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KAMHUYeCKUM cayyau nepBUYHOU LUAMAPHOU AUCKUHE3UMU
y NauMeHTa ¢ KUCTO3HbIM Ppubposom

Bobposnuuuii B. .1, Kuzan C. B.1, [lempyuens A. B., Pybanux JI. B2, Acmawonox A. H?

"Yupeacdenue obpasosanus <beropycckuil 20cydapcmeenvlil MeOUUUHCKUL YHUBEPCUMEM >,
2. Munck, Pecnybauxa Berapycy;

2PecnybauKancKuil HayuHO-NPaKmMuuecKui YeHmp sNUOeMUOLO2UU U MUKPOOUOLOZUU,
2. Muncx, Pecnybauxa Beaapyco

Pedepat. Penkue 3aboneBaHMS HEBO3MOXHO BKJIOYATh B paHAOMU3MPOBAHHBbIE TLIale00-
KOHTPOJIMPYEeMbIe MCCIIEAOBAHUS M3-3a CJIOXKHOCTH Habopa yJacTHUKOB. MIX aHaiIM3 OCHOBBIBACTCS
Ha JAPYrUX METOJOJIOTHSX, B TOM YMCJIie Ha ONMCAHUM CEPUM CIy4aeB M eOIUHUYHBIX KIMHUYECKUX
CJIyJaes.

B nanHoit pabGoTe mpeacTaBlieH KIMHUYECKUI Cydail peIKoi MTepBUYHON LIMIMAPHOM TUCKM-
HE3UU y MalMeHTa ¢ KUCTO3HBIM (prdpo3oM. [IpoBeneHHOE KOMIUIEKCHOE 00CIeJOBaHME MalleHTa C
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WCITOTb30BaHUEM Pa3TMIHBIX METOIOB JUATHOCTUKHU ITO3BOJIMIIO IIOCTABUTH ITPABWIIBHEIN TMATHO3 1
HayaTh aJeKBaTHOE JICUYCHUE.

KmoueBblie cioBa: repBrUYHas LUMIMapHas TMCKUHE3UsI, KUCTO3HBINM (huOpo3, OPOHXOCKOTIHSI,
aTOMHAsI CUJIOBask MUKPOCKOTIMSI.

Bgenenue. [1o naHHBIM OPULIMATBHBIX CTATUCTUYECKUX COOpHUKOB Pecriy6iuku benapych, B CTpyKTy-
pe Bcex 0oJIe3HE y neTeit 101t 00JIe3He opraHoB abixaHus coctasiseT oT 60 1o 71 % [1, 2].

CMepTHOCTb Cpeaiv NETCKOro HacesieHus1 Pecniyonuku benapych oT pecmupaTopHOii MaTOJI0TMKY OCTa-
eTcsl HU3Koi [3], Mexmy TeM oTMedaeTcs POCT YMCACHHOCTU AeTeil, BIepBble MPU3HAHHbBIX MHBATMIAMU
[1, 2, 3].

OmHNM U3 MEXaHU3MOB Pa3BUTHs 00JIC3HEN peCTIMPAaTOPHOIN CHCTEMBI SIBIISICTCS TUCHYHKIINS MYKO-
mmapHoro kiauperca (MIIK) BeiaencTeue pazmuaHbIX (haKTOPOB TeHETUUECKO, BPOXKICHHOMW 1/ WU TP -
o0peTeHHOI npupoabl. Bero matonoruio MIIK MoXHO pa3aeauTh IMma MaToJ0TMI0 peCHUYEK, MaTOJOTUI0
cau3eobpa3oBaHus U UX codyeTaHue. CoueTaHHOE MOBpeXIeHue oTaeabHbIX 3BeHbeB MK, Kak mpasuio,
XapaKTEPHO JIJIsl MPUOOPETEHHOM MaToJoruu (OpOHXUT, THEBMOHUS U P.) U OHO 00paTUMO, a U30JIMPOBaH-
HOE — B OOJIBIIICH CTETICHU P HACICACTBEHHBIX 3a00IeBaHUX (TTEpBUYHAS LIMUITMApHAs TUCKUHE3UsI, K-
CTO3HBIN (PUOPO3 U Ap.) — NMEET HEOOPATUMBIIT XapaKTep.

IMepBuunas nunuapHast guckunesus (ITLJ]) — reHeTuyecku AeTepMUHUPOBAHHOE 3a00JeBaHUE, B
OCHOBE KOTOPOTO JIeXaT Ae(PEeKThl CTPOEHUSI MUKPOTPYOOUEK peCHUUYEK MepLIaTeIbHOTO SMUTEIUS PeCT-
pPaTOPHOrO TpakTa M aHAJOTUYHBIX CTPYKTYP, TPUBOJISIIME K HAPYILICHUIO UX IBUTATeIbHON aKTUBHOCTH [4,
5]. Hau6onee yacto ITLIJI oOycioBieHa OTCYyTCTBUEM WK Ae(PEKTaMU CTPOEHUSI BHYTPEHHUX U HaPYKHbBIX
JTUHEWHOBBIX Py4YeK B CTPYKTYpPE PECHUYEK U KTYTUKOB. MOTyT 0OHapyKUBAThCS Ae(HEKThI paaruaaIbHbIX CITUII
1 MUKPOTPYOOUEK (B TOM UHMCJIE, UX TPAHCITO3UIIMS), a TAKKE €CTh CIIydar TIOJTHOTO OTCYTCTBUSI peCHUYEK.
Y HEKOTOPHIX MALIMEHTOB UMEIOTCSI COUeTAHUS HECKOIBKIX Te(PEeKTOB.

DTa MaToJIOTUsI HE SBJISIETCS CTATUCTUYECKU IIUPOKO PACTIPOCTPAHEHHOMN (BCTPEYAETCs C YACTOTOU
OIIMH cirydait Ha 15—60 ThIC. pOAMBIIMXCS XKUBBIMHI), OMHAKO 3HAYMTEIbHO CKa3bIBAETCSl Ha CTPYKTYpE TSI~
JKEJIBbIX, B TOM YKCJIe MHBAJIUAN3UPYIOIIKX 3a00eBaHuii [4, 5, 6].

Tun HacienoBaHUS — ayTOCOMHO-PeIleCCUBHBIN. [1epBUUHBIN neDEKT MOXKET ONpeAeISIThCS MyTallHs -
Mu B 200 reHax, OTBETCTBEHHBIX 3a CUHTE3 IIMIMAPHBIX 0eIKOB. BapnabeIbHOCTh TeHeTUUECKNX Ne(heKTOB
OIpe/iesIieT pa3Ho00pa3re KIMHUYECKON KapTUHHI [7].

Cunapom 3uBepta — KaprareHepa (couetaHre OpOHX03KTa30B ¢ 00paTHBIM pacIOI0XEeHUEM BHYTPEH-
HUX OPTaHOB M XPOHUYECKUM CUHYCUTOM) SIBJISIETCSI KJIACCUYECKOU M caMOii pacpocTpaHeHHOU hopMoi,
BcTpevaroineiics y 50 % nauuentos c [T/ [4, 5, 6].

OTCcyTCTBUE CUHXPOHHBIX (D (EeKTUBHBIX KOJIeOaHM pecHNYeK 00yCIOBIMBACT HAPYIIICHUE MYKOIIM-
JINApPHOTO KJIMpeHca, a Tocenyrollee HacIoeHNe NHGEKIIMN TTPUBOIUT K (DOPMHUPOBAHUIO XPOHNIECKOTO
BOCTIAJIUTEILHOTO TIPOIIecca B IbIXaTETBHBIX ITYTSIX.

Ha sTane sMOprOHaTBHOTO Pa3BUTHUS YK€ MOXHO 3al0J03pUTh U3MEHEHUs, XapakTepHbie Juis [TLI.
YcTaHoBAEHHBI (haKT, YTO PECHUUYKU MPUCYTCTBYIOT B SMOPHOHAIBHOM Y3J1€, Ie 00eCreunBaoT CIoco0-
HOCTb Ha 3Talle paHHEro sMOproreHe3a COBEPIIUTh SMOPHMOHY MOBOPOT BHYTpeHHUX opraHoB. Ho nipu Ha-
JINYMU MYTallMU B TeHaX IIOBOPOT HE COBEPILIAETCS, YTO BJICUET 32 COOOM TPAaHCIIO3UIIMIO BHYTPEHHUX Opra-
HOB. C MeHBbIIIEl YaCTOTOI MOXXHO OTMETHUTH LiepeOpabHYI0 BEHTPUKYJIOMETAINIO, TT0 TAHHBIM YIBTPa3By-
KOBOTO MccienoBanus [6, 7, 8].

B niepuone HoBopoXIeHHOCTH OoJiee, YeM y 75 % MOHOIIEeHHBIX HOBOPOXIeHHBIX ¢ ITLIJI pa3BuBacTCs
pecnupaTOpHbBIN AUCTPECC-CUHAPOM C MTOTPEOHOCTHIO B KUCJIOPO/IE OT OJHOTO IHS 10 HeAe . XapaKTepHbI
YCTOMUYMBBIE K TEPATTUU PUHUTHI MPAKTUUECKHU C IEPBOTO AHS XU3HU. B 6osiee peakux ciaydassx BHyTPEHHSISI
runpouedanus. I1pu KiraccuyeckoM pa3BUTHU 3a00JIeBaHUS YKe B IIEpBBIC Ba rofa KM3HU peOeHKa BbI-
SIBJISIIOTCSI XPOHUYECKUM IMTPOAYKTUBHBIM KaIlleJIb CO CIM3UCTO-THOMHOM MJIM C THOMHOW MOKPOTOM, ITIOBTOP-
Hble OpOHXUTHI U ITHEBMOHUU [6, 8, 9, 10].

B Gonee crapiiem Bo3pacte y aeteit ¢ ITLJ] mosiBasitoTCsl XpOHUYECKUE CUHYCUTBI, HAOII01al0TCsl pe-
LUAVBUPYIOLIME OPOHXUTHI, MTHEBMOHUY WM PEUUIMBUPYIOIINE aTeJieKTa3bl. Y YacTU AeTelt oOHapyKu1Ba-
10TCs1 OpoHX03KTa3bl. Hepeako oTmevaeTcss OpoHxuanbHas oOcTpykius. [Ipu uccienoBaHuu GhyHKLIWA
BHelHero abixanust (PBJ1) Hanbosiee xapakTepHbl 00CTPYKTUBHEIE, pexke KOMOMHUPOBAHHbBIE HAPYILIEHUST
BEHTWJISILIMHN, Y YACTHU TTaliueHTOB MmapaMeTpsl @B/l ocTaroTcss HOpMabHBIMU. XapaKTePHBI OTUTHI C BBITIO-
TOM XHMJIKOCTH B TIOJIOCTb CPETHETO yXa U KOHAYKTUBHOM TYroyXocThio [6, 7, 8, 10].

B noapocTtkoBoMm miepuoze mis nauueHToB ¢ [T xapakTepHO MporpeccCupoBaHUE XPOHUYECKUX 3a-
0oJieBaHU I OPraHOB PeCIIMPATOPHOIO TPAKTa, XPOHUUECKUX OTUTOB, OTIMCAHHBIX BhIlIe. Yallle BCTpeyaloTcst
OPOHXO3KTa3bl U Ha3aJIbHBIH MoauI03. [Tpu BeIpaKeHHOM TSXKeCTH 3a001€BaHUSI MOTYT OTMeUaThCsl KOCBEH-
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HbIE PU3HAKN XPOHWYECKOW TUTTOKCEeMUN: AehopMalivst KOHIIEBBIX (haaHT MaJIblIeB 0 TUTTY «0apabaHHbIe
Majblibl» U HOITEBbIX MJACTMHOK MO TUITY «4aCcoOBbIE cTeKaa» [8, 9].

71 B3pOCbIX MAllMEHTOB MYXCKOTO I10JIa XapaKTepHa CHIXKeHHasi (hepTUIbHOCTD BCISICTBUE CHU-
JKeHHOMU TTOABMKHOCTH CIIEpMaTO30MaA0B. 2KeHIITMHBI MOTYT 00J1a1aTh HOPMAaJIbHOM (PepTHIILHOCTBIO, OHA-
KO Y YaCTH M3 HUX CHIDKEeHA CITOCOOHOCTD K IETOPOKACHUIO 1 00Jiee BHICOKA, ITO0 CPABHEHUIO CO CPETHUMU
3HaYCHUSMU B TIOMYJISIIIAN, BEPOSITHOCTh pa3BUTHSI BHEMATOUHOM OepeMeHHOCTH. [nmmapHas nuchyHKIIs
MOXET TakXke ObITh TPUIMHON JAPYTUX COCTOSTHUI, TAKMX KaK TOJUKNCTO3 TMEUYEHU W/WIIA TI0YeK, aTpe3ust
KETYHBIX TyTe, PETMHOIATUSI, KOTOPbIE MOTYT MPOTEKAaTh 03 pecrMpaToOpHbIX MPOSIBICHU U HEPEIKO
pacleHNBaIOTCS KaK caMOCTOSITeIbHbIE TeHeThuueckre cuHapoMbl (Cennopa-JlykeHna, Anbcrpéma, bapner-
bums). TsokecTh KMMHUYECKUX ITPOSIBJICHU I 3HAYNTEIbHO BapbUPYET B CBSI3U C BBIPAXKEHHOM TeHETUIECKOM
HeogHOpOoaHOCThIO [4, 5, 8, 10].

JAMarHOCTUIEeCKUIA alTOPUTM BKITIOUAET OLCHKY KIIMHUYECKOU KapTUHHI (TOTaIbHOE MOpakeHUe pe-
CITMPATOPHOTO TpaKTa ¢ paHHEe MaHUdecTalMeil CMMIITOMOB XPOHMYECKOTO OpOHXUTA, OPOHXOZKTA30B,
XPOHUYECKOr0o CUHYCHTa, OTUTA, TYTOYXOCTHU, MpU cuHApoMe KatareHepa — obpaTHOE pacrosioXeHue BHY-
TPEHHUX OPTraHOB WU U30JUpPOBaHHAs NEKCTPOKApAus, HaApylLIeHUs PENpOIyKTUBHON cdephl), OLIEHKY
HuIMapHoi (GYHKIIMY (BBISIBICHUE CHIDKCHUS (DYHKIIMOHATBHOI aKTUBHOCTH ITOABVKHOCTUA PECHUYEK Mep-
HaTeIbHOTO BIUTEINS PECIMPATOPHOTO TPaKTa IpH (a30BO-KOHTPACTHON MUKPOCKOIIMU WA CBETOBOM
MUKPOCKOMUU OMOTITaTa CIU3UCTON OPOHXOB WM (1) HOCA), MOP(HOIOTUYECKOE UCCIIETOBAHUE IIIUITKOBOTO
OuonTara Ipu 2JeKTPOHHOU MUKPOCKouu [6, 9].

Tepanust HarpapieHa Ha ToJaBJIeHUEe MHMEKIIMNA U BOCCTAHOBJIEHHE OPOHXMAJIBHOM ITPOXOAMMOCTH.

Kucrosnsrit pudpos (KD) — HaciaencrBeHHOe 3a00J1eBaHME, IPU KOTOPOM BCJIEACTBME MTOBBIIIIEHHOM
abcopOIIMY BOABI B BHIBOAHBIX ITPOTOKAX 9K30KPMHHBIX XKeJIe3, Ype3MepPHO MOBBIIIIEHA BI3KOCTh CEKPETOB,
YTO TOPMO3UT JBUKEHWE PECHUYEK BMUTETUsI. DTO BeAeT K MYKOIMIMAPHON HEJO0CTATOUHOCTU, 3ACTOI0
cekpeTa, 00Typalliy BEIBOTHEIX IIPOTOKOB 3K30KPUHHBIX XKeJie3 1, KaK CIIEACTBHE, K HApyIIeHUIO (DYHKITNIA,
MpeXkIe BCETO, OPTaHOB JIBIXaHWS W IMUIIeBAPEHUSI.

PacnipoctpaHeHHOCTB 3a00J1eBaHKS B pa3HBIX MOMYJISLIMSX CYIIeCTBeHHO BapbupyeT. [To nanHbIM EB-
poIeiicKoro perucTpa KuctosHoro ¢puoposa (2017), B ctpaHax EBponbl oHa Kosieonercs ot 1:2000 mo 1:9100
HoBopoxaeHHBIX [12]. B Pecriybnuke bemapych yactora KD cocrapiser 1:6000 HOBOpOXKIEHHBIX.

Tumnm HaciaemoBaHUS — ayTocoMHO-peneccuBHBIN. [eH K® comepxut 27 3K30HOB, OXBaThIBAeT
250 000 map HyKJIEOTHIOB U PACHOJIOKEH B CEPeIMHE IIMHHOTO Ijieva 7-i XxpoMocoMbl. Ero 6e1KoBbIi po-
JYKT Ha3BaH KUCTOMDUOPO3HBIM TpaHCMEeMOpaHHBIM peryisitopoM nposoauMoct CFTR. Mytanus npuso-
IUT K HapylieHuto dyHkiuu 6enka CFTR, KoTopblil OTBETCTBEH 3a TpaHCMEMOpPaHHbBIN TPaHCIIOPT HOHOB
HaTpus U xjopa. B HacTosiee Bpems u3zBectHo 6osiee 2000 MyTalimii 3TOro reHa, 4To o0ycaaBIuBaeT pa3-
HooOpa3ue KinHnueckux npossiaennit KO [13, 14].

Bonesns nposBiseTcs: Ipu poXKICHUM, Yallle Ha IIepBOM IOy XKMU3HU, MHOTIA B 3pEJIOM BO3pacTe.

K ¢peHOoTMUTIMUECKUM TTPOSIBICHUSM, TIO3BOJISIIOIINM Bpauy 3amono3puTh K® y mamueHToB pa3HbIX
BO3PACTHBIX I'PYIII U HAIIPAaBUTh Ha IOTTOTHUTEILHOE 00CIeIOBaHNE, OTHOCSITCS CJIEAYIONINE CUMITTOMBI.

VY neteil TpynIHOro Bo3pacTa — PEelUAMBUPYIOIINE PECIMPATOPHbIE CUMITOMBI (KallleJb, OJbIIIKA),
3aTSDKHOM, pelUINBUPYIONINI OPOHXUT, 3aTs>KHAas1, MOBTOpHAas1 (0COOEHHO adcleaMpyIollas) MTHEBMOHMS,
Heo(hOpPMJIEHHBIN, OOMIbHBIN, KUPHBIM M 3JTOBOHHBIN CTYJI, XpOHWYECKAasl Auapesi, BhIMaJeHUs TPSIMOii
KWIITKY, 3aTsoKHAsE HeOHaTaIbHas XelTyxa, OTCTaBaHMe B (DM3MIECKOM Pa3BUTHUM, COJICHBIN BKYC KOXM,
TEIUTOBOU yIap WU JeTUApATalus IIPU KapKoii IToroe, TUIO3JICKTPOIUTEMHUSI, CMEPTh IeTei Ha TIEPBOM
TOJY KM3HU B TAaHHBIX CEMEHOTO aHaMHe3a MM HAJIMYMe CUOCOB CO CXOIHBIMU KIIMHUIECKUMU TIPOSIBIIC-
HUSIMU, TUTTOTIPOTEMHEMUSI, OTEKMU.

V nereii DOIIKOJBHOTO BO3pacTa — CTOMKMUIA KallleJb ¢ THOMHOI MOKPOTOil Uin 0e3 Hee, IMarHOCTH -
YECKU HEeSCHAsl PELUAUBUPYIOLIAS WX XPOHUYECKAS OMABILIKA, OTCTABAHUE B BECE U POCTE, BBITAJECHUS
MPSMO KUTITKY, UHBArMHALIMS, XPOHWYECKAst Anapest, CAMIITOM OapabaHHBIX TAJI0YeK, KPUCTAJUIBI COJIA Ha
KOXe, TUIIOTOHWYeCKasl IeTUpaTalvsi, TUTIO3JIEKTPOIUTEMUST M METa0OTMYECKUIA aJTKano3, rermaTroMeranus
W TMaTHOCTUYECKU HesICHOE HapyllleHre QYHKIIUK TTeYSHU.

VY neTeii IKOJIBHOTO BO3pacTa — XPOHUYECKHUE PECITMPATOPHbIE CUMITTOMBI HESICHOM 3THOJIOTMU, CH-
HEerHolHasl Majloyka B MOKPOTE, XpPOHUYECKNI CUHYCUT, Ha3aJbHbII MOJMUIT03, OPOHXO03KTa3bl, CUMITOM
OapabaHHBIX MMAJIOYEK, XPOHUUYECKAsI Trapesi, CHHAPOM IMCTaIbHON MHTECTUHAIBHOM OOCTPYKIINH, caxap-
HBII TMa0eT B COYeTAaHWH C PECITMPATOPHBIMU CUMIITOMAMM, TeTIaTOMETaJIus, 3a00J1eBaHUS TTIeYCHN HEeSICHOM
3TUOJIOTUM.

Y NoapoCTKOB U B3POC/IbIX — THOWHOE 3a00JIeBaHUE JIETKUX HESICHON 3TUOJOTUM, CAMIITOM OapabaH-
HBIX MaJIOYEK, CUHAPOM TUCTAJIbHOM MHTECTUHAIBLHOW OOCTPYKILIMM, TAHKPEATUT, CaxapHbIi AuabeT B Co-
YeTaHUU C PeCIMPATOPHBIMU CUMITOMAMM, IMPU3HAKU LIUPPO3a MIEYSHU 1 MOPTAJIbHOM TUIIePTEeH3UU, OT-
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CTaBaHUE B POCTE, 3a[epXkKa MOJOBOrO Pa3BUTUS, CTEPUIBHOCTb C a300CIIEPMUEN Y JUIL MY>KCKOTO T0JIa,
CHUXKeHMEe (hepTUIBLHOCTHU Y JIULIL XKeHCKoro noa [13, 14].

YuuThiBas COBpeMEHHbBIE TOCTVKEHUS B ToHMMaHuM Ipupoabl K® rpynma skcrneproB EBporneiickoro
o0111eCcTBa KUCTO3HOTO (DMOp0o3a MpeIoKIIa CTaHAAPTHI IMAarHOCTUKY [12].

J71st ToATBepKIEeHUSI TMAarHO3a JOCTaTOYHO JABYX MIPU3HAKOB, TT0 OMHOMY M3 KaXKIOM TPYIIITLL: TOJIO-
KHUTEJIbHAS TTOTOBas MIpoba 1/Win IBe KIMHUIecK 3HaunMbie myTaunu B TeHe CFTR (cormacHo peectpy
CFTR-2. URL:http//www.cfr.org) rurtoc HeoHaTa bHast TUTIEPTPUTICTHEMMS UJTA XapaKTepHbIe (PEHOTUTTH -
yeckue nposiBiaeHus KO.

Jleyenue marueHToB ¢ K® KOMIUIEKCHOE M HaMpaBJeHO Ha IMOAAepKaHUE XOPOIIEero HyTPUTUBHOIO
craTtyca (IueToTepanus, 3aMeCTUTeNIbHAS Tepamnusi 9K30KPUHHON HETOCTaATOYHOCTH TTOIKETYIOUHOM XKeJle-
3b1), TTIOAEPXKAHNE IPeHAKHOM (DYHKIIUY TBIXaTeTbHBIX ITyTei (MYKOJIUTUKU, MHTAISIIINAS (PU3UOIOTUIECKO-
IO ¥/WJIM TUIIEPTOHUYECKOTO PACTBOPA HATPHUSI XJIOpHIA, KWHE3UTEPAITHS ), KOHTPOJIb MH(PEKIINHU JbIXaTe b~
HBIX MyTell (AaHTUOUOTUKOTEPATINS), IEeUeHUE OCIOKHEHUM.

Takum oopazom, ITLIJT 1 KD umeroT cXoxkecTb KIMHUIECKUX MTPOSIBJICHUI, HO MEXaHU3Mbl HapyIIeHUST
MIIK npu 3THX 3a001€BaHUSIX pa3HbIe, YTO HEOOXOIMMO YUYUTHIBATD MPU JICUEHUMU.

[MpuBoaMM omucaHNe KIMHUYECKOTO CIIydasl COYeTaHMS TIEPBUYHON LIUIMAPHOM TUCKUHE3UN U KU-
CTO3HOTO (hrOpO3a y OMHOTO MallMeHTa, MUTIOCTPUPYIOIIee TPYIHOCTH TUaTHOCTUKMA.

Ilean padoThl — omrIcaHNWe KIMHUICCKOTO CIIydasl PeIKOI MIepBUIHON MINAPHOM TUCKUHE3UH Y T1a-
LIMEHTAa C KUCTO3HBIM (hrdbpo3oM. (ITpoBeaeHre KOMIUIEKCHOTO O0CIeNOBAHUS C UCITOIb30BaHUEM Pa3Inyd-
HBIX METOJIOB IMATHOCTUKY TTO3BOJIMJIO MIOCTaBUTh MTPaBUJILHBIN TMAarHO3 M HayaTh afeKBaTHOE JIeYeHHeE. )

Martepuansl 4 MeToabl. B mpoliecce uccienoBaHus ObLIM MPoaHAIU3UPOBAaHbl COBPEMEHHBIE JTUTEpa-
TYpHbIE UCTOYHUKU W HOBEHIIIME HAyUHbIE MTyOIMKALIUU [IJI51 JOCTOBEPHOTO aHAJIMN3a MHOTO00pa3usi MHEHUI
CITeIIMAJIICTOB I10 TIOBOIY JaHHOM IMPOOJIEMBI, a TAKKe OIMCAaH KIMHUIECKUI CIyJail alMeHTa, HaXOIB-
IIerocs Ha JICUCHUU B OTACIICHUN ITyJIbMOHOJIOTUU Y3 «3-5 TOpoacKas AeTcKasl KIIMHUYeCcKast 00IbHUIIA»
r. MuHcka.

PesynsraTsl u nx oocyxkiaenue. [TalieHT A. TOCTYNUJ B OTIEICHUE ITYJIbMOHOIOTMU Y3 «3-51 ropoicKast
JeTcKasl KIMHUYecKasl 0oibHUIIAa» I. MUHCKa B Bo3pacTe 12 JieT Mo HampaBJIeHUI0 Bpada-IyJIbMOHOJI0ra C
LIeJIbI0 YTOUYHEHUS TUarHo3a u JieyeHus. 2KajgoObsl Ha MOMEHT MOCTYIUICHMSI Ha TIPOMYKTUBHBIN Kalllelb,
BSIIOCTB, CHIDKEHME amnmeTnTa. M3 aHaMHe3a yCTaHOBJICHO, 9YTO PeOCHOK ITOCTOSTHHO KaIUISIET C POXKICHMS,
gacTo OoJieeT OPOHXUTAMM C OOCTPYKIIMEH, 5 pa3 mepeHec ITHEBMOHUIO MPENMYIIEeCTBEHHO CIIpaBa, 9acThle
PUHOCHHYCUTBI, HEYCTOWYMBBIN XXUPHBIN CTYJI, OTCTaBaHWE B (pM3MUECKOM pa3BUTHU. HaciencTBeHHOCTh
HE OTSIrOoIleHA.

Ha MoMEHT mocTyIUIeHUsI COCTOSIHME IMallMeHTa CpedHell CTeleHU TsKecTu. TemIiepaTypa Tesa
36,4 °C. KoxHbIe IOKPOBBI OJIeAHbIE, CyXKe, 0e3 BhIChITaHuii. [101KOXHO-KUPOBOii ciioii ncToH4YeH. [le-
pudepudeckue Tum@atrudeckue y3ibl 6e3 ocodeHHOCTe. Buanmbie ciim3uctbie 000J04KH 0J1€1HO-PO30BbIE,
BIIaxkHBIC. [pymHas KieTka oObraHOM (popmbl. [lpy mepKyccum Ham JETOUYHBIMU ITOJISIMU JISTOYHOM 3BYK.
AyCKyJIBTaTUBHO JIbIXaHUE XXeCTKOE, B TTIPOSKIIMY BEPXHE TOJIM TIPABOTO JIETKOTO CYX1e U BIIaXKHBIE CPETHE-
ITy3bIpYaThie XpUIIbl. BepXyllleuHblii TOJTYOK OIpeAesisics Ha ypoBHE 1,5 ¢cM KHYTPH OT JIEBO CPeIMHHO-
KJTIOYMYHOM JIMHUU B IISITOM MeXpeOdepbe. AyCKYJIBTaATUBHO TOHBI Cep/lia SICHbIC, pPUTMUYHbBIC, CUCTOIMYE-
ckuii myM B V Touke. ZKUBOT MATKMIA, 6€3001e3HeHHBIN ITpU TTabiaunu. [TeyeHs y Kpast ipaBoii pedepHOit
IIyTH, ceJie3eHKa He yBeanueHa. Mouutcs 6e300e3HeHHO. [1pu olieHKe (hrU3NIecKOro pa3BUTHS MallMEHTA
I10 LEHTUILHBIM TabauLaM AeULUT MACChI Tejia cocTaBui 23 %.

C 1esplo yTOUHEHUST JUarHo3a ObIIo MPOBENEeHO JJa0OPaTOPHO-UHCTPYMEHTATBHOE U TEHETUYECKOe
o0ciiefoBaHue TallMeHTA.

B o611eM aHanM3e KpOBU U O0IIEM aHaIM3e MO 0e3 M3MeHeHU. B OMoxuMuyecKoM aHaan3e Kpo-
B KOHILIEHTpALMs DJIEKTPOJIUTOB (HATPUIA, XJI0P, KAL), TTI0KO3bI, OeJiKa 1 0EJIKOBBIX (DpaKIIMii, ypOB-
Hu TpancamuHas (AJIT, ACT), depmenTos (LD, I'TTIT), moueBMHBI, KpeaTHHNHA B HOpMe. B korpo-
rpaMMe — YMepeHHasl cTeaTopest HeUTPaJTbHBIM KHUPOM.

Ha peHtreHorpamMmmMe opraHoB TPYIHOU KJIETKU (hUOPO3HO-BOCTIATUTENIbHBIE U3MEHEHUST B 00JIacTH
BepXYIIeK 000UX JIETKUX, IPU3HAKA OPOHXOIKTA3WHU CITpaBa.

ITpu oreHKe (YHKIIMU BHEIIHETO AbIXaHUSI 00beM (hOPCHPOBAHHOIO BbIIOXA 32 MEPBYIO CEKYHIy Ma-
HeBpa dopcupoBaHHoro Beinoxa (O®B1) coctasuia 1,99 11 (uTo cooTBeTCTBYET 86 % HOPMBI).

Ha snmekTpokapamorpaMme CMHYCOBBIN, HECTAOWIBHEIN puTM. HopMaabHOE TIOIOKEHME IICKTPUIe-
CKoi1 ocu cepaua. YacTora cepieyHbIX COKpallleHUI B Auana3ode 67—93 ya/MuH.

[Tpu ynbTpa3ByKOBOM MCCIIETIOBAHMM OPTaHOB OPIOITHOM TTOJIOCTY U3MEHEHWI CO CTOPOHBI TIEYeHU U
>KEJTYHOTO Iy3bIpsl, TTOYEK, Cee3eHKN He 0OHapyxkeHo. CTpyKTypa MOMKETYA0UYHOU XKeje3bl OMHOPOAHAS,
5XOTe€HHOCTb MOBBIIIICHA.
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[Ipu nccnenoBaHUKM OPraHOB I'PYIHOM KJIETKU METOIOM KOMITBIOTEPHOI TOMOTrpaduu BBISIBJICHBI: CITpa-
Ba B S10 y4acTOK CHIXKEHUsI MPO3PAYHOCTH MO TUITY «MaTOBOE CTEKJIO». BrIpaxkeHa AedopMaiys TepMu-
HaJIbHBIX OTIEJIOB OPOHXMAIBHOTO JepeBa ¢ GOPMUPOBAHUEM BePETEHOOOPA3HBIX U MEIIOTYATBIX OPOHXO-
9KTA30B, B 00JIbllIEl CTeeH! BhIPaKeHHBIX cripaBa B S2, S3, S4, S5, S6; cieBa jokaibHas aedopmarusi B S1,
S2, S6. B o6iacTu Bepxyliek hpuOpo3HbIe TOCTBOCTAUTEIbHBIC M3MeHeHUsl. [IpocBeT Tpaxeu, TIaBHbBIX 10-
JIEBBIX, CETMEHTAPHBIX OPOHXOB ITPOCIICKUBACTCS, He Te(OPMUPOBAH. YBEIMUCHNST BHYTPUTPYIHBIX, ITOMI-
MBILIEYHBIX JTUM@PATUIECKUX Y3JI0B He BBISIBIIEHO. [11eBpanibHble CUHYCHI CBOOOMHBI. KOCTHO-IeCTpYyK-
TMBHbBIX U3MEHEHUIA TI03BOHKOB B 30HE MCCJIeIOBaHUs pedep, IPyAMHbI HE BBISIBJICHO.

[Ipu KoMIIbIOTEpHOI TOMOrpachuy MPUIATOUHbBIX [Ta3yX HOCA: MIPU3HAKU TOTAJIbHOTO BEPXHEUEIIOCT-
HOTO CUHYCUTA, CYOTOTAJIbHOIO IIPABOCTOPOHHET0 C(heHOMAUTA, STMOUANTA. ATIAa31sI TIOOHBIX Ma3yX.

[ManmeHTy ObLIA MpOBeIeHA JIeYeOHO-TMATHOCTUYEeCKast OPOHXOCKOTIHS, B X0O/Ie KOTOPOI YyCTAaHOBJIEHO
cnenytoiee. KaptuHa poBHasi, ¢ TIOJIOTMMU cKaTaMH, yMepeHHO BoctiaieHHast. CripaBa OpoHXHaJIbHOE Jie-
peBo cchOpMUPOBAHO MPaBUIBLHO. BOJIbIIOe KOIMYECTBO CJIM3U, TTPEUMYIIECTBEHHO U3 3aJHEr0 CerMeHTa
BepxHeii o (RB2) u BepxyieuHoro cermeHTa HuxkHeit noin (RB6). CieBa GpoHxuanbHOe 1epeBo chop-
MHPOBaHO MPaBUIBHO, OTCYTCTBYET 7-i ceTMeHT (HopMa). KoamyecTBo cms3u yMepeHHOe, OTaeisieMoe He
THOWMHOE.

IToceB MPOMBIBHBIX BOJI TPAaxeOOPOHXUABHOTO AepeBa dai poctT Staphylococ cusaureus, Pseudomonas
putida.

[Tpu rcTONOrMYECKOM MCCIIEIOBAHMM OUOTITATOB CIIM3UCTOM 000JOUKY OPOHXOB BBISIBICHBI TTPU3HA-
KU XpPOHUYECKOTO BOCIAJIEHUS U IIOBPEXKICHMS PECITMPATOPHOTO SITUTEIMSI.

[Tpu aTomHO-cuI0BOIT MUKpockonuu (ACM) GMOITAaTOB CIM3UCTON 000JI0UYKKM OPOHXOB BBISIBJICHBI
JIedeKThbl CTPOEHUSI MUKPOTPYOOUYEK PECHUTUATOrO AMUTEINS B BUAE XAOTUYHO PACIIONIOKEHHbBIX PECHUYEK,
HapYIIEeHHOTO LIEHTPa BETBJAEHMS (BUI «IITOMOPOIOIO0HOE TIepeKPyUYMBAHNE» WU «CIUPATU30BaHHBIC
CTep>XKHU»). JluamMeTp pecCHUYEK BapbUpyeT B IIMPoKoM AuamnazoHe: oT 0,095 1o 0,15 MKM, 4TO HE COOTBET-
CTBYET MokKazaTesaM HOpMbI (~0,2 HM) (pUCYHOK).

B-sunmpaypyiionka

A-MmRpoTpy D

[ NTTERTNTINTY
UL Henrpaannas
N MEEPOTEYHMCE

PI/ICYHOK — ATOMHO-CHJIOBast MHUKPOCKONUA Ma3Ka CO CJIM3HUCTOM 000JI0YKH 6])0HXOB nanueHTa
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C uenblo o0caenoBaHUs MallMeHTa Ha KUCTO3HbIN (priOp03 ABYKPATHO MPOBEAEH MOTOBBIN TECT METO-
JIOM OIIpele/iecHUs TTpoBoaUMOCTH. [Toka3zaTenau Tecta coctaBuian 97,5 MMoab/m u 99,5 MMOJIb/1, 4TO B
COBOKYITHOCTHU C KJIMHUYECKUMU TTPOSIBIEHUSIMU MOATBEpKAaeT auarno3 K.

ITpu reneTyeckom odcienoBaHUM BbisiBieHbI MyTaliuu reHoB: F508del u CFTRdele 2.3 (21kb).

Takum 00pa3oM, aHAMHECTUYECKUE TaHHbIE, PE3YJIbTaThl KIMHUKO-Ta00paTOPHbBIX, MHCTPYMEHTAb-
HBIX U TEHETUYECKUX METOIOB MCCJICTOBAHMS TTO3BOJIWIIM IUATHOCTUPOBATh Y OTHOTO MallieHTa 1Ba Hacle-
cTBeHHBIX 3a00eBanusa: K@ u I[TLJI. DToT cirydait MHTEpEeCeH elle M TeM, YTO HECMOTPS Ha COUYEeTaHHOE
HapyuieHrne MIIK, oTcyTCTBrE MOCTOSIHHOM Tepanuu ¢ POXICHUSI, UMEET MECTO HE arpeCCUBHOE TeUEeHUE
NaTOJOrMYECKOro Mpolecca, ¢ JoOKaIU3alueil MPenMyIeCTBEHHO B PECITUPATOPHOI CUCTEME U MOIKETy-
JIOYHOU XeJese.

IMauneHTy 6bUI0 PEKOMEHIOBAHO TMHAMUYECKOE HAOII0IeHE earaTpa, MyJbMOHOJIOra, OTOPUHOIA-
puHToJIoTa; ruriepkaiopuitHoe uranue (120 % Bo3pacTHO HOPMBI); TIpeTiapaThl TaHKpeaTudecKux (ep-
MEHTOB; XKUPOPACTBOPUMbIC BUTAMUHBI; MHTAJISIIIMOHHAS TePAITs U30TOHUYECKUM PACTBOPOM HATPHSI XJIO-
puaa; peryisipHas KMHEe3UOTepamus; eXeTHEBHbIA TyaJleT HOCOTJIOTKY (PU3MOJTOTMYECKUM PACTBOPOM Ha-
TpUS XJIOpUIA; MPU OOOCTPEHUM XPOHUYECKOW PeCcnUpaTOpHON MHMEKIUU — aHTUOUOTUKOTEpamnus C
YUYETOM BBIJIEJICHHOM (DJIOPHI U €€ UyBCTBUTEIBHOCTU K aHTUOMOTHKAM.

3akmouyenne. Hamuue y marnmeHTa peliMIMBUPYIONIETO WIM XPOHUIECKOTO ITPpoliecca B peCIMpaTopHOM
CHUCTeMe, 0COOEHHO B COYETAHUM C TIOPAXKEHUEM JPYTUX OPraHOB U CUCTEM, YKa3bIBAET Ha HEOOXOAUMOCTh
KaK MOXHO 0oJiee paHHETO UCKITIOUEHUS TeHETUYECKUX 3a001eBaHU U BPOXKICHHBIX TOPOKOB PA3BUTUS. Y
OJTHOTO TMAaIlMEeHTa BO3MOXXHO COUETAaHUE PA3HBIX MO TPUPOJIE 00JIE3HEH, OTATONIAIOIINX TeUSHUE APYT ApyTra.
CxoXecTh KIMHUYECKUX MPOSIBICHUI Pa3HBIX IO TeHe3y 3a00eBaHU YCIOXKHSIET MPOLIECC TUarHOCTUKYU U
TpeOyeT UCTI0Ib30BaHUS IIIMPOKOTO apceHaa JabOPaTOPHbBIX, UHCTPYMEHTATbHBIX U TEHETUYECKUX METOIOB
uccnenoBaHus. HazHaueHue ageKBaTHON Tepanuu MO3BOUT YIyYLIUTh MPOTHO3 M KAaY€CTBO XU3HU Mallu-
eHTa.
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Clinical case of primary ciliary dyskinesia in the patient
with cystic fibrosis
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Rare diseases cannot be included in randomized placebo-controlled trials due to the difficulty of recruit-
ing participants. Their analysis is based on other methodologies, including case series and isolated clinical
cases.

The clinical case of rare primary ciliary dyskinesia in patients with a cystic fibrosis is descrybed in this
research. The complex research of the patient using various diagnostic methods made it possible to make the
correct diagnosis and to start adequate and timely treatment.

Keywords: primary ciliary dyskinesia, cystic fibrosis, bronchoscopy, atomic force microscopy.

Hocmynuna 08.07.2021



