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Pe3iome

IMepBuuHas uunmapHas nuckunesus (ML) sBnsercs opdaHHbIM 3a001eBaHUEM, CBSI3aHHBIM C MyTallMSIMU B Pa3JIMUHbBIX TeHAX, OJHOM U3 pa3-
HOBUJTHOCTE! TMATOJIOTUU PECHUYEK W XIYTUKOB — Iuinonatuii. K mocielHuM Takke OTHOCUTCS KpaifHe PelKo BCTPEYaloNIniicss CUHIPOM
Cumrncona—Tlonadbu—bemenst (CCI'B) 11 tuna. Lleabio paboThl SIBUJIOCH 03HAKOMJIEHUE CIELIMAIMCTOB ¢ BOBMOXHOCTBIO OIHOBPEMEHHOTO MPU-
cyTcTBUs y mauueHTa ¢ oponxoakrazamu (bD) CCI'B Il tuna u ML nmo naHHBIM KIMHUYeCKOro HaOmomeHust. PesyabraTel. [IpencraBieHo
MepBOE B OTEYECTBEHHOI JIMTepaType KIMHUYECKoe HabIoeHe (IaHHbIe aHaMHe3a, OObEKTUBHOTIO OCMOTpPA, BKJItOYast KIMHUKO-MOpdosoru-
YeCKUIl OCMOTP, Pe3yJIbTaThl JOMOJHUTEIbHBIX METOIOB O0CIEIOBAHMS U MHULIMALIMY Tepanuu) 15-neTHero nauueHTa ¢ bO u apyrumu nopaxe-
HUSIMY, TUTUIHBIME 1151 [T1/1, monTBepXXIeHHON Ha OCHOBAHUYW CTPYKTYPHBIX U3MEHEHUI B PECHUYKAX PECITMPATOPHOTO DIMUTETHSI TPaxeu,
BBISIBJIEHHBIX C TOMOILBIO TPAHCMUCCUOHHON 2JI€KTPOHHONH MUKPOCKOMUU, U MaTOreHHON MyTauuu reHa OFD1, OTBETCTBEHHOTO 3a pa3BUTHE
kak CCI'B Il tuna, tak u [TL/1. 3akmoyenne. YCTaHOBICHO, YTO Y OHOTO MallMeHTa MOTYT BCTPEYaThCs pa3Hble BapuaHThI LivionaTuit, a [T,
TaKUM 00pa3oM, MOXKET UMETh CUHAPOMAIBHBII XapakTep.

Kumrouebie ciioBa: cunapoM Cumricona—Ionadbu—bemens 11 Tuna, nepBuyHas LuaMapHasi 1MCKMHe3uUs1, OpOHX03KTa3bl, reH OFD 1, netu.
KondmmkT unrepecos. KoHMOIMKT MHTEpECOB aBTOpaMU HE 3asiBJIEH.

®unancuposanne. CrIOHCOPCKast OIEPXKKA UCCIIEI0BaHUST OTCYTCTBOBAJIA.

DTHyecKas 3KcnepTu3a. B onmrcaHHOM KIMHUYECKOM HAOMIONEHUN WCTIONb30BaHbl JTaHHBIE TTAIIUEHTA B COOTBETCTBUU C MOAMUCAHHBIM T0OpPO-
BOJIbHBIM MH(OPMHUPOBAHHBIM COTJIACUEM.
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Cmpenvruxosa B.A. u dp. TlepuuHas unamMapHas 1MCKuMHe3usl y pedbeHka ¢ cunapomom Cumrncona—Ionabu—bemens 11 tumna

Abstract

Primary ciliary dyskinesia (PCD) is an orphan disease associated with mutations in several genes. It is a ciliopathy, an abnormality of the cilia and
flagella. Ciliopathies include the extremely rare Simpson — Golabi — Bemel syndrome (SSGB) type I1. The aim of this article is to familiarize the
reader with the possibility of simultaneous presence of type Il SSGB and PCD in a patient with bronchiectasis (BE). Results. The first clinical
observation in the Russian literature is presented withhistory, physical examination, including clinical and morphologic examination, results of
additional investigations and initiation of therapy. The case describes a 15-year-old patient with BE and other lesions typical of PCD confirmed on
the basis of structural changes in the cilia of the respiratory epithelium of the trachea detected by transmission electron microscopy. The patient had
a pathogenic mutation of the OFD gene responsible for the development of both type I1 SSGB and PCD. Conclusion. Several variants of ciliopathies

may occur in one patient, and PCD may present as a syndrome.
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Cunngpom Cumricona—Ionabu—bemenst (CCI'B) sBmnsi-
eTCsl PeIKOM TaTOJIOTUE, TIPU KOTOPOil HAOJI0mal0TCS
MHOKECTBEHHbIE BPOXXIEHHbBIE MMOPOKU PA3BUTUSI, Ha-
cienyeMbie 1o X-CIIeTIJIEHHOMY PElleCCUBHOMY TUITY,
U olepekeHne (pU3NIEeCKOTO pa3BUTHUSA. 3a00IeBaHNE
BIIEPBBIC OMMCAaHO aMEPUKAHCKUM BpauoM J. L.Simpson
et al. (1975, 1984) [1-3]. G.Neri et al. (1988) 06001I€HA
nHMOpMaIKs, 00HApYKeHHAsI B INTepaType MO JaHHBIM
OIMMCAHHBIX KIMHNYECKNX HAOTIOACHMIA, a 00JIe3Hb T10-
nyuuna HauMmeHoBanue CCI'b [4].

Knunuuecku CCI'b noapasaensiercsa Ha 2 Tuma:
HaubOoJee pacnpoctpaHeHHas popma CCI'b I Tuna (kon
10 MEIUIIMHCKOM 0a3e JaHHBIX M3BECTHBIX 3a00JIeBa-
HUI C TEHETUYECKUM KOMITOHEHTOM U T€HOB, OTBETCT-
BEHHBIX 3a UX pa3BuTHe, «MeHIeIeBCKOe HaceI0BaHKe
y uenoBeka» (Online Mendelian Inheritance in Man —
OMIM) — #312870), oOycaoBIeHHAs MyTallUSIMU B TeHE
GPC3, n kpaitne peakasi popma CCI'b II Tuma (OMIM —
#300209), onucaHHas1 y MallUEHTOB C MyTallUsSIMU B TeHE
OFD1.

I'en OFD1 (Cxorf5) pacmonioxeH B XpOMOCOMHOI 00-
nactu Xp22.2 u comepKUT 27 9K30HOB [5]. DKcIpeccust
JIAaHHOTO IeHa HabJlomaeTcsl BO BCeX TKaHSIX U OpraHax
¢ TIpeoOiagaHeM B TUM(aTUUECKUX y3aX 1 IIUTOBUI -
Holi xene3e. [en OFD 1 konupyeT OMHOUMEHHBIH IIEHTPO-
coMHbIi 6etok OFD1, cocrostmmit u3 1 011 amuHOKUC-
JIOTHBIX OCTaTKOB 1 UTPAIOIINIA BaXKHYIO POJIb B Pa3BUTUU
1 GYHKIMOHUPOBAHNH PA3IMUYHBIX OPTaHOB ITOCPEICTBOM
y4acTHsI B (popMUpOBAaHUM U MOP(OTeHe3e peCHIYEK, pe-
TYJISIUMY aroreHe3a. [1o Bceit BUIMMOCTH, Ha paHHUX
cranusix pa3Butus 6enok OFD1 yyacTByeT B onpeaeieHun
OCH «JIEBO-TIPABO» — BOOOPaKaeMOI JIMHUU, Pa3Iesisiio-
LIE JIEBYIO U IIPaBYIO CTOPOHLI Teja [6].

BonbmnHcTBO MyTanmii reHa OFD1, onmucaHHBIX
B 0a3e JaHHBIX MyTaluii reHa yenoBeka (Human Gene
Mutation Database — HGMD), aBasitoTcs MpUYUHON
pPa3BUTHUS KIACCUUECKOTO AM3MOP(HOIOTMIECKOTO CHH-
IpoMa — POTO-JIUIIe-TIaJdblleBOTO cuHApoMma I Tuma
(OMIM — #311200) [7]. Apyrue 3aboneBaHust, 00yCIOB-
JIEHHbIE MaTOreHHbIMU BapuaHTamu reHa OFD 1, Bkio-
yatoT cuHapom XKyoepa, Tun 10 (OMIM — #300804) [8],
1 HECUHAPOMAJIBHBIN MUTMEeHTHBIN peTnHuT (OMIM —
#300424) [9]. ¥V n1uu ¢ maToreHHbIMU BapuaHTaMU TeHa

OFD1 Hepeako oTMeUaroTCs TiepeKphIBatonIecs: (heHo-
TUTIBI HECKOJIBKUX CUHIPOMOB U / WJIU APYTUE CBSI3aHHBIC
cuMmnToMsbl [10—12].

B eIMHMYHBIX OITMCAHHBIX B MUPOBOI JIUTEpaType CITy-
yasix CCI'B Il tumna, o0ycioBIeHHOTO MyTallUsSIMU TeHa
OFD1, otMeuaroTcst onepexxeHne (pu3nueckKoro pa3BUTHs
B IIpeHaTaJIbHOM U MOCTHATAJILHOM MeproIax, OXKUpPeHUe,
Makpouedanus, opraHomeraaus. 3a MocjieaHue roabl
UIeHTUPUIIMPOBAHO HECKOJIBKO HOBBIX (DEHOTUITYE-
CKMX MPU3HAKOB 3TOT0 CUHIPOMA, BKJIIOYasi IEPBUYHYIO
mvrapHyto nuckuHesuto (ITLJT), koTopas nposiBisieTcst
peCIMpaToOpHBIM IUCTPECC-CUHIPOMOM HOBOPOKIECHHBIX,
PELUMINBUAPYIOIINMI OTOCUHYCHO-JIETOYHBIMU MHMEKIIN-
amu, Oponxoskrazamu (bD) u cHKeHneM hepTUIBLHO-
ctu [13]. Takum o6pasom, yHukanbHocTh CCI'B 11 Tumna
3aKJTFOYAETCS B BO3MOXKHOCTU COYETAHUS KIIMHUIECKUX
IMPU3HAKOB MOHOT€HHOTO AM3MOP(OIOTMIeCKOTO CHH-
npowma c [TLJI, mpy KOTOpoM KayecTBO XM3HU MalMeHTOB
yxymaiaercs [14].

IIpencraBaeHo KJIMHUYECKOe HAOIIOAeHE MallMeHTa
¢ CCT'B II tTuna u ITLI,.

Knunuyeckoe HabnioaeHue

IMaument C. 15 ner noctynui B ['ocynapcTBeHHOE OI0IKETHOE
yupexnaeHue 3apaBooxpaHeHnst «Mopo3oBcKast IeTcKasi TOpoI-
CKast KIIMHWYeCcKast 60IbHUIIa» JlerrapTaMeHTa 31paBoOXpaHeH ST
ropona MOCKBHI ¢ kajjo6aMy Ha TMPOTYKTUBHBIN KaIlIesb C JKeJl-
TOU MOKPOTO¥, TOCITUTAIN3UPOBAH B MYJIbMOHOJIOTUIECKOE
OTIEJICHUE.

Anamues ycusznu u 3abonresanus. PebeHOK oT MaTepu 28 JeT,
OepeMeHHOCTh 1-4, HacTynuiIa Ha (DOHE TOPMOHAIBLHOTO Jieue-
HUS, B TeUeHHE OEPEeMEHHOCTH OTMEUYEeHBI aHeMUsl (TeMOTJIO-
ouH — 90 r / 1), maTonornyeckasi npudaBka mMacchl Tena (18 kr),
BYJIbBOBaruHUT. POMIbI CpOUHBIE C MCITOIb30BAHUEM BBIXOIHBIX
akymepckux murmioB. [Tpu poxxaenun macca tena — 4 187 T,
JIJIMHA Testa — 53 ¢M, olleHKa 1o 1Kaje Arnrap — 1 6a.

CocTosiHMe TIOCTIe POXIECHUSI — KpaiiHe TSXKeloe 3a CUeT
JIbIXaTeJIbHOM HEMOCTAaTOYHOCTH (IMarHOCTMPOBaHa BPOXKIEH-
Hasi THEBMOHUSI ), HEBPOJIOTUYECKOM CUMIITOMATUKU (CUHIPOM
yTHETEeHUs lieHTpaibHOU HepBHOI cucteMbl (LIHC), HeoHa-
TaJbHbIEe KJIOHUUYeckue cynoporu). IlTocie poxaeHust nmony-
YaJl UICKYCCTBEHHYIO BEHTUJISILIMIO JIETKUX B Te€UEHUE 9 CYTOK.
LlepebpanbHasi U ABUraTeabHasi akTUBHOCTD CTajla HapacTaTh
¢ 4-X CYTOK.
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Ha 16-e cyTKM XU3HU MaJb4MK MEPEBEICH B OTAEICHUE
MaTOJIOTUM HOBOPOXIEHHBIX B TSKEJIOM COCTOSTHMU 32 CYET
runoxkcuyecku-uiemudeckoro nopaxenust LIHC 11 crenenu,
OTMeYaIMCh CIIOHTaHHBIN pediekc Mopo, ropu30HTaTbHBI
HUCTarMm, cxojsiieecs: Kocorjiasue, cuMmnToM I'pede, oTcyTcTBUe
cocarejibHOTro pedJiekca.

B Bo3pacte 10 Mec. mosyyaj cralimoHapHOe JIieYeHUe I10 Mo~
BOJY MTHEBMOHMHU, C TeX IMOP HabaoaaeTCs eXXKeNHEBHbIN BIaX-
HbIf / MPOAYKTUBHBIN KallleJb, KpYIJIOTOAUYHOE 3aTPyIHEHUE
HOCOBOTO JIbIXaHUSI, HEOMHOKPATHO MOJIyyasl CTallMOHApHOE
JIeyeHue o MOBOAY BHEOOJbHMYHON MHEBMOHUM U B CBSI3U
C XpPOHMYECKMM OPOHXOJIETOYHBIM ITPOLIECCOM.

OTtMeyvaeTcs 3aepKKa MOTOPHOTO (TOJIOBY AEPKUT € 2 MeC.,
repeBopaynBaeTcs — ¢ 7 Mec., cuaut — ¢ 10 mec., moiien B 2 roga
1 Mec.) u peueBoro (cioru, 3ByKomnoapaxaHue — ¢ 4—5 Jier,
(paszoBas peub — ¢ 6—7 ser) pa3Butus. Takke HaGIIOAAINCH
CTepEOTUITHbIE ABUXKEHUSI TOJIOBOI U TJIEYEBBIM MOSICOM CO 2-TO
MOJYTOMS IEPBOTo roja XXU3HH, nocje 2 JeT — HeyBepeHHast
MOXOJKa C JeMEeHTaMU JIOOHOM aTaKCUM, HapylLIeHe MeJIKOI
MOTOPUKH.

ManbuuK HEOMTHOKPATHO KOHCYIBTUPOBAH HEBPOJIOTOM, Te-
HETHUKOM, MIPOBEACHO MCCIeI0BaHNE KapUOTUIIa (HOPMaIbHbBIM
KapuoTuIl — 46, XY), MOJIEKYJIIPHO-TEHETUIECKUMU METOIAMU
uckKiIoYeHbl cuHapomsl [pagepa—Bunnu, Cmur—MareHnuca,
Mapruna—ben.

B 3 rona ycraHOBIIeH IMarHo3 AeTCKUiA iepeOpaibHbIi rapa-
JINY, aTakcuyeckas popma, 3afepxka cuxopeyeBoro pa3BuTHsl,
CrnacTUKO-aTaKTU4YecKasi Au3apTpusi, OyIb0apHO-TICEBIOOYIb-
OapHbI CUHAPOM, TTape3 ToJ0COBbIX CBSI30K. OdopmiieHa uH-
BaJIMIHOCTb. PeOEHOK MOBTOPHO MOJIyyal Kypchl HelipomeTa-
0OIMYECKOI Tepanuu, Maccaxka, (pu3roTepanuu.

B Bo3pacTe 5 yiet o pe3yjbraTraM MarHUTHO-PE30HAHCHOM
TOoMOrpaduu roJJoBHOro Mo3ra BhISIBJIEHA Cy0aTpodus TMIIo-
KaMI1a, TUITOILIa3Usl MENMAIbHBIX OTIAEIOB reMUchep MO3XKeu-
Ka ¢ hopMUpOBaHMEM IKCTpalepeOeIIpHOI MCEeBIOKUCTDI.
B HeBpoJsiornyeckom craTyce B 3TOM BO3pacTe OTMEYalMCh
cieaywllue npusHaku: auddy3Hass MblledyHas: TUTTOTOHMS,
X0Jb0a Ha IIUPOKOI Oa3e, aKTUBHBINA CJI0BApb OIPpaHUYEH, UC-
MOJIb3YET XKECThl, HABBIKM CAMOOOCTYKUBaHUsI CDOPMUPOBAHBI
yacTuyHO. OpTOreaoM AMarHOCTUPOBaHA MJIOCKOBAIbIyCHAs
necdopMalsi CTorl.

3a BpeMsl IPeAbIIYIINX TOCIUTATU3AIMI 110 JaHHBIM 330-
(baroractpoayoneHOCKONMUM 0OHApY:KeHa racTpoazodareaabHas
pedatokcHast 60Jie3Hb, MO JaHHBIM OPOHXOCKOMUU — JABYCTO-
pOoHHMI TU(pY3HBIN THOMHBINM 9HA00POHXUT. [1o JaHHBIM KOM-
nblotepHoit Tomorpaduu (KT) nerkux B Bo3pacte 7 JieT Briep-
Bble BepU(ULIMPOBAHbI MHOXECTBEHHBIE IBYCTOpOoHHUE B3,
arenekrtasdbl. B 2015 r. B Bo3pacTte 8 JieT nmocje KOHCYIbTaluu
TreHeTHKa Ha3HauYeHO CEKBEHUMPOBaHUE 3K30Ma, B pe3ysbTaTe
KOTOPOTO BBISIBJIEH T€MU3UTOTHBI HYKJICOTUIHbIN BapUaHT
chrX:13785320C>T B 20-M ak30He reHa OFD 1, He onMCaHHBI
paHee, MPUBOASLIMIA K MPEXIeBPEMEHHON TEPMUHALIUU TPAHC-
JISIUMY B osioxkeHuu p.(GIn§92*), NM_003611.2. B coorserct-
BMU C POCCUMCKUM PYKOBOJICTBOM MO MHTEPIPETALIMU JaHHBIX
TEeHETUYECKUX MCCeOBAaHUIA 9TOT BapUaHT CJIeIyeT CUUTATh
naToreHHbIM [15]. Y pebenka quarHoctupoBad CCI'B 11 Tumna.
JlanbHeiliee obclienoBaHue pedeHKa U ero OMOJIOTMYeCKO
MaTepu METOIOM CeKBeHUpoBaHusI 1o CaHrepy MO3BOJIMIIO Ba-
JIMAMPOBATh U YCTAHOBUTh CEMEIHYIO Cerperaluio oOHapyKeH-
HOTO HYKJICOTMHOTO BapuaHTa, YHACJIEIOBAaHHOIO OT MaTepH.

[Tpu rocniuranu3anusx B craoHapbl MOCKBBI y peOeHKa
3anono3peHa I[TLI/1. B cBsi3u ¢ aTuM B Bo3pacte 9 jieT mpoBeaecHO
HccleoBaHue OMoNnTaTa MepLaTeIbHOIO SMUTEIUS CIU3UCTOMU
000JI0YKM HOCA METOIOM CBETOBOI MUKPOCKOITMU, MO TAHHBIM
KOTOPOTO BBISIBIEHO aKTUBHOE IBUKEHUE PECHUYEK B TMHAMUKE
MPU pa3IMYHOM YBeJUYeHUU. J10J1s1 KIEeTOK ¢ MOABMXKHBIMU pec-

HMYKaMM B LIeJIbIX TUTacTax cocTapisuia > 90 % (HopMa), xapak-
Tep ABMKEHUST PpECHUYEK — YHIYIUPYIOLIUiA (HOpMa), yacToTa
nBrokenus — 7,5 ' (Hopma — 6,5—8,0 I'it). Mopdonornyeckux
0COOEHHOCTEN KJIETOK LIMJIMAPHOTO SMUTENIUS TaKKe He OOHa-
pyxeHo. [Tpu npoBeneHUr MOBTOPHOIO MUKPOOUOJIOTMYECKOTO
HCCeIOBaHMSI MOKPOTHI B ITOceBax onpenensiiach Haemophilus
influenzae. Ilpu aynuoMeTpuu BbISIBJICHA IBYCTOPOHHSISI KOH-
TYKTUBHAS TYTOYXOCTb, B CBSI3U C TUM MO3/IHEE OCYILIEeCTBICHA
yCTaHOBKa TUMIIAHOCTOMUYECKOU TpyOKM (crpaBa u clieBa).
B TOM ke Bo3pacTe mpoBeAeHO JieueHue U 00CaeI0oBaHue pe-
O0eHka B 'epMaHuu, re 3a epuos rocnuTaan3aluy npoBeieHa
KOMILIeKCHas 1abopaTOpHO-UHCTPYMEHTaIbHAsI IMarHOCTUKA,
TMOBTOPHO MCCEN0BaH OMONTAT MEPLATEIbHOTO SIUTEIUS Me-
TOIOM BBICOKOCKOPOCTHOI BUAEOMMKPOCKOIUM, UCKITIOYESHBI
T, mykoBucLmao3, Tyoepkyies. [IpuzHakoB uMMyHonehu-
LIMTa TakKe He oOHapyxeHo. Takum o0pa3oM, Ha OCHOBAaHUU
MpOBeJCHHOro o0cnenoBaHus, Kak B Poccun, Tak u 'epmanuu,
npuYKrHa cyuiecTBylomnx bD y pebeHka He BbIsICHEHA.

C 11 net ManbuuK 4 paza rOCIIUTATIU3UPOBAJICS B pa3IMUHbIC
crauroHapbl MOCKBBI C Kaqo0aMKM Ha KpOBOXapKaHbe, y HETro
MPOBOAUIMCH aHTMOTrpadus U CeJIeKTUBHAsI KaTeTepu3alius
1 sMOoIM3aLMs cocynoB. B 13 jieT KOHCYIbTUPOBAaH OPTOIEIOM,
JIMarHOCTUPOBAHbI TPYAONOSICHUYHBIN CKOIMO3 | cTerneHu, Ku-
dotryeckas ocaHka, genu valgum ¢ 06euX CTOPOH, IMJIOCKOBaIb-
rycHble cTorbl. Takxke B 13 j1eT coXpaHsIIUCh 3Kajlo0bl Ha CTEPeO-
TUITHbIE ABMKEHUSI TOJIOBOIA, HEJIOBKOCTh B pyKax, HapyIIeHUs
peuYu Y MOXOAKHU, TPYAHOCTU B OOILIEHUHU CO CBEPCTHUKAMM,
HEIOCTaTOYHYIO OPMEHTALIMIO B TPOCTPAHCTBE.

Ha ocHoBaHMM MOJy4YeHHBIX JaHHBIX aHAMHE3a COCTOSI-
HUe peObeHKa OLIEHEHO IO MPEAMKTUBHOM 11IKale AMarHOCTUKK
LA Primary CiliAry DyskinesiA Rule (PICADAR) [16]. Ouenka
B CyMMe cocTaBuJja 8 0aJljIoB:

*  TALMEHT POIUJICS JOHOIIEHHBIM (2 6asa);
*  HaJuyMe pecruMpaTOPHbIX CUMIITOMOB (TaXUITHOD, Kallle/b,

MMTHEBMOHMSI) B paHHEM HEeOHaTaJbHOM Tepuone (2 6anna);

*  TOCMUTAIM3alMs B OTIEICHUE UHTEHCUBHOM Tepanuu HO-

BOPOXIECHHBIX (2 6asa);

*  PUHUT HaOMOIaeTCsl Kpyrbliii roa (1 6amn);
*  XpOHMYECKHE CUMIITOMBI CO CTOPOHBI OpraHa ciyxa (1 6aswr).

ObsexmuesHbLil cmamyc, pe3yabmamsl OONOAHUMEAbHbIX 00CAe-
dosaHuil u nposedenroii mepanuu. [Ipu MOCTYIIEHUU pebeHKa
0ECMOKOWIT €XXeIHEBHbBII MPOAYKTUBHBIN KallleJIb ¢ OOMJIbLHOM
XKenToit MokpoToit. [Tpu ocMoTpe BhIsiBlIeHa e opMalius Majib-
LIeB I10 TUIY «6apabaHHbBIX MaJ04YeK», HOITEBBIX MUIACTUH —
I10 TUITY «4ACOBBIX CTEKOJI».

Ipu ayckyabTallMu JIETKUX ONpeaeasianuch 1uddy3Hbie
BJIQXKHbIE MEJIKOIy3bIpUaThle XPUIIbI, OCIa0IeHUE AbIXaHUS
clieBa; MpHU Majblallii OPraHOB OPIOLIHOM MOJOCTU — rerna-
ToMerajus (rMmedyeHb onpeaessiyiach Ha 2 CM HUXe Kpasi pedep-
HoMt myru). Catypauus KpoBu KucaoponoM (SpO,) 1o naHHbIM
myiabcokecumeTpun — 90—93 %. dusnyeckoe pa3BUTHE — C OIle-
pexeHueM (pocT cooTBeTCTBYeT 90-My MEPLIEHTUII0, Macca Tesa
npeBbIlIaeT 97-i MepLeHTU b, OKUPEHHUEe, MHIEKC MacChl Tejla —
30,5 xr / M?), 3KCIIpecCUBHasl pedb MpeACTaBIeHa HeUeTKUMU
¢dpazamu, MOHMMaHKE OOpAILIEHHOI peun Xopollee, UMEIOTCs
0COOEHHOCTH MOBEACHMUSI (CTEPEOTUITMHM ), IOXOKA C SIEMEHTAMK
aTaKCUU, HEYKJIOXKECTb, TPYAHOCTU ¢ OEroM, IpUcCeIaHUsIMU,
HEI0CTaTOYHOCTb MEJIKOI MOTOPUKHU, MBIIIIEYHAsT TUTIOTOHUSI.

[Tpu KITMHUKO-MOP(OJOrMYecKOM OCMOTPE BPauOM-TeHETH -
KOM Bepu(ULUPOBaHbI MaKkpoledanus, nonuxouedanus, rpy-
0oBaTbIe YePThI JIULIA, BHICTYMAIOLINN 10O, TUTIONIA3UsI CpeaHe
TPETH JIMLIA, TTyOOKO MOCaKEHHBIE TJ1a3a, MOHTOJIOUIHBIN pa3-
pe3 IIa3HbIX 1IeJIei, IMPOKOoe 3araBlliee MepeHOChe, IIIMPOKUI
KOHYMK HOCa, KOPOTKMIT HOC C OTKPBITBIMU BIIEPE HOZAPSIMU,
IJIMHHBIN (DUIBTP, TOHKAsI BEPXHSIS Ty0a, TOJIHAsI HUXKHSIS Iy0a,
MPOTeHUsI, MaKPOOTUSI, ACUMMETPUYHBIE OTTOIBIPEHHbBIE POTH -
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Puc. 1. BpoHxosKTa3bl B cpemHeil 1ojie TPaBOTO JIETKOTO, BepXHE
1 HYDKHEH 10J1€ JIEBOT'O JIETKOT'O 110 JaHHBIM KOMIIbIOTEPHOI TOMOTpa-
bum Jerkunx

Figure 1. Bronchiectasis in the middle lobe of the right lung, upper and
lower lobes of the left lung at the computed tomography scan of the lungs

POBaHHBIE NTUCTIACTUYHBIE YIITHBIE PAKOBUHBI C TPUPOCIITUMU
MOUKaMu U 1ehopMUPOBAHHBIM 3aBUTKOM CJIeBa, KOHUYECKHE
MaJiblibl PYyK, pacxosiieecs Kocorjiiasue, MUOMUs, CKOJIMO03
IPYAMHO-TTIOSICHUIHOTO OT/eJIa [TO3BOHOYHMKA, TIJIOCKOBAIb-
T'YCHBIE CTOITHI.

Ha peHTreHorpaMmax opraHoB I'pyIHOU KJIETKU B TIPsI-
MOI ¥ GOKOBOU MPOEKIUSIX BU3yaTU3UPOBAIUCH OOLITUPHbBIE
y4aCTKM 3aTE€HEHUSI CO CTYIIEHNEeM JIETOYHOTO PUCYHKa (crpa-
Ba — HA YPOBHE CPEIHEN M HUXKHEH OJIeH, CleBa — B HUKHEN
N10J1e) — 30HbI OPOHXOIKTATUYECKMX UBMEHEHUH, B BEPXHUX OT-
JieJax — 04aroBOIOI00OHbIE YIIJIOTHEHUS, (PUOPO3HBIE TSKUCThIE
tenu. [To nanubpM KT opraHoB TpyaHO# KJIETKH BU3YaTM3UPO-
BaJIUCh KPYMHbIE TPAKLIMOHHBIE U HETPaKIIMOHHbIE b3 (puc. 1).

[Tpu onieHKe GYHKITNY BHEIITHETO TBIXaHUSI BBISIBJIEHO CHU-
JKEHUe TIoKa3aTeei:

*  XU3HEHHas eMKOCTh jierkux (KEJI) — 2,431 (54 %, );

*  00beM (hOpCUPOBAHHOTO BhIAOXA 3a 1-10 ceKyHmy — 1,7 1
(45%,,,);

* unznekc Tudbdno —69 %, ;

*  MakcuMaJibHasi oObeMHasi CKOPOCTh BbIJ0Xa Ha YPOBHE
25, 50 u 75 % dopcuposannoit 2KEJI (DKEJT) — 3,88;
1,7u 0,441 /¢ (60,371 19 %,  COOTBETCTBEHHO);

*  cpemHsist 00beMHas CKOPOCTb BBIIOXA, OTIpeiesisieMast B IPo-
necce Bbioxa (25—75 % ®XKEJ) — 1,051/ ¢;

*  nuKoBas oGbeMHasi CKOPOCTb Bbinoxa — 4,531 /¢ (60 %, ).
PebeHky MOBTOPHO BBITIOJIHEHA TPaXeOOPOHXOCKOMMSI, IH-

JIOCKOMUYecKasi KapTMHa COOTBETCTBOBaJIa THOMHOMY OpOH-

XUTY, BBIMIOJIHEHA OUOIICUS CIM3UCTON OO0JIOUKU Tpaxeu JUIst

MPOBENICHNSI TPAHCMHUCCUOHHOM 3JIEKTPOHHON MUKPOCKOITUN

(TOM). Ilpu aHanu3e CTPYKTYPHBIX UBMEHEHUI B PECHUYKAX

pPECTIMPAaTOPHOTO SMUTENNS 10 pe3ysbTataM TOM, mpoBeneH-

HOI B COOTBETCTBUY C COTJIACUTETHHBIM JTOKYMEHTOM TIO JJIEK-

TPOHHO-MUKpocKonuueckoi nuarHoctrke ITLJ [17], BbisiBiie-

HO OTCYTCTBME BHYTPEHHUX TUHEMHOBBIX PyUeK, B HEKOTOPBIX

peCHUYKaX BHYTPEHHUE JUHEUHOBbIE PYYKHU MPEICTaBIEHbBI

B €IMHUYHBIX JyruieTax (puc. 2), 4YTO MO3BOJIWIJIO MOATBEPAUTH

nuarHos TTLJI.

[Mpu moBTOPHOM TTOCEBE MOKPOTHI 0OHapyxeHa H. influen-
Zae, IyBCTBUTENIbHAS K JIEBODIIOKCAIIMHY, B CBS3U C OTUM Ha-
3HaueHa BHYTPUBEHHAsI aHTUOAKTepUaTbHAST TePATTNsl JaHHBIM
aHTUOAKTEPUATBbHBIM MpErapaToM, HalpaBlIeHHAs! Ha 3paau-
KaLuio reMoWIbHOM Najaouku, Kypc — 21 neHb. Kpome Toro,
MPOBOAWIMCH CEAHChl MHTPAMYJIbMOHAIBHON MEPKYCCUOHHOMN
BEHTWJISILIUU JIETKUX, MHTATSILUU ¢ heHOoTepoia TuapodpoMu-
JIOM + UTIPATPOTIVSI GPOMUIOM, JUTUTETHHO TIOTyYal WHT IS
7%-HbIM pacTBOpoM HaTpust xjtopuna + 0,1%-Hblil rHanypoHar

Puc. 2. TpaHCMUCCHOHHAS 3JIEKTPOHHAs MUKPOCKOIUSI PeCHUYEK
pecnuparopHoro anurenus. OTCYTCTBUME BHYTPEHHUX IMHEUMHOBBIX
pyuek

Figure 2. Transmission electron microscopy of the cilia of the respira-
tory epithelium. Internal dynein handles are absent

HaTpusl,, HauaTa JUTUTeJIbHAs Tepanust asuTpoMuIimHoM (1 pas
B 3 IHSI) C MPOTHMBOBOCIAIUTEIBHOM 11760, D(PHEKTUBHOCTH
JIaHHOM KOMILJIEeKCHOM Tepanuu bD y nmauueHToB ¢ b, He cBsI-
3aHHBIMM C MYKOBUCLIMI030M, NToKa3aHa paHee [18]. Ha ¢oHe
Ha3HAYeHHOW Tepary JOCTUTHYTA MOJOXKUTEIbHAS TUHAMKIKA
B BUJIE OTCYTCTBUA aKPOLIMAHO3a, yIydIleHus okasatens SpO,,
KOTOpast yCTOMYMBO cocTaBlisiia > 92 %, Takum o6pa3om pede-
HOK He HYXXIaJICSl B IOITOJTHUTENILHOM TOTAllY KUCIOPOIa 1 ObIT
BbINMCaH U3 cTaloHapa. Co CJIOB ponuTeseit, Mpu AaabHEeHIINIX
MePUOANICCKIX KOHCYJIBTALIUSIX C HEeJIbI0 TUHAMUYECKOTO Ha-
OroIeHMsT y peOeHKa YIydInIach MepeHOCUMOCTD (hHU3UYeCKOM
Harpy3Ku, MMOBLICUJINCh KOTHUTUBHBIE CIIOCOOHOCTH, TIPH Kalllie
OTXOJMJIa CAU3UCTasi MOKPOTa B HEOOJIBILIOM KoinyecTBe. Yepes
1 Mec. pe6eHOK BHOBb ITOCTYITUJI B OTICJICHUE ITyJIbMOHOJIOTUN
l'ocynapcTBEHHOTO OIOIKETHOTO YUPEXKISHUS 3IPaBOOXPAHEHMS
«Mopo30oBcKast JeTcKast TOpoJcKast KIMHUIeCKash OOJIbHULIa»
JlemaprameHTa 3apaBOOXpaHeHus ropoaa MOCKBBI ¢ Xkajgo0a-
MM Ha OTXOXIEHWE THOMHOW MOKPOTHI, MIPH TTOCEBE MOKPOTHI
oOHapyxeHbl H. influenzae, P. aeruginosa, "THULIMMpPOBaHA MHTA-
JISIIMOHHAs Teparust KOJUCTUMETATOM HaTpusl (IO pe3yJibTaTaM
aHTHOAKTepHAIbHOM YyBCTBUTEIBHOCTH). B HacTosIIee Bpems
HabJIoeHre 3a ALMEHTOM MPOI0JIXKAETCS.

O6cyxaeHue

JocTiKeHUs TeHeTUKY Y U3yIeHe aHOMAJINI B CEHCOP-
HBIX peCHUYKaX TIOMOTJIM OMPEIeIUTh pPa3HOOOpa3HbIE
3a00J1eBaHus, B T. U. IEPBUYHBIC LIMyIMonaTuu. [lepBuy-
Hble PECHUUYKN OOHAPYKUBAIOTCS TTOUYTH BO BCEX KJIETKAX
Ha OIIpeIeICHHOM 3Tare pa3BUTHSI U UTPAIOT KITIOYEBYIO
POJIb B Iepeaavye CUTHAJIOB, TTIO3TOMY TTIEPBUYHBIC T -
OornaTUM BKJIIOYAIOT IIUPOKUI crieKTp HapyweHuii. He-
KOTOpEBIE TTEpBUYHBIC LIMJIMOTIATAN TTPOSIBIISIIOTCS TIPEH-
MYIIIECTBEHHO B OTHOM OpTaHe (HarpuMep, MTUTMEHTHBII
PETUHUT, TTOJTUKHUCTO3 TIOYEK), B TO BpeMsI KaK IpyTrue
MPOSIBJISIIOTCS] B BUZIE CJIOXKHBIX CUHAPOMOB (Harpumep,
cunapoM bapae—bunns, cunapom XKybdepa, BposKaeHHbI
amaBpo3 Jlebepa).

ITo maHHBIM COOOIEHUI O PEAKMX CIy4asix Ipo-
neMoHcTpupoBaHbl ocodeHHocTu T 1 mepBUYHBIX
LAJMOIATHUIl Yy OAHOTO U TOTO € TMalueHTa, MPUu 3TOM
WHTepeC K MTOTeHINATBHBIM ITePEKPHIBAIOIINMCS LIMITHO-
MaTUSIM yCWIUics. Y HeCKOJIbKUX WHAUBUIYYMOB U Ce-
Meii BbISIBIEHBI KaK MUIMEHTHbBIN peTUHUT, Tak u [T/,
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3ametku u3 npaktuku « Clinical cases

YTO MO3BOJISIET MPEAIONO0KHUTh, YTO HEKOTOPbIE NeDEeKThI
pPECHUYEK MOTYT BIIUSITh KaK Ha CEHCOPHEBIE, TaK W Ha IO~
BYKHBIE pecHIYIKH [ 19]. [IpencTaBieHHOE KIMHIYECKOE
HabmoneHue 3a narreHToM ¢ couetannem CCI'B 11 tuna
u ILJI — apxas wimocTpaiys nepekpecta HUJInOonaTHii.

I[TpuHUMasT BO BHUMaHUe JaHHBIC aHaMHe3a (IMoKa-
3aTeJI MacChl M JUTMHBI TeJla TIPU POXKICHUN — KPYITHBIN
IO, 3a/ep>KKa MOTOPHOTO 1 TICUXOPEYEBOTO Pa3BUTHS,
peurABUpPYIOLIEe MHMDEKIIUY BEPXHUX AbIXaTeIbHbBIX ITy-
Tel), KIIMHNYECKOI KapTUHBI 3a00J1eBaHMS (OITepeKeHe
(pm3mIecKoro pa3BUTHSA, OXXUPEHUE, TEITATOMETAINSI, Ma-
Kpouedanus, TnieBble AU3MOP(MUN, CKOINO3, pELIUINBU-
pyioiyie GpOHXUTHI, THEBMOHWHU, Hanure bD), naHHble
MOJIEKYJISIPHO-TEHETUIECKOTO UCCIIeIOBaHUS (BBISIBJICH-
HBII TTaTOTeHHBIN BapuaHT B TeHe OFD 1), nmarto3 CCI'b
II Tuna He BbI3bIBaeT cOMHeHUM. Hanuuue y mauueHTta
b3, 8-6annbHas olieHKa MO NMPEeAUKTUBHOMN 11IKajie Auar-
Hoctuku [T/ PICADAR, natoreHHbI BapuaHT B reHe
OFD1, oTBETCTBEHHOM I10 COBPEMEHHBIM IPEACTABICHM -
sim 3a pasputue 111, oTcyTcTBMEe BHYTpEHHUX IUHEUMHO-
BBIX py4eK 1Mo JaHHBIM TOM 1 pecHUUeK MepLaTeIbHOTO
peCMpaTOPHOTO SITUTEINS TIO3BOJIMINA YCTAHOBUTD TN~
arHo3 ITL/. Cnyyan nsonuposanHoit ITL, o0ycios-
JIEHHOI maToreHHbIMM BapuaHTaMu reHa OFD 1, pacrio-
JIOXKeHHBIMU B 20-M 1 21-M 3K30HaxX (DaHHas MyTalLvs
MMeJia MECTO Y HabJIFoIaeMOoro MalyueHTa), TTPUBOISIIMU
K TIPEXIeBPEMEHHON TepMUHAIINY TPAHCIISILINY, OTTUCAHBI
panee [20], omHAKO IJIST pacCCMaTPUBAEMOT0 KITMHUYECKO-
ro HaOJIOAEHUS XapaKTepHO CoYeTaHUe KIMHUYECKUX
MPU3HAKOB MOHOTeHHOoro au3dMopdonornyeckoro CCI'b
II Tuna c I, npy1 KOTOPBIX 3HAYMUTEIbHO YXYILLIAETCS
Ka4eCTBO KM3HU TAIIUEHTA.

JaHHOe KJIMHWYeCKOe HabJlofeHue sSIBJIsIeTCs 1o~
KazaTeJIbHOW MJUTIOCTpalleil JOJITOTO U TPYIHOTO ITyTH
K yctaHoBJieHUto nuarHosa I[MIJI. ITpuunHaMu no3nHei
IUATHOCTUKU MOXHO CUMTATh ITOBTOPHOE BBISIBJICHUE
HOPMaJIbHOU MOJABMKHOCTU U MOP(OJOTUU PECHUYEK
B OMoNTaTe MEPLATEIBHOTO SIUTEINST CJIM3UCTOM 000JT0U-
KU IBIXaTeJIbHBIX ITyTei METOIOM CBETOBOI MHKPOCKO-
WU, BBHITIOJTHEHHOE B Pa3IMYHBIX YIpeKIeHUsIX. BmecTe
C TeM UMEHHO MPUMEHEHUE BCero apceHasa MMEIOIIUXCS
MmetonoB nuarHoctuku ITLJI, BKIrouast reHeTU4eCKoe
nuccienoBanue, TOM, Mo3BoIMIO0 BepUDULIMPOBATH dU-
arHo3, Ha3HAYUTb TEPAINIO C YIETOM CTEIIEHU TSDKECTH
B3 [18], mpu KoTopoii cocTossHME MalMeHTa YIYJIIUIOCh.
OcHOBaHUEM JUTS IIPOIOJIKEHUST TTOMCKA B KAYECTBE TIPH-
yuHbe! B [TLJ] y manmeHTa ssBuiach KIIMHIYeCKast KapTH-
Ha 3a0oJeBaHus, coueTaHue bD ¢ TyroyxocTblo, 3aTpy-
HEHMEM HOCOBOTO JIbIxaHus, Jokanu3auus bD B cpenHeit
JIoJIe, TIOBTOPHOE OIpeie/IeHNE B MOKPOTE CBOMCTBEHHOM
st neteit ¢ T mukpodmopst (H. influenzae), BBICOKAsT
oueHka 1o mkajae PICADAR, cBeneHust 00 accolmanmn
TTLJI ¢ myTauussmu B reHe OFD].

3akntoueHme

ITo naHHBIM KJIMHUYECKOTO HAOIIOACHUST TTPOJEMOH-
cTpupoBaHa Bo3MoxXHOCTb coyetaHusi CCI'b Il tuna
¢ NI BcnencTBue myramuit reHa OFD1 — 3abomeBa-
HUI1, OTHOCSIIUXCS K TpymIie HuirornaTuii. OTcyTcTBre
MaTOJOTUY PECHUYEK PECIIMPATOPHOTO BMUTEIUS MPU

CBETOBOM MUKPOCKOIIMU IIPU HATUYUU KIMHUYECKOMN
kaptuHbl T[T, BbicOoKO# oueHke mo 1mkaie PICADAR
HE TOJDKHBI SIBJISITBCST OCHOBaHUEM TSI UCKITIOUCHUS BO3-
moxkHoctu Hanuyus [T y mauuenra. [1pu nuarHoctuke
3a00JiIeBaHUST HEOOXOJAUMO YYUTHIBATh BECh CIIEKTp Ie-
HOB, OTBETCTBeHHbIX 3a pa3Butue [T, B T. 4. ren OFDI,
1 BKJTIOYATH B TIPOTPAMMY FeHETUIECKUX UCCIICTOBAHMIA.
ITpu HazHaYeHNM KOMITJIEKCHOI Tepanuu bD cocTosiHue
0O0JIBHOTO MOXET YIY4IITUThCS.
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