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Pesome

[MepBuunas nunuapnas auckunesus (IML/1) — peakoe HaclencTBeHHOE 3a00JIeBaHKUE U3 TPYIITHI LIUIMONATHIL, OCHOBY KOTOPOTO COCTABISIET
neeKT yIbTPACTPYKTYPhl PECHUYEK SIMUTENUST PECITMPATOPHOTO TpaKTa M aHAJOTMYHBIX UM CTPYKTYp. [Ipy 3TOM TopaxaroTcsi BCe OTIEIbI
pecriupatopHoro TpakTa. Okoso 50 % nauumentos ¢ [1LJ] uMeroT MoTHOe WK HeMoJIHOE 0OpaTHOE PACTIONOXKEHUE (TPAHCTIO3UIINS) BHYTPEHHUX
opranoB (cuHapoM Kaprarenepa — CK). Ilenblo ucciienoBaHusi sIBUWIACH OIIEHKA KIMHUYECKUX U TEHETUYECKMX OCOOCHHOCTEH MaIlMeHTOB
¢ MU ¢ CK u 6e3 TakoBoro. Marepuanl u MeToabl. Ha Boioopke nauueHToB ¢ [T (» = 127) npoBeneHa olieHKa KIMHUYECKUX U TEHETUYECKUX
0COOCHHOCTE YKa3aHHOU matosoruu. [laireHTsl ObUTH pacpenesieHbl Ha 2 Tpymnibl: 1-st (n = 60) — fuiia ¢ TpaHCIO3UIIMe i BHYTPEHHUX Opra-
HOB, 2-s1 (n = 67) — ¢ HOPMAJIbHBIM PACIIOJIOXKEHUEM BHYTPEHHUX OpraHoB. CpaBHHTEIbHAS XapaKTepUCTHUKA TPYII MPOBeIeHA HAa OCHOBE
aHaMHecTHyecKuX (1o [IpearKTUBHOM 1IKaie JUIsl BBISIBJICHUSI CHMIITOMOB MEPBUYHON LuauapHoit nuckunesun (Primary CiliAry DyskinesaA
Rule — PICADAR)), KIMHUYECKUX U UHCTPYMEHTAIbHO-1a00PATOPHBIX IaHHBIX, B T. 4. PE3YJIbTATOB CBETOBOI U BUIEOMUKPOCKOIIUU, TPAHC-
MUCCHOHHOI 31eKTpOHHOI MUKpockonuu (TOM) u MoJeKyasipHO-reHeThYecKoro ucciaenoBaHus. PesyabraTbl. [1o pe3ynbraTam cpaBHUTE/b-
HOU xapakTepucTuku Ha Beioopke manueHToB ¢ [1LJ] ¢ CK u 6e3 CK BbISIBIEHO CXOICTBO aHAMHECTUYECKUX JaHHBIX (HAIUINE CUHYCUTOB,
OPOHXWTOB, ITHEBMOHMIA, OTUTOB), CHIKEHME TMOKa3aTeseil (GYHKIIMK JeTKUX; MO pe3yJibTaTaM BUICOMUKPOCKOITUA — OUEHHE PECHUTYATOTO
srutenus < 6 I'u, TOM — npeobnaganue nedekra IMHEMHOBLIX pydek. B rpymme nuir ¢ CK mokasaresns o mkane PICADAR 6bL1 Bbllie 1o cpaB-
HeHuIo ¢ manueHTamu 6e3 CK; y marMeHToB ¢ TpaHCTIO3UIIMEe BHYTPEHHUX OPTaHOB Yallle OTMEeYaJIMCh BPOXKIEHHBII MMOPOK CePJIlia U TTaTOJIOTHsI
noyek, y jui 6e3 CK — cHuXeHue ciyxa U HazajbHblil monumnos. [1pu anekrpoHHoi Mukpockonuu y 50 % maumeHToB oGHapyKeHbI 1e(eKThI
Hapy>XHBIX 1 BHYTPEHHUX TUHENHOBBIX PYyUYeK PECHUUYEK MUTENNSI HOCOBOM MOJIOCTHU (B 00€MX IPyIIax) U TEHASCHIUS K OTCYTCTBUIO IIEHTPATb-
HOM Tapbl MUKpOTpyoouek (y 18 % mammenTtoB 6e3 CK). Y manueHTOB 06euX TPYIIT BCTPEYATMCh IMaTOTeHHbIC BapuaHThl B TeHax DNAHS,
CFAP300, HYDIN, orserctBennbix 3a [1L. YV naunenros ¢ CK vaie (61,1 %) Bctpeuanuick BapuanTsl reHa DNAHS, a BapuanTsl reHa HYDIN
oOHapykeHbl TOJIbKO y marueHToB ¢ [1LIJ] 6e3 TpaHcmo3uimu BHYTpeHHUX opraHoB (15,8 %). 3akmouenne. BbIsIBJIEHHbIE pa3Iuyuus MOTYT
MOMOYb ITPU MPOBEIEHUU TUATHOCTUKU HApYLIEHUI B U3y4aeMbIX IPYyIIax.

KnroueBsie cioBa: mepuuHas nmunapHas auckunesus (ITL), cunapom KaprareHnepa, a5eKTpoHHASI MUKPOCKOTTHUST, TeHHbBIE BAPUAHTHI, aHOMa-
JIMM aKCOHEMbI, HETIOJIBUKHbIE PECHUYKHU U XKTyTUKHM, 1kasia PICADAR.
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Abstract

Primary ciliary dyskinesia (PCD) is a rare hereditary disease, a ciliopathy that is based on a defect in the ultrastructure of the cilia of the epithelium
of the respiratory tract and similar structures. All parts of the respiratory tract are affected. About half of the patients with PCD have transposition
of the internal organs (Kartagener syndrome — KS). The aim was to investigate the clinical and genetic characteristics of patients with PCD with and
without KS. Methods. An assessment of clinical and genetic characteristics was performed in a sample of 127 patients with PCD, who were divided
into 2 groups: patients with KS (» = 60) and without KS (» = 67). The groups were compared on the basis of their medical history (according to the
PICADAR scale), clinical, instrumental and laboratory data, including the results of light and video microscopy, transmission electron microscopy
(TEM) and genetic testing. Results. According to the results of comparative characterization of patients with PCD with and without KS, there were
similarities in the medical history, decreased lung function indices, videomicroscopy results — ciliated epithelium beating below 6 Hz, TEM — pre-
dominance of dynein arm defect. The PICADAR score was higher in the group with KS than in the group without it; congenital heart defects and
renal pathology were found more frequently in patients with KS, while hearing loss and nasal polyposis were found more frequently in patients
without KS. Electron microscopy revealed defects in the outer and inner dynein arms of the cilia in 50% of patients in both groups, and a tendency
to lack of the central pair of microtubules in 18% of patients without KS. The following genes responsible for PCD were found in both groups:
DNAHS, CFAP300 and HYDIN. DNAHS gene variants were more common for KS patients (61.1%), while HYDIN gene variants were only found
in patients with PCD without KS (15.8%). Conclusion. The identified differences may help in the diagnosis of the groups studied.

Key words: primary ciliary dyskinesia (PCD), Kartagener syndrome, electron microscopy, gene variants, axonemal abnormalities, immotile cilia
and flagella, PICADAR scale.
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[MepBuunas umauapHasa quckuHesus (ITLJ1) (OMIM
#242650) — penkoe HaclieACTBEHHOE 3a0o0JieBaHUe
W3 TPYIIBI LWIMOIIATHI, OCHOBY KOTOPOTO COCTaBJISIET
IedeKT yIbTpacTPYKTYPhl peCHUUEK SITUTEIINS pecITrpa-
TOPHOTO TPaKTa U aHAJOTMYHBIX UM CTPYKTYP (KTYTHKH
CIepMaTO30Ua0B, BOPCUHBI (Da/IONMUEBBIX TPYO, SMEH-
JIAMBI XKeJTYIOYKOB 1 P.), YTO MIPUBOIUT K HAPYIIECHUIO
UX IBUraTeabHOM yHKIMU. [1pu 9TOM nopaxaroTcs Bce
OTJIEJIbl PECIIMPATOPHOrO TPAKTA, HAPYILIASTCS MYyKOLIVIIU -
apHBIN KJIIMpEeHC, (GOPMUPYETCSI XPOHUYECKUIT MUKPOOHO-

BOCITAJIUTEILHBIN TTPOIIECC W HapyIIaeTcs (DepTUIbHOCTD
(6ecruioaue, MPEUMYILIECTBEHHO MYXKCKOE, Y JIULI KEHCKO-
O 10J1a OTMEYAETCs TMOBBILIEHHAS YACTOTA SKTOIMUYECKUX
6epemeHHocTeit) [1, 2].

W3-3a HapyleHUsI ABUXXKEHUSI XKUAKOCTU B OPIOIITHOM
MOJIOCTH Y TIJI0a, OCYIIECTBIISIEMOTo OMeHUEM PECHUYEK,
npumepHo Y 50 % narmentos ¢ TTLJI BeIsBIISIETCS TTOJTHOE
WY HETIOJTHOE 00paTHOE PacIIoIOKEHNEe BHYTPEHHHX Op-
TaHOB (Situs viscerum inversus, situs inversus) ¢ pa3TAYHBI-
MU BapuaHTamu reteporakcuu (OMIM #244400) [3, 4].
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Konopamvesa E.U. u dp. CpaBHUTEIbHAS XapaKTEePUCTUKA MALIMEHTOB C MEPBUYHON HUIUAPHON TUCKUHE3UeEN

V 12,1 % naumenros ¢ [T/ oTMeyaeTcst reTepoTakcusl,
KOTOPast 4aCTO COMPOBOXKIACTCS BPOXKIEHHBIMU MTOPOKa -
mu cepaua (BIIC), nuarHoctupyeMmbiMu B cpeaHeM y 17 %
JIeTeil B 3aBUCUMOCTH OT TIPUHSTOM CUCTeMBbI KJlaccupu-
Kauuu [5, 6].

ITo nanHbIM Orphanet, yactota Bcex Ae(heKTOB JaTe-
panu3alny B OOIIEH MOITYJISIIUK COCTABIISICT IIPUMep-
Ho 1 : 15 000. TpaHcro3uMsa opraHoB OOHAPYXKMBAET-
cs B cpeaHeM y 1 u3 10 Teic. HOBopoxXIeHHBIX. YacToTa
caMoil TpaHCIO3UIIMK OpraHoB cocTtasisieT ot 1 : 6 500
mo 1:25000 (7, 8].

C nedekramu 1atepanu3aiuu cBs3anbl 0osee 100 re-
HoB, Bkitovas reHsl [TLL [9, 10]. ITaToreHes HapyieHust
TTOBOPOTa BHYTPEHHUX OpraHoB 1 cuHIpoM KaprareHepa
(CK) uzyuenst HemoctatouHo. Hanbonee BeposiTHoe 00b-
SICHEHHWE COCTOUT B TOM, YTO HOpMaJIbHas IBUTATEIbHAS
AKTMBHOCTb PECHUYEK B MIEPBUYHO-KUIIIEUHOM MTOJIOCTU
3apojIbIlia OIpeesieT OObIYHYIO JIEBO-TIPABYIO aCUM-
METPUIO BHYTPEHHUX OpTaHOB (situs solitus), 1 Ha000-
poT, HapylleHUe (YHKIIMY PECHUYEK TTPEIITONIOKUTEIHLHO
MPUBOIUT K JIEBO-TIPABO aCUMMETPUU, KOTOPast MOXET
OOBSICHUTH HaJTMYME TPAHCTIO3UIIUM TTpuMepHO B 50 %
ciyJaeB reteporakcuu [7, 9, 10].

[Ipu cpaBHUTEIBPHOM aHaIM3e IMapaMeTPOB (HYHK-
uun BHelnHero apixanus (OBJI) y mammenTtos ¢ LT
C TPAHCTIO3UIIME OPTaHOB 1 0€3 TAKOBOI BBISIBJIEHO, UTO
IIPY TPAHCIIO3UIIMY BHYTPEHHNX OPTaHOB HAOIIOMAI0TCS
0oJiee TSDKeJble JISTOUHBIE MPOSIBICHUSI TIO CPAaBHEHUIO
¢ mauueHTamu ¢ ITLJ 6e3 CK [11], ogHako TpeOyeTcs
JajbHelIee HAaKOTIJICHUe TaHHBIX.

Llenbio nccaemoBaHMS IBUJIACH OLICHKA KIIMHIYECKUX
1 TeHeTUUeCKUX ocobeHHocTei y mauuenTos ¢ [T ¢ CK
1 0e3 TaKOBOTO.

MaTepMan bl U MeTOAbI

[TpoaHanu3upoBaHbl JaHHbIE 00CIeI0BaHUs MallMeHTOB
¢ I (n = 127), pacnipeneseHHbIX Ha 2 TPYIIIbI:
* l-garpynmna — 60 (47,2 %) nauuenrtos ¢ CK;
« 2-grpynmna — 67 (52,8 %) naunenron 6e3 CK.
l'ennepHoe pacmnpenesaeHue B rpyImax CyluecCTBEHHO
He pasauyaioch (cM. Taoi. 1).
Ha ocHoBe co3maHHOIi 0a3bl JaHHBIX U pa3paboTaH-
HOM COTJIaCHO MEXIyHAPOIHBIM TPEOOBAHUSIM MHIVBH -

Tabauua 1
Xapaxmepucmuka nayuenmos ¢ NepeuHHol UUAUAPHOU
ouckunesueii (n = 127)

Table 1
Characteristics of patients with primary ciliary dyskinesia
(n=127)
‘ 1-a rpynna ‘ 2-q rpynna
Mokasatenn
‘ ¢ CK ‘ 6e3 CK
Yucno naumenTos, n (%) 60 (47,2) 67 (52,8)
Mon, %:
* KEeHCKMIA 45 49
* MYXCKOM 55 51
CpepnHuii Bo3pacT, rogpl 149+114 14,3+10,3

Mpumeyanme: CK - cuippom KaprareHepa.

NyaJIbHOM PEruCTpallMOHHOM KapThl, IO pe3yJibTaTaM
CBETOBOW MUKPOCKOTIMU, TPAHCMUCCUOHHOW 3JIeK-
TpoHHOU MUKpockonuu (TOM) u MonekynsipHO-Te-
HETUYECKOTO MCCeIOBAaHUS IIPOBEICH CPAaBHUTEIbHBIN
aHanu3 aHaMHecTu4YecKux (B T. U. o [IpeaukTuBHOM
1IKaJe IJIs1 BBISIBJICHUSI CUMIITOMOB TIEPBUYHON 1IVITH -
apHoui nuckune3uu (Primary CiliAry DyskinesaA Rule —
PICADAR)), KnuHUYeCKMX, THCTPYMEHTAIbHO-J1a00-
PaTOPHBIX JAHHBIX.

MosnekynsipHO-TeHETUUECKOE UCCieNOBaHME MPOBE/Ie-
Hoy 108 (85,2 %) u3 127 nauuenros ¢ 1L ipu ucmosnnb-
30BaHMU METOIOB CEKBEHUPOBaHMs 3K30Ma (63 (58,3 %))
u naHenu «ITouck myrtauuit B 17 reHax, OTBETCTBEHHBIX
3a MyKoBucuuao3s, I/, OpoHxo3KTa3uu u nogooHbIe
coctostHusl» (45 (41,6 %)). Y 77 (71,3 %) naumeHTOB 00-
HapyXeHbI | WM 2 reHeTUYeCKUX BapraHTa.

VY 37 (48,0 %) nauumenTtoB nuarHo3 111 ycraHoB1eH
MPU TTOMOIIY MOJIEKYJISIPHBIX MeTon0B, ¥ 21 (27,3 %)
IUTAHUPYETCST TIPOBEAeHNE CEKBEHMPOBAHMS TeHOMA,
y 14 (18,2 %) nanMeHTOB IJIAHUPYETCS MPOBEACHUE
(bYHKIIMOHAIBHOTO aHAJIM3a C 1IEJIbIO MOATBEPKACHUS WU
OIPOBEPKEHMSI TATOTEHHOCTH TeHETUYEeCKOTO BapraHTa.
V1 (1,3 %) nauueHra BbisiBieH X-CLEIJIEHHbII peLec-
CUBHBIN BapuaHT (B reHe OFD1), KOTOpHIi HEe ONMCcCaH
U SIBJISIETCSI MUCCEHC-BapUMaHTOM HEM3BECTHOTO KJIMHU-
YECKOTO 3HAUEHMSI.

Kpumepuu exaouenus nayueHmos 8 uccaedosanue:

* Hajuuue B aHaMHe3e JaHHbIx 3a [TL/;

*  KOMILJIEKC XajJo0 U CUMITOMOB, XapaKTePHbBIX IS
TTL/I (exxeqHEeBHBIN Kallelb, XpOHUYECKUA PUHO-
CHHYCHUT, OPOHXO3KTa3bl, pEUANBUPYIOIINE OTUTHI,
MMOI03pEHNE HA CHIDKCHUE CITyXa);

* pe3yJbTaThl TMarHOCTUYECKUX TECTOB (CHUXKEHUE
(byHKIIMY JIETKUX TTPU CITUPOMETPU U, BHICEB ITATOTEH -
HO¥ MUKPOGIOPHI IO pe3yIbTaTaM 0aKTePUaIbHOTO
ImoceBa MOKPOTHI MJIM TIOCEBA Ma3Ka C 3aHel CTCHKU
[JIOTKHU, OPOHXO03KTAa3bl MO pe3ybTaTaM KOMIIbIOTEP-
HOl ToMOorpaduu JIerKux);

+ onenka o mkaiae PICADAR > 5 6amros [12];

* HaJIM4YMeE JeBO-TPABOIl aCUMMETPUN BHYTPEHHMX OP-
TaHOB;

* JaHHbIe BUAEOMUKpPOCKONUU u / wiu TOM pecHUT-
YaTOTO SIUTEINSI HOCOBOI TTOJIOCTU M MOJIEKYIISIPHO-
TeHETUIECKOT0 MCCIICAOBAHNSI TEHOB, OTBETCTBEHHBIX
3a [1J1 / CK, cornacHo eBponeiicKUM U POCCUCKUM
KJIMHUYEeCKUM pekomeHaauusm (2021) [13, 14].
Kpumepusmu exaouenus 6 epynny I11[J] 6e3 CK s1B-

JISUTUCH Te XK€ KIMHUKO-aHAMHECTUIECKIE TTOKa3aTeNH,

U, KpOMe TOTO, CJIeAYIOIINE:

» oueHka no mkane PICADAR > 5 6anios;

* TOATBepXKIeHUE TuarHo3a MetomoM TOM u / unun
pe3yabpTaTaMu BuaeoMukpockonuu u / unu JHK-
MMATHOCTUKMU;

* OTCYTCTBHE JIEBO-IIPABO aCUMMETPUN BHYTPEHHUX
OpTaHOB.

Kpumepuu uckarouenus:

+ onenka 1o mkaine PICADAR < 5 6awios;

* OTCYTCTBUME U3MEHEHWUS MpU nposeaeHun TOM.
YyacTHUKaMKM MHOTOLIEHTPOBOTO MCCJIEIOBAHUS SIB-

nstich DenepaibHOE rOCYIapCTBEHHOE OIOMKETHOE Ha-
yUHOE yupexaeHue «MenuKo-reHeTU4eCKUii HayuYHbIi
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ueHTp uMeHu akagemuka H.IT.boukoBa» Munucrepcra
HayKH ¥ BBICIIETO oOpa3zoBaHus Poccuiickoii Menepaiin
(®I'BHY «MI'HLI M. akan. H.IT.boukoBa» MuHOOpHa-
yku Poccun); I'ocymapcTBeHHOE OI0KETHOE YIpEXKISHUE
3apaBooxpaHeHuss MocKoBckoii oonactn «HayyHo-uc-
CJIeOBaTENbCKUI KIIMHUYECKUI UHCTUTYT neTcTBa Mu-
HUCTEPCTBA 3IpaBooxXpaHeHNsS MOCKOBCKOI 00JI1acTh»;
DenepanabHOE TOCYIaPCTBEHHOE aBTOHOMHOE 00pa30oBa-
TeNbHOE yupeKaeHue Bhiciiero oopasonaHus [epBobiit Mo-
CKOBCKWI roCyIapCTBEHHBIN MEINITMHCKHI YHUBEPCUTET
nmenu U.M.CeueHoBa MuHuCTEpCTBA 31paBOOXPAHEHUST
Poccuiickoit @enepanviv (Ce4eHOBCKU YHUBEPCUTET).
[Tpu npoBeneHUN UCCAENOBAHUS TPUMEHSIIUCH K-
HUYECKHEe, THCTPYMEHTAJIbHbIC M TEHETUIECKIE METOIBI,
KOTOpbIE OYyIYyT pacCMOTPEHBI Oosiee MOAPOOHO.

Knunnyeckue metogpl

Ananuz anamuecmuueckux 0aHHbIX

CornacHO MeXXIYHApOIHBIM PEKOMEHIAIMSIM, TIPU T10-

no3peHuu Ha [T/ y maluueHToB ¢ MOCTOSTHHBIM BJlaX-

HBIM KallllIeM WCITOJIb30BaJlach MPeINKTUBHAS IIKala

PICADAR, xoTopast cOCTOUT U3 7 TIPOrHOCTUYECKUX

ImapaMeTpOB:

* JIOHOIIEHHasl OepeMEeHHOCTb;

* pecnupaTOpHBIC TIPOSBICHUS B HEOHATAJIBHOM IIe-
puoze;

* TOCTIHWTAIM3aLMS HOBOPOXICHHBIX B peaHUMAIINIO;

*  XPOHUYECKUI PUHMUT;

* HaJINYKME OTUTOB U KOHAYKTUBHON TYyTOYXOCTH;

+ CK;

*  BPOXIEHHBIA ITOPOK CEPALIA.

YyBCTBUTEIBHOCTD U CIIELIM(UYHOCTD IIKAIbI COCTAB-
astet 0,90 1 0,75 pu moporoBoM Tokazatesie > 5 6al-
soB. [Ipu Hammunu CK 1 cyMMapHO# OLIEHKH 110 TITKa-
e PICADAR 2> 10 6a/utoB guarHo3 mpaBOMOYEH Jaxe
MPU OTPULIATEILHOM Pe3yJIbTaTe BCEX OCTATbHBIX TECTOB
(tabn. 2) [12].

WmeeTcs nu y naumeHTa exeaHeBHbIN BNaXHbIN Kalenb ¢ paHHero AeTCKOro Bopacta

WHcTpymMeHTanbHbIe MeToAbl

Cnupomempus. B rpynme neteit crapiie 5 JieT, Croco0-
HBIX OCYIIECTBUTH IbIXaTeIbHBIN MaHEeBP IIPU MPOBEIC-
HUU ciupoMeTpuu, uccienoBanue @BJI npoBoanioch
0 TaHHBIM (POPCUPOBAHHON KM3HECHHON €MKOCTH
nerkux (OKEJT) n o6beMa popcrpoBaHHOTO BEIIOXA
3a 1-10 cexynny (O®B,) npu cobI0IEHNM CTAHIAPTOB
uccaegoBaHusi Poccuiickoro pecnupaTopHOro ooIecT-
Ba (2014) [15] u pekomeHmaluii AMEpUKaHCKOTO TOpa-
KanpHOTO U EBpoIreiickoro pecnmupaTopHOro O0IIeCTB
(2019) [16]. IIpu aHanu3e mokasaTeyeil, MOJYYEHHDIX
npu ucciaeaoBanuu MBJI, vcronb30BaMCh JOIKHBIE
BesuuuHbl G. Polgar et al. (1971) nna neteit [17]; pe3yb-
TaTHl BEIPAXKaJINCh B MPOLIEHTAX OT JOJDKHOTO 3HAUCHMS
(moslydeHHOE 3HaYeHMe / NoJKHOe 3HaueHue X 100 %).
bpaw-6uoncus BbITIOTHSIIACH [J1s1 TOJTYYEHUST PECHUT-
YaTOTO 3MUTEJISI HOCOBOM MOJIOCTH B TIEPUOJ PEMUCCUM
3a00JIEBaHUS C MCITOIb30BaHUEM OTHOPAa30BOTO IIUTO-
snornueckoro opamra BC-202D-5010 (Olympus Medical
Systems Corp., Anonust) nauHoi 1 150 MM, nuameTpom
5,0 MM — a1t B3pocibix u 2,0—3,0 MM — 151 AeTeN.
Memod sudeomukpockonuueckoeo aHaiu3a PyHKyUo-
HAAbHOU AKMUBHOCMU PECHUMHYAMO020 INUMENUs. WeMO1HbIX
ouonmamoe cauzucmoii 06osouxu Hoca. J1ast ouieHKU 61omn-
TaTOB IWJIMAPHOTO SMUTEIUS UCTIOIH30BATMCH HATUBHBIC
MIpeTapaThl peCHATIATOTO SIUTEINS. B KauecTBe MaTepu-
ajia MCCJIeIOBaHMS MCIIOJIb30BAIMCH IIIETOYHBIC OMOITATHI
CIU3UCTOM 000JI04KM Hoca u / uiu 0ponxos. Ilerou-
Hble OMOITATHI MOJIyYaly C MAJIOUBMEHEHHOM CIM3UCTOM
000JTOUYKH B ITEPHOI peMUCCHH 3a0osieBaHMs. brorrate
CJIM3UCTON 000JIOUKM He3aMeIIUTEIbHO Mocie 3abopa
romelranuch B moporpetslii 1o 37 °C 3a0ydepeHHbli 130-
TOHUYECKUI pacTBOp HATPUSI XJIOPUIA U HEMEIUIEHHO (He
mo3gHee yeM 4yepe3 30 MUH) McCeqoBaIuCch HATUBHEIC
nperapatel. [IpoBommiack BUmeocheMKa 2 mojieii 3peHust
Ha 00beKTHBe X 10 W1 KaXa101 BCTaBKM C MPUMEHEHUEM
Buncokamepsl 1.5MP 1/2.9 Sony Exmor CMOS Sensor

Tabauua 2
Ilkaasa PICADAR

Table 2
PICADAR score

[A - npogonkuTb 3anonHerue wkanbl PICADAR

HET - naumeHT He yaoBneTBopsieT ycnoBusam wwkansi PICADAR

Bonpoc Otger OueHka, 6annbl

Popuncs naumeHT fOHOLIEHHBIM UMM HE[OHOLIEHHBIM? [loHOLWEHHBIM 2
Bbinu nn y naumenTa pecnupatopHble CUMNTOMbI B PaHHEM HEOHaTaNbHOM NepUoAe (TaXMMHO3, fa 9
Kaluenb, NHeBMOHMS)?

Bbin nv naumeHT rocnutanuavpoBaH B OTAENEHUE MHTEHCUBHOW Tepaniy B HeoHaTanbHOM nepuoae? JiE] 2
Wmeetcs nu y nauneHTa aHoManbHoe pacnonoxeHne BHYTPEHHUX OPraHoB? Jla 4
Wmeetcs nu y naumneHTa BpoXAEHHbIN NOPOK cepaua? Jit} 2
WmeeTcs nu y naumneHTa KpyrnoroauyHbIA puHuT? lla 1
WwmetoTes nv y naumenTa XpoHuyeckue CMMNTOMbI CO CTOPOHbI OpraHa cryxa: IKCCYAaTUBHbIN OTHT, fa 1

CepO3HbIA OTHUT, CHUXEHME cnyXa, nepdopaums 6apabaHHoi nepenoHku?

Cymma 6annos

Mpumeyanme: PICADAR (Primary CiliAry DyskinesaA Rule) - MpeaukTveHas Lukana Ans BbISBMEHNS CUMATOMOB NEPBUYHON LMNMAPHOM ANCKVHE3WH; * — YyBCTBUTENBHOCTb M CELMGUYHOCTL NpH

cymme 6annos > 5 - 0,90 1 0,75 COOTBETCTBEHHO.
Note: *, sensitivity and specificity for a score > 5 - 0.90 and 0.75, respectively.
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Konopamvesa E.U. u dp. CpaBHUTEIbHAS XapaKTEePUCTUKA MALIMEHTOB C MEPBUYHON HUIUAPHON TUCKUHE3UeEN

(E3ISPMO1500KPA, Sony, SilioHus1) Ha MHBEPTUPO-
BaHHOM MUKpockomne Axio Vert Al (Zeiss, Kutait). [1pu
yBeIndeHNH MuKpockoma X 100, x 400, x 1 000, cko-
POCTb CheMKM cocTaBiisia 20 KaapoB B CEKYHIY, BpeMs
cbeMKkU — 5 ¢. [TonyyeHHBIe BUIEOM300pakeHUST aHAJIM -
3UPOBAJIUCH MPU TOMOIIN KOMITBIOTEPHOI TTPOrpaMMEBI
OIpeesIeHUs] YaCTOThI OMEeHUS peCHUTYATOTO STTUTEIIUS
MpY MePBUYHOU ImymapHoit nuckune3un (PCD High-
Speed Video Microscopy Analysis — PCD HSVMA), co-
3gaHHoi cnenuanuctamu ®IT'BHY «MT'HII um. akan.
H.IT.boukoBa» MuHo6pHayku Poccuu aist ontumuzanuu
nuarHoctuku [TL/I ¢ momolibio ¢CBETOBOI BUAEOMUKPO-
CKOIUU (perucTpaloHHbIi Homep 2023687245). YactoTa
OueHust pecHUYeK 6osiee 6 'l cunTamach HOpMaIbHOIM.

Cnepmamonoeuueckoe uccaedoganue TIPOBOIUIOCH
COTJIacHO peKOMeHIalusIM BceMupHO# opraHu3alumn
3npaBooxpaHeHus (2010).

TpancmuccuonHas anekmporHas Mukpockonus. bpaii-
OGuonTaThl (PUKCUPOBATIUCH B 2,5%-HOM pacTBOpPE IJII0Ta-
poBoro anpaernaa Ha 0,1 M kakogunatHoMm Oydepe 24 4,
JTOMDUKCUPOBAIUCH 1%-HbIM PacCTBOPOM YEThIPEXOKUCH
OCMMS Ha TUCTWIJIMPOBAHHON BOJE B TeUeHUeE 2 U, IeTH-
IPaTUPOBAJINICh B CEpUU CITMPTOB BOCXOISINIEH KOHIICH-
Tpauuu u B anietoHe. [locie mermmpartaliuu mpoBOAY-
Jlach MPOMUTKA XXUAKOM 3MOKCUIHOM cMoJioi (Epon 812,
DDSA, MNA u DMP, cmeliaHHbI€ 1O MTPOMUCH ITPOU3-
BOIMTEJIST) B CMECSIX C alleTOHOM M 3aJIMBKa B JKUIKYIO
SMOKCUIHYIO CMOJTY ¢ KaTanmu3atopoM. [Tomnmepu3sarust
npoxoauna 24 4 ipu 37 °C u 24 4 — nipu 60 °C.

J71st TIpoBeicHMST 3JIEKTPOHHOM MUKPOCKOITAM CIIep-
MaTO30UI0B 00pa3libl HATUBHOTO 3SKYJIATa IIOCIIe pa3-
KIDKeHUs PUKCUPOBAIUCh 2,5%-HbIM pacCTBOPOM IJ1y-
TapoBoro anbaeruga Ha 0,1 M kakoauiaatHoMm Oydepe
(pH 7,2), nocrdpukcupoBanuch 1%-Hoit 0CMUEBOI KKC-
JIOTOI M 3aJTUBAJINCH B STTOH.

VYabTpaToHKUE Cpe3bl MOTyYaId Ha YIBTPAMUKPOTOME
Reichert Jung ultramicrotome, Ultracut E (Bena, ABctpusi)
¢ moMolipto anMaszHoro Hoxa (DIATOME Ulfra 35deg
Diamond Knife 1.5 mm, IlIBeiinapusi), 3aTeM OHA MOH-
TupoBaauch Ha MenHbIe ceTku (EMS, CIIIA), moKphIThIe
(opMBapoOBOI TJIEHKON, 1 KOHTPACTUPOBAIUCH 1 %-HbIM
BOJIHBIM pacTBOPOM YypaHUJameTaTa 15 MUH M pacTBO-
pom umutpara ceuHua — 10 muH. [Ipenaparsl ucciienoBa-
JINCh B TPAHCMUCCUOHHOM 3JIEKTPOHHOM MHMKPOCKOIIE
JEM-1011 (JEOL, Akumuma, fAnoHus ), cHaG>)KkeHHOM
kamepoit Orius SC1000 W camera (Gatan Inc., T1ne3aHToH,
Kamudopuaus, CIIIA) pu ycKOpPSIIOIIEeM HaIIpsIKeHUN
80 xB.

FeHeTUYeCKKue MeToab!

s Beiaenenust JIHK u3 uenbHOM KpoBU MaLIMEHTOB MC-
nmosab3oBalicst KomMmepueckuii Habop JJHK-DxkcTpan-1
Cunotou). AHanu3 JIHK npoBoauiics Ha cekBeHaTope
HoBoro nokosieHust lon S5 (Thermo Fisher Scientific Inc.,
CIA)). dnst mpo6onoaroToBKY UCOIb30BaIaCh METOIM -
Ka cesjeKTUBHOro 3axBaTa yuactkoB JIHK, oTHocsmmxcs
K KoaupytoiuM objactssm okosio 20 000 reHoB (Habopbl
TlluminaTruSeq® ExomeKit v IDT xGen® Exome Research
Panel v.1). crionb3oBaanuch 2 MeTOAa TeHETUUECKOTO
HCCIIeIOBAHMS:

* Yy OIHUX IallMEHTOB MPOBOAUIOCH CEKBEHHUPOBA-
HUE BK30Ma Ha CEKBEHATOPE HOBOTO TMOKOJICHMUS
llluminaNextSeq 500 (Illumina, CIIIA) MmeTomoMm map-
HO-KOHIIEBOTO UTeHUs (2 X 75 11. 0.);

* y IpYIrUx NalMeHTOB aHaI13 MPOBEACH C UCITOIb30Ba-
HueM kacToMHoi naHenu «Ilouck myrawuii B 17 re-
Hax, OTBETCTBEHHbIX 3a MyKoBuUcLMA03, [T, 6poH-
XO03KTa3MM U TTOAO0OHBIE COCTOSIHUS», BKITFOUAIOIIEH
Koaupylolue nociaenoBaTebHocTU reHoB CCDC40,
ZMYNDI10, CA12, DNAII, DNAJC21, EFLI1, SRP54,
CCDC39, CCDC103, SCNNIG, SCNNIB, SCNNIA,
DNAHS, CFTR, SBDS, DNAHI11, SPAGI, CFTR,
00J1aCTU PK30H-UHTPOHHBIX COEIMHEHUN yKa3aH-
HBIX T€HOB, a TakKXXe 00JIacTh MMPOMOTOpa, HEKO-
TOopble obiactu MHTpoHOB 4, 7, 11, 12, 18, 21, 22
reHa CFTR.

O0paboTKa JaHHBIX CEKBEHUPOBAHMS BbIMOJIHAIACH
C WCIOJIb30BaHWEM CTaHAAPTHOTO aBTOMAaTU3UPOBAH-
HOTO aJITOPUTMAa, a TaKXKe IIPOrPaMMHOIO OOeCIIeueHUS
Gene-Talk n NGSData. J1ns olleHKN MOMYJISIIMOHHBIX
YacTOT BBISIBJIEHHBIX BAPUAHTOB UCIT0Jb30BaIUCh BbI-
6opku nipoekToB «1000 reHoMOB» U Genome Aggregation
Database (gnomAD v.2.1.1). JIns olleHKM KIIMHUYECKON
PeJIeBAaHTHOCTH BBISIBJICHHBIX BAPMAHTOB UCITOJIb30BAJINCh
6a3bl gaHHbIX OMIM, natoreHHbIX BapuantoB HGMD®
Professional Bepcust 2021.1, crielinagu3mpoBaHHbIe Oa3bl
JMaHHBIX 10 OTOCIBHBIM 3a00JIeBaHUSIM (IIPU HAJTMUMH)
U JTUTEpaTypHbIE UCTOUHUKU.

Mudopmainus o BapyaHTax TeHOB, OTBETCTBEHHBIX
3a [T, moryuena u3 6a3 naHHbix ®TBHY «MT'HII nm.
akan. H.IT.boukoBa» MuHoOpHayku Poccuu 1o reHeTuke,
Genome Aggregation Database (gnomADv.2.1.1), mporpaMmbI
npenckazaHus Kimauyeckoi sHaunMmoctu EIGEN, Bayes-
Del addAF, FATHMM-MKL, MutationTaster.

Cratucrtuueckast o0paboTKa JaHHBIX MTPOBOIUIACH
C TTOMOIIIBIO MMaKeTa MPUKIIagHBIX mporpamMm IBM SPSS
Statistics 26 (IBM, CIIIA). B ¢Bs13u ¢ TeM, 4TO pacmpe-
JIeJIEHUE UCCIIeyeMbIX KOTUYECTBEHHBIX MEPEeMEHHBIX
SIBJISIZIOCH HEHOPMAaJIbHBIM, UCIIOJIb30BAIUCh MEIHa-
Ha (Me) n xBaptiiu (Q1; Q3). dopmar npeacrasie-
HUSI KaYeCTBEHHBIX MPU3HAKOB — a0COJIIOTHBIE YK CTIa
¢ ykazaHueM poieit (%). CTaTUCTUYECKUIT aHAJINU3 KO-
JINYECTBEHHBIX JAaHHBIX IIPOBOIUJIICS C UCTIOJIB30BAHUEM
Kputepust MaHHa—YUTHU, aHAJIM3 KAUECTBEHHbIX J1aH-
HBIX — C UCIOJIb30BaHMeM KpuTepus x> [TupcoHa u Tou-
Horo kputepust @uiiepa. 151 cpaBHEHUST CBSI3aHHBIX
COBOKYITHOCTE (aHAIM3 «I0 / TI0CIIEe» ) MCIIOJIh30BAJICS
KpuTepuili YuikokcoHa. Pazauuus cuuTanauch cTaTu-
CcTUYeCcKM 3HauuMbIMu ripu p < 0,05.

Pesynbrarthbl

IMpu olleHKe aHAMHECTUYECKUX TaHHBIX y MALIMEHTOB
nByx rpymn ¢ [T/ yctaHOBAEHO, YTO YMCJIO JOHOIIEH-
HbIX JeTeil coctaBmio 114 (89,8 %), HeMOHOLIEHHBIX —
13 (10,2 %) (p < 0,05). doHomeHHbIMU poaunuch 90,0 %,
HemoHowmeHHbIMU — 10,0 % naunenTos ¢ CK, 6e3 CK —
89,6 1 10,4 % cOOTBETCTBEHHO.

Tocnuranusanus B OTAeIEHNE UHTEHCUBHO Tepa-
MU B HEOHATAJILHOM IIEPUOJIE B CBSI3M C PECIIUPATOP-
HBIM IUCTPECC-CUHAPOMOM ToTpedoBanach 28 (47,0 %)
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nauueHtam ¢ CK u 29 (43,3 %) 6onbHbIM 6e3 CK.
IMTaeBmonwmio niepeHecn Beero 94 (74,0 %) nauumeHTa,
n3 Hux 46 (76,6 %) — 1-i1 rpynmsl u 48 (71,6 %) — 2-ii.
bpoHxuThl B aHaMHe3e B 00lleil IpyIirne BCTpeyalncCh
y 114 (89,7 %) 60abHBIX: y 52 (86,6 %) rpymiibl MalmeH-
toB ¢ CK m 62 (92,5 %) — 6e3 CK. CuHYCHUTHI B 00I11I€ei
rpymnne BoissBiieHbl y 100 (78,7 %) nmauueHTOB, U3 HUX
y 45 (75,0 %) — 1-i1 rpyrist u 55 (82,0 %) — 2-i4 (Tab6m. 3).

Y 100 % mauueHTOB BBIOOPKU IpPOBeAeHA OLIEH-
Ka aHAaMHECTMYECKUX JaHHBIX C IMOMOIIbIO IIKAaJIbI
PICADAR. B cpenrem B rpymire manueHToB ¢ CK sta
OlleHKa OblJla CTATUCTUYECKN 3HAYMMO BhbIlIe — 8,9 £
0,26 6ania no cpaBHeHuto ¢ aunamu 6e3 CK — 6,22 +
0,18 6amna (p = 0,001) (cm. Tada. 3).

I[To pe3yabTaTaM CpaBHUTEIBHOIO aHAIM3A KIMHUYE-
ckux nposieiaeHuit I1LJ1 mokaszaHo, 4YTo OTUTHI B OOIIEH
rpyiine Berpedanuch y 70 (55,1) mauuenros: y 31 (51,6 %)
1-i rpynmel 1 39 (58,2 %) — 2-ii. CHUXEHMe cyXa OT-
MeueHo y 28 (22,04 %) mauueHTOB 0OIIel IPYIITBI U 10-
CTOBEPHO Yallle BcTpevaaoch B rpymiie jul 6e3 CK —
y 20 (29,8 %) nanuenToB no cpaBHeHUo ¢ 8 (13,3 %)
mauneHTamMu ¢ CK. Cunycut BoisiBiieH y 100 (78,7 %)
MaLUEHTOB OOLLIEi TPYIIbI 0€3 CTATUCTUYECKM 3HAYMMOI
pasHuIBEl Mexay rpyrmnamu (45 (75,0 %) u 55 (82,1 %)
COOTBETCTBEHHO). HazanbHBbIl MOJUITO3 TMarHOCTUPO-
BaHy 13 (10,2 %) naueHTOB OOl TPYIIITBI, TPU 3TOM
ITOJIMIIBI Yallle BCTPEYaInCh y OOJbHBIX O€3 TPAHCIIO3M -
LMK OpraHoB 1o cpaBHeHuto ¢ tunamu ¢ CK (10 (14,9 %)
1 3 (5,0 %) GOJIbHBIX COOTBETCTBEHHO).

V28 (22,0 %) manmeHToB IUAarHOCTHPOBAHBI CIICAYIO-
LIM€ TIOPOKU U CTPYKTYPHAsI ITaTOJIOTUsI CepALa:

+  nedeKT MeXKeIyI0uKOBOI eperopoaKu;

+  nedexT MeXnpeacepaHoi MeperopoaKu;

* peryprutaumst Ha TPUKYCITUAATBHOM KJTaraHe;
*  KOApKTalusl AOPThI;

*  OTKPBITBIN apTepUaIbHbINA ITPOTOK;

* aHEeBpH3Ma MEXIIPEICEePAHOI MeperopoaKu.

BIIC yaie oTMeuanuch y malueHTOB ¢ TPaHCIIO3U-
LiKeil opraHoB 1o cpaBHeHuIo ¢ muuamu 6e3 CK (28,3 %

vs 16,4 % COOTBETCTBEHHO) CO CTATUCTUYECKM 3HAUMMOM
pa3HUIIEN.

AcCIJIeHUSI He 3aperucTpupoBaHa HU B OOHON U3
IPyIIIl, TOMUCIIeHnsT guarHoctuposana y 1 (1,7 %) na-
uueHTa ¢ CK.

ITurMeHTHBIN peTUHUT auarHoctuposad y 1 (1,7 %)
00JILHOI'O C TPAHCIIO3UIIMEN OPraHoB.

[MaTosorust mouek (aHOMaJMK Pa3BUTHsI, YIBOECHUE
MTOYKHU, TUAPOHE(DPO3, MOJTMKHUCTO3) BBISIBJIEHBI Y 6 (4,7 %)
MalMeHTOB OOILEel IpyMbl, U3 HUX Y 5 (8,3 %) — ¢ TpaHc-
nosutveii u 1 (1,5 %) 6e3 TakoBOI (OTHOLIIEHNE PUCKOB
(OR) — 25; 95%-nbli1 noBepuTeabHbIA MHTEpBa (J1) —
1,2—520,8) (tabu. 4).

Crimpomerpus ripoBeneHa y 55 (43,3 %) malieHTOB:
43,6 % — c CK u 56,4 % — 6e3 CK Ilokazarenu ®XKEJI
n O®B, y mauuenros ¢ CK un 6e3 TAKOBOTO CTATHCTH -
YEeCKM 3HAaYMMO He pa3iuvaiuch. [Ipu 3ToM y Becex ma-
uuentos ¢ ML ormeueno cunxenne OPB, <80 %
(Tabn. 5).

PerponykTrBHOE 310poBbe o1ieHeHo y 19 (15 %) narm-
€HTOK >XeHckoro rojia: y 9 (47,4 %) — ¢ CKu 10 (52,6 %) —
0e3 TakoBoro. BHemMarouHasi 6epeMeHHOCTh B aHAMHE3€
ormeveHa y 2 (10,5 %) manenTtok ¢ ITLJT (1-51 1 2-s1 Tpymi-
ma). DKcTpakopropaibHoe oriogoTBoperHne (DKO) mnsa
pelIeHus podIeMbl OECITIIONVsI BBEITTONHEHO Y 5 (26,3 %)
SKEHIIWH, B T. 4. Y 2 MallMEHTOK C TPAHCIIO3UIINEH BHY-
TpeHHMX opraHoB u 3 — 6e3 CK.

B uccnenoBanue Bouwiu 99 (78,0 %) nauueHTOB aeT-
CKOTO Bo3pacTa, 4 (4,9 %) pebeHKa poavIMCh MOCIe TIPO-
uenypsl KO, u3 uux 2 (4,3 %) v 2 (3,8 %) — B rpyrnmne
¢ CK 1 6e3 TaKOBOr0 COOTBETCTBEHHO.

B o61ueii Brioopke nauueHToB ¢ [T 6pu11 o6ce-
noBaHbl 9 (7,1 %) myxxuuH, u3 Hux 5 (55,5 %) — ¢ CK,
y 4 (44,5 %) CK He ycTtaHoBJeH. B 6pake cocTosuin
6 (66,7 %) nalnMeHTOB, AeTell He OBUTO Y BCeX OOJbHBIX.
AHpaposoruueckoe o0ciefoBaHue ¢ MPOBEACHNEM CTaH-
JIAPTHOTO CIIEPMATOJIOTMYECKOTO UCCIeI0BaHs (aHAIN3
CIIePMOTrPaMMBbI) BHIMIOJHEHO Y 2 (22,2 %) MykuuH (110
OIHOMY MALIMEHTY U3 KaXIOM TPYIIIIbI).

JOJIK.

Tabauua 3
Anamnecmuneckue xapaxmepucmuxu y nauuenmos 0gyx epynn; n (%)
Table 3
Medical history of patients in the two groups; n (%)
‘ Yucno naumneHToB ‘ CK ‘ Bes CK ‘ p
KnuHnyeckue gaHHble
| n=127 | n=60 | n=67 |
HeoHatanbHblif aHamHe3
JloHoLEHHbIN 114 (89,8) 54 (90,0) 60 (89,6) ‘ o
HepoHoLWeHHbI 13 (10,2) 6(10,0) 7(10,4) ‘ '
p <0,05 - - -
AHaMHecTHYecke AaHHble
e T VOO I O y  me) e
TMHeBMOHMH 94 (74,0) 46 (76,6) 48 (71,6) 0,925
BpoHxuThbI 114 (89,7) 52 (86,6) 62 (92,5) 0,226
CHHyCUTbI 100 (78,7) 45 (75) 55 (82,0) 0,522
Ouenka no wkane PICADAR (M £ SD) 8,910,26 6,22 0,18 0,001

Mpumevanme: CK - cuippom Kaprarenepa; PICADAR (Primary CiliAry DyskinesaA Rule) - MpeavkTiHast Wkana Ans BbISBEHUS CMITOMOB NEPBUYHON LVIMAPHOi SUCKUHE3NN.
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Tabauua 4
Kaunuueckue nposeaenus 3aboaeeanus ¢ epynnax nabarooenusi; n (%)
Table 4
Clinical manifestations of the disease in the study groups; n (%)
| Yucno naumnenToB | CK | Be3 CK |
Knunnyeckue AaHHblE p
. on=tr | n=e0 | n=e7 |
OTuTHI 70 (55,1) 31 (51,6) 39 (58,2) 0,413
TyroyxocTb 28 (22,04) 8(13,3) 20 (29,8) 0,032
CuHycHTbI 100 (78,7) 45 (75,0) 55 (82,1) 0,522
HasanbHblit nonunos 13 (10,2) 3(5,0) 10 (14,9) 0,01
Mopoku cepaua (AMXM, IXMNM, koapkrauus aoptsl, OAM) 28 (22,04) 17 (28,3) 11 (16,4) 0,021
Monucnnenus 1(0,8) 1(1,7) 0 -
[UrMeHTHbIN peTUHUT 1(0,8) 1(1,7) 0 -
Matonorusi noyek (aHOManuu pasBuTMA NoYeK, rapPoHedPO3, NONMKUCTO3 6(47) 5(83) 1(15) 0.08

noyeK, yABOEHHas Noyka)

Mpumeyanme: CK — cuippom Kaprarenepa; VXM — necbekT mexokenynoukosoil neperopogky; MMM - necekr mexnpescepaoit neperopoaki; OATT - oTKpbITbIIA apTepuanbHbIii MPOToK.

Tabauua 5
Ilokazameau cnupomempuu y nayuenmos ¢ nepeu4nou yuiuaproi ouckunesuei; Me (Q1; Q3)
Table 5
Spirometry indicators in patients with primary ciliary dyskinesia; Me (Q1; Q3)
MauueHThb!
O6was rpynna
Mokazatenb cCK 6e3 CK p
n=55 n=24 n=3
OXEN, %m 81,0 (71,0; 89,0) 71,0 (68,0; 87,0) 82,0 (71,0; 90,0) 0,740
0B, %, 73,5 (53,0; 85,5) 72,0 (57,0; 89,0) 75,5 (59,0; 94,6) 0,776

Mpumeative: CK — curinpom Kaprarenepa; ®XXEN - dhopcuposatHas xy3HeHHas emkocTs nerkux; OOB,, — 06bem (hopcuposarHoro Bbinoxa 3a 1-10 cekyHay.

ToranpHast acTeHOTEpaTO300CcTIepMUs (KOJIUIECTBO
MTOABIKHBIX Y MOP(OIOTUISCKIA HOPMAIbHBIX CIIepMa-
To30un0B — 0 %) ob6HapyxeHa y 1 maruenra ¢ CK (re-
Hortun ¢.8403G>A/c.1354A>T) ¢ AByMsI MaTOreHHBIMU
reHeTUyeckumu BapuaHtamu B rene DNAHS. Tlo naHHBIM
5JIEKTPOHHOM MUKPOCKOITUY CITEPMAaTO30UIOB Y TaHHO-
TO IMaIreHTa oOHapyKeHa aHOMAaJIUSI CTPOCHUS aKCOHe-
MbI XTYTUKOB — OTCYTCTBME HApYKHBIX 1 BHYTPEHHUX
MUHEUHOBBIX pyuyeK (CM. pUCYHOK). ¥ 1 mamueHTa 6e3
CK (c.180C>T rena DNAH11/-) nnarHOCTHpOBaHAa a30-
ocrniepMus (HarigeHo () CriepMaToO30MI0B B MCCICIOBAHHOM
MaTepuae).

UHCTpyMeHTanbHbIe METOALI AUArHOCTUKIA NePBUYHOM
LMIHaPHON AUCKUHE3UN

CseToBast MUKPOCKOITUS PECHUTYATOTO SITUTEIUS BEI-
mosiHeHa y 26 60s1bpHbIX (10 manuenToB ¢ CK u 16 — 6e3
CK). Bo BpeMst BU3yaIbHOI OLIEHKH 1O MUKPOCKOIIOM
y 18 (69,2 %) nauumenToB (8 — ¢ CK, 10 — 6e3 TakoBOro)
JIBUTATEJIbHAST aKTUBHOCTh PECHIYEK He 3apernCTprUpoOBaHa.

[Mpu ananu3e Buaeon300pakeHn ¢ TOMOIIIBIO pa3pa-
6oranHoii B PI'BHY «MI'HL um. akan. H.IT.boukoBa»
Muno6pHayku Poccuu mporpammbl PCD HSVMA y ma-
LIMEHTOB 1-i1 1 2-1 rpyMnI yCTaHOBJIEHO CpeHee 3HaUeHUE
oueHus pecHuTYaroro srmreaus — 1,97 = 0,1 u 2,02 *
0,3 I'u (p = 0,5) coorBeTcTBeHHO. [laHHBIC TTOKA3aTEIIN
ObLIM CHUKEHBI Y OOJIbHBIX OOEUX TPYIII 110 CPaBHEHUIO

PucyHok. DnekTpoHodoTorpaMmMa criepMaTo3ouia rnaiueHTa ¢ CUH/I -
pomoM Kaprarenepa. [TonepeuHsblii cpe3 uepe3 OCHOBHOM OTIEJ XKIy-
THKa clepMaTo3ouna. AKCOHEMa MMeeT HOPMalbHOE KOJIMYECTBO
MUKPOTpYyOOUuek (9 mymueToB mnepudepudecKnx MUKPOTPYyOOUeK
U 2 UEHTPATTbHBIX MUKPOTPYOOUEK), OTCYTCTBYIOT Hapy>KHbIE U BHYT-
peHHUE AMHEHOBBIE PYYKU MepudepuuecKux IyrIeToB aKCOHEMBbI.
BHu3y cnipaBa npuBeneHa wmkaia — 200 HM

Figure. Electron photogram of a sperm from a patient with Kartagener’s
syndrome; the transverse section through the main section of the sperm
flagellum. The axoneme has a normal number of microtubules (9 dou-
blets of peripheral microtubules and 2 central microtubules); outer and
inner dynein handles of the peripheral doublets of the axoneme are ab-
sent. Below right is the scale, 200 nm
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OpuruHanbHble uccnepoBaus « Original studies

Tabauua 6

Xapaxmepucmuka yasmpacmpyKkmypHbIX GHOMAAUT PeCHUYEK, 8blA6ACHHbIX N0 OGHHBIM MPAHCMUCCUOHHOU
94eKMPOHHOU MUKPOCKONUU 8 2PYNNAX NAUUEHMO08 ¢ nepeutnol yuiuapHoi ouckunesueti; n (%)

Table 6

Ultrastructural abnormalities of cilia identified by transmission electron microscopy in two groups of patients with primary

ciliary dyskinesia; n (%)

W3onupoBaHHbIN gedekt ‘ Dedpext Dedpekr ‘
HapyXKHbIX . OtcyTtcTBMe Kom6urmpo-
MNokasatenu HapyXHbIX BHYTPEHHUX W BHYTPEHHNX LieHTpanbHou paavanbHbIX nynneTos HEKCUHOBLIX BaHHbIe
AUHEVHOBLIX | AMHEUHOBLIX | e oBBIX Mapbl L MMKpOTPYGOYek |  MOCTMKOB RechexTb!
pyuek pyyek o MUKpOTPYGOUEK
Bcero nauuenTos,
i (:00"%L;“ s 0 7(88) 40 (50) 16 (20) 6(7.5) 5(6,3) 6(7.5) 10 (12,5)
CK, 30 (37,5 %) 0 2(6,6) 16 (53,3) 5(16,6) 3(10) 1(33) 3(10) 3(10)
Bes CK, 50 (62,5 %) 0 5(10,0) 24 (48,0) 11 (22,0) 3(6,0) 4(80) 3(60) 7(140)
p 0 0,42 0,81 0,07 0,54 0,28 0,9 0,27

Mpumeyanme; CK - cuippom KaprareHepa.

¢ KOHTpoJieM (Hopma > 6 I'it). MuHMMaIbHOE 3HaYeHUE
OueHuss pecHuyek B 1-i rpynme coctasisiio 0,94 I'o,
Bo 2-i1 — 1,01 I'm.

C nomouisio TOM uccienosansi 80 (63,0 %) obpas-
oB pecHutyaroro snuteaus (30 (37,5 %) obpasuoB —
ot nammeHToB ¢ CK, 50 (62,5 %) — 6e3 TakoBOTO).
Yamie (40 (50,0 %) o6pasuos: 16 (53,3 %) nauueHTOB
¢ CK u 24 (48,0 %) — 6e3 TaKOBOI0) BCTPEYAIUCh Je-
(beKThl HapYXKHBIX U BHYTPEHHUX TUHEUHOBBIX PyUYeK.
HedexT LeHTpaTbHOM Mapbl MUKPOTPYOOUEK BhISIBICH
B 16 (20,0 %) obGpasuax B o6l11Ieii rpyIine, Mpyu 3TOM OT-
MedeHa TeHIEHLIMS K MOBBIIIEHUIO YaCTOThI JAHHOTO JIe-
dekray 11 (22,0 %) naurenToB 6e3 CK 1mo cpaBHeHHUIO
¢ 5 (16,6 %) 6onbabiMU ¢ CK (p = 0,07).

3aperucTpupoBaHO OTCYTCTBUE PagualibHbBIX CITHILI
B 6 (7,5 %) obpasiuax, neekT HEKCUHOBBIX MOCTUKOB —
B 6 (7,5 %), u30upoBaHHBII 1e(EKT BHYTPEHHUX TUHEM -
HOBBIX pyueK — B 7 (8,8 %), nedeKT nymieToB MUKPOTPY-
6ouek oOHapykeH B 5 (6,3 %) obpasiiax (TabJ. 6).

Y 10 (12,5 %) nmaumentoB (3 (10,0 %) — ¢ CK
u 7 (14,0 %) — 6e3 TaKOBOIr0) OTMEYAIUCh KOMOMHMPO-
BaHHBIC HAPYILIEHUsST CTPOSHUST aKCOHEMBI (CM. TaoJI. 6).
VYV 5 (50,0 %) nanueHTOB BBISIBJICHBI 1e(EKThl HApyK-
HBbIX YU BHYTPEHHMX AMHEMHOBBIX pyuyeK B KOMOMHA-
Huu ¢ AeeKTOM LUEeHTPaJIbHOMN Mapbl MUKPOTPYOOUEK,
y 3 (30,0 %) 0ONBHBIX OTMEUYEHO OTCYTCTBHE PaIUATbHBIX
CITULL COBMECTHO C Je(eKTOM HEKCUHOBBIX MOCTUKOB,
y 2 (20,0 %) — nedekT OymieToB MUKPOTPYOOUEK U JIe-
(beKT HEKCMHOBBIX MOCTHKOB.

MOﬂeKyﬂﬂpHO-reHeTW-leCKMe ncenepnoBaHue

I'enetnueckuii nuarnos ITLJI (2 reHeTHYECKUX BapraHTa
B FTOMO3UTOTHOM (7 = 18) W1 KOMITayHA-TeTepO3UTOTHOM
(n =19) cocrosinun) ycraHosieH B 37 (47,4 %) ciydasix
(18 (48,6 %) mammenTos ¢ CK 1 19 (51,4 %) — 6e3 Tako-
BOTO).

Ilpu aHanusze pe3yabTaTOB MOJIEKYJISIPHO-TEHE-
TUYECKOTO McCcienoBaHus obHapyxeHo 50 reHeTuye-
CKMX BapMaHTOB B 12 reHax, oTBeTcTBeHHBIX 3a [TLIJI,
XapaKTepu3yeMbIX ayTOCOMHO-PELIECCUBHBIM TUIIOM

HacaegoBanust (n = 37): DNAHS5S — B 17 (45,9 %) cay-
yasix, CFAP300 — 8 4 (10,9 %); HYDIN — B 3 (8,1 %);
DNAAF11(LRRC6) —83 (8,1 %), DNAHII1—182 (5,4 %),
DNAHI14—382(5,4%); RSPH9—81 (2,7 %); DNAH9 —
B1(2,7%), FSIP2—381 (2,7 %), CCDCI103—81 (2,7 %),
DNAH7—381 (2,7 %), CFAP52— 81 (2,7 %) cnyuae.

Bapuantel B reHe DNAHS5 cTaTUCTUYECKU 3HAYMMO
yale BcTpevanuch y namueHToB ¢ CK mo cpaBHeHUIO
¢ manmenramu 6e3 CK (12 (66,7 %) u 5 (26,3 %) coort-
BeTCTBEHHO) (%> — 6,15; p =0,02; OR — 2,51; 95%-Hblii
AN — 1,38—25,23). Bapuautsr B rene CFAP300 o6Ha-
pyxenbl y 1 (5,6 %) nmauueHTa ¢ TpaHCIIO3ULIMER opra-
HoB U 3 (15,8 %) — Ge3 TakoBoii. [1aTOreHHbIE BApUAHTHI
B reHe HYDIN BoisiBiieHbl TOJNBKO Y 3 (15,8 %) nmauveH-
toB 6e3 CK. BapuanTsl B reHe DNAAF11 neTeKTUpOBaHbI
y 1(5,6 %) maumentac CKuy 2 (5,3 %) — 6e3 CK. I1a-
ToreHHble BapuaHThl B TeHax DNAH 11, DNAH 14 ¢ onu-
HaKOBOI YaCTOTOI BCTPEUAINCh B 00X rpyIax. I eHbl
FSIP2, DNAHY, DNAH?7, RSPHY BCcTpe4yanuch TOJIBKO
y TAaMEeHTOB 0e3 TPaHCIO3UIIMU BHYTPEHHUX OPTaHOB,
a BapuaHThl reHoB CCDC103, CFAP52 — TONBKO Yy Malu-
€HTOB C TpaHcTo3uleit (Tabu. 7).

O6cyxaeHue

ITokazaHo, uro nauuneHTsl ¢ [TLJI poxkaatoTcst fOHOLLIEH-
HBIMU He3aBucumo oT Hammunst CK n ogmHaKoBO 4acTo
CTpamalT CUHYCUTaMU, OPOHXUTAaMU, THEBMOHUSIMHU
U OTUTaMM, YTO COOTBETCTBYET NAHHBIM APYTUX UCTOY-
HUKOB [14]. bonee Bbicokas onieHka o mkaie PICADAR
(8,9 £0,26 16,22 + 0,18 Ga1a COOTBETCTBEHHO) XapaK-
tepHa misg nauueHToB ¢ CK (p = 0,001) [12].

Cpenu nauyeHToB C TPAaHCIIO3ULMe BHYTPEHHUX Op-
raHoB vaule nuarHoctuposaHbl BITC (p = 0,021) u otme-
Yyajiach TEHACHIINS K TTOBBIIICHUIO CTPYKTYPHBIX HApy-
meHuit mouek (p = 0,08), uro moaTBEpKAACTCS JAHHBIMU
uccnenoBanust M. Mishra et al. [18]. Y 6onbHbiX ¢ TTLLJT
6e3 CK yaie orMeuanuch cHuxkeHue ciayxa (29,8 %)
(p = 0,032) u HazabHBINM ToNMTIO03 (14,9 %) (p = 0,01).

M. Firat et al. npuBeaeHa cpaBHUTEIbHAs XapaKTe-
puctuka nmauueHToB ¢ CK 1 6e3 TakoBoro. BrisiBieHoO,
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Tabauua 7
Yacmoma 2eno8, C6A3AHHBIX ¢ NEPEUMHOI UUAUAPHOU OUCKUHe3uell, y nauuenmog c cunopomom Kapmazenepa
u 6e3 maxoeoeo; n (%)

Table 7
Frequency of genes associated with primary ciliary dyskinesia in patients with and without Kartagener syndrome; n (%)

‘ Mauyentbl

TeHbl, B KO;:pI:IX 06GHapyXeHbl ‘ Bcero cCK 6es CK ;
pHaHTbI

‘ n=37 n=18 n=19
DNAHS 17 (45.,9) 12 (66,7) 5(26,3) 0,02
CFAP300 4(109) 1(56) 3(158) 06
HYDIN 3(81) 0 3(158) -
DNAAF1L (LRRCE) 3(54) 1(56) 2(53) 03
DNAHLL 2(54) 1(56) 1(53) 1,0
DNAH14 2(54) 1(56) 1(53) 1,0
cCpelos 127) 1(56) 0 -
CFAPS? 127) 1(56) 0 -
FSIP2 127) 0 1(53) -
DNAH9 127) 0 1(53) -
DNAH? 1027) 0 1(53) -
RSPHY 127) 0 1(53) -
Beero 37 (100) 18 (100) 19 (100) -

Mpumeyanme: CK - curppom KaprareHepa.

yto Hamuuyue CK B OoJibliieli CTeneHU HeTaTUBHO BJIMSIET
Ha (DYHKIIWIO JIETKUX, CYUTY JbIXaTeIbHBIX MBI 1 (hPU3M-
YyecKylo akTUBHOCTD [11]. B mpeacTaBieHHOM uccieno-
BaHuU cpeau naureHTos ¢ [TLJ] oTMeueH HU3KKit oxBaT
CIIMPOMETPHEIi, a CHUKEHUE MoKa3aTesiei (DYyHKIMU Jer-
Kux < 80 % MOXKHO OOBSICHUTb OTCYTCTBUEM CBOEBPEMEH -
HOW TMarHOCTUKH U aJcKBATHOM TepaItniu.

[To maHHBIM BUIEOMUKPOCKOIINM IMOKAa3aHO CHUXKE-
HUE 4acTOThl OMeHus pecHuTyaroro snurenus (< 6 I'm)
y TTALIMEHTOB 00CUX TPYIII, YTO MOATBEPKIACT HATUINE
(GyHKIIMOHATBHEBIX Oe(heKTOB aKCOHEM PECHUTIATOTO
SIIUTETHSA.

[Tpu nmpoBeaeHUN 1EKTPOHHONH MUKPOCKOMUU PEC-
HuTtyatoro anuteaus npu ILJ] ycraHoBaeHO, YTO Hau-
0oJjiee yacToii MOp(OJIOrnuecKoil aHoMaauen SIBJISIeTCS
nedeKT Hapy>KHBIX U BHYTPEHHUX TUHEUHOBBIX pyUeK —
50,0 %, pa3HULIBI B rpyInax He OTMEYEeHO. AHOMAIUU
IWHEWHOBBIX PYYEK YacTO BCTPEUYAIOTCS Y MAllMEHTOB
¢ CK [18]. BeisiBnieHa TeHACHIIMS K MTOBBIIIEHUIO nedek-
Ta LIEHTpaJbHOM NMapbl MUKPOTPYOOUEK Yy MALIMEHTOB 0e3
CK (p =0,07), koTopasi OyneT yrouHeHa Ipu yBeJIUMISHUU
pa3mMepa rpyIil NalueHTOB C HapyILIEHUEeM PaCIIONIOXEeHUS
BHYTPEHHUX OPraHOB U 0€3 TAaKOBOTO.

Y nauueHToB 00erX IpyIil yalle OTMEeUYeHbl TeHETH-
yeckue BapuaHThl B reHe DNAHYS. Y 6onblIMHCTBA Ma-
uueHtoB ¢ CK (66,7 %) oGHapyXeHbl BApUaHTHI B TeHe
DNAHS, 94TO COOTBETCTBYET JAHHBIM APYTUX UCCIeI0Ba-
teneit [19—21]. ¥V 1 myxxunnsl ¢ CK 1 maToreHHBIM Bapu-
aHToM B reHe DNAHS5 (renotun ¢.8403G>A/c.1354A>T)
BbIsSIBJIEHA TOTaJIbHAsI acCTeHOTepaTo3oocrepMusi. BapuaH-
Tl B reHe HYDIN oOHapyXXeHbl TOJIBKO Y MallMEHTOB 0€e3
CK (15,8 %). HenaBHue naHHbBIE MTO3BOJISIIOT MTPEIIONO-
KUTb, UTO BapuaHThl TeHa HYDIN MOryT pucyTCTBOBATh

y naiueHToB ¢ [TL, y KOTOpbIX MpeabIayii TeHeTH -
YeCKUIi IMarHo3 ObLT HesSICEH, XOTSI OXKUIAeTCsl, UYTO A0JIsI
nauveHToB ¢ [T1J], nMeromnx naToreHHble BApUaHThI
reHa HYDIN, cocrasnser < 1 % [22].

3aknioyeHue

I1o pe3ynbraTaM cpaBHEHUSI HEOOJIbIIOK BHIOOPKU Ma-
nueHToB ¢ ITIJI ¢ CK 1 6e3 TaKOBOI'o BBISIBJIEHO CXO/ -
CTBO aHAMHECTHYECKNX JTaHHBIX (HAJIMYUEe CUHYCUTOB,
OpPOHXUTOB, MHEBMOHMIA, OTUTOB), CHIDKCHIUE TTOKa3a-
teneit @BJI, mo pesyabTaraM BUIEOMUKPOCKOITUN —
OueHue pecHuTyaToro snureans < 6 I'u, nmpeobaagaHne
nedekTa IMHEUMHOBBIX pydyek. OOHapyKeHbI CAeaylo-
mue paznmuuus: y nanueHToB ¢ CK olleHKa mo mrkane
PICADAR uaie 6nu1a Boilie, BeIBISIIUCH Takke BITC,
TeHIAEHIMS K HATMYMIO MAaTOJOTUHM MOYeK U B 2,5 pa3a
yale — npeod6iaanaHue BapuaHTa reHa DNAHS. J1ns
6ompHBIX 0¢3 CK XapakTepHBI CHIDKEHHE CITyxa, Ha3ajb-
HbII onuno3, reH HYDIN BcTpedascs TOJIbKO B TaHHOM
rpymre. BeisiBlIeHHbIE pa3uyus MOTYT OKa3aTh ITOMOIIb
IIPY TIPOBEIECHUM TMATHOCTUKY HAPYIIECHWH Y allueH -
toB ¢ [T / CK.

[MonyueHHBIE pe3yIbTaThl CBUACTEIBCTBYIOT O TOM, YTO
Mpo0JIeMbl CBOEBPEMEHHOI TMAarHOCTUKU, OPraHU3aLu1
IMHAMAYECKOTO HAOIIOACHUS W afeKBaTHOTO JICUCHMUST
nauueHToB ¢ [T/ ocTaioTcs akTyaabHbIMU.

Nutepatypa

1. Konmpartsesa E.W., Asnees C.H., Kusin T.A., Musepuutikuii F0.J1.
Knaccudukaryst mepBUIHON IMIMAPHON TUCKWUHE3WH. [1y1bMOHO-
soeus. 2023; 33 (6): 731-738. DOI: 10.18093/0869-0189-2023-33-
6-731-738.

202

MynbmoHonorus « Pu’monologiya. 2024; 34 (2): 194-205. DOI: 10.18093/0869-0189-2024-34-2-194-205


file:///E:/_WORKS-2/_%d0%9f%d0%a3%d0%9b%d0%ac%d0%9c%d0%9e%d0%9d%d0%9e%d0%9b%d0%9e%d0%93%d0%98%d0%af/_2024/2_2024/%d0%a2%d0%b5%d0%ba%d1%81%d1%82/ 
file:///E:/_WORKS-2/_%d0%9f%d0%a3%d0%9b%d0%ac%d0%9c%d0%9e%d0%9d%d0%9e%d0%9b%d0%9e%d0%93%d0%98%d0%af/_2024/2_2024/%d0%a2%d0%b5%d0%ba%d1%81%d1%82/ 

OpuruHanbHble uccnepoBaus « Original studies

11.

12.

13.

14.

16.

17.

19.

20.

21.

22.

Huxkonaesa E.J1., OBcssnuukoB J1.}O., CtpenbHukoBa B.A. u ap. Xa-
paKTepHUCTHKA MAIIMEHTOB C MTEPBUYHON IMIMAPHOMN TUCKUHE3NEN.
IIynsmononoeus. 2023; 33 (2): 198—209. DOI: 10.18093/0869-0189-
2023-33-2-198-209.

Knowles M.R., Daniels L.A., Davis S.D. et al. Primary ciliary dys-
kinesia. Recent advances in diagnostics, genetics, and characteriza-
tion of clinical disease. Am. J. Respir. Crit. Care Med. 2013; 188 (8):
913-922. DOI: 10.1164/rccm.201301-0059Cl.

Kuehni C.E., Lucas J.S. Diagnosis of primary ciliary dyskinesia:
summary of the ERS Task Force report. Breathe (Sheff.). 2017; 13 (3):
166—178. DOI: 10.1183/20734735.008517.

Poeta M., Borrelli M., Santamaria F. Azithromycin for primary ciliary
dyskinesia: a milestone. Lancet Respir. Med. 2020; 8 (5): 429—430.
DOI: 10.1016/S2213-2600(20)30100-4.

Torgersen J. Situs inversus, asymmetry, and twinning. Am. J. Hum.
Genet. 1950; 2 (4): 361—370. Available at: https;//materiais.dbio.uevo-
ra.pt/BD/Morfogenese/Situs_inversus_Asymmetry_and_Twinning.pdf
Katsuhara K., Kawamoto S., Wakabayashi T., Belsky J.L. Situs in-
versus totalis and Kartagener’s syndrome in a Japanese population.
Chest. 1972; 61 (1): 56—61. DOI: 10.1378/chest.61.1.56.

Goutaki M., Papon J.F., Boon M. et al. Standardised clinical data from
patients with primary ciliary dyskinesia: FOLLOW-PCD. ERJ Open
Res. 2020; 6 (1): 00237-2019. DOI: 10.1183/23120541.00237-2019.
Lillington G.A. Dyskinetic cilia and Kartagener’s syndrome. Bronchi-
ectasis with a twist. Clin. Rev. Allergy Immunol. 2001; 21 (1): 65—69.
DOI: 10.1385/CRIAI:21:1:65.

. Eitler K., Bibok A., Telkes G. Situs inversus totalis: a clinical review.

Int. J. Gen. Med. 2022; 15: 2437—2449. DOI: 10.2147/1JGM.S295444.
Firat M., Mutlu S., Yoleri B., Bosnak Gticlii M. Comparison
of respiratory functions, muscle strength, and physical activity
among children with primary ciliary dyskinesia with and with-
out Kartagener’s syndrome and healthy controls. Physiother.
Theory Pract. 2023; 1-9 [Preprint. Posted: 2023, Nov. 28]. DOI:
10.1080/09593985.2023.2286526.

Behan L., Dimitrov B.D., Kuehni C.E. et al. PICADAR: a diagnostic
predictive tool for primary ciliary dyskinesia. Eur. Respir. J. 2016;
47 (4): 1103—1112. DOI: 10.1183/13993003.01551-2015.
Konnparsesa E.U., Asnee C.H., Muzepnuukuii K0.JI. U np. [1ep-
BUYHAsI LMJIMapHasl TUCKUHE3Usl: 0030p MPOeKTa KIMHUIECKHUX
pexkomeHaanmit 2022 rona. Ilyasmononoeus. 2022; 32 (4): 517—538.
DOI: 10.18093/0869-0189-2022-32-4-517-538.

Lucas J.S., Barbato A., Collins S.A. et al. European Respiratory
Society guidelines for the diagnosis of primary ciliary dyskinesia. Eur.
Respir. J. 2017; 49 (1): 1601090. DOI: 10.1183/13993003.01090-2016.

. Yyvanuu A.T., AiicanoB 3.P., Yukuna C.1O. u ap. enepaibHbie

KJIMHUYEeCKUE peKOMEeHIaK Poccuiickoro pecrnuparopHoro 00-
1IeCTBA 1O VCTIOIB30BAHUIO METO/Ia CTUPOMETPUHU. [1ya6MOHOA0USL.
2014; (6): 11-24. DOI: 10.18093/0869-0189-2014-0-6-11-24.
Stanojevic S., Kaminsky D.A., Miller M.R., Thompson B. Reply
to: ERS/ATS spirometry interpretation standards: a gap in grading
severity of airflow obstruction. Eur. Respir J. 2024; 63 (2): 2400055.
DOI: 10.1183/13993003.00055-2024.

Polgar G. Pulmonary function tests in children. J. Pediatr. 1979;
95 (1): 168—170. DOI: 10.1016/S0022-3476(79)80127-4.

. Mishra M., Kumar N., Jaiswal A. et al. Kartagener’s syndrome:

a case series. Lung India. 2012; 29 (4): 366—369. DOI: 10.4103/0970-
2113.102831.
Mittal V., Shah A. Situs inversus totalis: the association of Kart-
agener’s syndrome with diffuse bronchiolitis and azoospermia.
Arch. Bronconeumol. 2012; 48 (5): 179—182. DOI: 10.1016/j.ar-
bres.2011.09.009.
Olbrich H., Haffner K., Kispert A. et al. Mutations in DNAHS cause
primary ciliary dyskinesia and randomization of left-right asymmetry.
Nat. Genet. 2002; 30 (2): 143—144. DOI: 10.1038/ng817.
LiY., Jiang C, Zhang X., Liu M. et al. The effect of a novel LRRC6
mutation on the flagellar ultrastructure in a primary ciliary dyskinesia
patient. J. Assist. Reprod. Genet. 2021; 38 (3): 689—696. DOI: 10.1007/
s10815-020-02036-6.
Hannah W.B., Seifert B.A., Truty R. et al. The global prevalence and
ethnic heterogeneity of primary ciliary dyskinesia gene variants: a ge-
netic database analysis. Lancet Respir. Med. 2022; 10 (5): 459—468.
DOI: 10.1016/S2213-2600(21)00453-7.
Moctynuna: 30.01.24
MpuHATa K nevaTn: 22.03.24

References

1.

10.

11.

12.

13.

15.

19.

20.

21.

Kondratyeva E.I., Avdeev S.N., Kyian T.A., Mizernitskiy Yu.L.
[Classification of primary ciliary dyskinesia]. Pul’monologiya. 2023;
33 (6): 731-738. DOI: 10.18093/0869-0189-2023-33-6-731-738 (in
Russian).

Nikolaeva E.D., Ovsyannikov D.Yu., Strel’nikova V.A. et al. [Char-
acteristics of patients with primary ciliary dyskinesia|. Pul’monologiya.
2023; 33 (2): 198—209. DOI: 10.18093/0869-0189-2023-33-2-198-
209 (in Russian).

Knowles M.R., Daniels L.A., Davis S.D. et al. Primary ciliary dys-
kinesia. Recent advances in diagnostics, genetics, and characteriza-
tion of clinical disease. Am. J. Respir. Crit. Care Med. 2013; 188 (8):
913—-922. DOLI: 10.1164/rccm.201301-0059Cl.

Kuehni C.E., Lucas J.S. Diagnosis of primary ciliary dyskinesia:
summary of the ERS Task Force report. Breathe (Sheff.). 2017; 13 (3):
166—178. DOI: 10.1183/20734735.008517.

Poeta M., Borrelli M., Santamaria F. Azithromycin for primary ciliary
dyskinesia: a milestone. Lancet Respir. Med. 2020; 8 (5): 429—430.
DOI: 10.1016/S2213-2600(20)30100-4.

Torgersen J. Situs inversus, asymmetry, and twinning. Am. J. Hum.
Genet. 1950; 2 (4): 361—370. Available at: https;//materiais.dbio.uevo-
ra.pt/BD/Morfogenese/Situs_inversus_Asymmetry _and_Twinning.pdf
Katsuhara K., Kawamoto S., Wakabayashi T., Belsky J.L. Situs in-
versus totalis and Kartagener’s syndrome in a Japanese population.
Chest. 1972; 61 (1): 56—61. DOI: 10.1378 /chest.61.1.56.

Goutaki M., Papon J.F., Boon M. et al. Standardised clinical data from
patients with primary ciliary dyskinesia: FOLLOW-PCD. ERJ Open
Res. 2020; 6 (1): 00237-2019. DOI: 10.1183/23120541.00237-2019.
Lillington G.A. Dyskinetic cilia and Kartagener’s syndrome. Bronchi-
ectasis with a twist. Clin. Rev. Allergy Immunol. 2001; 21 (1): 65—69.
DOI: 10.1385/CRIAI:21:1:65.

Eitler K., Bibok A., Telkes G. Situs inversus totalis: a clinical review.
Int. J. Gen. Med. 2022; 15: 2437—-2449. DOI: 10.2147/1JGM.S295444.
Firat M., Mutlu $., Yoleri B., Bosnak Giiclii M. Comparison
of respiratory functions, muscle strength, and physical activity
among children with primary ciliary dyskinesia with and with-
out Kartagener’s syndrome and healthy controls. Physiother.
Theory Pract. 2023; 1-9 [Preprint. Posted: 2023, Nov. 28]. DOI:
10.1080/09593985.2023.2286526.

Behan L., Dimitrov B.D., Kuehni C.E. et al. PICADAR: a diagnostic
predictive tool for primary ciliary dyskinesia. Eur. Respir. J. 2016;
47 (4): 1103—1112. DOI: 10.1183/13993003.01551-2015.
Kondratyeva E.I., Avdeev S.N., Mizernitskiy Yu.L. et al. [Prima-
ry ciliary dyskinesia: review of the draft clinical guidelines, 2022].
Pul’monologiya. 2022; 32 (4): 517—538. DOI: 10.18093/0869-0189-
2022-32-4-517-538 (in Russian).

. Lucas J.S., Barbato A., Collins S.A. et al. European Respiratory

Society guidelines for the diagnosis of primary ciliary dyskinesia.
Eur. Respir. J. 2017; 49 (1): 1601090. DOI: 10.1183/13993003.01090-
2016.

Chuchalin A.G., Aysanov Z.R., Chikina S.Yu. et al. [Federal guide-
lines of Russian Respiratory Society on spirometry|. Pul’monologi-
ya. 2014; (6): 11-24. DOLI: 10.18093/0869-0189-2014-0-6-11-24 (in
Russian).

. Stanojevic S., Kaminsky D.A., Miller M.R., Thompson B. Reply

to: ERS/ATS spirometry interpretation standards: a gap in grading
severity of airflow obstruction. Eur. Respir J. 2024; 63 (2): 2400055.
DOI: 10.1183/13993003.00055-2024.

Polgar G. Pulmonary function tests in children. J. Pediatr. 1979;
95 (1): 168—170. DOI: 10.1016/S0022-3476(79)80127-4.

. Mishra M., Kumar N., Jaiswal A. et al. Kartagener’s syndrome:

a case series. Lung India. 2012; 29 (4): 366—369. DOI: 10.4103/0970-
2113.102831.

Mittal V., Shah A. Situs inversus totalis: the association of Kart-
agener’s syndrome with diffuse bronchiolitis and azoospermia.
Arch. Bronconeumol. 2012; 48 (5): 179—182. DOI: 10.1016/j.ar-
bres.2011.09.009.

Olbrich H., Héffner K., Kispert A. et al. Mutations in DNAHS cause
primary ciliary dyskinesia and randomization of left-right asymmetry.
Nat. Genet. 2002; 30 (2): 143—144. DOI: 10.1038/ng817.

Li Y., Jiang C, Zhang X., Liu M. et al. The effect of a novel LRRC6
mutation on the flagellar ultrastructure in a primary ciliary dyskinesia

The article is licensed by CC BY-NC 4.0 International Licensee https:/icreativecommons.orgl/licenses/by-nc/4.0/

203


https://doi.org/10.18093/0869-0189-2023-33-2-198-209
https://doi.org/10.18093/0869-0189-2023-33-2-198-209
http://dx.doi.org/10.1164/rccm.201301-0059CI
https://doi.org/10.1183/20734735.008517
https://doi.org/10.1016/s2213-2600(20)30100-4
https://materiais.dbio.uevora.pt/BD/Morfogenese/Situs_inversus_Asymmetry_and_Twinning.pdf
https://materiais.dbio.uevora.pt/BD/Morfogenese/Situs_inversus_Asymmetry_and_Twinning.pdf
https://doi.org/10.1378/chest.61.1.56
https://doi.org/10.1183/23120541.00237-2019
https://doi.org/10.1385/criai:21:1:65
https://doi.org/10.2147/ijgm.s295444
https://doi.org/10.1080/09593985.2023.2286526
https://doi.org/10.1183/13993003.01551-2015
https://doi.org/10.18093/0869-0189-2022-32-4-517-538
https://doi.org/10.1183/13993003.01090-2016
https://doi.org/10.18093/0869-0189-2014-0-6-11-24
https://doi.org/10.1183/13993003.00055-2024
https://doi.org/10.1016/S0022-3476(79)80127-4
https://doi.org/10.4103/0970-2113.102831
https://doi.org/10.4103/0970-2113.102831
https://doi.org/10.1016/j.arbres.2011.09.009
https://doi.org/10.1016/j.arbres.2011.09.009
https://doi.org/10.1038/ng817
https://doi.org/10.1007/s10815-020-02036-6
https://doi.org/10.1007/s10815-020-02036-6
https://doi.org/10.1016/s2213-2600(21)00453-7
https://doi.org/10.18093/0869-0189-2023-33-6-731-738
https://doi.org/10.18093/0869-0189-2023-33-2-198-209
https://doi.org/10.18093/0869-0189-2023-33-2-198-209
http://dx.doi.org/10.1164/rccm.201301-0059CI
https://doi.org/10.1183/20734735.008517
https://doi.org/10.1016/s2213-2600(20)30100-4
https://materiais.dbio.uevora.pt/BD/Morfogenese/Situs_inversus_Asymmetry_and_Twinning.pdf
https://materiais.dbio.uevora.pt/BD/Morfogenese/Situs_inversus_Asymmetry_and_Twinning.pdf
https://doi.org/10.1378/chest.61.1.56
https://doi.org/10.1183/23120541.00237-2019
https://doi.org/10.1385/criai:21:1:65
https://doi.org/10.2147/ijgm.s295444
https://doi.org/10.1080/09593985.2023.2286526
https://doi.org/10.1183/13993003.01551-2015
https://doi.org/10.18093/0869-0189-2022-32-4-517-538
https://doi.org/10.18093/0869-0189-2022-32-4-517-538
https://doi.org/10.1183/13993003.01090-2016
https://doi.org/10.1183/13993003.01090-2016
https://doi.org/10.18093/0869-0189-2014-0-6-11-24
https://doi.org/10.1183/13993003.00055-2024
https://doi.org/10.1016/S0022-3476(79)80127-4
https://doi.org/10.4103/0970-2113.102831
https://doi.org/10.4103/0970-2113.102831
https://doi.org/10.1016/j.arbres.2011.09.009
https://doi.org/10.1016/j.arbres.2011.09.009
https://doi.org/10.1038/ng817

Kondpameesa E.U. u dp. CpaBHUTENIbHAS XapaKTePUCTHUKA MALMEHTOB C MMEPBUYHON HMUIUAPHON TUCKUHE3UeEN

22.

patient. J. Assist. Reprod. Genet. 2021; 38 (3): 689—696. DOI: 10.1007/
$10815-020-02036-6.

Hannah W.B., Seifert B.A., Truty R. et al. The global prevalence and
ethnic heterogeneity of primary ciliary dyskinesia gene variants: a ge-

UHdopmauusa o6 aBTopax / Authors Information

KonnpatseBa Enena MiBaHoBHa — 1. M. H., Ipoheccop, pyKOBOAUTESb HayYHO-
KJIIMHUYECKOTO OT/e/a MyKOBUCIIMI03a, 3aBeayolas Kadenpoit reHeTUuKU
GoJe3Hel IbIXaTeIbHOM ccTeMbl IHCTUTYTa BBICIIETO U JOTOJIHUTEILHOTO
npodeccroHaibHOTO 06pa3zoBaHusi PenepasbHOro rocynapcTBEHHOTO
GIOKETHOTO HAYYHOTO yupexaeHus: «MeauKo-reHeTUUeCKil HayuHblit
ueHTp umeHu akagemuka H.I1.boukoBa» MuHMcTEpCTBA HAYKU U BBICILIETO
obpaszoBanust Poccuiickoit Denepalinu; 3aMecTUTENb JMPEKTOPa MO HayYHOI
pabore ['ocynapcTBEHHOTO GIOIKETHOTO YUPEKAECHUSI 3APAaBOOXPAHEHMSI
MockoBckoii o6iact « HayuHo-uccenenoBaTebcKuii KITMHUYECKUI MHCTUTYT
nerctBa» MUHUCTEPCTBA 3ApaBoOXpaHeHUs MOCKOBCKOI 00J1acTu; Tell.:
(495) 111-03-03; e-mail: elenafpk@mail.ru (ORCID: http.//orcid.org/0000-
0001-6395-0407)

Elena I. Kondratyeva, Doctor of Medicine, Professor, Head of the Scientific
and Clinical Department of cystic fibrosis, Head of the Department of Genetics
of Respiratory System Diseases, Institute of Higher and Additional Profes-
sional Education, Federal State Budgetary Scientific Institution “Research
Centre for Medical Genetics”, Ministry of Science and Higher Education
of the Russian Federation; Deputy Director for Research, State Budgetary
Healthcare Institution of the Moscow region “Research Clinical Institute of
Childhood”, Healthcare Ministry of Moscow Region; tel.: (495) 111-03-03;
e-mail: elenafpk@mail.ru (ORCID: Attp://orcid.org/0000-0001-6395-0407)

Asnees Cepreii Hukonaesuu — 1. M. H., mpocdeccop, akageMuk Poccuii-
CKOM aKkaJgeMHUM HayK, IUPeKTOp HalmoHaIbHOTO MEIUIIMHCKOTO MCCIIe-
IIOBATEJIBCKOTrO LeHTpa 1Mo npoduiio «ITyJIbMOHOIOTHSI», 3aBENYIOIINI
kadenpoit mynbMoHoTOrMM MHCTUTYTa KITMHUYECKOM METUIIMHBI UMEHU
H.B.CxidocoBckoro ®enepaabHOr0 rocyIapCTBEHHOTO aBTOHOMHOTO
00pa3oBaTeIbHOrO YUpexAeHus! Bbiciero oopazoBaHust «[lepsbiit MockoB-
CKUi1 TOCYIapCTBEHHBIN MEAUIIMHCKMIA yHUBepcuTeT uMeHu V.M.CeueHoBa»
MuHucrepcTBa 3npaBooxpaHerus Poccuiickoit Deneparmu (CedeHOBCKMIA
YHUBEpCUTET); TIABHBIA BHEIUTATHBIN CIIELMATUCT- Y IbMOHOIOT MUHK-
crepcTBa 3npaBooxpaHeHus: Poccuiickoit @enepatmu; e.: (499) 246-75-18;
e-mail: serg_avdeev@list.ru (SPIN-kox: 1645-5524; ORCID: htips://orcid.
0rg/0000-0002-5999-2150)

Sergey N. Avdeev, Doctor of Medicine, Professor, Academician of Russian
Academy of Sciences, Director, National Medical Research Center for the
profile “Pulmonology”, Head of the Department of Pulmonology, N.V.Skli-
fosovsky Institute of Clinical Medicine, Federal State Autonomous Educational
Institution of Higher Education I.M.Sechenov First Moscow State Medical
University of the Ministry of Health of the Russian Federation (Sechenov
University); Chief Freelance Pulmonologist of the Ministry of Health of the
Russian Federation; tel.: (499) 246-75-18; ten.: (499) 246-75-18; e-mail:
serg_avdeev@list.ru (SPIN-kou: 1645-5524; ORCID: https://orcid.org/0000-
0002-5999-2150)

Kusin TaTbsiHa AHATONbEBHA — K. M. H., CTAPIINIA HAYYHBII COTPYAHUK HAyJHO-
KJIMHUYECKOTo oTae a MyKoBrciunosa denepaibHOro rocyaapcTBeHHOTO
OIOIKETHOTO HAYYHOTO YUPEXIeHUS «MeInKO-TreHeTUIeCKUI HaydHbI
ueHTp umMeHu akazemuka H.IT.boukoBa» MuHucTepcTBa HAyKH U BBICILIETO
obpazoBanusi Poccuiickoit denepaiinu; ctapiinii HaydHbId cOTpyAHUK [0-
CYIapCTBEHHOTO OIOKETHOTO YIPEKICHUS 3MPaBOOXpaHeH st MOCKOBCKOM
obsnactu «HayuHo-uccne10BaTeIbcKMil KIIMHUYECKUiT MHCTUTYT aeTcTBa Mu-
HMCTEPCTBA 31paBoOOXpaHeHUs MOCKOBCKOM 061acTh»; Tel.: (499) 324-15-01;
e-mail: bogdanovatata87@gmail.com (Scopus ID: 57205414678; ORCID:
https.//orcid.org/0000-0001-8281-1162)

Tatiana A. Kyian, Candidate of Medicine, Senior Researcher, Scientif-
ic and Clinical Department of Cystic Fibrosis, Federal State Budgetary
Scientific Institution “Research Centre for Medical Genetics”, Ministry
of Science and Higher Education of the Russian Federation; Senior Re-
searcher, Federal State Budgetary Scientific Institution “Research Centre
for Medical Genetics”, Ministry of Science and Higher Education of the
Russian Federation; Head of the Cystic Fibrosis Center, State Budgetary
Healthcare Institution of the Moscow region “Research Clinical Institute of
Childhood”, Healthcare Ministry of Moscow Region; tel.: (499) 324-15-01;
e-mail: bogdanovatata87@gmail.com (Scopus ID: 57205414678; ORCID:
https://orcid.org/0000-0001-8281-1162)

MepxkoeBa 3amupa MaroMeaoBHa - K. M. H., aCCUCTEHT Kadeaphbl MyJTbMOHO-
storun DeepabHOTO TOCYIAPCTBEHHOTO aBTOHOMHOTO 06pa30BaTeIbHOTO
yupexaeHust Bbiciero oopasoBanust «[1epBblit MOCKOBCKHI TOCy1apCTBEH-
HBII MEIUIIMHCKKM yHUBepcuTeT uMeHn M.M.CeueHoBa» MuHucTepcTBa
3npaBooxpaHeHus: Poccuiickoit @eneparny (CeueHOBCKUIT Y HUBEPCHUTET);
Hay4HBIA cOTpyITHUK DenepaybHOro rocy1apcTBEHHOTO OI0KETHOTO yupe-
xneHust «HayuHo-uccnenoBaTebckKuii MHCTUTYT MyJibMOHOMOrn» Pene-
PaTBHOTO MEMKO-OHOJIOTMIECKOTO areHTCTBA; Telt.: (499) 246-76-83; e-mail:
zamira.merzhoeva@bk.ru (ORCID: https.//orcid.org/0000-0002-3174-5000)

netic database analysis. Lancet Respir. Med. 2022; 10 (5): 459—468.

DOI: 10.1016/S2213-2600(21)00453-7.

Received: January 30, 2024
Accepted for publication: March 22, 2024

Zamira M. Merzhoeva, Candidate of Medicine, Assistant, Department of
Pulmonology, Federal State Autonomous Educational Institution of Higher
Education [.M.Sechenov First Moscow State Medical University of the Min-
istry of Health of the Russian Federation (Sechenov University); Researcher,
Federal State Budgetary Institution “Pulmonology Scientific Research Insti-
tute” under Federal Medical and Biological Agency of Russian Federation;
tel.: (499) 246-76-83; e-mail: zamira.merzhoeva@bk.ru (ORCID: https.//
orcid.org/0000-0002-3174-5000)

Kapnosa Ouibra AnekcanapoBHa — K. M. H., [leJMaTp, Bpay-IyJIbMOHOJIOT,
3aBeyIoIlast OTACICHUEM MyIbMOHOJIOrN ['0Cy1apCTBEHHOTO aBTOHOMHOTO
YUPEKICHUS 3MpaBoOOXpaHeHUsT «JleTCKast pecIyOInKaHCKasT KIMHUYeCKast
GosbHMIIa MUHKMCTEPCTBA 3apaBooxpaHeHusi Pecriyoiuku Tarapctan»; Tes.:
(843) 237-30-40; e-mail: karpova80@mail.ru (ORCID: https://orcid.org/0000-
0002-7557-7467)

Olga A. Karpova, Candidate of Medicine, Pediatrician, Pulmonologist, Head
of Pulmonology Department, The State Autonomous Healthcare Institution
“Children’s Republican Clinical Hospital of the Ministry of Health of the
Republic of Tatarstan”; tel.: (843) 237-30-40; e-mail: karpova80@mail.ru
(ORCID: https.//orcid.org/0000-0002-7557-7467)

Bparuna EnuzaBera EdpumoBHa — 1. 6. H., cTaplivii HAyYHbI COTPYAHUK
oT/ea 3IEKTPOHHOI MUKpocKonuK HaydHo-1cce10BaTeIbcKoro MHCTUTYTa
usuko-xumuueckoit ouonorun umern A.H.Bemnosepckoro ®enepanbHo-
IO rOCyIapCTBEHHOTO OI0IKETHOTO 00pa30BaTEIbHOIO YUPEXISHHS BbIC-
mero oopazoBaHust « MOCKOBCKMIA FOCYIapCTBEHHbBIN YHUBEPCUTET MMEHK
M.B.JlomoHocoBa» [IpaButenbcTBa Poccuiickoit Denepatinm; BeayInia
Hay4YHBI/ COTPYIHUK JAOOPATOPUU T€HETUKU HApYLUEeHUI PEeNpoOayKLUN
DenepabHOTO roCcyIapCTBEHHOTO BIOIKETHOTO HAYYHOTO yupexkaeHus: «Me-
JIMKO-TEHETHYECKMIT HayuHbII LIeHTp uMeHu akaaemMuka H.I1.BoukoBa»
MuHuKCTEpCTBa HAYKU 1 BICIIero oopasoBanusi Poccuiickoii Penepanni;
Ten.:(495) 939-53-59; e-mail: bragor@mail.ru (ORCID: https.//orcid.org/0000
0002 8422 4962)

Elizaveta E. Bragina, Doctor of Biology, Senior Researcher, Department of
Electron Microscopy, The A.N.Belozersky Institute of Physico-Chemical
Biology, Federal State Budget Educational Institution of Higher Education
M.V.Lomonosov Moscow State University, The Government of the Russian
Federation; Leading Researcher, Laboratory of genetics of reproductive dis-
orders, Federal State Budgetary Scientific Institution “Research Centre for
Medical Genetics”, Ministry of Science and Higher Education of the Russian
Federation; tel.: (495) 939-53-59; e-mail: bragor@mail.ru (ORCID: https://
orcid.org/0000 0002 8422 4962)

PoikkoBa Okcana ITeTpoBHa — K. M. H., CTapIliMii HAYYHBI COTPYIHUK, 3aBE-
nytotiias LleHTpa KoJUIeKTUBHOTO TT0J1b30BaHust «['eHoM» DenepaibHOro rocy-
JIapCTBEHHOT'O OIOIXKETHOIO HAYYHOT'O yUpexaeHUsl « MeInKO-reHeTUYeCKUit
Hay4HBbI# LeHTp uMeHu akagemuka H.IT.boukoBa» MuHMCTEpCTBA HAyKU
U BhIciIero obpazoBanust Poccuiickoit eneparmu; ten.: (495) 111-03-03;
e-mail: ryzhkova@dnalab.ru (ORCID: Attps.//orcid.org/0000-0003- 1285-9093)
Oxana P. Ryzhkova, Candidate of Medicine, Senior Researcher, Head of the
Center for Collective Use “Genome”, Federal State Budgetary Scientific Insti-
tution “Research Centre for Medical Genetics”, Ministry of Science and Higher
Education of the Russian Federation; tel.: (495) 111-03-03; e-mail: ryzhkova@
dnalab.ru (ORCID: https://orcid.org/0000-0003- 1285-9093)

ITonoBa Beponnka MuxaiiioBHa — 1ab0OpaHT-KUCCIIEA0BATE b HAYUHO-KIIN-
HUYECKOTO OT/IeNa MyKoBucnmo3a DeneparibHOro rocyrapcTBeHHOTO GrojI-
JKETHOTO HayYHOTO YUpexaeHus: «MeIuKo-reHeTUYeCK1il HaydHblii LeHTP
uMeHu akagemuka H.IT.boukoBa» MuHuMCTEpCTBA HAYKU M BBICILIETO 0Opa-
3oBanus Poccuiickoit Deneparmn; ten.: (495) 111-03-03; e-mail: nikap1389@
gmail.com (ORCID: https.//orcid.org/0009-0002-7395-799X)

Veronika M. Popova, Research Assistant, Department of Cystic Fibrosis,
Federal State Budgetary Scientific Institution “Research Centre for Medical
Genetics”, Ministry of Science and Higher Education of the Russian Feder-
ation; tel.: (495) 111-03-03; e-mail: nikap1389@gmail.com (ORCID: https.//
orcid.org/0009-0002-7395-799X)

CrapunoBa MapuHa AlleKCaHIPOBHA — HAYYHBII COTPYAHMK HAYYHO-KIMHUYE-
CKOTO OT/Ie/Ia MyKOBHCIINT03a DeiepaibHOro rocyIapcTBEHHOTO OIOKETHOTO
HAy4YHOTO YUpexieHus: «MequKo-reHeTUYeCKUil HayuHblii LIeHTP MUMEHM aKa-
nemuka H.IT.boukoBa» MUHUCTEpCTBA HAYKHU U BbICIIIEro oopazoBaHust Poc-
cuiickoit Denepanny; Ten.: (499) 324-15-01; e-mail: registrycfrf@gmail.com
Marina A. Starinova, Researcher, Scientific and Clinical Department of Cystic
Fibrosis, Federal State Budgetary Scientific Institution “Research Centre for
Medical Genetics”, Ministry of Science and Higher Education of the Russian
Federation; tel.: (499) 324-15-01; e-mail: registrycfrf@gmail.com

204

MynbmoHonorus « Pu’monologiya. 2024; 34 (2): 194-205. DOI: 10.18093/0869-0189-2024-34-2-194-205


https://doi.org/10.1007/s10815-020-02036-6
https://doi.org/10.1007/s10815-020-02036-6
https://doi.org/10.1016/s2213-2600(21)00453-7
mailto:; тел.:  (499) 246-75-18
mailto:serg_avdeev@list.ru
https://orcid.org/0000-0002-5999-2150
https://orcid.org/0000-0002-5999-2150
mailto:; тел.:  (499) 246-75-18
mailto:serg_avdeev@list.ru
mailto:bogdanovatata87@gmail.com
https://orcid.org/0000-0001-8281-1162
mailto:bogdanovatata87@gmail.com
https://orcid.org/0000-0001-8281-1162
https://journal.pulmonology.ru/index.php/pulm/search?authors=%25D0%2597.%2520%25D0%259C.%2520%25D0%259C%25D0%25B5%25D1%2580%25D0%25B6%25D0%25BE%25D0%25B5%25D0%25B2%25D0%25B0
mailto:zamira.merzhoeva@bk.ru
mailto:zamira.merzhoeva@bk.ru
https://orcid.org/0000-0002-7557-7467
https://orcid.org/0000-0002-7557-7467

OpuruHanbHble ucc

Yepubix Bauyecnas Bopucosuu — 1. M. H., 3aBe/lylolnii Jabopatopueit re-
HETUKM HApYIIEHUI perpoayKiuu, npodeccop Kadeapbl 3HIOKPUHHBIX
GonesHeit UHCTUTYTa BBICILIETO U IOTIOJHUTEIBHOTO MPOGheCcCuOHATbHOTO
o6paszoBaHus PenepaTbHOTO rOCYIapCTBEHHOTO GIOIKETHOTO HAyYHOTO
yupexaeHus: «MeInKo-reHeTHYeCKMii HayuyHblid LeHTP UMEHU aKaleMuKa
H.I1.boukoBa» MUHKCTEPCTBA HAYKW U BBICIIETO 0Opa3oBaHust Poccuii-
ckoii @eneparyu; mpodeccop Kadeapsl 00LIel U METUIIMHCKON TeHETUKH
MeIrKo-6ronornyeckoro dakyinbrera OenepaabHOro rocyrapcTBEHHOro
ABTOHOMHOTO 06pa30BaTeIbHOTO YUPEXIeHUs BbICLIEro oopazoBaHust «Poc-
CUICKMIA HALIMOHAJIbHBIN MCCIIEA0BATEIbCKUI MEIULIMHCKUI YHUBEPCUTET
umeHu H.W.TTuporoBa» MuHucTepCcTBa 3apaBooxpaHeHust Poccuiickoii
Denepanny; Ten.: (499) 324-13-20; e-mail: chernykh@med-gen.ru (ORCID:
http.//orcid.org/0000-0002-7615-8512)

YyacTtue aBTOpOB

Konznpatsesa E.W. — nzies vccneioBaHusl, HalMCcaHUe TEKCTa CTaTbH, KOH-
CyJIbTAlIMU MALKEHTOB, MOATOTOBKA TEKCTa CTAThbH, OPraHMU3alMsl AUarHo-
CTHKH MAIMEHTOB, KOOPIMHAIMSI PA0OTHI ABTOPCKOM IPYIITB

Asgees C.H. — yTBepXieHe OKOHYATEIbHOTO BAPUAHTA CTAThU

Kusn T.A. — co3nanue 6a3bl JTaHHBIX, KOHCYJIbTALIMM MTALIMEHTOB, MTOATOTOBKA
TEKCTa CTAThbK

MepxkoeBa 3.M. — HarpaBJeHHUE MMAIIMEHTOB Ha KOHCYJIBTALIMIO C ITOI03pe-
BaeMbIM IMarHO30M

Kapnosa O.A. — HamnpasJieHKe MAIMEHTOB HA KOHCYJIBTALIMIO C TIOI03peBa-
€MBIM IMaTHO30M

Bparuna E.E. — nipoBeneHne TpaHCMUCCUOHHOM 3JIEKTPOHHON MUKPOCKOITHHM,
MO/ITOTOBKA Pa3/iesia Mo JIEKTPOHHONW MUKPOCKOITHH

PoikkoBa O.I1. — mpoBeneHNe MOJIEKYJISIPHO-TEHETUYECKUX MCCIIeOBaHMIA,
TOMOLIb B Be[ieHUE 0a3bl JaHHbBIX, PA3Ies [0 MOJIEKY/ISIPHO-TeHETHIECKOI
JIMarHOCTUKU

ITonoBa B.M. — HanucaHue TeKCTa, MHTEPIPETALIUS TEHETHIECKHMX MCCIe-
IOBaHUI, BeieHe 6a3bl TaHHBIX

CrapunoBa M.A. — craTucTudeckasi 06paboTKa IMoJy4YeHHbIX JAHHBIX
Yepubix B.B. — 06cieoBaHue 1 KOHCYJ/IbTALIMSI TALMEHTOB Ha MPEAMET pe-
MPOAYKTUBHOTO 3[0POBbsI

Bce aBTOpHI B paBHOIA CTEMEHM y4ACTBOBAIU B MOATOTOBKE ITyOJIMKALINH,
pa3paboTKe KOHLETIINY, HATMCAHUK U PeNaKTUPOBAaHUM, TPOBEPKE M yT-
BEPXICHUU TEKCTa CTaThU.

Vyacheslav B. Chernykh, Doctor of Medicine, Head of the Laboratory of Ge-
netics of Reproductive Disorders, Professor of the Department of Endocrine
Diseases, Institute of Higher and Further Professional Education, Federal
State Budgetary Scientific Institution “Research Centre for Medical Genetics”,
Ministry of Science and Higher Education of the Russian Federation; Professor,
Department of General and Medical Genetics, Faculty of Medical Biolo-
gy, Federal State Autonomous Educational Institution of Higher Education
“N.I.Pirogov Russian National Research Medical University” of the Ministry
of Health of the Russian Federation; tel.: (499) 324-13-20; e-mail: chernykh@
med-gen.ru (ORCID: http.//orcid.org/0000-0002-7615-8512)

Authors Contribution

Kondratyeva E.I. — idea of the study, writing the text of the article, consulting
patients, preparing the text of the article, organizing the diagnosis of patients,
coordinating the authors

Avdeev S.N. — approval of the final version of the article

Kyian T.A. — creation of the database, patient consultations, preparation of
the text of the article

Merzhoeva Z.M. — referring patients to a consultation about the suspected
diagnosis

Karpova O.A. — referring patients to a consultation about the suspected di-
agnosis

Bragina E.E. — transmission electron microscopy, preparation of the section
on electron microscopy

Ryzhkova O.P. — conducting molecular genetic studies, assisting with database
maintenance, writing the section on molecular genetic diagnostics

Popova V.M. — writing the text of the article, interpreting genetic studies,
maintaining the database

Starinova ML.A. — statistical processing of the obtained data

Chernykh V.B. — examination and consulting the patients about their repro-
ductive health

All authors participated equally in the preparation of the publication: concept
development, writing and editing, checking and approving the text of the article.

The article is licensed by CC BY-NC 4.0 International Licensee https:/icreativecommons.orgl/licenses/by-nc/4.0/

205


http://orcid.org/0000-0002-7615-8512

