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® llepBuyHas nuiMapHas TUCPYHKUA —TETEPOrCHHOE PEIKOE
IF€HETUYECKHU JIETEPMUHUPOBAHHOE 3a00JI€BaHUE, MPU KOTOPOM
OPAYKAKOTCS MMOABUXKHBIC CTPYKTYPhI KJIETOK (PECHUYKHU U
KTyTUKH ). Hanbonee yacto mposiBIIsIeTCSl PEUANBUPYIOIINMMHA U
XPOHUYECKUMH MH(PEKIMSIMUA BEPXHUX U HXKHUX JbIXaTCIbHBIX
nyTeit u B 40-50% ciydyaeB — 3epKaJIbHBIM PACIOIOKEHUEM
BHYTPEHHUX OPraHOB UJIH I€TEPOTAKCUEN

® Cunonumsr: cuaapoM Kaprarenepa —oHIH U3 BApHAHTOB
3abonesanus (Kartagener syndrome; Siewert syndrome;
3uBepra-Kaprarenepa); CHHIPOM HEMOABHUKHBIX PECHUYCK
(Immotile cilia syndrome), neurarensras nuanonarus
(The motile ciliopathy)




ANnMaemMmnonorns

® PacnpoctpaHeHHOCTH 00jie3HHM — OT 1 Ha 2265 1o 1 Ha 20

000 HACCJICHU S, HO UICTUHHAS PACIPOCTPAHCHHOCTh MOXKET OBITh BBIIIIE
® Cpenu nanueHToB ¢ OpoHxo3kTazamMu — 13%,

® Cpenu O0NBLHBIX C OOpATHBIM PACIOIOKEHUEM BHYTPESHHUX
opranoB — 25%

Jaunble HY*HcOamces 8 KOppeKuuu:
-U3-3a HUZKOU OOCMYNHOCIU OUACHOCMUKU

- CLOHCHOCMb OUACHOCIMUKU, 0adCe 8 CNeyualu3uposantsix yenmpax 0o 30%
nayuenmos mo2ym Ovims nponyujeHbsl

- HeU36eCmHa pacnpoCmpaneHHoCHb EMOPUYHOU YUTUAPHOU OUCKUHEUU )
OONBLHBIX OCMPBLIMU U XPOHUYECKUMU 3A00/1e8AHUIMU ObIXAMENbHbIX NYymeul




UcTopusa nayvyeHus

3usepTt A.K. Crniyyan BpoxxgeHHoN BpOHX03KTa3nn y 00sIbHOro ¢ 0bpaTHbIM
pacnosiokeHnemM BHyTpeHHuX opraHoB. Cl16.: xxypHan «Pycckui Bpayy,
1902; 1(38): 1361-2.

M.Kartagener (LLiBenyapus) onncaHa B 1936 r. kak cuHgpom KapTtareHepa u
Op. Ha OCHOBE Tpuaabl: XPOHNYECKNE CUHYCUTbI, DPOHXO3KTa3bl N CUTYC
TPaHCNO3NLMN OpraHOB M NoKa3aH CEMENHbIN XapakTep 3abosieBaHn4

70-e rogbl R.Eliasson n B.Afzelius cBazanu gedekTbl CTPOEHUSI aKCOHEM
MepLuaTenbHOro anuTenusa gbixatesbHblX NyTen ¢ Tpuagon KaprareHepa

OnpepneneHne NaTonorMn Kak «CMHAPOMa HENOABMKHBIX PECHUYEKY

OnpepgerneHre NaTtonornm Kak «NepBnYHON LumapHou gucyHKUUNY TakK Kak
NPU HaNMM4YnK YNLTPACTPYKTYPHbIX 4edPEeKTOB MOXET Kak MOSIHOCTbLIO
yTpadnBaeTcd NOABMKHOCTb PEeCHUYEK, TaK N HapyLWaTbCA akTUBHOCTb MUX
BreHnd, 4To NPUBOAUT K 3aMefIeHHOMY U XaOTUYHOMY ABUXEHUIO

LLiInpokne nccnengoBaHnsa reHETUYECKON CTPYKTYpbl 3aboneBanus (¢ 2000 r), cosgaHume
00LLEMUNPOBLIX PEKOMEHAALUNIN NO ANArHOCTUKE, NEYEHNIO U BEOEHUIO BONbHbIX
(mocnegHuve roapl)




[ eHeTn4eckme ocooeHHOCTH

3BecTHBI O0sice 39 HEOTHOPOIHBIX T€HHBIX MYTAallMH, BHI3BIBAOIIIUX
MIEPBUYHYIO LIUJIAAPHYIO JTUCKUHESHUIO.

Tun HacaeqoBaHMs: Yalle ayTOCOMHO-PEIIECCUBHBIM, OJJHAKO OIUCAHBI U
ooiee peakue X-clenaeHHbIe PopMbI 3a00JIeBaHNS

BeposTHOCTh pOXKAEHUS B CEMbSIX PEOCHKA C IEPBUYHON IIUIUAPHOM
auckuHe3uen — 25 %, smopoBoro - 25%

[ 'eHbI, TOTEHIIMAILHO CBA3AHHBIEC C IEPBUYHOM IUJIMAPHOMN
nvcyHKIIMEN pacoioKeHbl Ha ydacTkax 3p, 4q, 5p, 10p, 11q, 13q,
15q,16p,17q, 19q

Hawubouiee yacto nedexrt 3arparuBaet reHbl, KOHTPOIUPYIOIIUE CUHTE3
JTMECHUHA PECHUYKU

Pesxe- reHbl, KOTPOJMPYIOIINE CUHTE3 IPYTUX OCJIKOB, CBA3aHHBIX C
OCYIIECTBICHUEM JIBUTATEIIbHON (DYHKIIMM PECHUYKU: MOTHIJIMHA, O€Ta-
TyOyJINHA, KHHE3WHOB

Knunuueckue nposeinenus npu nepeuiHou yuauapHou OuchyHkyuu, Kaxk

nPAsUL0, He 3ABUCAM O KOHKDEMHBIX YAbMPACMPYKMYPHLIX HAPYUIEHUTL

feHemu4eckoe uccriedogaHue He pekomedeemc;l 8 KavYecmee

pPymuHHO20 Memoada




HekoTopble peHOTUMbI

® DNAH11- (npomesicymounas uens ouneuna axonemal 1)

® DNAHS - kooupyem Ouneun 8 HapyHCHLIX KPYKOSAMKAXY,
onpeoensowux Culy nepemeneHus

® DNAHS - omcymcmeue HapyiCcHbIX 0eHeUHOoBbIX
«PYKOSAMOKY», PECHUYKU HENOOBUHCHbL

® (CCDC39 u CCDC40 kooupyrom benxu, HeobxXooumvle O
COOPKU HAPYIHCHBIX U BHYMPEHHUX OUHEUHOBBIX KOMNIIEKCO8
. Amnaumyoa 0sudsiceHUlt pecHUYEeK CHUNCEHA.

® HKH11, RSPH4A, RSPH9, RSPH1 - cnabossipasicennvie
KIUHUYECKUE NPOSABIEHUS
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YNbTpacTPYKTypa PECHUYKU (KryTUKaA)
B Nonepe4yHoOM pa3pese

a — B HOpPMe;
0 - Np¥ NePBUYHOU HUJINAPHON TUCHYHKIIMH
(ooun u3 eapuanmoe napywenuii cmpykmypol- mun 1, 74%

001bHbIX)

BHyTpeHHsIs1 CTPYKTypa pECHUYKH (JKTyTHKA): JEBATh TyIIETOB (1) OKpYKalOT JIB€ CUHIVIETHBIE TPYOOUKH B
neHTpe (2). Hapyxuple U BHyTpeHHHUE «pYdKu» (3) , COCTOAIINE U3 aKCOHEMHOTO OeJika IMHEeMHA,
o0ecreunBaroT B3aUMHOE CKOJIbKEHHE MUKPOTPYOOUEK, CIIEICTBUEM YETO SBISETCS BOJIHOOOpa3HOE
IBUKEHUE BCEW OpraHeIlIbL.

[Ipu nepBUYHOM HUIMAPHON TUCPYHKIINHN KPYKOSATKH» JINOO OTCYTCTBYIOT, JINOO HETIOIHOICHHBI.




OcCHOBHbBIE YVJIBTPACTPYKTYPHBbIE Ae(eKThI
[PU MEPBUYHON MUJIHAPHOU TUCHYHKIINHA

YabTpacTpyKTypHbIE Je(PeKThl CTPOCHUA PECHUYEK

JdedeKThl IMHEMHOBBIX «PYYEK»

® [losHOE OTCYTCTBHUE HAPYKHBIX M BHYTPEHHUX JTUHEUHOBBIX «PYUEK»

® [losHOE OTCYTCTBUE BHYTPEHHUX JUHEUHOBBIX «PYUEK»

® HenonHoe OTCYTCTBUE AMHEMHOBBIX «PYyUEK»

® AHOMaJIIBHO KOPOTKHUE «KPYUKU»

JedeKThl APYIrUX CTPYKTYP PECHUYKH

® OrcyTcTBHE pagUaIbHbIX CIIULL

® bonee 20% pecHUYEK UMEIOT JOTIOJTHUTEIIBHBIE TYTIIEThI

® [lonHOE OTCYTCTBUE AKCOHEMBI BHYTPU MHTAKTHOM 000JI0YKH PECHUYKHU
Couerannbie 1e()eKThbI

® [losHOE OTCYTCTBUE BHYTPEHHUX JUHEUHOBBIX «PYUYEK» U paJUAIbHBIX CIIHI

® OrtcyTcTBHE BHYTPEHHUX U HAPYKHBIX JUHEMHOBBIX «PYUYEK» U LIEHTPAJIbHOMN Mapbl MUKPOTPYOOUYEK
JedexThl CTPOCHUS PECHUTYATON KJIETKHU

® JliuHA peCHUYEK BJIBOE MPEBHIIIAET HOPMATILHYIO

® PecHMYKHU C HOPMaAJIbHOU YIBTPACTPYKTYPOH, HO OECIIOPSA0UYHO OPUEHTUPOBAHBI
® OrcyTcTBHE PECHUYEK HA KIIETKaX, KOTOPBIE OTHOCATCS K pECHUTYATHIM
HapyumieHust He MACHTUPUIUPYIOTCHA




-~

[TpucyTCcTBUE XITYTUKOB N PECHUYEK B
KrneTKkax opraHM3ma 4yenioBeka
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nepBUYHOU LUNTMaApPHOU

ANcPyHKUNN

XapakTepHO TOTAJbHOE MOPAKEeHUE AbIXaTeJIbHOU CUCTEMBbI C PAHHEH

MaHudecTanueil CUMITOMOB: (¢ MEPBBIX THEH JKU3HM )

JIerkoe: HeOHaTaJIbHbBIN PECIIUPATOPHBIN AUCTPECC-CUHIPOM, XPOHUUECKUU
KaIlleJIb, IIOBTOPHBIC ITHEBMOHNH, OPOHXO3KTHYECKAs OOJIC3Hb

Cpennee yxo : XpOHUYECKUN CPEAHUM OTUT, KOHTYKTUBHAS TYTOYXOCTh

HocoBble 1 npuaaToYHble Ma3yXu: HEOHATAIBHBIA PUHUT, XPOHUYECKAas
3aJI0)KEHHOCTh HOCA, CJIM3UCTO-MBIIICYHbIM PUHUAT, XPOHUYECKUN TAHCUHYCHT,
HOCOBOM ITOJIUIIO3

T'eHMTaNLHBIM TPAKT: MYXKCKOe Oecruiogue (azoocrepMusi Ipyu HOPMaJIbHOM
CTPOCHHUH CIIEpaMaTO30K1a, OTIJI0IOTBOPEHHUE in Vitro yCIeIIHo), peXe — )KEHCKOe
OecII0/i1e, BEICOKAs BEPOSITHOCTh BHEMATOYHOM O€pEeMEHHOCTH

ConyrcrByrommue e exTbl

Situs inversus totalis

I'eTeporakcus (BpOKAECHHBIE CEPACYHO-COCYAUCTHIE aHOMAJIUH )
Kpaiide peako — mopaskeHue HEHTPAJIbHOU HEPBHOU CUCTEMBbI, 1J1a3




lMpu3Haku xpoHuU4Yecko20 3abosieeaHus

Jleakux y demeu
O0mme CMMNTOMBI PecnuparopHbIe Ka100bI
I IponomkuTeIbHBIN Kaliienb (0osee 4
Croiikas nuxopanka 6onee 37,5°C HEZIeNb)
OrcraBaHue B pOCTE Croilkye TaXUITHOD WU JUCITHO)
OcTtaHOBKa ITpuOaBKKU MacChl Tejla B3ayTue rpyniHon KIeTKH
JledbopMaryst TpyIHOM KISTKH BriienieHre THOMHOW MOKPOTBI B
OrpannyeHue pu3nIeCcKou orcyrcrsun OPBY
AKTUBHOCTH Hounou kamenb
«bapabaHHbIE TaTOUYKK Croiikue napyieaus OBJI, runokcust

CToiiKkue PEHTIEHOJIOTUYECKUE
M3MCHEHHUS




[lepBuyHas, uunmapHasa oMcKuHe3uns,
KIMMHMYEecKas kKapTuHa

%




AncdyHKLMN B pa3Hblie BO3pacTHbIe nepuoabil

lepebiu
Mecsiy
XXU3HU

Hdemckuu
eo3pacm

B3pociibi

e
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_>
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OGpaTHoe pacnonoxeHune opraHos(cepaua)
HeoHaTanbHbIn POC

NMoTpebGHOCTL B KUCNOpoAoTepanuu > 2 oHen
3aTpyaHeHue HOCOBOIo AblXaHUs
NMHeBMOHUA

OGpaTHOe pacnonoXxeHne opraHoB (cepaua)
NMoCTOAHHBLIN BNaXHbIN Kawernb

[MoBTOpPHbIE OTUTbI, KOHAYKTUBHAA TYroyXxoCTb
PuHOCUHYCUTBI

NMHeBMOHUMN

BpoxoakTa3bl

OOpaTHOe pacnonoXxeHue opraHoB (cepaua)
XpoHun4yeckumn

NNoBTOpPHbIE OTUTbI, KOHAYKTUBHAA TYroyxoCTb
PuHocnHycUTbI, aHOCMUSA, NONUMNO3 HOCA
NMHeBMOHUMN

BpoHxo3KTa3bl

Becnnoave y My>X4mH -asoocrnepmus u
XEHLUUH (pexe),

BHeMaTO4YHble 6epeMeHHOCTH




iccnegoBaHmne QYHKLMN BHELLHETO
OblXaHNS

® OOCTPYKTHUBHBIC U PECTPUKTUBHBIC HAPYIIICHUS, KaK
IIpaBUIIO, HEOpaTHMBIEC




' CuHapom 3uBepTa-KapTtareHepa
(cobcmeeHHoe HabnrooeHue)

B aHamHese: POCy
OOHOLLIEHHOro pebeHka,
NPOAOIKNTENBHbIN
Kallenb, 3aTpyaHeHne
HOCOBOIO AbIXaHWS







KomnbtoTepHasa Tomorpadus
nerkux: nornHoe obparHoe
pacrnosioXXeHne BHYTPEHHUX
opraHoB, MHEBMOCKIIEPO3 4 n
S CerMeHTOB NeBOro fierkoro,
NPU3HaKNU XPOHNYECKOrO
BpoHxuTa




[MaHCUHYCUT y nauueHTa [MaHCKUHYCUT U Hepa3-

C NEpPBUYHON UUNHUapHOH BUTble GPOHTa/IbHbIE NA3yXu
AUCKUHE3UEN y nauueHTa c NnepBUYHOU
LUIMapHOM JUCKUHE3UEN

%




[MTHeBMOCKNEpO3 . MHeBMOCKIEpo3
M GPOHX03KTa3bl NPU NEPBU4HON ¥ CMellaHHble, B T.4. aTeNneKTa-
UMAMapHOM JUCKUHEINUH TUYecKue, OpOHX03KTa3bl
(cuHapom Kaprarenepa) (cuHapom Kaprarexepa)

NMHeBMoOCKNepo3
U UMNUHOPUYECKUE
OpOHX03KTa3bl NpU NEPBUYHO
LMNIMAPHOW AUCKUMHE3NUU
(o6bI4HOE pacnonoXxeHue
BHYTPEHHUX OpPraHoB)
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rpouecCa HNWXHUX OblXaTEJlbHbIX

nyTen

® Yame Bcero - Haemophilus
influenzae , Staphylococcus aureus uStreptococcus
pheumoniae .

® B omimune oT MYKOBHUCIINJI032, MH(PEKIIUHN BbI3BAHHBIC
Pseudomonas aeruginosa , B TOM 4uCJI€ C
MYKOHIHBIMHU IIITAMMAMHU, BCTPEYAKOTCSA OUYEHD PEJIKO,
Yalle BCEro y MOXKMUIbIX JTHOACH!




XAPAKTCPHAs KIIMHNYCCKAA KapTHHA

nccieaoBaHue ypoBHs okcuaa a3oTa (NO) B BEIABIXaEMOM Ha3allbHOM
BO3ayxe (y OOJBIIMHCTBA NAIUEHTOB OH CHUYKEH)

AHAJIN3 9aCTOThI U IIaTTCPHA OneHU PECHHUYCK B onomnrare u3
IT1O0JIOCTHU HOCA NJIHN 6pOHX3 C IOMOIIBIO CBECTOBOM MHUKPOCKOIINH,

AJICKTPOHHAs! MUKPOCKOIIHS (OOHApYyKEHUE aHOMAJIMH CTPOCHUS
PECHUYEK B OMOIITATE CIIM3UCTON 000JIOYKH HOCA WIIh OpOHXa)

JIJ1s1 TIOATBEPKIACHUSA TUATHO3a PEKOMEHIOBAHO UCCIIEIOBAHUE
IaTTEpHA U YaCTOTHI OMEHMS PECHUYEK B COYECTAHUH C DJICKTPOHHOMU
MHUKPOCKONKEHN Y MTAIIMEHTOB C MOPAKECHUEM BEPXHUX U HUKHUX
IBIXaTEeNbHBIX ITYTEH B COCTOSIHUHA PEMHUCCUHN JJIMTEILHOCTHIO HE
MeHee 4-6 Heneib

['eHOoTHUIIMpPOBaHUE (HE UMEET IIMPOKOI0 MPUMEHEHHS )

B HACTOAIICC BPCMs HCT CAMHOI'O MCTOId — 30JIOTOI'O CTaHAapTa —

JUIs AUarHOCTUKHY IMIEPBUYHOM [TUJIMAPHOM TUC(HYHKINHU! (3akmouenue
EBpomnelickoro pecnuparopHoro oduiectna, 2016)




OCHOBHbIE METOAbI NTabopaTOPHOW
ONarHOCTUKM NepBUYHOU LiNnapHoOU
OVCKNHE3NU

CrnenualbHON HOCOBOM IIETKOM HPOBOAUTCS 3a00p
MEPLATEIBLHOIO SIUTEINSA I UCCIIEIOBAHUSA
METOJAMMU:

® BBICOKOCKOPOCTHOU BUJIEO-MUKPOCKOITAU
® TpaHCMUCCUOHHOU BIEKTPOHHOU MUKPOCKOIIHH.

® BBICOKOCKOPOCTHAS IIpsiMasi MUKPOCKOMHUS KYJIBTYPbI
IIOCJIE POXOXKICHUS BO31YXA U KUIKOCTH

® NMMmyHO(IyOpEeCLIEHTHOS OKpAIIMBAaHUE CTPYKTYPHBIX
OEJIKOB SITUTEIINS




OnddepeHunanbLHO-ANArHOCTUYECKUMN
NOUCK
npu nepBUYHOUN LUNMapHoOu ANcPyHKLNN

® HeoHaraabHbIN peCIUPATOPHLIN TUCTPECC-CUHIPOM:
TPaH3UTOPHOE TaXUITHOD HOBOpOXkAeHHOro (TTNB), HeoHnaTanbHas
ITHEBMOHMS, aCIIMpaLIvs MEKOHHS, MHTECTUILIMAJIbHBIE 3a001eBaHUs
JETKHUX

® /Ipyrue anomajmnu situs (rereporakcus): aOJOMUHAIBHBIN Situs
inversus, nonucneHus, papas u jgeBas nzomepusi, BIIC (Tpancno3urus
MarucTpalibHBIX COCYHIOB U Jp). Situs inversus totalis BcTpeuaeTcs
npuMepHo Y 50% marueHToB ¢ MepBUYHOM NUIHAPHON TUCHYHKIIMEH U OKO)
25% nmanueHToB ¢ situs inversus UMErOT NEPBUYHYIO LIUIUAPHYIO
I (QyHKITHO.

® XpoHHnvyeckuii Kameb, 32J10KEHHOCTH HOCA, THIIOKCHA:
mykoruciuao3 (CF), OpoHxuanbHas acTMa M aJlJIEPrUYSCKUN PUHMUT,
ractpod3odareanbHas peQarokcHas 001e3Hb (¢ niu 0e3 acupaliuu),
UMMYHOJIC(PUIINT, MHTEPCTUIIMATbHBIC 3a00JICBaHUS JIETKHX,
OpOHXO3KTHYECKasi 00JIE3Hb Pa3HOM STHOJIOTUH.




OuddepeHunanbHbIN AUMAarHo3 Mmexay

nepBUYHOU LUINTMapHOU ANCKYHKLUEU U

OO01mue NposiBJIeHUSA
I u MB

XPOHUYECKUY, TPOAYKTUBHBIN
Kaulelb,

MTOBTOPHBIE THEBMOHUH
OOCTPYKTHUBHBIC HAPYILICHUS

TUITepUHOITAIMS, CECTMEHTAPHbIC
aresyeKTasbl, OpOHXOIKTA3UA

XPOHUYECKUN CUHYCUT
IIOJIUIIO3 HOCA

Hapymenue peprriibHOCTH

MYKOBUCLM030M

XapaKTepHO TOJIbKO 1Jis

MYKOBHCIH/1032

Cuaapom MambadCcoOpOITUH
Crearopes.

[TopranbHas runepreH3us

3aMETHOE OTCTABAHUE B POCTE U BECE

Karens v 3aTpyIHEHIE HOCOBOTO
IIbIXaHU HE TIOABIIAIOTCS C POXKIACHUSA

Yacrora XPOHHYICCKOI'O CPpCITHCTO
OTHTA HC BBIIIC, YCM B ITOITYJIALIUN

[TonoxuUTENbHBIE PE3YIBTATHI
rcciaenoBanus myranuu reia CFTR




[MpuHUMNBLI Tepanuu Nnpu NepBUYHOMU
LuunmapHou oucPpyHKLUUN

@ PerynsipHoe ouMIlieHHE JbIXaTeIbHbIX MyTel ((u3noTepanus,
MOCTYpabHBIN JPEHAXK, aKTUBHOIO JIIXaHUSI, J€4cOHas
(U3KyIbTYypa, HEOYIali3epHas TEpanus I pa3KU>KECHUS BI3KOTO
OT/ICIISIEMOTO)

® KOHTpOJ'IB N CBOCBPCMCHHOC JICHCHHNC BbIAIBJICHHBIX I/IH(I)GKI_[I/IOHHBIX
IMponcCCOB B AbIXATCJIIBHBIX IIYTAX U BHYTPCHHCM YXC

® IIpenorBpailieHUE U YCTPAHEHUE BO3ACUCTBUS TPUITEPOB
BOCHAJICHUS, BKIIFOUAS IACCUBHOE KYPEHUE

® IlpenynpexneHue pa3BUTUSA KOHIYKTUBHOU TYTOYXOCTH

® Xupyprudeckoe jieueHue (OpoHX0IKTa30B, MOJIMII03a HOCA) YaCTO
yXyAIIaeT TCUCHHE 3a00JieBaHys!
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