOHUPYIOT
KOMIIEHcaTopHble MexaHu3Mbl. XpoHudeckas JIH acco-
LIMMpPOBaHA C TUIIOKCeMUEN U / WY TUMepKaIHUen 1 siB-
JISIETCS TIOTEHIIMATBHO SKM3HEYTPOXKAIOIINM COCTOSTHAEM.

ITpu LI npenyaraercs BbIAEISITh 000CTPEHUE XPO-
HUYECKOTO OPOHXOJIETOYHOTO Tpoliecca PpU HATUIUHU
> 3 IpU3HAKOB, pa3pabOTaHHBIX SKCIEPTHBIM COOOIIIe-
ctBoM [1, 3].

CreleHb TSXKECTU 3a00JeBaHUSI PEKOMEHIYETCS
yKa3bIBaTbh, MCXOMS U3 TIEPBUIHO-XPOHUIECKOTO, HE-
MPEePbIBHO MPOTPECCUPYIOLIETO TeUeHUs 3a00IeBaHMs,
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CoIJIacHO mpukaza MuHuUCTepcTBa Tpyda U COLIMaIbHOMI
3amuThl Poccuiickoit @enepamum ot 27.08.19 No 585H
(c usamenenusmu Ha 06.10.21). XapakTepUCTUKU U IIPO-
aBaeHust 1L/ cTpykTypupoBaHbl U IIpeAaCTaBJICHBI
B TabI. 1.

Ocoboe 3HaueHNe UMEIOT BHEJIETOUHbIE MPOSIBIAEHUS
3a00JIeBaHMs B BUIE PUHOCUHYCUTA, CPSIHETO OTHUTA,
BPOXIEHHOTO MMOPOKa CepALa, MyXCKOTO U XXEHCKOTO
oecrutoaus (MM BHEMATOYHOM 6epeMeHHOCTH). OCIOX-
HEHUST 3a00JIeBaHUST CBSI3aHBI C TIPOIPECCUPOBAHKIEM TTPO-
1ecca Ha BCeX 3Tallax.

Jns nuarnoctuku [T ncnonssyercs [peaukTuBHas
wkasia s BeisieieHust cummntomoB [T (Primary CiliAry
DyskinesiA Rule — PICADAR) (tabi. 2), ee yncioBoe
3HaYeHME CIIeIyeT yKa3aTh B quartose [19].

B nuarHos pekoMeHayeTcsi BHOCUTb Pe3yJbTaThl
TPAaHCMUCCUOHHOM 3JIEKTPOHHOM MUKPOCKOITUY PECHUT-
4aTOTO 3MUTENNS pecripaTopHoro tpakra, JIHK-auar-
HOCTUKM, BUI BO3OYIUTEIIS MUKPOOHO-BOCTIAJIUTEILHOTO
rpoiiecca B pecrnupaTOpHOM TPaKTe.

[Mpu HaGOAEHUY U TepaITUK MTAlIMeHTOB C MYKOBUC-
LIM030M TOKA3aHa TIOJIOKUTETbHAST POJIb YKA3aHUS B TN -

Tabauua 1

Kaunuuecras kaaccupuxauus nepeuynoii yuauapno OucKunesuu

‘ XapaktepucTtika GpOHXONErOYHbIX U3MEHEHNN

CIpLE ha3a M aKTUBHOCTb
KNMHUYecKas npouecca
Q32.4* LAT5.Y* PecnupartopHbiit gucTpecc- 0O6ocTpeHue,
CUHAPOM B nepuoa pemuccus#
nua HOBOPOXAEHHOCTH
BHe obocTpeHus
ML ¢ CUHAPOMOM o uyeckuii 0BCTPYKTUBHIIA
3uBepra- BPOHXUT 06ocTpenune
Kaprarexepa .
(nonHbIiA, BPOHX03KTasb (okanusosas- | 1M 0BOCTPeHNs:
HemnonHbIi) Hble 1 AMdhhy3Hble) C yKasaH- | oGocrpetie xpoHude-
n eM NoKanu3auuK, pacnpocTPpa- | ckoro GpoHxyTa
ua HEHHOCTH)
C NUIMEHTHbLIM THeBMOHMA (C ykasa-
petuHuTOM™ Mxesmodhnbpo3 HUeM nokanuaaLuh)
CMeLUaHHbIA TUR

OueHka no wkane-onpockuky PICADAR?

leHoTMn (MyTaumuu reHoB, BbisbiBatowux ML)

cTeneHb
HH***
|
Il
Il

Table 1

Clinical classification of primary ciliary dyskinesia

MNposBnenus

XpoHuyeckmit (THOMHbIM,
NONNMO3HO-THOWHBIN)
PUHOCUHYCHT

XpoHUMYecKmil 3KCCYAaTUBHBIN
CpeaHuii OTUT

BIC; CCH (cTeneHsb)
TMopoky pa3suTus noyek
Monucnnenus unu acnnexus
TUrMEHTHBIA PETUHUT

MepBuyHOE MyKCKOE
Gecnnogue
€ acTeHo300cnepMuent

KeHckoe becnnoaue
TPYGHOro NPOMUCXOKAEHUS

Pe3ynbTaTbl aMeKTPOHHOM MUKPOCKONUM (yKa3bIBAeTCs AaTa U BUA HapyLUEHW)

MuxpoGMonoruqecmﬁ craryc (yxasblaaerc;l [Aata nepBUYHOro BbiceBa (BbIHBneHMﬂ) MMKp06H0r0 naTtoreHa

(naToreHoB) 1, ecnu ecTb, NOCNeAHero)

OcnoxHeHus****

Co CTOPOHbI Nerkux:

* abcuecchbl

* aTenekTasbl

* NHEBMO-, MONHEBMOTOPAKC
* KpoBOXapkaHbe

* KPOBOTEYEHME (NeroyHoe)

* annepruyeckuit GPOHXoNEroYHbIN
acneprunne3s

* NleroYHas runepTeH3una

Co CTOPOHbI ApYruX OpraHoB:
* NONMNO3 Hoca

* [1BYCTOPOHHSAA KOHAYKTUBHAS
TYroyxoctb

* BHEMaTOYHas bepemMeHHOCTb

Yka3atb konu4ecTBo 6annos (> 5)

CornacHo MexayHapoAHbIM 6asam
BaHHbIX™

Yka3aTb BU HapyLeHui

Yka3aTb MUKPOGHbII NaToreH.
Mukpo6Hbie accoumaumuu

Mpumeyanme: [JH - AbixatensHast HegocTatouHocTs; ML - nepsryHas LunuapHas avckuHeans; BIC — BpoxzaeHsIi nopok cepaua; CCH - cepaeHo-cocyauctan HepoctatouHocTs; PICADAR
(Primary CiliAry DyskinesiA Rule) - MpeaukTuBHas Lukana Ang BbIABAEHNS CUMNTOMOB NEPBIYHON LMNMAPHOW AVCKMHe3WM; * — cornacHo MexayHapogHoit knaccudukaumm 6onesHeit (MKB)-10;

** — cornacHo MKB-11; ™ - cTeneHb AbixaTenbHOil HELLOCTATOUHOCTY YCTaHABMBAETCS COMMacHo knaccudmkaumm [17]; ™ - kon MKB pekoMeHayeTcs Cnonb3oBaTh U3 COOTBETCTBYIOLLYX pasze-
noB; * - oueHka no Lwkane-BonpocHky PICADAR [18-20]; - nanHble Ha cnepylowux caiitax: Exome Aggregation Consortium [http://exac.broadinstitute.org/ (aata obpatuenus: 05.01.23)];
Genome Aggregation Database [http://gnomad.broadinstitute.org (aara obpatuenns: 05.01.23)]; Exome Variant Server [http://evs.gs.washington.edu/EVS/ (nata obpatenus: 05.01.23)]; 1000
Genomes Project [http://browser.1000geno-mes.org/index.html (nata obpatuerus: 05.01.23)]; dbSNP [http:/www.nchi.nim.nih.gov/snp (nara obpatuenus: 05.01.23)]; doVar [http://www.ncbi.nim.nih.
gov/dbvar (nata obpatwenus: 05.01.23)]; OMIM [htp://www.omim.org/ (aata obpatuerus: 05.01.23)]; Human Gene Mutation Datahase [http:/www.hgmd.cf.ac.uk/ac/in-dex.php (gata obpaLueHms:
05.01.23)]; Clin Var [http:/Awww.ncbi.nim.nih.gov/clin-var/ (nata o6pawenms: 05.01.23)]; Human Genome Variation Society [http://www.hgvs.org/dblist/dblist.html (ata obpatenms: 05.01.23)];
DECIPHER [https://decipher.san-ger.ac.uk (5ata o6paietms: 05.01.23)]; # — naHHas hopma cuennexa ¢ X-xpoMOCOMOIA, Bbi3BaHa MyTaumamy B reHax RPGR (20 % Bcex cnyyaes), PIH1D3

1 OFDY; ## - 060CTpEeHMe XPOHUYECKoro BPOHXONEroYHOro NpoLiecca Npu Hanuum 2 3 NpuaHako cornacko [1, 3].

Notes: *, According to Intemnational Classification of Diseases (ICD) 10; **, According to ICD 11; ™, The degree of respiratory failure is established according to the Classification of Respiratory
Failure (National Guidelines for Respiratory Diseases, 2020) [17]; ™, It is recommended to use ICD code from the corresponding sections; *, PICADAR questionnaire scale score [18-20]; #, Data
on the website Exome Aggregation Consortium [http://exac.broadinstitute.org/ (accessed 01.05.23)]; Genome Aggregation Database [http://gnomad.broadinstitute.org (accessed: 01.05.23)]; Exome
Variant Server [http ://evs.gs.washington.edu/EVS/ (accessed: 01.05.23)]; 1000 Genomes Project [hitp://hrowser.1000genomes.orgfindex.html (accessed: 01.05.23)]; dbSNP [http:/www.ncbi.nim.
nih.gov/snp (accessed: 01.05.23)]; dbVar [http:/www.nchi.nim.nih.gov/dbvar (accessed: 01.05.23)]; OMIM [http:/fwww.omim.org/ (accessed: 05.01.2023)]; Human Gene Mutation Database [http://
www.hgmd.cf.ac.uk/acfin-dex.php (accessed: 01.05.23)]; Clin Var [http://www.ncbi.nim.nih.gov/clin-var/ (accessed: 01.05.23)]; Human Genome Variation Society [http://www.hgvs .org/dblist/dblist.
html (accessed: 01.05.23)]; DECIPHER [https://decipher.sanger.ac.uk (accessed: 01.05.23)]; *#, This form is X-linked, caused by mutations in genes in the RPGR genes (20 % of all cases),
PIH1D3 and OFD1; *#, Exacerbation of chronic bronchopulmonary process in the presence of 3 or more signs according to [1, 3].
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Tabauua 2

Ilpeouxmuenasn wkaia 04, 6viA6.1eHUA CUMNIMOMO6 nepeuuHoll yuauapuou ouckunesuu PICADAR

Table 2

Predictive score for identifying symptoms of primary ciliary dyskinesia PICADAR

Wmeetca nu Yy nauueHTa e)XeHeBHbI! BNaXHbIN Kalenb ¢ paHHero feTckoro Bo3pacta?

‘ [la - npogomxuTb 3anonHenue wkanbi PICADAR

Het - naumeHT He yAOBNETBOPSET YCIOBUSAM
wkanbl PICADAR

Bonpoc ‘ Otger Bann
Poauncs naumeHT OHOLEHHbIM UMM HE[OHOLEHHbIM? [loHOwWEHHbIM 2
Bbinu nu1 y nauueHTa pecnupatopHble CUMNTOMbI B PaHHEM HEOHATaNbHOM Nepuoge (TaXMnHo3, Kallenb, fla 2
NHEBMOHMA)?

Bbin nu naumeHT rocnuTanu3upoBaH B OTAENEHMe MHTEHCUBHOM Tepanuu B HeOHaTanbHoM nepuope? JIE] 2
WmeeTcs y naumeHTa aHoManbHoe pacnonoxeHne BHYTPEHHUX OPraHoB? Ja 4
WmeeTcs nu y naumneHTa BpoXaeHHbINH fedekT cepaua? Jit} 2
WmeeTcs nu y naumneHTa KpyrnoroauyHbIA puHuT? lla 1
WmetoTcs nu y naumeHTa XpoHnyeckue CUMNTOMbI CO CTOPOHbI OpraHa cryxa: 3KCCYAaTUBHbINA OTUT, fa 1

CePO3HbIA OTHUT, CHUXEHME cnyxa, nepdopaums 6apabaHHo nepenorku?

Mpumeyanve: PICADAR (Primary CiliAry DyskinesiA Rule) - MpesukTvBHas Lkana AN BbISBNEHNS CUMMTOMOB NEPBUYHOI LnvapHoit auckuHesww; ML — nepiyHas LunuapHas ANCKUHe3Ns:;
[la - npogomkuTb 3anonHenve wkansi PICADAR; Het - naumeHT He ynosnetsopsieT ycnouam kansi PICADAR; 1 - 4yBCTBUTENBHOCTb M CELMAUYHOCTL CyMMbl Bannos > 5 ans ycTaHoBREHMS
[viarHo3a nepaiyHast LyunuapHas avckuHeans — 90 u 75 % cOOTBETCTBEHHO; 2 — MU HanM4MK cuHapoMa usepTa—KaprareHepa 1 cymmapHoro 6anna no wkane PICADAR 2 10 auarHo3 npasomo-

YeH laxe Npu OTpULATENbHOM PesynbTaTe BCex OCTanbHbIX TecTo [7, 14, 19, 20].

Note: PICADAR - Primary CiliAry DyskinesiA Rule; Yes — continue filling out the PICADAR scale; No - the patient does not meet the conditions of the PICADAR scale; 1, Sensitivity and specificity
of a score > 5 for diagnosing primary ciliary dyskinesia — 90 and 75%, respectively; 2, In the presence of Siewert - Kartagener syndrome and a total score on the PICADAR scale 2 10, the diagno-

sis is valid even if all other tests are negative [7, 14, 19, 20].

arHo3e MMUKpPOOHOTO TMaToreHa pecrmpaTopHOTrO TpakTa
(Knmmauueckue pekoMeHIanuy mo MyKoBucunaosy, 2021
| https.//cr.minzdrav.gov.ru/schema/372 2]) [21]. Ilpu my-
KOBUCILIMA03€ ISl AMarHOCTUKMU XPOHUYECKOUN MHpeEeK-
LIMU PECTTMPATOPHOTO TPaKTa MIPUMEHSTIOTCSI KPUTEPUU
TW.R.Lee et al. [22], nX peKOMECHIOBAHO MCITOJIb30BaTh
mpu ITLJT [2—3].

C noMoIIIbI0 TPAHCMUCCUOHHOM 3JIEKTPOHHON MUK -
POCKOITMY MCCIIEAYIOTCS PECHUTYATBIE KIETKU peCcrupa-
TOPHOTO TPAKTa, MOJIYICHHBIC C TIOMOIIBI0 OPOHXOCKO-
MUYecKol meTku [23, 24], HapylIeHUe UX CTPYKTYPBI
peKoMeHayeTcs yKa3aTh B auartose. CrieuuduyHOCTb
Metona — 100 %, HO UMEIOTCST JaHHbIE 0 HOPMaJIbHOM
YIBTPACTPYKTYPE aKCOHEMBI pECHUYECK y MAallMeHTOB
¢ I [2, 25]. HanbGonee pacnpocTpaHEHHBIMU YJIbT-
pPACTPYKTYPHBIMU AedDeKTaMU SIBIASIETCS OTCYTCTBUE,
YaCTUYHOE OTCYTCTBUE WM YKOPOUYECHME HapyXHBIX
1 / WA BHYTPEHHUX TUHEUHOBEIX pydek [20]. K apyrum
neeKTaM OTHOCSITCS TTOJTHOE MU YaCTUIHOE OTCYTCT-
BME LIECHTPAJIbHON Mapbl MUKPOTPYOOUEK, pa3TuYHbIE UX
HapylIeHWsI, CBSI3aHHbIE C Te(heKTaMu PeryIsiTOpHOTO
KOMIUIEKCA HEeKCUH-IWHEWH, U paIlalbHbBIX CITUII [24,
26]. B monynsiiny poccUiicKuX MaleHTOB MIpeodia-
Jajli HapyILIeHUs] HAapY>KHBIX 1 BHYTPEHHUX AMEHOBBIX
pyuex [2, 26, 27].

B nuarHose menecooOpa3Ho yKa3aTh T€HOTHUII T1a-
nueHTa. [Ipy TeHOTUNIMPOBAHUM NTUATHOCTUYECKU
3HAYMMbIM CUMTAIOTCS BBISIBJIEHUE MYTallUii B TOMO-
3UTOTHOM WJIM KOMIMAYH[-TETEPO3UTOTHOM COCTOSTHUM
NPV pelieCCUBHOM TUIIE HacaegoBaHud [2, 3]. [lnarnos
KOHKpeTHO# reHeTnueckoi popmel ITLJI ycranaBamBa-
ercs y mpobaHaa ¢ KIMHUYECKUMU XapaKTepUCTUKAMU

TTLI v TeTepO3UTOTHBIM MMAaTOT€HHBIM BAPUAHTOM B T€HE
FOXJI npu 1OMUHAHTHOM TUIIE€ HACJeIOBaHUS, UTU
TeMU3UTOTHBIM MMATOTeHHBIM BapuaHTOM B reHax RPGR,
PIHID3 v OFD1y myxuuH [28]. Hanuune reHeTUUECKUX
BapMaHTOB (MyTaIlWii) TEHOB, OTBETCTBEHHBIX 3a pa3-
putue [N/, BoisBasiercss y 50—75 % mauueHTOB |14,
29, 30].

B Oynyiiem no mepe yrinyoJieHUsl 3HaHUI 9Ta KJ1acCu-

(ukanust Takke moTpedyeT nepecMoTpa.

Tpumepot popmyauposku duaerosa:

* Q324 TILUM: cuanpom Kaprarenepa. [TomHoe obpat-
HOE pacIoJioXeHWe BHYTPEHHUX OopraHoB. Tsike-
Jioe TeueHue. ['eHeTnueckuit nuarHos: c. [0815delT
(DNAHS5)/c.48+2dupT (DNAII). PICADAR-9. OtcyT-
CTBUE HAPYKHBIX M BHYTPEHHUX TMHEMHOBBIX PYJEK.
XpoHuueckuit 6poHxuT. BpoHxoakrassl (S5—9 cieBa)
u S7—10 cnpaBa. JIH 1-#1 ctennenu. XpoHuueckast cu-
HeTHoiTHas mHbekmug (¢ 2018 1.).

*  XpOHMYECKUI TTOJIMITO3HBIA PUHOCUHYCUT. [IByCTO-
POHHUM XPOHUYECKUI SKCCYTAaTUBHBIN CPETHUIA OTHUT.
Myxckoe becrutonue, aCTeHO300CIepPMUsI, TOTaTbHAs
¢dopma.

*  OcoXHeHHe: TBYCTOPOHHSSI KOHIYKTUBHAS TYTO-
YXOCTb |-ii cTeneHu.

* Q32.4 IlepBuuHas HuaUapHast IMCKrHe3us1. ['eHeTu-
yeckuii nuarHo3: c. [0815delT (DNAHS)/c. 10815del T
(DNAHS5). PICADAR — 6. XpoHu4eckuii 00CTpyK-
TUBHBIN OpoHxuT. O6ocTpeHue. IH 0-i1 cteneHu.
OcnoxHenus: atenektas S4—5. H. influenzae (2022).
JBYCTOPOHHMI XpOHUIECKUI PUHOCUHYCUT. JIBY-
CTOPOHHUI XPOHUYECKUUN SKCCYAAaTUBHBIN CPETHUIA
OTHT.
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O6cyxpeHue

VYuursiBas, uto nuarHoctuka I cyiecTBeHHO 3amas3-
IBIBACT B CBSI3U C HEIOCTATOYHOI OCBEIOMIICHHOCTBIO
Bpaueit 00 3ToM 3a0o0JieBaHUM, OOIIETIPUHSITON Kiac-
cudukaunu I He cymecTByeT. JlaHHasT MaTOJOTUST
He nipenctasieHa B MKB-10 kak otneiabHass HO30JI0TH -
yeckasi ¢popMa, YTOUHSIONINE XapaKTePUCTUKHU 3a00JIe-
BaHUS B 1MarHo3 MalMeHTOB He BHeceHbl. PazpaboraHa
kauHuueckas kiaccudukanus [T (cm. Tada. 1).

PasBuTHe MeTUIIMHCKOI TeHETUKU M OTKPBHITHE HO-
BBIX TCHOB M MX MYTaIlWii, COBpEMEHHBIX METOIOB HC-
clieIOBaHUSs, TaKUX KaK BU3yaJu3alus HapylIeHUM
(GYHKLIMU U CTPYKTYPBI peCHUYEK (BUIEOMUKPOCKOTMUS,
5JIEKTPOHHAsI MUKPOCKOITHSI HATUBHOTO TIperapara mpu
opam-ouorncun anurenus) [1, 2] wm ALI-kyastypsr [24],
omnpenaeneHue QuroopecueHI 6eakoB [1] u co3naHus
perucTpa nalyMeHTOB IMTOMOTYT PaCKpPbITh HOBbIE MeXa-
Hu3Mbl HapyweHuit ipu I 17151 ycoBeplieHCTBOBaHUS
ee KiaccupuKaunm.

3aknioyeHue

[IpruMeHeHMe TPeMIOKEeHHOM KiTacCU(MUKAIIUN MOXET
OBITh MOJIE3HBIM MPY TMHAMUYECKOM HAOIIOACHUY Ma-
LIMEHTOB, HAa3HAYEHUH TEPATTNU U TIPOBEICHUN MEIUKO-
COLIMATbHOM SKCITePTU3EI.
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