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[epBuyHasi HuJIMApHAs JUCKHHE3US — ITO peAKoe reHeTHUYecKoe 3a00/1eBaHUe, KOTOpPOe Yalle mepeaaercs 1o
NPUHIUILY ayTOCOMHO-PELeCCHBHOIO Hacjie10BaHuA. 3a00/1eBaHUe MPOSIBJIsIeTCS Pa3HOOOpa3neM reHeTHYeCKHX
U ¢eHoTHNHYeCKUX ocoOeHHOCTeii. Ha MaHHBIA MOMEHT M3BeCTHBI MyTanmuu npudausureabHo B 200 renax,
NPUBOJSIIINE K YJIbTPACTPYKTYPHBIM H3MEHEHHSAM PeCHUYEK MePUATEeJIHHOr0 IMHUTENNs TPaXeoOPOHXHAIBLHOI0
JepeBa M IOTepe HMX HOpPMalbHOH (yHkmMu. I'eHeTHMYeckasi reTepoOreHHOCTH oOmpeAeasieT NMOJIUMOP(HOCTHL
KJIMHUYeCKOil kapTUHBI 3a00/ieBaHus. CoBpeMeHHasi TUATHOCTHKA OCHOBBIBAETCSl Ha aHAJIN3e XapaKTepPHBIX
KJIMHUYECKHUX TMPOSBJICHUH B COYeTAaHHMH C Pe3yabTaTaMH CHEHHATU3HPOBAHHBLIX JHATHOCTHYECKUX
HCCIeI0BAHMI, BKJIIOYAs MOJIEKYJAPHO-TeHeTHYecKHe MeToabl. B crarbe omucaH ciydaii (popMupoBaHus B
OJHOW ceMbe Ppa3HbIX BapuaHTOB 3a0ojeBaHus. IIpuBeneHO KJIMHHYecKoe Ha0/JII0leHHe Tpex CHOCOB.
IIpeacraBieHHblil cjy4Yyail JeMOHCTPMPYeT CJIOKHOCTh [IMATHOCTUKU M JieYeHHS NepPBUYHON LUJIMAPHOI
AUucKHHe3uu. MeanuuHCKUe Pa0OTHHKH MOTYT He cpa3y 3amoJ03pUTh peaKoe 3a0ojeBaHHe, YYHTHIBAs €ro
Hecnenuduyeckue HaYaJIbHbIe CHMITOMBI, YTO MPUBOJUT K 3aepiKKe MOCTAHOBKY THATHO32 U HAYAJA JIeUeHHUs].
CeMbH, uMelolue pedeHKa ¢ TeM WJIM MHbIM BAPMAHTOM NEPBUYHON LUJIMAPHON AUCKMHE3WHU, HYKIAOTCA B
0c000M BHHMAHUHU CO CTOPOHBI Bpayeii, BKJI0Yas MPOBeIeHNe FTeHeTHYECKOT0 KOHCYJILTHPOBAHUS POAUTeIeH 1
THIATeJbHOE HA0JII0/IeHHe 3a cudcaMu VIS CBOeBPEMEHHOI0 BbISIBJIeHUS BO3MOKHOI naroioruu. O3HakomiieHue
Bpavell ¢ KJIMHUYECKHMHU BADUAHTAMM TedyeHHs 00J1e3HU OyaeT cloco0CTBOBATH MOBBIIIEHUI0 0CBEAOMJICHHOCTH
Bpaveil 0 COBPeMeHHBIX BO3MOKHOCTAX AMATHOCTHKH M JedeHHUs 3a00/1eBaHUA U Jy4lleMy 0TOOpY NALUEHTOB,
NO/UIeKAMMUX YIJ1y0JIeHHOMY 00c/1eI0BAHUIO.

KnroueBble croBa: KJIMHMYECKas KapTHHA, NEpBUYHAs IMIMApHas IUCKUHE3Ms, cMHApoM KapTarenepa, ceMmeiHbIi
ciyyai.
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Primary ciliary dyskinesia is a rare genetic disease that is more often transmitted by the principle of autosomal
recessive inheritance. The disease is manifested by a variety of genetic and phenotypic features. At the moment,
mutations in about 200 genes are known, leading to ultrastructural changes in the cilia of the ciliated epithelium
of the tracheobronchial tree and loss of their normal function. Genetic heterogeneity determines the polymorphism
of the clinical picture of the disease. Modern diagnostics is based on the analysis of characteristic clinical
manifestations in combination with the results of specialized diagnostic studies, including molecular genetic
methods. The article describes the case of the formation of different variants of the disease in one family. The
clinical observation of three siblings is given. The presented case demonstrates the complexity of the diagnosis and
treatment of primary ciliary dyskinesia. Medical professionals may not immediately suspect a rare disease, given
its nonspecific initial symptoms, which leads to a delay in diagnosis and initiation of treatment. Families with a
child with one or another variant of primary ciliary dyskinesia need special attention from doctors, including
genetic counseling of parents and careful monitoring of siblings for timely detection of possible pathology.
Familiarization of doctors with clinical variants of the course of the disease will help to increase doctors’ awareness
of modern possibilities of diagnosis and treatment of the disease and a better selection of patients subject to in-
depth examination.

Keywords: clinical picture, primary ciliary dyskinesia, Cartagener syndrome, family case.



[TepBuunas nmnuapHas auckunaesus (I1LJ]) — sTo penkoe HaciencTBeHHOE 3ab0JeBaHuE,
KOTOpPOE XapaKTEpU3YETCsl MOPa)KEHUEM PECHUYEK Ha IOBEPXHOCTH JIbIXaTENbHBIX IyTEH U
MOJTOOHBIX UM CTPYKTYP, UTO MPUBOAMT K HAPYLICHUIO UX JBUTATEILHONW aKTUBHOCTH. 3a00JIeBaHNe
BcTpevaercs ¢ dactoroir ot 1:10000 no 1:40000 noBopokmeHHBIX [1]. OCHOBHBIE CHMITOMBI
BKJIIOYAIOT NOPaK€HHE BCEX OT/EJNOB JbIXaTEIbHONW CHUCTEMbI, YTO MPUBOAUT K (OPMHUPOBAHUIO
XPOHUYECKOT0 BOCTIAJICHHsI M OpOHX03KTa30B. Y maruenTos ¢ [1LJ] uacto HabmogatoTcs 6ecruionne
Y MY>KYHH U SKTOIUYECKUE OCPEeMEHHOCTH y *KeHIIUH. [IprOIru3uTeNnbHO y MOJIOBHUHBI MTALIMEHTOB C
[TI/] BBISBIISICTCS MOJHOE MJIM YAaCTHYHOE OOpaTHOE PacIoJIOKECHUE BHYTPeHHHX opraHoB [2]. Ha
CErOJHAIIHUN JeHb M3BeCTHO Oojee 30 reHETMYECKHUX JIOKYCOB, OTBETCTBEHHBIX 3a DPa3BUTHE
naHHo# natonoruu. [Tomumo GoJiee pacripoCcTpaHEHHBIX MyTanuid, y manueHToB ¢ [TLJ] moryT ObITh
BBISIBIICHBI M PEJIKME TeHeTHUeCKue aedekTsl [3].

Juarnoctuka IIL[J[ yacTo 3aHMMaeT [UIMTEIBLHOE BpeMs M3-3a HEAOCTATOYHOCTU 3HAHUU O
3a00J€BaHUN y Bpadeil M CIIO)KHOCTU IPOBEIEHUS WJIM HEIOCTYHOCTH CHEIMAIM3UPOBAHHBIX
UCCIIEIOBaHUM. DTO IMPUBOAMT K 3a/IeP>KKE OCYILECTBICHHUSI HEOOXOAUMOTIO JIEUEHUSI MTAllUEHTOB U
ObICTpOMY CHMKEHUIO jierouHoi ¢pynkuuu. Tepanus [1LJ] HanpaBiena Ha yiydnieHne ApEeHaKHOU
(GyHKIMK OPOHXOB M KYUPOBaHHE BOCTIAJIMTEIbHBIX U3MEHEHUH (Ha3HAUeHUE aHTUOAKTepHAIbHbBIX
npenapaToB Mpu 000CTPEHUU OPOHXOJIErOUHOro mporiecca) [4, 5]. YuuTeiBasi, 4TO Ha CErOAHSIIHUN
JICHb OTCYTCTBYET ATHOTPOIIHAS Teparnus 3a00JIeBaHMs, HAPaBJIeHHAst HAa KOPPEKIIHIO TeHETHIECKUX
neeKTOB, paHHEE BbIABICHHE 3a00JIeBaHUS W HAyalo CHEHUATM3UPOBAHHOTO MEIULIMHCKOIO
HabmoieHus naueHToB ¢ [111J] BEIXoAsT Ha mepBbli TUIaH.

Ieab wmccaegoBaHusi: onucarh KIMHUYECKOE HAOIIOAEHUE TPEeX CHUOCOB € pa3iIMYHBIMU
Bapuantamu [111/], moaTBep)A€HHBIMU HAJIMYMEM reHeTHYecKux HapymeHnuil B rene DNAHI11, uro
MPOSBISJIOCh HAJWYMEM M OTCYTCTBHEM TaKOIO CHMIITOMOKOMILIEKCA, KaK TPaHCIO3UILIUA
BHYTPEHHHUX OPraHoB (Jat. situs inversus).

Marepnan u MeTOAbI HCCIIC0OBAHUS

[IpoBeneH aHanu3 MCTOpUM OOJE3HM MALMEHTOB, MPEICTABIEHBI PE3YJIbTAThl CBETOBOM
MHUKpPOCKOIIMU OMOITaTa CIM3UCTON M3 MOJOCTH HOoca (sl OlleHKU (DYHKIIMOHAIBHOW aKTUBHOCTH
PECHUTYATOTO DIUTEIHSI) U PE3YNITaThl MOJICKYIIIPHO-TCHETHYECKOM THarHOCTUKH.

PesynbraTrsl ucciienoBanuss M ux o0cyxnaeHue. IlpencraBineH cemeiHbI ciaydaii,
BBISIBJICHHBIN 1 HaOmoaemblid B UyBamckoit Peciyonuke (UP). B ogHol cembe U3 msaTephIxX AeTel y
TPOUX AMATHOCTHPOBaHA EpBUYHAS [IMIIMapHas AMCKUHe3us: y OpaTta cunapom Kaprarenepa, y 1Byx
cecTep KJIaCCHUYEeCKH BapuaHT 3a00J1eBaHusl.

[TepBslii 0OcnenoBaHHbIN, 601pHON Jl., BEpBhIE ObLT AOCTaBICH Ha OOCIIEOBAaHUE B
BY «Pecnybnmkanckas nerckas kKinHu4deckas oonpHunay M3 UyBammu Bo3pacte 6 et (2008 1.) ¢

*KamobaMU Ha JUIMTEIbHBIA BIQXHBIM Kallelb C TPYAHOOTIEISIEMON MOKPOTOW, OIBIIIKY,



3aJI0)KEHHOCTh HOCA, TOBBIIMIEHUE TemmepaTypsl Tena a0 39°C, cmabocTh, MOTIUBOCTh, OBICTPYIO
yromisiemocth. [lo maHHBIM cOOpa aHaMHe3a HM3BECTHO, YTO PEOCHOK poXIeH B PecmyOnunke
Apmenus, a Ha Teppuropun YP cembs npoxxkusaer ¢ 2006 r. bepeMeHHOCTh TpeThs, poAbl TPETHH,
cpounble. [Tpu poxaenuu umen maccy 2500 r, jymuny 46 cMm. Poaurtenu 310poBbl, B KPOBHOM POJICTBE
HE COCTOAT. Y cTrapiieil CecTpbl — YacTble OPOHXUTHI, pPUHOCHHYCHUTHI, Y JBOIOPOAHOrO Opata 1o
MaTEpUHCKOMN JIMHUU — HapyILIEHUE CIIyXa, Y CbIHA JIBOIOPOJHOIO OpaTa 110 MaTepUHCKOW JIMHUU —
BPOXJIEHHBI TOPOK CepAlla, YacTble OpOHXWUTHL. Manpuuk OOJEH C PpOXKICHUSA, IIEpeHEC
pecnupaTOpHBIN JUCTPECC-CUHAPOM, JBYCTOPOHHIOKO MHEBMOHMIO. CO CIIOB POAUTEINIEH, C POKACHUS
IIOCTOSIHHBIM Kallellb, 3aJ0KEHHOCTh HOCA, NEPHUOJUYECKHUE IOABEMBI TEMIIEpaTyphl Tejla 10
(beOpunbHBIX TH(p. PeOCHOK HEOTHOKPATHO IEPEHOCUT CUHYCHUTHI, OTUTHI, OPOHXUTHI, THEBMOHHH,
BBICIIYIIMBAIOTCSI [IOCTOSIHHBIE BJIAKHBIE XPUIIBI B  JIETKHUX. B 4 roma mnposeneHa
aneHoToH3wioromus (B Pecniybnuke ApMeHus), Mpu MOATOTOBKE K KOTOPOIM POIUTENSM BIIEpPBBIC
COOOIIMIN O TPAHCHO3MIIMHM BHYTPEHHHX OpraHoB peOeHka. [Ipm ocMoTpe COCTOSIHHE TSHKENoe.
3arpynHeHHOEe HOCOBOE nbixaHue. Opplika mpu Guandeckoir Harpyske. Carypaiius KUciopoaa —
97%. PebeHOK cO CKOMTMOTUYECKON OCaHKOH, TNIOCKO-BANBIyCHOU nedopmanmeit crom. B nerkux c
o0eux CTOPOH BBICIYIIMBAINCH MHOXXECTBEHHBIE pPa3HOKANUOEpHBIE BIIaXKHbIe XpUIbl. B xome
oOcnenoBanus y pedeHka Obl1 mpoBeaeH AuddhepeHInanbHbli JUarHo3 U UCKII0UYEeH MYKOBHCIIHIO3
(moToBeIli TecT Ha ammapare «HaHOmakT» IMoKaszanm 3Ha4eHHe 32 MMOJbB/JI, YTO COOTBETCTBYET
HOpMaJbHOMY 3Ha4eHHI0). Takke 0OHApYKEHBI IBYCTOPOHHSISI THEBMOHHUS, YTOJIIEHNE OPOHXOB U
IPU3HAKM MYKOCTa3a, YMEHbIIEHHE CpeAHEN JI0JIM cjeBa 3a CYeT YaCTUYHOro (hubpoarenekrasa;
JMAarHOCTUPOBAHbI JIBYCTOPOHHUM TaliMOPHUT, 3TMOUIMT; MHKPOOHMOJIOTMYECKOE HCCIIEeI0BaHHUe
IIPOMBIBHBIX BOJI OPOHXOB BBISIBUJIO BBICEB CHHErHOMHOM manmouku. C yuyeToM JaHHBIX aHAMHE3a,
oOcienoBaHUsl MAIUEHTY ObLI  BBICTABIEH JUarHo3: «BpoXaeHHBII TOPOK  pa3BUTHSA
OpoHxoseroyHoi cucremsl: cuHIpoM Kaprarenepa. XpoHHYeckHil OpOHXHUT. XPOHUUECKUH
puHOCcHHycHUT. PubpoarenekTas cpeaHen 101U ciaeBay. PeOeHOK MOCTOSIHHO HAOII0AAICS U JIeUnIcs
B KJIMHUKE 110 MECTY JKUTEIbCTBA: HAOIIOJCHNE MyJIbMOHOJIOra, OTOPHUHOJIapuHrosora; 1-2 pasa B
roJl TOCHUTAIU3UPOBAJICA B CTallMOHAp. AHTHOAKTepHalbHas Tepanusi MPOBOAWUIIACH C YYETOM
YyBCTBUTEIBHOCTH  (pyopbl.  IIOCTOSHHO NPOBOAMIMCH  KHUHE3HOTEpamnusi, HWHTAISIUOHHAS
MYKOJIMTHYECKas U OpoHXoIUTHUecKas Tepanus. HecMoTps Ha NPOBOAMMYIO TEpaIluIio,
MOJIOKUTEIbHASL ~ JIMHAMUKAa OTCyTcTBOBasia. (CoXpaHsuICsl TMOCTOSHHBIM BIIQXHBIA Kallelb ¢
TPYIHOOTAENSIEMOH THOWHOW MOKPOTOH, TEpUoAaMH JI0 PBOTHI; Oecrmokowan 000CTpeHUs
OpOHXO0JeroyHoro mpoiecca 4—5 pa3 B roJ B BUje MHEBMOHMH; ¢ 10 JIeT MpUCOEINHUIACH OJIBIIIKA
B TOKOE, YCHJIMBAIOMIAsACAd NpU (PU3NYECKON Harpyske; HMpOrpecCUpOBAIM PEHTTCHOJIOTHYECKHE
u3MeHeHus — ¢ 10 Jyer JIBYCTOPOHHHE LMIUHAPUYECKHE OpPOHXOAKTa3bl, MHEBMO(YHOPO3HBIE

u3MeHeHus (puc. 1, 2); mokaszaTtenu CHHUPOMETPUU — BBIPAKEHHBIE CMEIIAHHbIE HapYILIECHUS;



OTMEUYEHO IPOrPECCUPYIOIIEE CHMKEHHME CcllyXa, B 12 JeT AMarHoCTUpoBaHa JABYCTOPOHHSA
KOHJYKTHBHAs TYroyXOCTb |—2-ii CTENeHHW; COXpaHsIOCh UIMTENLHOE 3aTPyAHEHHE HOCOBOTO
IBIXaHUSl C TEPUONUYECKUMHU OOOCTPEHUSMH XPOHUYECKOTO PHHOCHHYCHTA, (OPMHUPOBAHHEM
XPOHHUYECKOI'O €BCTaXEUTA, XPOHUUECKOr0 3KCCYIATUBHOIO CPEIHEr0 OTUTA. B moceBax MOKpPOTHI

orpezessuics pocT mramMmoB PS. aeruginosa.

Puc. 1. Komnvtomepnas Puc. 2. Komnviomepnas
MOMOSPaAMMA NAYUeHma momozpamma nayuenma /1.,
., 10 nem, 10 nem, 08ycmopouuue
situsvisceruminversus YUnIuHOpu4ecKue GPOHX0IKMaswl,
amenekmas, NHeeMopuoOpo3Hbvle
U3MeHeHUs.

Hapymenne ocanku mporpeccupoBalio, B 12 €T yCTaHOBJICH TUATHO3 «TUCIUIACTUICCKUN S-
00pa3HbIil CKOJMO3 IPyIONOSCHUYHOTO OT/AENa MO3BOHOYHMKA 1 CT.», «KWJIEBHAHAsA nedopmanus
rpyaHOH KieTKn». PebeHka 6ecrioKouIr CUMIITOMbBI MHTOKCHUKAUH (c1aboCTh, CHUKEHUE alleTuTa,
MOTJIMBOCTh), OTMEUAJIOCh OTCTaBaHWE B (pu3mueckoM pa3BuTuu. B Bospacre 13 ner mamueHt
oo0cnenoBan B ycinoBuax HUKWM nemmarpum u perckoit xupypruum umeHu akagemuka lO.E.
Benbrumesa. /lnarno3 1L/ 6p11 moaTBep:KIeH, pe3ysibTaThl OMONTaTa CIM3UCTON 000JI0YKH HOCA
CBHUJIETEJILCTBOBAJIM 00 OTCYTCTBHM JBMIJKEHUS PECHHYEK MEPLATEIbHOTO SMHUTENHs. YPOBEHb
okcuaa azora B BbigbixaeMoMm Bosayxe (0,4 ppd) coOTBETCTBOBAaN CHHXKEHHOMY YPOBHIO,
xapaktepHomy st [ILJI. TlomydyeHHble naHHBIE KOMIUIEKCHOTO OOCJIEIOBAaHMS YKa3bIBAIOT Ha
HaJnyMe y peOeHka kiaccuueckoro cuuapoMa Kaprarenepa, koTtopslil siBisercs gopmoit ITLJT,
XapaKTepu3yolencss KoOMOMHAIEeH pecIMpaTOPHBIX CUMIITOMOB, HMHBEPCHEH BHYTPEHHUX OPTraHOB,
MOpaXeHUEeM JIETKUX B BHJE HapylIeHUs MYKOLMJIMAPHOTO KIUpeHca U (OpMHUPOBAHUS
OpOHX03KTa30B, XPOHUYECKHUM CUHYCHUTOM.

Bropast manuenTka 3., crapmas cectpa nauueHTta /[[., BnepBele MOCTynuJa B KIMHHUKY Ha
oOcnenoBanue B Bo3pacte 8 ner. PeGeHOK OT BTOpoil 6epeMEeHHOCTH, OT BTOPBIX CPOUYHBIX POIOB.
Macca npu poxaennn 2700 r, mmuHa 49 cM. B pommome y AEBOYKM JUAarHOCTHPOBAIH
JIBYCTOPOHHIOIO THEBMOHMIO. JKanobamu mpu NOCTyIIeHUU ObUIN JJIUTENbHBIM BIaKHBIN Kallelb,

NnepcucTupyromasd 3aJI0OKCHHOCTbL HOCA, MMOBTOPHBIC IMHCBMOHHWH, PCCIIUPATOPHLIC 3a6OJ'ICBaHI/I$I,



KOTOpBIE BCETIa OCIOXKHINCH OpoHxuTamu. [lpu nocrynnennn gusnueckoe pa3BuTHe OLEHUBAIOCH
Kak cpenHee, rapMoHu4HOe. OJBIIIKK B OKOE HE ObLIO, HACHIILIEHHE KPOBH KuciopojoM (SatO2)
coctaBisuio 99%. [Ipu ocMoTpe BBISBICHBI 3aI0KEHHOCTh HOCA M OOWMIIBHBIC BIQKHBIC XPHUIIBI B
JEerkux ¢ o0eux cTOpoH. [lo AaHHBIM PEHTIEHONOTMYECKOIO HCCIEI0BaHMS — ABYCTOPOHHSSA
[THEBMOHHUS, JBYCTOPOHHMHM raiMoput, 3TMOMIUT. CHOUpOMETpHs — CMEIIAaHHbIE HapyLIEHHs.
Brimonnen notoBelii TecT — 21 Mmmounb/n (Hopma — 110 60 MMOIIB/11). MUKPOOHOIOrHYECKH aHaIN3
MOKpPOTBI Ha MHKpPOQIIOPY BBISIBHJI POCT  T€MOJUTHYECKOTO CTpenToKokka. C auarHo3amu
«XpoHNYECKUN OpOHXUT. XPOHUYECKUH PHHOCHUHYCUT» pPEOCHOK HaXOAMJCSI Ha ydere Yy
nysbMoHozora, JIOP Bpaua no mecty xutenscTBa. 110CTOAHHBIN BIaXHBIN Kalllelb U 3JI0)KEHHOCTh
HOca, obocTpeHus: Oponxura 3—4 pa3a B TOJ CBUICTEILCTBOBAIN 00 OTCYTCTBUH 3(eKTuBHOCTH
MoJTy4aeMoil Tepanuu (Kypchl MyKOJIMTUYECKON Tepamluu, MO MOKa3aHUsIM aHTHOAKTepHaIbHAs U
OpOHXOJIMTUYECKAs Tepamus) U MPOTrPECCUPOBAHUU PECHHPATOPHBIX CHUMIITOMOB B JTUHAMUKE.
Hannble nuHamuueckoro uccienoanus KT OI'K Taxke cBUIeTENbCTBOBAIM O IPOTrPECCUPOBAHHE
XPOHUYECKOTO BOCIAJICHHUS JAbIXaTeNbHOW CHUCTeMbl y pebenka. B 11 ner ObUTM BBISBICHBI
WIMHAPUYECKHE OPOHXO0IKTa3bl MPABOTO JIETKOTo, a B 13 et — ¢ubpoaTenekra3 cpeqHei 10,
yacTU4HbIA ubpoatenexkraz C7 mpaBoro Jerkoro, siBjaeHus Aup@dy3Horo OpOHXHOJINTA B HUKHUX
JOJISIX JIETKUX, OOJiee BBIPAXKEHHO CIpaBa, Mykocrasa (puc. 3).

Puc. 3. Komnviomepnas momoepamma nayuenmxu 3., 13 nem

[To nmaHHBIM CIIUPOMETPUM — CMEIIAHHBbIE HapyUIEeHHWs C HapacTaHWEeM OOCTPYKTHUBHBIX
HapylIieHuii. B MokpoTe 1o JaHHBIM 0aKIIOCEBOB BhICEBAINCH O€Ta-T€MOTUTHUECKUN CTPENTOKOKK U
30J10TUCTBIN cTadminokokk. [Ipu mpoBeneHun ayauoMerpuu B 13 jeT ycTaHOBIIEHA ABYCTOPOHHSS
KOH/AYKTHBHas TYroyxocTb 1-ii crtemenu. PeGeHok HaOmromancs y opTonefa C JUarHo30M
«CxonnoTtnueckas ocanka. IIpogonpHoe miockocronue 2 cr.». OJHOKPATHO IEPEHECHa OCTPbIN
BTOPUYHBIN NUeIoHeDpUT. YUnThIBas JaHHbIE aHAMHE3a, MallMeHTKa BMeCTe ¢ OpaToM HallpaBiieHa
B HUKW nenmarpum m nerckoil xupypruum uMeHn akaaemuka lO.E. Benprumena. /J[narnos npu
HanpaBieHuu: «Xponudyeckud Oponxut. JIH 2 cT1. XpoHndeckuil puHOCHHYCHT. [IByCTOpPOHHSSA

KOHIYKTHBHAsl Tyroyxoctb 1 cT.». ITpoBenenHoe o06ciaeqOBaHKME, BKIIOUYAIOIIEE OUOICHIO



CITU3UCTONW HOCa (OTCYTCTBHE JBHMIaTeJbHOW AaKTUBHOCTH PECHHYCK PECHHPATOPHOIO TPAKTa),
YpOBEHb OKCHJIa a30Ta B BblabixaeMoM Bo3zayxe (—0,5 ppd, moka3zarenb HUKE HOPMBI) TTO3BOJIIN
ycTaHoBUTh auarno3 [T/,

Muanmiasi cectpa BIepBble MOCTyNMIIa HA 00cie0BaHUE B KIMHHUKY B Bo3pacTe 4,5 roja.
OcHoBHbIE Xa100bl MPH MOCTYIUIEHUHU — HA TIOCTOSTHHBIA MPOAYKTUBHBIN KallleJb C OTXO0XKJIEHUEM
HEOOJIBIIIOT0 KOJIMYECTBA CIM3UCTO-THOMHONW MOKPOTBI, IOCTOSHHYIO 3aJI0KEHHOCTh HOCa C
OOWJIBHBIM OTJESIEMBIM, a TAK)K€ MEPUOJNYECKHE MOABEMBI TEMIIEPATyphl Tena A0 (HeOpHIbHBIX
nudp. Pebenok ot 6-it 6epeMeHHOCTH, OT 5-X CpoUYHBIX pooB. OrieHKa o Anrap 6/9 6annoB, Macca
npu poxaenun 3300 r, nnuHa Tena 52 cMm. bonbHa ¢ pokaeHUS, TUArHOCTHUPOBAHBI CHHAPOM
JbIXaTEJIbHBIX PACCTPOMCTB, paHHSAsS HEOHATaJbHas IPABOCTOPOHHsA NHEBMOHMs. C IeEpBbIX
MECAIICB >KU3HU PELUIMBUPYIONIHE OOCTPYKTUBHBIE OpPOHXHUTHI (10 4 pa3 B TOJ), MOCTOSHHAS
3aJI0’KEHHOCTh HOCA, Kalllesb ¢ TpyaHooTaenseMoi Mokporoil. C 3 et nabmonaercs y JIOP Bpaua
C XPOHHUYECKUM HA30(papUHTUTOM, HEOJHOKPATHO IMEPEHOCUT ABYCTOPOHHHM OCTPBI THOMHBII
raiimoput. IIpu ocmotpe: usmueckoe pazBuTHE cpelnHEee, TAPMOHUYHOE, OJBIIIKK B IOKOE HET,
carypanus kuciopoa (SatO2) — 96%, B IerkuX BICIYIINBAIOTCS BIaKHbIe XpuUIlbl. [ToToBas mpoda
orpunarenbHas —30 mmouns/n 5kBNaCl («Hanomakt»). Beimomnena KT OI'K, BoisBuBmas KT-
npu3Haku mHeBMOopuOpo3a SV npaBoro jgerkoro. B aHanusze MOKpOTh HA MUKPOQIIOPY KIMHUYECKU
3HayuMble a’poOHble, (haKyJIbTaTUBHO-aHAIPOOHBIE MHUKPOOPraHU3Mbl He OOHapykeHbl. OneHka
JBUTATE€IbHOW aKTUBHOCTU PECHUYEK AMUTENUS CIU3UCTOW O0O0JOYKH HOCA MPOBEAEHA TPUXKIbI
(HUKU nenuatpum u nerckoit xupypruu umenu akagemuka FO.E. Benptuiena). B Bospacre 5 ner
yoenutenbubix ganHbix 3a [IIJ] He momydeno. umarno3 IILIJ] ycraHoBieHn B Bo3pacte 7 JeT
(BBISIBIICHBI CHYDKEHHE JBHUIATEIIbHOW aKTMBHOCTH MEPIATEIBHOTO SIHTENUS, CHUKECHHE YPOBHS
okcuaa asora B BeigbixaemoMm Bosayxe —0,4 ppd (N 10-20 ppd)). B Bo3pacte 9 ner nanueHTKe
IIPOBEJIEHO  MOJIEKYJSIPHO-TEHETHYECKOEe  HccaenoBaHue. Ilo  pesynbraraM  IpOBENEHHOTO
HCCIE0OBAHMS BBISIBIIEHBI 2 TeTepo3uroTHsie Mytanuu B reHe DNAHI11, oTBeuaroiue 3a pa3putue
ITLIJT, c/6e3 0OpaTHOTO PacIoNOKEHHsI BHYTPEHHHX OpraHoB (Situs inversus), Tum 7 (OMIM 611884).

B nunamuke oTMmeuaeTcsl mporpeccupyrollee yXyAllleHne COCTOSHUS NMalueHTKU. bone3Hs
IIPOSABIISIETCS IOCTOSIHHBIM BJIAXKHBIM KallJIEM C OTXO0KJIEHUEM BSI3KOM CIM3UCTO-THOMHON MOKPOTHI,
CTOMKOM BBIPAKEHHOM 3aJI0’)KEHHOCTHIO HOCA, OJABIIKON MpU (U3UUECKOH Harpyske, MOCTOSHHO
BBICIIYIIMBAIOIIUMHUCA TIPU AyCKYJIbTallUM CYXHMH M BIQXHBIMU Xpunamu. OO6ocTpeHus
OpOHX0JIETOYHOTO Mpoliecca 5—6 pa3a B roj, 3aTsLKHbIE, C TUIIEPTEPMUE M HapacTaHUEM KOJIMYEeCTBa
THOMHOM MOKpOTHI. B Bo3pacte 5 et npoBefieHa aleHOTOH3WIIOTOMUS, C 8 JIET AMAarHOCTUPOBAHA
JBYCTOPOHHSS TUCPYHKLUS CIyXoBbIX TpyO. [lo pesynbpraram MmoceBOoB MOKPOTHI IpeoOiagaer
nanmaue Staphylococcus aureus. TTokazarenn CIMPOMETPUH YKA3bIBAIOT Ha PE3KO BBIPAKEHHBIC

CMCIIaHHBIC Hapyui€Husa C IIpU3HaKaMKu 3HAYNTEIIHLHOMN HCPpaBHOMCPHOCTH BCHTUIIALUHA U



obcTpykTHBHBIX HapymneHuii. KT opraHoB rpymHo# KJIETKH W MPHAATOYHBIX Masyx Hoca (puc. 4)
MOKA3bIBAET CHIDKEHUE IMTHEBMATHU3AIMK O0EUX TaliMOpPOBBIX Ta3yX, HMCKPUBIEHHUE HOCOBOM
MEPETOPOJIKH, TPU3HAKU BBIPAXKEHHOTO OOCTPYKTUBHOTO OPOHXHUTA, OPOHXHOJIUTA C OTPUIIATEIILHOM
JTUHAMUKOM, CcyOTOTanpHOTO (ubpoarenekraza CpeIHed T0JIM, MHEBMO(PHUOPO3HBIX H3MEHEHUI
JIETKHUX TTOCTBOCTIATUTEIILHOTO XapaKTepa.

Puc. 4. Komnvtomepnas momoepamma nayuenmxu B., 9 nem

Takum o0pa3om, NpeacTaBIeHHBIA KIMHUYECKUI cly4dail, 1eMOHCTPUPYIOIUN JUaTHOCTUKY
pasmmanbix BapuanToB [111/] (¢ u 6e3 Hamu4us TPaHCIIO3UIIUN BHYTPEHHUX OPTaHOB) Y IBYX CHOCOB,
IIOATBEPKIAET AyTOCOMHO-PELECCUBHBIN MyTh HacienoBanus cuaapoma I/, a Takxke BO3MOXKHYIO
(EeHOTUITUYECKYIO TeTEPOr€HHOCTh Y MAIIMEHTOB C OAMHAKOBBIM MATOT€HHBIM BapUaHTOM I'€HOTHIIA.
JlelicTBUTENBHO, B HacTosllee BpeMs HET eauHoro anropurma guarHoctuku [ILUJI. [l
YCTAaHOBJICHUSI JHMAarHo3a YYHUTHIBACTCS KOMIUIEKCHBIA TMOJXOJ, BKJIIOYAIONIUN XapaKTEpHYIO
KIMHAYECKYIO KapTHHY, PE3yJIbTaThl CIEIUATN3UPOBAHHBIX HCCIIEA0BaHUiN U aHanu3oB [4, 5]. B
MPEACTABICHHOM KJIMHUYECKOM Clydyae OKOHYATEIbHBIM JMAarHo3 mareHTaM ObLT YCTaHOBJICH Ha
OCHOBaHUU aHaMHE3a, JKan00, KIMHUYECKUX MPOSBICHHM, a TakKe PE3ylbTaTOB aHAIHM3a YPOBHS
okcuaa azora (NO) B BeIIBIXa€MOM BO3/AyX€ M aHaJIM3a 4acTOTHI U MaTTepHA OMEHHs] PECHUYEK B
owornrare W3 TMOJOCTM HOCAa C TIOMOIIBID CBETOBOM MHKpOCKOmuu. MopdomeTrpudeckoe
HCCJIEIOBAHUE BBISIBUIIO PE3KO BBIPAKEHHBIE M 3HAYUTEIBHBIC HAPYIICHHS IMIMAPHON (YHKIIUU
snuTenus. B onmrcaHHOM mpuMepe XapakTepHasi KIMHHYeCKass CAMITOMaTHKa MaHU(ECTHpOBaa y
HaONlto/IaeMBIX CHOCOB YK€ C TMepuoja HOBOPOXKACHHOCTH. B mociemyromeM OTMEUYeHO
MpOrpeccupoBanHme 3a00aeBanms ¢ POPMUPOBAHUEM XPOHUIECKOTO PUHOCHHYCHTA, XPOHUUYECKOTO
Oponxuta. Cpeam omucaHHBIX CHOCOB HamOoJee TSHKEI0e TEeUeHHe 3a00JIeBaHHS OIMUCAHO ¥
naMeHtTa ¢ cuHgpoMoM KaprareHepa Kak COBOKYMHOCTb TMPOSIBIEHUNW B BHUJIE PAHHETO
dbopMupoBaHusi OpPOHXOIKTA30B, PA3BUTUA TYrOYXOCTH, XPOHHYECKOTO BHICEBA CHHETHONHOMN
MaJI0OYKH, HETIPEPHIBHO-PEIIUIUBUPYIONIETO TEUECHUS OPOHXOJIETOYHOTO MPOIEcca, MPUBOSIIETO K
CHWKEHHUIO (YHKIIMW BHEIIHETO JBIXaHUS, CHHAPOMY XPOHHYECKOW MHTOKCHUKAIIMN U CHUKEHUIO

®H3quc1<oro pa3sBUTHA. MnanmeMy pe6eHKy MMpOBCACH MOHeKYHHpHO-FCHCTI/I‘ICCKHﬁ aHajliu3, B



pesyabrate KoTtoporo guarHo3 [II[J] mnomHOcThIO moOATBEpkIeH. ['eHeTnyeckas OCHOBa
pa3Hoo0Opa3HbIX e(EKTOB, BIUSIOMUX HA CTPYKTYpY U QpyHKIUI0 pecHuuek rnpu 11/, e scha: Ha
CeTOMHSIIHUN JIeHb YNOMSHYTHI MyTanuu npumepHo B 200 reHax, mNpuBOIAIIME K
YIABTPACTPYKTYPHBIM HM3MEHEHHUSM DPECHUYEK MEpLATEIbHOTO SIHUTEIHs TpaxeoOpOHXUAIbHOTO
JepeBa M IMOTepe MX HOPMaJIbHOW (DYHKIMH, HACIEAYHOIIUXCS MPEUMYLIECTBEHHO AayTOCOMHO-
peueccuBHO [6, 7, 8]. 3aboieBaHre BO3HMKAET Kak IMPSIMOM pe3y/bTaT BPOXKACHHBIX Ie(EKTOB
MOJIBUKHBIX PECHUYEK, TOKPBIBAIOUINX PECIIUPATOPHBIA SMUTEINH, YTO MPUBOJUT K HAPYIICHUIO
MYKOLWJIMAPHOTO KiupeHca. [Ipu cexkBeHHMpOBaHMM 3K30Ma y HAOIIOJAaeMOM MAlMEeHTKH ObLI
OIIpeJIeJIEH paHee HE ONMMCAHHBIN BapUaHT HYKJICOTHHOMN IOCIENOBATEIbHOCTU B 3K30HE 36 reHa
DNAH11 (rs372143147) B reTepo3MroTHOM COCTOSIHUH, KOTOPBIA MPUBOAUT K MPHOOPETECHHIO
MIPEXIEBPEMEHHOTO CTOI-KO/0HA. BapuaHT BcTpedaercss B 06a3e NaHHBIX MOMYISALIUOHHBIX YacTOT
gnomADV3.1 ¢ HU3KO0# 4acTOTOM, ¢ 00JIBIIOI BEPOATHOCTHIO IPUBOAUT K IIOTEPE COOTBETCTBYIOILEH
konuu reHa. Taxxke B dk3oHe 63 rena DNAH1lloGHapyxeH paHee OINHCaHHBIM BapHaHT
HYKJIEOTHIHOM TOcie10BaTeNbHOCTH (IS764509824) B reTepo3UroTHOM COCTOSIHUH, BbI3bIBAIOLIHIM
aMHHOKHUCIIOTHYIO 3aMeny P.Gly3422Arg. BapuaHT He BCcTpeuaeTes B Oa3e JaHHBIX MOMYJIAIIHOHHBIX
gactor gnomADV3.1, pacnonaraercs B KOHCEpBAaTMBHOM caiiTe M IpeAcKa3aH OKa3bIBaTh
NaTOreHHBINA APPEKT KOMIBIOTEPHBIMU aJiropuTMamMHu. [laToreHHble OMauieabHbIE BAPUAHTHI B FEHE
DNAHI11 npusogsat k pazsutuio [1I/] xak c, Tak u 0e3 0OpaTHOTO pPacloONOKEHUSI BHYTPEHHUX
opranoB, tun 7 (OMIM Ne 611884). M3BectHo, uto myranuu B rene DNAH11 npuomsr k
U3MCHCHUIO CTPYKTYPBI TSDKENBIX LIeMell JWHEMHOBBIX pyuekakcoHeMmbl [9]. YibTpacTpykTypa
LWIMAPHOM cucTeMbl y manueHToB ¢ myrtanusiMu B rene DNAH11 sBnsercs HopmanbHoil. MyTtanuu
DNAH11 moryT BbI3BIBaTh AUCPYHKINIO HUIHMAPHON CUCTEMBI, U3MEHSIS IBUJKEHUE PECHUYEK, YTO
MPUBONT K YXYIIIEHUIO MYKOIFJIHAPHOTO KiMpeHca. TakuM o0pa3om, MmpecTaBiieH KITHHNIECKUN
ciyyail, B KOTOpOM OBUIM NPOJEMOHCTPUpPOBaHbI pa3Hble BapuaHThl 1L/ B ogHON cembe, uTO
JIONIOJTHUTEIBHO TOATBEp)KAAeT crnocoOHocTh MyTauuu B reHe DNAH11  npuBoguts K
(EHOTUITHYECKON TeTEPOTEHHOCTH.

3akimouenue. [IpogeMoHCTpUpOBaHO pa3BUTHE paznuyHbIX BapuanToB [IIIJ] cpeam Tpex
CHOJIMHIOB, a TaKXKe HaJIM4YUe 3/I0pOBBIX JieTell B ceMbe. O3HaKOMJICHHE Bpadyel ¢ KIMHUYECKUMU
BapUaHTaMM TeueHHsI 00se3HH Oy/AeT CcrocoOCTBOBATh MOBBIIIEHUIO HACTOPOXKEHHOCTH Bpayeil B
OTHOIICHUH XPOHHYECKOTO PECIHPATOPHOTO CHHIpPOMA W JIy4IlIeMy BBISBICHHIO TAIlMEHTOB,

HY>KTAIOIIUXCS B YIITYOJICHHOM OOCII€IOBaHUH.
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