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AHHOTAUA

Beenenne. IlepBrnunas nmnmapnas nuckuHesus (ITL/1) Be3BaHa neeKTOM PECHHUYEK B ABIXATENbHBIX IYTAX, a
TeHeTHYeCKHe BapuaHThl, Bb3bIBaronme I1I[/l, MoryT ObITH pa3HOOOpa3HBIMH M HACIEIOBATHCA KAaK ayTOCOMHO-
peneccuBHbIe, ayTOCOMHO-JOMHHAHTHBIE WM X-CIeIuleHHble 3aboineBanus. Ileab wHccaegoBaHMsi — TPOBECTH
JUTEpaTypHBIN 0030p 0 TakoM 3aboJieBaHNM, KakK NMEpBUYHAS HMJIMApHAs TUCKUHE3WA Yy JeTel M CTPYKTYpPHBIA aHAIIN3
3aboneBaemMoct B CBepminoBckoidl obmactu 3a 2019-2023 roma. Martepmaa u Meroabl. llpoBeneH anamus
3aboneBaemoct III[J] B CBeptoBCKOM 00JAaCTH W BBIABICHHI KIMHUYECKUE TNPU3HAKHA, TEHETHYECKHE TECTHl H
oOcrnetoBaHusi, HEOOXOJUMBIC JUIS TOYHOW JTMArHOCTHUKH 3TOro 3aboseBaHus. HeoOXOMUMM KOMIUIEKCHBIW ITOIXOJI,
BKH}O‘{a}OHU/Iﬁ KIIMHAYECKUEC JTaHHBIC, TCHCTUYCCKUC W HHCTPYMCHTAJIBHBIC HMCCICAOBAaHUA, IJIA MOATBEPKIACHUA
nmuarHoza [ILJI. Pesyastathl. B CsepanoBckoii obmactm 3a 2019-2023 roma poawiock TpUHAALATH JETeH C
YCTAQHOBJICHHBIM JIMarHO30M, YTO COOTBETCTBYET CPETHECTATUCTUUECKUM JIAHHBIM COTJIACHO MCCIIEIOBAaHUAM. BbIBOBI.
Craructuka 1o 3a00JIeBa€MOCTH BPOXKIAEHHON IMiMapHOW anuckuHe3nn B CBEpIUIOBCKOM 00JacTH yKasblBaeT Ha
BO3MOXKHOE IIPEBBINICHUE CPEIHEr0 YPOBHS B JIPYTMX DPErHoHax, TpeOyeTcsi JOTOJHHUTEIBHOE HCCIEAOBaHUE JUIs
BBISIBJICHUSI IPUYMH U OpraHU3aluy NPO(QUIAKTHUECKUX MEPONIPUSTHI s CHHXKEHUSI pUCKa 3a00J1eBaHMS.

KoaioueBble ci10Ba: nepBuyHast MJIMAPHAS TUCKUHE3HS, CTPYKTYpa 3a00IeBaHMsl, TeHETHKA
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THE INCIDENCE OF PRIMARY CILIARY DYSKINESIA AMONG NEWBORNSIN THE
SVERDLOVSK REGION IN 2019-2023:. ANALYSISOF CASESAND RISK FACTORS
KhalilovaTelly Vidadi kyzy, Aliyeva Sharabany Tardl kyzy, Katyreva Y ulia Evgenievna
Department of Medical Biology and Genetics

Ural State Medical University

Y ekaterinburg, Russia

Abstract

Introduction. Primary ciliary dyskinesia (ITLT) is caused by a defect in the ciliain the respiratory tract, and the genetic
variants that cause ILJ] can be diverse and inherited as autosomal recessive, autosomal dominant or X-linked diseases.
The aim of the study is to conduct a literary review of such a disease as primary ciliary dyskinesiain children and a
structural analysis of morbidity in the Sverdlovsk region for 2019-2023. Material and methods. The analysis of the
incidence of ITL{JT in the Sverdlovsk region was carried out and the clinical signs, genetic tests and examinations necessary
for the accurate diagnosis of this disease were identified. A comprehensive approach is needed, including clinical data,
genetic and instrumental studies, to confirm the diagnosis of PCD. Results. In the Sverdlovsk region, thirteen children
were born with an established diagnosis in 2019-2023, which corresponds to the average statistical data according to
research. Conclusion. Statistics on the incidence of congenital ciliary dyskinesia in the Sverdlovsk region indicate a
possible excess of the average level in other regions, additional research is required to identify the causes and organize
preventive measures to reduce the risk of the disease.

Keywords. primary ciliary dyskinesia, disease structure, genetics

BBEJIEHUE

[lepBuunas nunuapnas auckunesus (I1LJ, Takxe Ha3piBaemMasi CHHAPOMOM HEMOJBHKHBIX
PECHHUEK) XapaKTepu3yeTcsi BpOXKIECHHBIM HapylleHneM MyKouuianapHoro kiaupenca (MLIK) [1].
OCHOBHOM IPUYMHON SABIISAETCSA AEPEKT PECHUUYEK B JbIXATENbHBIX MyTSX, U3-32 KOTOPOTO OHU HE
MOTYT COKpalaThcst (HEMOABMKHOCTh PECHUYEK), HE MOTYT HOpPMaJbHO COKpAIaThCs (AMCKUHE3US
PECHHYEK) WJIM BOOOIE OTCYTCTBYIOT (arura3usi peCHUYEK). DTO HACIEACTBCHHOE 3a00JIeBaHHE,
KOTOpoe ObLIO OMKUCaHO B OOJBIIMHCTBE CTPaH MUPA U C PAaBHOM pacIpOCTPAHEHHOCTHIO Y MYKYHUH
¥ KeHIUH pumepHo ot 1:10000 mo 1:30000 [1-5].

[TL[J] — 3TO reTeporeHHbI CUHAPOM, KOTOPBIII MOXKET ObITh BBI3BaH J1e(hEKTOM JIH0O0ro U3
MHOTHX BHUJOB IOJMIIENTUIOB B aKCOHEME (LEHTPAJbHOM SIIPE) PECHUYEK WM KIYTUKOB
CIEpMaTO30MIOB, B IPYTUX OelKaX, KOTOpble MPUCYTCTBYIOT B LIMJIMAPHON MeMOpaHe U MaTpukce,
WU B OeJIKaxX, HEOOXOIUMBIX ISl IPABWIILHOM COOPKHU pecHHUUEK [5].

[TonBU)KHBIE PECHMUYKHM B JIUTEINU BEPXHUX U HWKHHUX JbIXaTENbHBIX IyTEH HMEIOT
MUKpPOTpPYOOUKH, cocTosilue U3 anbda- U 6eTa-MOHOMEPOB TYOyJIMHA, U CIOXHYIO aKCOHEMHYIO
CTPYKTYpy M3 BHYTPEHHUX M HApyXHbIX JMHEHUHOBBIX OTBETBICHHUH, paJUaJbHBIX CIUL U
HEKCHHOBBIX 3BEHbeB. KieTku pecnuparopHoro snutenus umeroT npumepHo 200 pecHUYeKk Ha
KJIETKY, KOTOpbl€ KOOPJMHHPOBAHHO COKPAILAIOTCS, YTOOBI IMepeMellaTh AbIXaTeIbHbI CEKpeT.
MyTtauuy B T€Hax, KOJUPYIOLUIMX AKCOHEMHYIO CTPYKTYpy M BCIIOMOTaTelIbHbIE KOMIIOHEHTBI
PECHUYEK, MOTYT IIPUBECTH K IIEPBUYHON TMCKUHE3UH pecHUYEK. HekoTopble MyTanuy NpuBOJAT K
aHOMaJIbHOW yJBTPAcCTPyKType, a Jpyrue - K aHOMaJbHON (YHKIMHM, HO YJIbTPacTPyKTypa
COXPaHSETCH.

[TI/] uame Bcero HaclemyeTcsi Kak ayTOCOMHO-PElECCMBHOE 3aboiieBaHue (Hampumep,
MeHJIeNIeBCKOe HacnenoBaHue y uenoBeka [MIN] 244400), xots coobmiamoch 00 ayTOCOMHO-
nomuHaHTHOM (FOXJ1-TII) n X-cuennennom nacnenoBanuu (PIH1D3-ITLJI). Onucano 6onee 50
pa3IMYHBIX TE€HETHMYECKUX BapuaHTOB, Bbi3biBatoniux [II[J[, Bkirouas MyTanuu B Hapy>KHBIX
nuHenHOBBIX BeTBiX akcoHemMbl (DNAHS, DNAH9, DNAHI12, DNAIlI, ARMC4, CCDC103),
BHYTPEHHUX TUHENHOBBIX BeTBsX (DNALIL), coopounbix 6enkax (DNAAF3) u paananbHbIX ciumax
(RSPH4A, RSPH9). CemMbu MOryT HMETh pa3Hble MYTHPOBABIIUE T'CHBI, HO HICHTUYHBIC
KJIMHUYECKUE CUMITTOMBI [4].

Pan npyrux renos cBssan ¢ IIL/], Bkiatouas rensl quHenHoBoro ruieda DNAIL, koTopsrit
KOJUPYET BHEIIHIOI MTPOMEXYTOUHYIO LeNb AuHenHoBoro 1ieua, 1 DNAHI11, koTopslii cBsi3aH ¢
HOPMAaJIbHO BBITIAISIIMMH TMHENHOBBIMY IIJIE4aMu, HO HapyleHHoH ¢pyHkiueil. Myraruu B8 DNAIL
u DNAHS npucyrctBytot npumepHo B 30-38 npouentax cemeit ¢ [1LJ1. bouin naenTuduunpoBansl
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MyTAaIli{ B T€HaX rOJIOBKH JydeBoi ciuilel (Hanpumep, RSPH4A, RSPHY), koropsie, mo-BuauMomy,
cesizanbl ¢ [TLJ1, HO He ¢ situs inversus[1].

[Ipusnak situs inversus, MO-BHAMMOMY, UMEET JJIEMEHT CilydalHOW aerepmuHaruu [1].
Bwmecrto Toro, 4ToOBI UMETh OJIUH TeH JJIs situs solitus (opraHbl B MX HOPMAIBHOM TOJIOKEHUU) U
ONIMH JUIA Situs inversus, y3JOBble PECHUYKH SMOpPHOHA OTBEYAIOT 33 KOHTPOJIb HOPMAIbHOIO
MOJIOKCHUS Cepllla W BHYTPEHHUX OPraHoB, W 0€3 TaKOro KOHTPOJISA CYIIECTBYET paBHAas
BEpPOSITHOCTh BOZHUKHOBEHUS Situs inversus u situs solitus.

CrnokHbIE TeTepO3UTroThl MOTYT UMETh KiMHUYeckue npossienus IILJ{, u coobmanock o
HECKOJIbKUX cllydasx X-cueruieHHoro peueccuBHoro ITLJ[, Ho MmyTanuu, cBS3aHHBIE ¢ ayTOCOMHO-
JIOMUHAHTHBIM HaclieJOBaHUEM, KpaiiHe peaku [4].

Leapb ncciaenoBaHusi — MPOBECTH CTPYKTYPHBIN aHanu3 3a0oseBaeMocTd B CBEpIIOBCKOM
obmactu 3a 2019-2023 roga u JIMTEepaTypHBIH 0030p O TakOM 3a0OJeBaHUM, KaK IEPBUYHAS
UMIMapHas AUCKUHE3Us y JeTel u

MATEPHUAJI U METO/bI

bbul mpoBeneH peTpPOCHEKTUBHBIA aHalu3 3a00JIeBa€MOCTH IEPBUYHON  IMIIMAPHOU
IMCKHHE3UN Y HOBOPOXJIEHHBIX B CBepanoBckoi obmactu ¢ 2019 no 2023 roxa. [annsie Obutu
B3ATHl C o¢unuanbHoro caiita «®enepanpHas choyk0a TOCYJapCTBEHHON CTATUCTHKU
(https://rosstat.gov.ru/).

Craructuueckast 00paboTKa JaHHBIX TPOBOAMIIACK ¢ oMok mporpamMbl MS Excel (2018)
JUTsl CpaBHEHUS 3200JIEBAEMOCTH MEXK/Ty Pa3HBIMH TPYIIIIaMH.

AHanu3 HAaMOHAIBHBIX W MEXKIYHAPOJIHBIX MyONMKanuil, ¢ TaKuX pPEeCcypcoB Kak
www.elibrary.ru, www.ncbi.nlm.nih.gov, pubmed.com mo3BoJuI MOTYYUTh OOMIUPHYIO KaPTUHY O
TEKYIIeM COCTOSIHUU HCCIE0BaHUN B 001acTH 3a001€Ba€MOCTH M T€PAIUU JAHHOTO T€HETHYECKOTO
3a00JIeBaHUS.

PE3YJIbTATBI

B Teuenne nepuona ¢ 2019 mo 2023 roasr B CBepIoBCKON 001acTi ObUTO 3a)KCUPOBAHO
POKIeHHE TPUHAIIATH JIeTei C OATBEPKACHHBIM TUArHO30M MEPBUYHOMN IIMIMAPHON TUCKUHE3UH
(Tabnuna 1), 4To mpeBbIIAET CPEIHUE CTATUCTUYECKHUE MoKa3arenu 1o Poccuiickort denepannu 3a
2020 u 2023 ron [4]. JlaHHBIN (haKT yKa3bIBaeT Ha MOBBIMICHHBIH YPOBEHb 3a00J1€BAEMOCTH ITOTO
TEHETUYECKOTO 3a00JICBaHUs B JAHHOM PETUOHE B YKAa3aHHBIM BPEMEHHON TPOMEKYTOK.

Tabmuna 1.
KonnuecTBo geTeit ¢ MOATBEPAKAECHHBIM TUATHO30M NEPBUYHON MJIMAPHOW TUCKUHE3WH B
CeepanoBckoit oomactu u Poccuiickoit denepanuu 3a 2019-2023 roga

Konn4ecTBOo BBISIBIICHHBIX CITy4aes, n
(% OT BCcexX pOXKJIEHHBIX JIETEN)
2019 2020 2021 2022 2023
CBepasioBcKas 00J1acTh 1 2 2 3 5
(0,0019%) | (0,0043%) | (0,0045%) | (0,0069%) | (0,0012%)
Poccuiickas @enepanus 56 63 54 59 67
(0,0038%) | (0,0032%) | (0,0045%) | (0,0036%) | (0,0037%)

Hcxons u3 mosydeHHbIX pe3ybTatoB (Puc. 1) MOKHO cka3aTh, YTO 4aCTOTa BCTPEUAEMOCTH
[T B Poccwmiickoit ®Deneparnuu oreHuBaeTcs npuMmepHo B 1 ciywair Ha 16 000-30 000
HOBOPOXKJEHHBIX, a B CBEpAIOBCKOI 001acTH 3TOT MOKazarens koiebnercs B 1 ciydaii Ha 8000-32
0000.
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Puc. 1. I'paduik COOTHONIEHHUS YaCTOTHI BCTPEUACMOCTH 3a00I€BAEMOCTH IEPBUYHON IHJIHAPHON TUCKUHE3UH B
CaeptoBckoit oomactu u Poccuiickoit denepannn

DTO coCcTOsIHME BCTpeuaercsa co ctaTuctukor ot 1 ciyvass Ha 30000 o 1 cimydast na 60000,
TOBOPS O PEIKOCTH M 0CO00H crienuduke 3Toro 3a00eBaHmMs.

B 2022 rogy BeposiTHEE BCErO0 CHIKEHHWE TEHACHIIMU K BBISBICHHUIO 3TOTO 3a00JIeBaHUs
CBSI3aHO C HOBOW maHemMuei kopoHasupycHoi undexmuu COVID-19.

OBCYXKXIEHHUE

OTtnnuusg B yacToTe 3a00JICBaHKS B MMPOBCACHHBIX UCCIICAOBAHUAX O0BACHAIOTCS paBHHHeﬁ B

METOJIaX JUAarHOCTUKM U  OCOOEHHOCTSAMU TMOMYJSAIUH, TaKUMH Kak
pacrnpoCTpaHEHHUE PA3TUYHBIX MYTAIUH.

Baxxno ormeTtuts, uro auarnoctuka IIL{J] yacto 3anepxxuBaercs. Cpeau aetei ¢ yacThIMU
BOCTIAJIUTEIFHBIME  3a00JIeBaHUSIMU  JiIeTKUX 5,6% crpagator ot [IIIJ[; cpenm marueHTOB C
OpoHx03KTa3aMu 3Ta O6ose3Hbs 0OHapyskuBaercs y 13% [4]. Yare Bcero ganHoe 3a001eBaHUE CTaBsT
KIIMHUYECKH, omupasch Ha cuHapom Kaprarenepa, Tak Kak CyIIECTBYET JOPOTOCTOSIIIEE
TeHETUYECKOE UCCIIEOBAHMUE.

Takoe kimmanYeckoe sBierune kak [111J1, He umeet ornenpHOro Koga B MKbB-10 1 MoxeT OBITH
3aKOJIMPOBAHO B paMKax JAPYTUX BPOXKIACHHBIX aHOMaNUi OpoHXO0B 1o koay Q32.4, uTo npeacTaBiseT

CO6OI\/'I BBI3OB JId MCOUIIMHCKUX CIICOUAJINCTOB HpI/I AUArHOCTUKE U KJ'IaCCI/I(bI/IKaIII/II/I JAHHOT O
3a00JI€BaHUS.

reorpaduyeckoe

VYV mnamnmeHTa ¢ UMEIONIMMUCS KIMHUYECKUMHU mpu3Hakamu auaruo3 [II[J] moxxer ObITH
MOATBEPKIEH T€HETUYECKUM TECTUPOBAHUEM, KOTOPOE MOKA3bIBAET TOMO3UTOTHOCTD HUJIU CIIOKHYIO
TeTePO3UTOTHOCTh MO TATOT€HHOMY BapUaHTy WJIM KOMOWHAIMIO TATOTEHHBIX BAapUAaHTOB B
ornenbHbix reHax [IIJ[. OnHako poiab TE€HETHYECKOTO TeCTUpOBaHUA ansg auarHoctuku [TLIJ]
MEHSIETCSI C YBEIMUYCHUEM JOCTYITHOCTH PACHIUPEHHBIX MaHEIbHBIX TECTOB W/UITM CEKBEHHUPOBAHUS
Bcero sk3oMma [5,7]. Pexkomenganun AMepuKaHCKOro TopakaibHoro odmectsa 2018 roja coBeTyior
HCIIOJIB30BaTh PACIIMPEHHOE NIAHEIbHOE TE€HETUYECKOE TECTUPOBAHME BMECTO LIHMIIMAPHOTO
TECTUPOBAHUS /WM CTaHJAPTHOTO T€HETHMUYECKOTO MaHEIhbHOTO0 TECTUPOBAHMSI I JUATHOCTUKH
I [7].

BbBIBO/JbI

1. BoIsiBI€HA TEHAEHIMS K MOBBIIIEHHOMN BBISIBIIEMOCTH IMEPBUYHOMN [IMIIMAPHON TUCKUHE3UU
kak B CBepasioBcKo# obnactu, Tak u B Poccuiickoit ®@eneparuu B 1enom 3a 2019-2023 roga.
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2. Heo6xoauMo mMpoBOAUTE JOMOJHUTEIbHBIA CKPUHUHT HA JTAHHYIO TATOJIOTHIO y JIETEH C
MOBTOPSIOIIUMUCS I/IH(beKL[I/IOHHLIM 3a00JI€BaHUSIM BEpPXHHUX M HMXKHHX OpPraHOB PECIMPATOPHOIO
TpaKTa.

3. Hwuszkas BBIABISIEMOCTh B II€JIOM [0 CTpaHe JaHHOro 3a00JieBaHUsl CBsi3aHa C
AOPOroCTOAIMUM I'€CHETUYCCKHUM aHaJIM30M [JIA IIOATBEPKACHUA JaHHOI'O 3200J1€BaHUS.
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OI'bOY BO «Ypanbckuii rocy1apcTBEHHBIN MEINLNHCKUAN yHUBEpcuTe™ Mun3apasa Poccun
ExarepunOypr, Poccus

AHHOTAIUA

Beenenne. B y4eOHON NeATENPHOCTH TPEBOXKHOCTH SIBIISICTCS PACIpPOCTPAHEHHBIM SIBJIEHHEM. BBICOKMII ypoBeHB
TPEBOKHOCTH MOXET OKa3bIBaTh OTPHIATEIHHOE BIHMSHHE HA YCIIEXM YYCHHKA M €ro 370poBbe. Bompoc o Tom, 4To
OKa3bIBaeT KIIFOUEBOE BIMSHUE HA aKaJeMUYECKYIO YCIIEBAEMOCTh OCTAeTCsl OTKPHITHIM. Llesib McciiefoBaHus - H3y4UTh
B3aMMOCBSI3H JINYHOCTHOH, ITKOJILHOW TPEBO’KHOCTH, TIOKa3aTeseil BHUMaHUs U HaMATH C aKaJIeMHIECKOIl YCIIEITHOCTHIO
IIKOJILHUKOB 15-16 mer. Martepuan M MeTOAbl. BbUIO TPOBENEHO HCCIENOBAHUE TPEBOKHOCTH, MOKa3aTeeH
KOTHUTHBHBIX TIPOLIECCOB M YCIIEBAEMOCTH y IIKOIBHUKOB 9-X KiaccoB. IIIKONMbHUKK OBIIM MPOTECTUPOBAHBI C
ucronb3oBaHueM MeToauk Crmbeprepa-XaHHHA, TECTOB IMIKOJIBHOM TpeBokHocTH Pumimrca, Tabmun Ilymsre,
3HaKoBoro cyorecta Bekciepa. [IpoBoaunachk AMarHoCTUKA KPAaTKOBPEMEHHOH CIIyXOBOW MaMATH HA YHCIIA, 3pUTETbHON
MaMATH Ha YHcia W 3pUTENbHOW maMmsaTh Ha oOpaspl. Pedyabratel. OOHapykeHa Ooiee BBIpaKEHHAs TPEBOXKHOCTH
00yJaromuxcs B JIUIEe TI0 CPABHEHUIO ¢ 00YUAIOIIMMHUCS B 0011e00pa30BaTeILHOM MIKOJIE. Y JTUIEUCTOB BHIIIE 3HAUCHHS
NoKazaTejeld KOTHUTHBHOM c¢epbl, OCOOEHHO KpaTKOBPEMEHHOH 3pHUTEeNIbHOM mnaMsaTH Ha oOpassl. OpHako, y
oOyyaromuxcsi B 00111e00pa3oBaTeIbHON IIKOJIE BBILIE TIOKA3aTeNn CIyXOBOH MaMsaTH. AKaJeMHuYecKasl ycleBaeMoCTb
TIOJIO)KUTEIBHO B3aUMOCBSI3aHA C IMOKa3aTesIMU MaMsATH. BeiBoabl. BrisiBieHo, 4TO 1O OONBIIMHCTBY HOKa3areien
TPEBOKHOCTH OoJiee BBICOKHE 3HAUEHMs JEMOHCTPHPYIOT OOydarolluecsi JMIes, B CPAaBHEHHH C OOYYarOIIMMHCS
o0mmeoOpa3oBaTenbHON mIKobl. OOHAPYKEHO, YTO OOJNBIIMHCTBO IOKa3aTelell KOTHUTUBHOM JESATEIbHOCTH BBIIIE y
oOyyJaromuxcs B JIMIEe, 32 HCKIIOUeHneM Toka3zatens «CIyXxoBas ITaMsATh Ha YNCIIa», KOTOPBIH BhIIIE Y 00y4JaroIiXCs B
obmeobpa3oBarenpHOM  mmKoie. llokasaHo, dYTO MakcHManbHas BBIPAKEHHOCTh B3aWMOCBA3HM aKaJIeMHUYECKOM
YCHENIHOCTH W TOKasaTesell mamsaTd. Jlpyrue HMccielOoBaHHBIE IOKa3aTed HMMENH MEHEe BBIPAKCHHYIO CTETEHb
B3aMMOCBSI3H C aKaIEMHUYECKOH yCIIEITHOCTBIO.
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