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CEYEHOBCKHI YHUBEPCUTET

CuHgpom
KapTareHepa

BbinonHuna: ctyaeHTKa
5 Kypca, 45 rpynnbl, J1®
Xakumosa WU.[.




OnpepgenexHne

CuHOpom KapmazeHepa (W nepeBuyHas unnmapHas gucknHesus, ML)
— pefKoe reHeTn4eckn geTepMmMHMpoBaHHoe 3aboreBaHne, NPy KOTOPOM
nopaxkatoTcs NMOABWMXKHbIE CTPYKTYPbI KITETOK (PECHUYKN U XKIYTUKN).
Hanbonee yacto npossnseTca peungmBmpyroLMMmM N XPOHUYECKNMU
NHAEKLNAMN BEPXHUX U HWXKHUX AblXaTesbHbIX nyTen n B 40-50% cryyaes
3epKanbHbIM pacrnonoXeHNeM BHYTPEHHMUX OPraHOB UITN reTepoTaKkCUeN.
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PacnpocTpaHEHHOCTb

UacToTta BcTpeyaemoctu oT1 Ha 2265 oo 1 Ha 40000 HaceneHus.
Cpeaun naumeHToB ¢ 6poHxoakTazamm -13%, cpeam OOfbHbIX C
obpaTHbIM pacrnonoXeHnem BHyTPEHHUX opraHoB —25%

3aboneBaHne OTNINYaETCH reHEeTUYECKON reTepOoreHHOCTbI0. Tun
HacriegoBaHUA: Yalle ayTOCOMHO-PELIECCUBHbIN, OOHAKO,
onuncaHbl U bonee peakne X-cuenneHHsle PopMbl 3aboneBaHus.
lposieneHus L[] 3HadyumernibHO 8apbupyrom 8 cesi3u C
8blpa)KeHHoU 2eHemu4ecKol HeOOHOPOOHOCMbIO.



Proportion of All PCD Attributed to This Gene

Gene "2 Locus Observed (Identification of Biallelic Pathogenic Variants in . 6
Unrelated Affected Persons) > 43 Estmatelcigllech

+28/134 (21%) 7 [Hornef et al 2006:

DNAH5 CILD3 +13/89 (15%) [Eailly et al 2009 15%-29%
+7/24 (29%) [Djakow et al 2012
+10/45 (22%) [Kim et al 2014]

. o/} 8
13/163 (6%) ° [Knowles et al 2012] 6%-9%

DNAH11 CILD7 +2/45 (9%) [Kim et al 2014]

+22/34 (65%) persons with inner dynein arm defects +
CCDC39 CILD14 axonemal disorganization [Blanchon et al 2012 4%-9% °
+2/45 (4%) [Kim et al 2014]

+22/226 (10%) [Zariwala et al 2006]
+10/156 (6%); 2/104 (2%) [Failly et al 2008] 2%-10%
‘0= 0

B CiLD1 +1/24 (4%) [Djakow et al 2012
+1/45 (2%) [Kim et al 2014]
+8/34 (24%) persons wl/inner dynein arm defects + axonemal
CcCcDC40 CILD15 disorganization [Blanchon et al 2012] 3%-4% °?
+2/45 (4%) [Kim et al 2014]
CCDC103 CILD17 +6/145 (~<4%) [Panizzi et al 2012] <4% 1°
SPAG1 CILD28 +11/~300 (~<4%) ' [Knowles et al 2013c] <4% 1°
ZMYND10 CILD22 +13/~300 (~<4%) [Zariwala et al 2013] <2%-4% 1°
T <70, . -
ARMC4 CILD23 9/136 (~<7%) persons w/outer dynein arm defects [Hjeij et al <39, 10,12
2013
CCDC151 CILD30 +3/98 (~<3%) [Hjeij et al 2014] <3% 1°
#2/105 (2%) ** [Loges et al 2008] o 12
BIAH CILDS +1/45 (2%) [Kim et al 2014] 2%
+10/48 (21%) persons w/central apparatus defects [Kott et al o/ 14
RSPH1 CILD24 2013] 2%
+4/64 (~<6%) persons w/outer dynein arm defects [Knowles et o/ 10,12
CcCDC114 CILD20 al 2013b] <2%
+7/48 (15%) persons w/central apparatus defects [Kott et al
RSPH4A CILD11 2013] 1%-2% ™

+4/184 (2%) [Zietkiewicz et al 2012]
+6/47 persons [Kott et al 2012] w/outer+inner dynein arm

DNAAF1 (LRRC50) CILD13 defects 1%-2% 15
+4/23 (17%) [Duguesnoy et al 2009]
+1/47 (2%) unrelated persons w/outer+inner dynein arm defects

DNAAF2 (KTU) CILD10 [Kott et al 2012 <1%-2% 15
+1/45 (2%) [Kim et al 2014]

+5/47 (11%) persons w/outer + inner dynein arm defects [Kott et
al 2012]

LRRC6 CILD19 1% 1



OTHnonorng

Haunbonee yacTto 3abonesaHne O6yCJ'IOBJ'IeHO OoTCcyTCcCTBMEM U ,D,Gd)GKTaMI/I CTpOEeHUnd
BHYTPEHHUX N HAPYXHbIX AUHENHOBbLIX Py4YEK B CTPYKTYpPE PpECHUYEK N XKI'YTUKOB. MOFyT
O6Hapy>KMBaTbCFI ﬂ,ed)eKTbl pagunanbHbIX Crny n MMKpOpr60'-IeK (B TOM 4uncne, nx
TpaHCI'IO3MLI,MFI), a TakKkKe eCTb CJ1y4dan NOoJIHOIro oTCyTCTBUA pECHUYEK. Y HEKOTOPbIX OOnbHbIX
NMerTCA codeTaHNA HECKOJTbKUX ,El,e(beKTOB. PecHun4kn n KIYTUKMN MOTYT UMETb U
HOPMaJIbHYIO YINbTPACTPYKTYpPY, OAHAKO MNMpun 3TOM, KaKk npaBusio, onpeaendercqa aHomMmarima
Oenka TaKenon uenm akcoHemMarnbHOro AnMHenHa

Hapy»xHas AuHeMHOBas py4ka

BHYTpeHHAS AMHEMHOBaRA pyyKa
MukpoTtpy6ouku

PaguanbHas cnuya

UeHTpanbHbiii gynner mukpotpybouek

PecHuTyatbin anutenun B
Hopme (A) u npu MU (B)




Peripheral microtubule doublet

Inner dynein arm
Outer dynein arm
Radial spoke
Nexin links

Central microtubule pair
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>Kanobbl 1 aHamMHes

BocnanumernbHble 3abosiegaHuUsi 8epXHUX U HUXHUX ObixameJsibHbIX rnymel

PecnunpatopHblin AUCTPECC-CUHAPOM HOBOPOXAEHHbIX (Dornee yemy 75%)
YcTon4ymBble K TEpaAnUm PUHUTLI MPAKTUYECKN C POXOEHUSA

NHJbeKunn HUXKHNX OblXaTernbHbIX MyTEW, CONPoBOXaatoWmMecs XpOHNYECKUM
Kawnem, Hepeako yXXe B HeOHaTanbHOM Nepuoae Unu peunansmpytowime
OpPOHXNTbLI B paHHEM BO3pacTe.

PeungmBupyrolme aKkccygaTMBHLIE OTUTbI CO CHMXKEHUEM cnyxa (pa3BuTue
KOHOYKTUBHOW TYrOYXOCTH).

XpoHunyeckue (peunamnBupyolime) CUHYCUTbI

HasanbHbI nonunos

BpoHxoakTasbl

[THEBMOHMK C pa3BUTUEM aTENEKTA30B

OTcyTtcTBME hpoHarbHbIX Nasyx
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MaHCUHYCUT 1 Hepa3BUTbIe [MHEeBMOCKINEpPO3 U CMeLLaHHbIe, PeHTreHorpamma rpyaHoi XPOHUYECKNIA CUHYCUT

(bpoHTanbHbIE Na3yxu y B T.4., aTeneKkTaTnyeckme KNeTku: GpoHXMTUYeCKne naumeHTa ¢ CUHAPOMOM

peenka c ML BPOHX03KTA3bI (CUHAPOM M3MEHEeHMs, ieKCTpakapams KapTareHepa
KapTareHepa) (CHMMOK Npu onucaHum

nepeBepHyYT Ha
«NPaBUSIbHYO» CTOPOHY).






[lnarHocTunka

[Tpwn yCcTaHOBEHUM AMarHo3a y4nTbiBalOTCA:

* XapaKTepHas KnuHn4eckas KapTuHa;

* pesynbTaTbl CKPUHUHIa-uceregosaHne ypoBHs okemga asota (NO) B BblgbixaemMom
Ha3anbHOM Bo3gyxe (y 6onblumHcTBa naumeHToB ¢ MNLL OH CHuXeH);

* aHanus 4acToTbl U naTtTepHa bMeHns pecHu4ek B buonTtare 13 rnosiocTy Hoca unm
BpOHXa C NMOMOLLLID CBETOBON MUKPOCKOMUN;

* ONEeKTPOHHaAA MUKpOcKonua (0bHapyXeHne aHoMarimm CTPOEHUS PECHUYEK B
buonTaTe crnmancTon 0b6onoYKn Hoca nnm BpoHxa).

Lns nodmeepxx0eHusi duazHo3a peKkomMeHO08aHO codyemaHue uccriedosaHus
nammepHa U Yacmomabl bUeHUST PeCHUYEK C arIeKMPOHHOU MUKpocKonueu y
nayueHmos ¢

rnopaKeHUem 8epxHUX U HUXHUX ObixamesibHbIX rymeu 8 COCMOsHUU pemMuccuu
He meHee 4-6 Hederlb.



MHCTpyMeHTanbHaa gnarHocTuka

« KT opraHoB rpygHon nonocTun, nasyx Hoca

* lccnepoBaHue oyHKUMN BHELLHEro AblXaHW4A

* lAccnegoBaHue rasoB KpoBu U/unu catypauum

» [mnarHocTtunyeckas un/mnn nevedbHasa TpaxeobpoHXocKonus

« Oxokapguorpadus (Ixo-KI') c gonnnepoBCckMM aHannM3om

* MoHUTOpMpOBaHME COCTOSHUSA CNYyXOBON OYHKLMN C MOMOLLIbIO
ayamorormn4eckmx TectonB






OndpdepeHumnanbHbIN AnarHo3

MykoBucumgos

[lepBUYHbIE UMMYHOO4EPULNTHLIE COCTOSAHUS
BpoxaeHHble aHOManumn cTpoeHnsa DpoHxManbHOro Aepesa
BpOHX03KTa3bl APYroro NPoOUCXoXaeHus

bpoHxunanbHas actma

BpoXxaoeHHble aHoOManun cepaeyHo-cocyamncTon CUCTEMDI



JleyeHune

basoBas Tepanus

KuHesutepanus;

[TpoMbIBaHWE HOCOBBLIX XO40B
MNEePTOHNYECKUM pacTBOPOM xropuaa
HaTpus, NPUMEHEHME Ha3alnbHOro ayLwa
NransaumnoHHasa
BpoHxocnasmonuTnyeckas Tepanus
npv HaNU4MmM BPOHXOOBCTPYKTUBHOIO
cuHagpoma (nnparponus
6pomuna+deHoTeponx, canbbyramon,
canmetepor, opMoTepon);
[MpoBeneHMe KypCcoOBOro fie4eHuns
nepoparnbHbIMU MYKONUTUYECKUMMU
npenapatamu (Hanbonee 4acTo
NCronb3yTcsa ambpokcor,
aueTUnUUCTeNH, KapdboLUnCTENH).




JleyeHune

O0OOoCTpeHNE XPOHNYECKNX BPOHXONEroYHbix 3aborneBaHui

Haubonee xapakmepHbIiMU MUKpPOBHbIMU namozeHamu npu L] sensomcs
Haemophilus influenzae u Streptococcus pneumoniae, pexe Moraxella catarrhalis,
Staphylococcus aureus. Pseudomonas aeruginosa y demel ebicegaemcsi pedko, 0OHaKo C
803pacmom 3HadeHue 3moeo rnamozaeHa y bosnbHbix ¢ L[] nocmeneHHO 8o3pacmaem.
lNpenapamsbl 8 coomeemcmauu ¢ 4HygcmeumesibHOCMbIO 8bI0e/IeHHOU MUKPOQIIopbl Ha3Hadyarom
8 MaKcumaribHO dortycmumMbix (05151 0aHHO20 8o3pacma) 0o3ax U Ucrosb3yrm rnapeHmeparibHO
usniu 8Hympb (8 3agucumMocmu om COCMOSIHUSA rnayueHma), makxe Ucrosnb3yemcsi cmyrneH4ambit
Memod egedeHus. [numernbHocmb Kypca redeHuss om 1 0o 3 Heoderlb.
[pu ebicese Pseudomonas aeruginosa meparusi npoeodumcsi aHasogu4Ho rpomokosiam
JiedeHusi 6orbHbIX MyKosucuudo3om. [lbomusomuKkpobHast meparius rnpoeooumcs 8
coomeemcmeuu ¢
pesyrbmamamu MUuKpobuorioau4deckoao uccriedosaHus. lNpenapamom ebibopa, 8 bosbwuHCmaee
crlydaes, sernsiemcs aMoKcUUUIuH+KnasynaHoeas Kucrioma, Mo2ym 6bimb UCMo/1b308aHhbl
uegbarnocropuHkl 2, 3 NOKOeHUs.



NCTOYHUKU

https://www.ncbi.nlm.nih.gov/books/NBK1122/

https://en.wikipedia.ora/wiki/Primary ciliary dyskinesia

https://www.pediatr-russia.ru/sites/default/files/file/kr pcd.pdf
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