COOTBETCTBOBAJIM KpUTEpHAM BKiItodeHHs. Hanbomnee yacTeiMu BO3OyuTe sIMU MH(GEKIUHN B HaIIEH
BeIOOpKe cTanu: Escherichia coli: 58,6% (38 ciiyqaeB), Enterococcus faecalis: 21,4% (14 cnydaes),
Klebsiella pneumoniae: 10,3% (7 cnyuaeB), Streptococcus agalactiae: 6,4% (4 cnyuas),
Enterococcus faecium: 3% (2 cnyuas) Proteus mirabilis: 1,5% (1 cinyu4ait), B Tom uucne bJ/IPC
(E.coli) 6.15% (4 uz 65) . MuoronenTpoBoe uccnenopanue «JJAPMUC-2023» oxsaruio 183 uzonsra
(netu m moxpocTku 10 18 1eT), cpean kotophix 3adukcupoBan poct BJIPC (E. coli) no 33,3%. [5]
Pesynprar pacuera T-kputepus mokasal, 4To pa3HUIla B TPONopuusix npoaykTuBHbIX BJIPC mexmy
HalIMMU JAaHHbIMU (6,15%) u pesynsraramu uccienoanus «JAPMUC-2023» (33,5%) sBnsieTcs
cTatucTaecku 3HaunMoii (p <0,05), yTo mogyepkuBaeT HEOOXOAUMOCTh ATbHENUIIIET0 MOHUTOPHHTA
JUIS TOHUMaHUS PUYUH BbICOKOUM mpoaykTuBHOCTH BJIPC B nccneayemMbIx rpynnax.

BbIBO/IbI

Yacrora nponykruBabix BJIPC, 3apeructpupoBaHHas HaMU, MOXKET YKa3bIBaTh Ha PACTYIIYIO
npobnemy aHTuOMoTHKOpe3ucTeHTHOCTH npu MMBII cpenu nereit m monpoctkos. I[locnennee
MPUBOAMUT K TOPHUIHOCTU TE€UEHUs MH(EKIINH, BbI3BAHHBIX JTaHHBIMHU OaKTEpUSIMH U yBEITUUYCHHIO
3arpar Ha JiedeHue. C [ETbI0 3aMEICHHS TeMIa pOoCcTa PE3UCTEHTHOCTH MUKPOOPTaHH3MOB K
aHTUOaKTepuaIbHBIM MperaparaM, HEOOXOIUM MTOCTOSIHHBIN KOHTPOIIb CIIEKTPa IITaAMMOB B KaXKJIOM
OT/IEIPHOM CTaIllMOHape W Ha JTare aMOylaTropHOro HaOmoneHus. TakuM o0pa3oM, MOCTOSTHHBIN
MOHHUTOPUHI 3a YYBCTBUTEIBHOCTBIO MATOI€HOB K AHTUOMOTHKAM IO3BOJIUT MPEOAOJIETh POCT
MH(EKINA MOYEBBIX ITyTeMN, BBI3BAHHBIX YCTOMUYHUBBIMY IITAMMAMH.
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2TAVY3 CO «O6nacTHas neTcKas KIMHUYecKas OOTbHUIA

Exarepuno6ypr, Poccust

AHHOTALIMA

Beenenmne. MykoBHCIM03 — HacJeACTBEHHOE 3a00neBanne, o0y cnorineHHoe MyTaumsiMu B rene CFTR, uto npuBogut
K HapyuIeHUIO (GYHKIMH BCEX JKeJE3 BHEITHEH CeKpeliy. B maronornueckuii mpouecc BOBIEKAECTCS BECh OpraHu3M, HO
B OOJBIICH CTETICHU CTPaJaloT OPTaHBI IbIXaHHS, TIOJDKEITyI0YHAS JKeTIe3a, IeYSHb, )KeTYBBIBOASIINE Ty TH U TIOTOBbIC
xene3bl. Marepuas u Metoabl. [IpoBen€H peTpoCIeKTHBHBIN aHAIN3 METUITTHCKOH KapThl CTAI[HOHAPHOT0 OOJIBHOTO,
BbIMUCHBIX 3MHKpu30B u3 I'AY3 CO «OIKb» 3a 10.05.2023, 19.07.2023, 08.12.2023, 20.02.2024, 17.04.2024,
15.05.2024, a TakKe TaHHBIX JTAOOPATOPHBIX U MHCTPYMEHTAIBHBIX HccaenoBanuid. Lleanb uccaeroBanus — onucars
KIMHUYECKUH CIy4ail MyKOBHCIIMI03a U TPOAHAIM3UPOBAaTh €T0 ocoOeHHOCTH. Pesyabrarsl. [lepBrie cHMNITOMEI
3aboneBaHus MOSABWINCH B 3,5 mecsna. J[marHo3 ycTaHOBIEH B BO3pacTe 3 JIeT Ha OCHOBAaHHHM MOTOBOH NpoOsl. B
1a00paTOPHO-UHCTPYMEHTANBHBIX ~ MCCIICNOBAHMSAX OTMEYAIOTCS M3MEHEHMs, CBA3aHHBIE C  XPOHHYECKUM
BOCITAJIUTEIIHHBIM IIPOIIECCOM B IBIXaTEIbHBIX M TSX, IO PaKeHUEM ITOJKEITYI0THOM JKeJIe3bl v IpyTrux opranos. Ha (one
TPOMHON TapreTHOW Tepanmuu Yy TNalMeHTa HaOMoAaeTcs OTYETIMBAsl MOJOXKUTEIbHAS JMHAMUKA. BBIBOIBI.
MyKOBHUCIIH/I03 XapaKTe pU3yeTcs II0payKeHNEM, B IIEPBY IO 04epelb, AbxaresibHoi cuctembl v JKKT, conpoBoxaasics npu
9TOM HapyIlIeHHeM paboThl Bcero opranusMa. TpoiiHas TapreTHas Tepanus IPUBOIUT K YITy YIIEHHIO COCTOSHHS MAIMEHTa
C MYKOBUCIIMJI030M IIPU MAaTOTC€HHOM reHeTrdeckoM Bapuante ¢.1526G>T (p.G509V)/ ¢.3107C>A (T1036N) B reHe
CFTR.

KroueBble cj10Ba: MyKOBUCIHI03, IETH, TAPTETHAS TEPaIus, KIMHUYECKUN CITydai.

A CLINICAL CASE OF USING TRIPLE TARGETED THERAPY IN A PATIENT WITH
CYSTIC FIBROSIS WITH A GENETIC VARIANT OF C.1526G>T (p.G509V)/ C.3107C>A
(T1036N)

Telminova Anna Vladimirovna', Chekletsova Darya Gennadyevna', Shelepova Maria Sergeevna',
Vasenyova Julia Olegovna!~

"Department of Hospital Pediatrics

Ural State Medical University

ZRegional Children's Clinical Hospital

Yekaterinburg, Russia

Abstract

Introduction. Cystic fibrosis is a hereditary disease caused by mutations in the CFTR gene, which leads to impaired
function of all endocrine glands. The whole body is involved in the pathological process, but the respiratory organs,
pancreas, liver, biliary tract and sweat glands are more affected. Material and methods. A retrospective analysis of the
inpatient patient's medical record, the epicrisis of discharge from the Regional Children's Clinical Hospital, for
10.05.2023,19.07.2023,08.12.2023,20.02.2024,17.04.2024, 15.05.2024, as well as laboratory and instrumental research
data. The aim of the study is to describe a clinical case of cystic fibrosis and analyze its features. Results. The first
symptoms of the disease appeared at 3.5 months. The diagnosis was made at the age of 3 years based on a sweat sample.
Laboratory and instrumental studies have shown changes associated with a chronic inflammatory process in the
respiratory tract, damage to the pancreas and other organs. Against the background of triple targeted therapy, the patient
has a distinctpositive trend. Conclusions. Cystic fibrosis is characterized primarily by damage to the respiratory system
and gastrointestinal tract, accompanied by disruption of the entire body. Triple targeted therapy leads to an improvement
in the condition of a patient with cystic fibrosis with a pathogenic genetic variant c.1526G>T (p.G509V)/ ¢.3107C>A
(T1036N) in the CFTR gene.

Keywords: cystic fibrosis, children, targeted therapy, a clinical case.

BBEAEHUE

MyKOBUCITI03 — ayTOCOMHO-PELIECCHBHOE MOHOTEHHOE HAacleACTBEHHOE 3a00JIeBaHMUE,
pa3BUTHE KOTOPOTO OOYCIIOBIEHO MYTalUSIMH B T€HE MYKOBHCIMAO3HOTO TpaHCMEMOpaHHOTO
perynstopa npoBomumoctd. bemok MBTP perymupyer TpaHCIOpT 3JIEKTPOJIUTOB MEXKIY
SMUTENNAIBHBIMYA KJIETKaMH, BBICTUJIAIOIIMMH BBIBOJHBIE IMPOTOKH JKEJI€3 BHEUIHEH CEKPEeUHH U
MEKKJIETOUHON JKHIKOCThIO. B pesynbrare HapyineHus (yHKIIMH JTOrO Oelika CEKpeT Kemne3
BHEIIHEW CEKpPELUUH CryILIaeTcs, 3aTpyAHSETCs €ro sBakyauus. B maronorumdeckuii mporecc
BOBJICKAETCS BECh OpPraHW3M, HO B OOJIbIICH CTEMEHH CTPAAAIOT OPTaHbl JIbIXaHUS, TTOKETYI0UHas
JKeJe3a, eYeHb, )KeTYEBBIBOASIIME MTyTH U MTOTOBBIE JKele3sl [1].

eab nccaeq0BaHUsA — ONMMCATh KIMHUYECKUI CITydall MyKOBHCIIHM103a U IPOAHATIU3UPOBATh

€ro 0coOOEHHOCTH.
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MATEPHUAJ U METO/bI

[IpoBenéH peTpOCHEKTUBHBIA aHAINW3 MEAUIIMHCKONW KapThl CTAllMOHAPHOTO OOJIBHOTO,
BbIMUCHBIX Anukpu30B U3 [AY3 CO «OIKb» 3a 10.05.2023, 19.07.2023, 08.12.2023, 20.02.2024,
17.04.2024, 15.05.2024, a Takxe JaHHBIX JAOOPATOPHBIX U MHCTPYMEHTAJIbHBIX UCCIIEIOBaHUI.

PE3YJIBTATHBI

[lon nabmopenuem Haxoautces manueHT K., BozpacT — 12 5ieT, My>XCKOM TOJI, PyCCKUH,
xutenb CBepanoBckoil obnactu. PebeHok HabmOmaeTcs ¢ paHHETo BO3pacTa Mo HACTOSIIEe BpeMst
Ha 6a3e O0JIaCTHOTO IETCKOTO IIEHTPa MYKOBHUCIU03a. B xone maboparopHO-HHCTPYMEHTATBLHOTO
oOcnenoBanus BO BpeMs exeromnbix rociutanu3anuii B [AY3 CO «OAKb» nanueHTy ycTaHOBJICH
nuarno3: «OcHoBHOe 3aboneBaHue: MyKoBUCHHIO03, CMeEIIaHHas (opma, THKENoe TEUeHHE.
AreliekTa3 mpaBoOro JIETKOTO. ATEJIEKTaTUYECKHUE MEIIoTYaThle OPOHXOAKTa3bl MPABOTO JIETKOTO.
CMmelianHple  pacHpoCTpaHEHHBbIE OPOHXOAKTa3bl JIEBOTO JIETKOTO0. XPOHUYECKHI THOWHBII
OOCTPYKTUBHBI OpPOHXHMT. BpOHXOJIETOUHBIA TIpOIECC B CTAAMU OO0OCTpeHHUsS. XPpOHHUUYECKas
MaHKpeaTu4yecKkas: HEIOCTaTOUHOCTh. XPOHWYECKash CHUHETHOWHas WHOEKIus. XpOHUYECKUi
MMOJIAIIO3HBIA TaitMopuT. [enernmyeckuii quarnos: ¢.1526G>T (p.G509V)/ ¢.3107C>A (T1036N).
OcnoxxHeHus: OCHOBHOTO 3a0oneBanus: J{pIxarenbpHas HeI0CTaTouHOCTh | ¢T. BeposTHas nerodnas
runeptensust (CAIDK 43 mwm pr.cT. [To Ox0-KI') HK 1 ctaguu no Crpaxkecko-Bacunenko-Jlanry ®K
2 mo Ross R.D. ComyrcTByrommue 3a0ojeBanus: BererarnBHas IUCYHKIUMS CHHYCOBOIO Y3Ja:
CHUHYCOBAsl apUTMHUS C STTH30/IJaMHU MUTPAITUH BOAUTEIIS PUTMA, DKTOMTUYECKOTO MPEICEPAHOTO PUTMA.
AHOMaNUs PACMOJOXKEHUS Ccepira: MpaBocHOPMHUPOBAHHOE MPABOPACIIOIOKEHHOE Cep/IIle.
3agepkka (PU3UYECKOTO Pa3BUTHS TsDKENIOW creneHu. Hocurtenb ractpocTtombl. JIeBOCTOPOHHUIMA
CKOJIMO03 TPYAO-MOSICHUYHOTO OT/IeJa M03BOHOUYHMKA 1 cremeHu. CMeNmaHHBIM acTUTMaru3M 1 cT
00oux TIIasy.

M3 anamHe3a ’KH3HU U3BECTHO, peOeHOK poausics pedbeHok ot IV 6epemennoctu, 111 pomos.
OAA (BBIKHIBIII B PAHHEM CPOKE B IIEPBYI0 OEpeMeHHOCTD). JIBoe eTell B ceMbe 3/10pOBBI (CTapIime
JIETU OT Apyroro Opaka). AHTeHaTalbHBI aHAMHE3: BO BpeMsi OEpEMEHHOCTH aHeMusl | cTemneHu,
yrpo3a TpepbIBaHUs, TMpedKIAMIICHs JIeTKOM cTemneHu. VIHTpaHaranpHBIA aHaMHeE3: 0e3
ocobenHocrteil. HeonaranbHplii anamHue3: mMacca nipu poxaeHuu 3700r, muHa 54 cMm. [laHHBIE O
MPOBEJACHUN HEOHATAJbHOTO CKPUHUHIA OTCYTCTBYIOT. [pynHOe BCkapmiIMBaHUE 10 9 MecsliieB.
[IpodunakrTuyueckune NPpUBUBKY IO WHIMBHUIYATLHOMY KaJICHIapI0, PEaKIINU Ha BBEJICHUE BAKI[UH HE
OTMEUaJIOCh.

AHamHe3 3a00JIeBaHHS: TIEPBBIC ITPU3HAKH 00JIC3HN HAOIIONAINCH ¢ 3,5 MECsIIeB- YacCThIH,
MPAKTUYECKU TOCTOSHHBIA HAaBS3YMBBIN Kalllelb, PEIUIUBUPYIONNE OPOHXHUTHI, HEOMHOKPATHBIE
nHeBMOHUU. Takke ¢ paHHEro Bo3pacta MpUCyTCTBOBaIM CUMITOMBI cO cTopoHbl JKKT - vacTerii
KUPHBIA CTyn, TUloXash TpubaBka B Macce Tena (CIEACTBHE TKENONH MaHKpEaTudecKon
HEJI0CTarouyHOCTH). Jlnaruo3 Obu1 ycTaHoBIeH B HOssOpe 2015 roma Ha OCHOBaHUHU JTAHHBIX ITOTOBOM
poOsr (Makpomakr 118 mm/im, 110 mm/im, 102 mm/m), KT OI'K (6poHX03KTa3bl cpenHei, HIKHER
JIOJIM TIPABOTO JIETKOT0, S3 seBoro jerkoro). 16.08.2018r B oTneneHnu TopakaabHOM XUPYpPriy ObLIa
BBITMIOJIHEHA MTYHKIIMOHHASI TACTPOCTOMHUS, B TTIOCTOSIHHOM PEXXHME MPOBOIUTCS HOYHOE KOPMIICHHE
gyepe3 racTpoctomy, MostouHoi cmechio [lenramen FOuunop 500 mi, ckopocTs BBenenus 70 mi/gac.

B anamHe3e HeOmMHOKpATHBIC TOCTTUTATN3AINHN B CBSI3U C YXYAIICHUEM COCTOSHUS (TTallMeHT
KAJIOBAJICS Ha JUXOPAIKY, MPOAYKTUBHBIA JTHMOO MaJONpPOAYKTUBHBIA Kallledb C OTXOXKICHHEM
THOMHON MOKPOTBI, CHH)KEHHE alllleTUTa, BAJIOCTh, OBICTPYIO YTOMJISIEMOCTb, CHH)KEHHE CaTypaliuu
(MakcuManbHO 10 74 %), KHCIOPOIHYIO 3aBHCUMOCTH) . B Tepanun: aHTHOMOTHKY — 110 3 TIpenapara
BO BpeMs Ka)KJI0M rocnuTain3aluuu (MIpUMEHSIINCh TaKUe Ipenaparsl, kKak 1edTa3uiuM, aMUKalliH,
a3UTPOMMIIMH, MEpOIleHeM, IedTa3aauH/aBuOakTaM, MOJUMHKCUH B, Merponumazon), YIXK,
MaHKpeaTuH, cuijeHaduil, UHrasimuu AopHa3a-aiabha u 7% rUnepToHHuYecKoro pactBopa, O2-
tepanus; ¢ 26.10 23 o 08.12 23 — ruapoxnoptuazu. Mcxon rocnutann3anuii — Moja0KUTeNIbHas
TUHAMUKa, YIy4YIIeHHE COCTOSHUS, CHI)KCHHE BBIPA)KEHHOCTU MOPAXKEHUs JIbIXaTeIbHBIX MYTEH,
crabunmzanus SpO, Ha ypoBHe 91-93%.
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[Tpu GaxTeproONIOrMuecKOM HCCIEIOBAHHMM MOKPOTHI Ha MPOTKEHUU BCETO HAOIIOACHUS
PETYISIPHO BBISIBISUIMCH Pa3IMYHbIe MUKPOOpPTaHU3MEI (puc. 1). [Ipu olieHke MEKPOOHOIOTHYECKOrO
npo¢uiIsl peCIupaTopHOro TPAKTa BBIABIEH POCT YAacTOThI BbICEBA I'PaMOTPHUILIATEIILHON (IIOPHI C
yBEeJIMUEHHEM Bo3pacTa nanueHta. OcOOEHHOCTIMHM XPOHUYECKONM MHQEKIHMH JETKUX Y OOJbHBIX
MYKOBUCIIM/IO30M SIBIISIETCSI TO, YTO JaHHas uWHGpekuus B 2/3 ciaydaeB BBI3BIBACTCS HE
MOHOKYJIBTYpOi, a accoumanueil MukpoopranusmoB. Hambonee uacTto BCTpeyarOUMMUCS
accoIMaIUsIMU MUKPOOPTaHU3MOB Y HaOII0/1aeMOro MallMeHTa IBISUIMCh coueTanue P. aeruginosa u
S. Aureus, S. Aureus m Acinetobacter baumanii, Acinetobacter baumanii n Stenotrophomonas
maltophilia. Onnokparao B 2018 y pebenka ormevaincs BoiceB Burkholderia cepacia. 1lo nanHBIM
JUTEepaTypbl U3BECTHO, YTO MHUIIMPOBaHKE Burkholderia cepacia complex nocTOBEpHO yXyaIaeT
KJIMHUYECKOE COCTOSIHUE TAIleHTa U TIPOTHO3.

B Pseudomona acroginosa 2 Staphyiococcus awreus @ Acnetobacter baumans
8 Stenotr ophom onas maltophalia 2 Alcah genes xylosonsdans S pymme MO

2%
=2

Puc. 1. MukpoOHOIOrHYeCKuii COCTAB JbIXATEIIbHBIX My TEH MalUeHTa

B mpoumx maboparopHO-MHCTPYMEHTANBHBIX HCCIECIOBAHUAX TakKXke HaOIrOmamrch
pasnuuHble u3MeHeHus. Tak, B 00IeM aHanu3e KpOBH BO BCEX CIydYasiX HAOJIOIAICS SPUTPOIIUTO3,
MPU3HAKK aHEMHUM JIETKOW CTEIEeHM W XPOHHYECKOTO BOCIIAJICHUS B BHaec TpomoOoruro3a 410-
546x10°/1, neiikonuroza 9,21-21,28x10%/1. B 6M0XMMHUYECKOM aHAIM3€ KPOBU NALMEHTa BHUMAHUE
Ha ce0s 00palmarT CHUKCHHBIC YPOBHH MOYEBHUHBI 10 1,86-2,37 MMmonb/I, KpearnauHa 10 18-24
MKMOJIB/T. [lopakeHHe TOMKEITYI0OUHON Kejae3bl JIabopaToOpHO IOATBEPIKIAIOT ITOBBIIICHHBIC
ypoBHHU anbha-amuiiazel 10 73-108 ME/n, cHmkeHne maHkpearndeckoi 3macta3bl-1 B kajme 10 15
MKT/T. B miepuoabl 060cTpeHus: OpOHXOIETOYHOTO Mporiecca GUKCUPYIOTCS MOBBIIICHHBIC 3HAUYCHUS
C-peakruBHoro 6enka g0 8,06 - 55,92 mr/m.

Kpome 3T0oro, nameHTy peryysipHO MPOBOAMTCS KOHTPOJIb YITICBOAHOTO OOMEHa, B paMKax
KOTOporo  (GuKcHpyeTcs runepraukemus 5,99-6,44  MMoOIIb/JI, TIOBBIIICHHBIC  3HAYEHUS
TTMKAPOBAHHOTO TeMorioounHa J10 6,3%, 9T0 MOXKET CBHACTEILCTBOBATH O MOSBJICHUH dHIOKPHHHON
HEJO0CTaTOYHOCTU TO/KENTYIOUHON KeJie3bl Y TMalueHTa. B Xoje KOMIJIEKCHOM OIIEHKH CHUCTEMBbI
reMocTasa y peOeHKa BbIpaKEHBI MPU3HAKU THIIEPKOATYISIIAHN.

[Ipu »sxokapauorpaMyeckoM HCCIEAOBAaHWM Yy TAI[MEHTa BBIIBICHO TIOBBIIICHUE
CHUCTOJINYECKOTO JABJICHHUS B TPABOM JKEIIYIOYKE MaKCUMalbHO 10 50 MM.PT.CT., paciupeHue
MPaBOTo JKENyJI04Ka, CTBOJIA W BeTBel JierouHoil aprepuu. Y3U OBII BbisiBHIIO TemaroMeranuio,
muddy3Hble U3MEHEeHHs napeHXuMbl medeHn u [DKOK.

C 1enpl0 BU3yaIM3alliHd JIETKUX IMAIlMEHTY HEOAHOKPATHO IPOBOAMIACH KOMIIBIOTEpHAs
ToMorpadus OpraHoB TrpyaHoil kietku (puc.l). B Xome mocnegHero ucciieoBaHUS y TaIlCHTA
BBISIBJICHBI ~ aTCJICKTaTUYECKHE MENIOTYaThle OpOHXO03KTa3bl IPABOTO JICTKOTO, CMEIIaHHBIC
pacrpocTpaHeHHbIE OPOHXOIKTa3bl JICBOTO JIETKOTO, MOJIOKHUTEIbHAs quHamuka oT 2023 1. Ilpu
BU3yaJIU3al[i1 OKOJIOHOCOBBIX Ia3yX OTMEUEHO CYOTOTaIbHOE BHIMOJHEHHUE MOJIMITO3HBIMU MAaCCaMU
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BEPXHEYEIIOCTHBIX Ia3yX. MeauanbHas CTEHKAa BEPXHEUEIIOCTHBIX Ma3yX CMEILIEHA MEIUalIbHO
MOJIUTIO3HBIMU MaccaMu. [1oJiMIbl B HOCOBBIX XO/IaxX HE BU3YyaJIM3UPOBaHHI (puc.2).

Puc. 2. Pesynsrar KT opraHoB rpyaHoii KJIeTKH (clieBa) U OKOJIOHOCOBBIX MasyX (crpasa)

3.11.23 y manmeHTa 0TMEYaJioCh YXYAIIEHUE COCTOSIHHUS, 32 CUET HApaCTaHMS JIbIXaTeIbHOM
Henocrarounoctu II-III ct. — pebenok nmepesenen ma HMBJI anmmaparom Vivo 40. B nurammuke
ckopocth O2 yBenmuueHna a0 15 n/muH. 08.12.23 - peciuparopHas moaaepKka HOYbIo anmaparom Vivo
40 ¢ motokoM Kuciopoaa 2-3 1/MuH, B JHeBHOE BpeMs cyTok O2 depe3 OmHa3aabHBIC KaHIOMH 2-3
n/mur, SpO2  crabmibHo  89-92%. B nmanpHeimeM — coXpaHsUIach — MOCTOSIHHAS
KHUCJI0pon03aBUCHUMOCTh, ToTOK O2 2 1/muH. C 30.01.24 cHmkenue carypamuu 10 85% (02 5 n/mun);
B HOYHOE Bpems cyTok mcrnoib3oBanue HMBJI anmaparom Vivo 40, co ckopocThio moToka O2 2
J/MUH; B JHEBHOE BpeMs — moctossHHas potanus O2 5 n/mMuH. [lekoMrmeHcanus cO CTOPOHBI
OpOHXOJIETOYHOM CUCTEMBI C SIBJICHUSIMU JIecarypaiuu y peOeHka coxpaHsiiach o anpeins 2024 rona.

[lepeTOMHBIM MOMEHTOM B IPOTPECCHPOBAHUHU 3a00JIE€BaHUS IS TMAIMEHTA CTAJI0 Hadajo
tapreTtHoii Tepanuu (Daekcakadrop/Tesakadrop/MBakadTop) B ampene 2024 roma. Ha ¢one
WHUIMAPOBAHUS TapreTHOM Tepanmuu Yy peOdeHKa OTMEUEHO KyIMHpOBaHUE JbIXaTelIbHON
HEJI0OCTaTOYHOCTH, JINXOPAJIKH, ITOBBIIICHUE TOJICPAHTHOCTH K PU3NUSCKUM HArpy3KaM, YITyqIIecHUue
arrmeTuTa.
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Puc. 3. lunamuka nokazaresneit @B/, maccrl Tena Ha (JOHE IPOBEACHUS TAPTETHOM TEPAIiK y TallHeHTa

Croyctsa 6 MecsilieB MaroreHeTHYECKOro JICUCHUS Y MalueHTa 3a(UKCUpPOBaHA OTYETIHBASL
MTOJIOKUTEIIbHAS IMHAMUKA: KallleJIb CTal PEIKUM, CO CKYIHBIM KOJJMYECTBOM MOKPOTHI; YBEITMUHIICS
ypoBeHb SpO; 1o HopManbHBIX HHdp. [laHKpearnueckas smacrasza Kajia ocTaBaiach Ha ypoBHe <15
MKI/T Ha MOpOTsHKEHUU Bcero HabmoneHus. [lonokutenbHas BecoBasi KpUBas IMOATBEPKIAECT
onaronpusitHoe BiussHue CFTR-Momynsitopa Ha HyTpUTHBHBIN cTaryc nanueHTta. [I[pubaBka macchl
TeJa B HACTOSIIEE BpeMs COCTaBiIsgeT &8 K- C MOMEHTa Hadaja @pueMa I[pernapara
Onexcakadrop/Tezakadrop/MBakadrop (puc. 3). YpoBeHb XJIOPUAOB IMOTa, OMPEICIISBIIHICST C
HCIIOJIb30BaHMEM aHann3aropa Macroduct, causmics ¢ 108 Mmos/11 10 46 MMoIIb/1uepes 9 mecsiieB

Habmonenus. [lpu oneHke GpyHKIMM BHEIIHETO IbIXaHUs BbIsBIEHO, 4To TpueM CFTR-momynsatopa
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crnocoOcTBoBal nosbieHuo nokasareiieii OPB1 u ©IKEJ] B nuHaMuke HaOIOAEHN 32 TAIEHTOM
(rpaduk 2). HexenarenbHble peakiini Ha OHE TEparTuy HE OTMEYAITUCH.

OBCYXJIEHHUE

JInst KaxJ10r0 M3 0OHAPYX KEHHBIX MUKPOOPTAaHHU3MOB XapaKTePHBI CBOM MAaTOT€HETHYECKUE
MEXaHU3MBbl TMOpaKeHUs JIEroyHod TkaHU. OCTaHOBUMCS TMOAPOOHEE Ha MHKPOOpPraHU3MAX,
BBICEMBAEMBIX y JAHHOTO MalMeHTa Hanbosee 9acTto. Pseudomonas aeroginosa nopaxaet JETKUE C
MIOMOUIbIO YETHIPEX MEXAHU3MOB, PA3JINUHbIE COYETAHUS KOTOPBIX PEATU3YIOTCS B 3aBUCUMOCTH OT
mTamMmMa ¥ OCOOCHHOCTEeH MakpoopraHu3Ma. [IepBblii MeXaHW3M — 3TO JAECTPYKIHS TKaHEH,
OCYIIECTBIsiEMasi 3a CYeT CyOCTaHIHM, MPOAYIUPYEMBIX CHHETHOWHON mayioukoil. Btopoil -
ayTOIOBpEeXACHUE TKaHeW 3] dexropaMu Xo3sWHA TPU Pa3BUTUU THIEPBOCTAICHUS. TpeTwil -
MHTOKCUKanus. M, HakoHel, 4dYeTBEPTBHIA - TEPCUCTCHIIMSA OaKTEepUi, IOMICPKUBAIOIIAS
CYIIECTBOBAaHHE pe3epByapa HWH(EKIMH B OpPraHU3ME U HaIpaBiICHHAs Ha IPOJIOHTAIHIO
nHpekiumonHoro mnporecca [2]. Iarorennocts C. Albicans onpenensercs (uiaaMeHTaIlued —
IEPEX0OM OT KOMMEHCAIbHOH APOXIKEeBOM (OPMBI K IMAaTOreHHOH THdanbHON. DuilameHTams
3aIyCKaeTCs THTMOTPOIIM3MOM ITPH KOHTAKTE KJIETOK. ITO TTO3BOJISIET MUKPOOPTaHU3MY ITPOHHUKATH B
TKaHU OpTaHu3Ma-xo3suHa. B nemom Mexanusm nopaxenus n€rkux Candida ablicans BkirodaeT B
ce0si Takue HSTambl, KaK aare3uss K KJICTOYHOMY SITUTEINIO, KOJOHH3alus, TM(O3HasT WHBA3MUI,
MIPOHUKHOBEHUE B SHJIOTEINN U pacnpocTpaHenue no cocyaucroit cetu [3]. [lopaxkeHue nErkux ,
BBI3BaHHOE Acinetobacter baumanii oOyciaBmuBaoT O€JIKH BHEIITHEH MeMOpaabl. OmpA CBS3bIBacTCS
C JNUTENUATIbHON KJIETKOM M 3amycKaeT Mmpolecc €€ amonTo3a, a TaKXKe B3auMOACUCTBYET C
(bUOPOHEKTUHOM, YTO HTPAET BAXKHYIO POJIH B IIPOIIECCE a/INC3UH U MHBA3WHU B TTUTEINATIBHBIC KIIETKH
[4]. MBonstel S.maltophilia mpuKpeTUIIIOTCS K TpaHCHOPMHUPOBAHHBIM KIIETKAM OpOHXHMAIBLHOTO
SIHUTENHS YEIOBEKa M CIIOCOOHBI MTPOHUKATh B HUX. ANre3us 0OyCJIOBJIEHA XI'YTHKaMHU, KOTOPBIC
OTOCPENYIOT MpuiHmanue u3oisToB [5]. Kpome 3T0ro, 3HauuMyro pojib HWrpaeT CIOCOOHOCTH
BBIIIICTICPEUYUCIICHHBIX MUKPOPTAaHU3MOB K (popMupoBaHuio OMoTIEHOK [2,3,4,5]. Takske MbI BUIUM,
yTt0 Pseudomonas Aeroginosa sIBISIETCS CaMbIM YaCTO BHICEUBAEMBIM MHUKPOOPTAaHU3MOM Y TAHHOTO
MaIIMEHTOB C MYKOBHCITUI030M. ITO MOXKET OOBSICHATHCS TEM, YTO MYKOHIHBIE KIIOHBI P. aeruginosa
MIPU CONCHCTBUM UHTECHCUBHOM aHTHOAKTEPHUAIbHON TePAITMH BRITECHIIOT KOHKYPEHTHBIC IITAMMBI,
CTaHOBSICh BEIYIIUMHU dTUOIIOTUYECKUMH areHTaMU XPOHUYECKOH OPOHXOMMHEBMOHUH [2].

Uto kacaeTcsi OCTaJIbHBIX JaOOPAaTOPHO-MHCTPYMEHTAIBHBIX U3MEHEHHH, TO 3 PUTPOILIMTO3,
BEPOSATHO CBS3aH C XpOHUYECKOH Tuokcuei. Jleitkonnros, Tpom60111TO3 1 noBbiieHue yposus CPb
BBI3BaHbl OaKTepHUAbHBIM BOCHAJICHUEM JbIXaTebHBIX MyTel. HemocTaro4HOCTh MOMKETYI09HON
kKene3sl (Ha KOTOPYIO, KaK ObUIO CKa3aHO BBIIIE, YKA3bIBAET MOBBIIICHUE YPOBHSI ab(a-aMuiias3sl U
CHM>)KEHHE TAHKPETUYECKOM Al1acTa3bl MPUBOIUT K HAPYIICHUIO BCACHIBAHUS MUTATEIbHbBIX BEIICCTB
B KHIIEYHUKE. DTO BBI3bIBACT CHUKEHUE YPOBHS KpEaTMHWHA, MOYEBUHBI, a Takxke aHemuio. O
BEPOSTHOM HAJIMYHMHM HE TOJHKO AK30KPHUHHOHN, HO M JHJIOKPUHHOW HEAOCTATOYHOCTH, KaK OBLIO
yKa3aHO BBIIE, TOBOPHUT IOBBIIICHHBI YPOBCHh DIMKHPOBAHHOTO TEMOITIOOMHA W TITIOKO3BIL.
BocnanutenbHblii ke mporecc MPUBOAUT K AUCHYHKIIMHU SHIOTENHUs JETOYHBIX COCYIIOB, M, KaK
CJIE/ICTBHE, HAPYIIEHUIO TEMOCTa3a MO MPUYHNHE CHUKEHHSI CHHTE3a ()aKTOPOB CBEPTHIBAIOIIEH
MIPOTUBOCBEPTHIBAIOIIECH CUCTEMBI KPOBH.

N3meHneHnss Ha CHOUPOMETPHUHU BBI3BAHBI HAIWYHMEM OpPOHXOIKTAa30B M XPOHUUYECKOTO
obctpykTuBHOTO OpoHxHTa, a Ha DXO-KI' — nérounoii runeprensueii. Y3 OBIl mokasbiBaeT
nopakeaue xené3 BHemHel cekpenuu. Habmomaemple Ha KT OI'K m KT OHII m3menenus
ACCOLIMMPOBAHBI C XPOHWYECKUM BocmaneHneM. Ha (oHe WHUIIMUPOBaHMS TApreTHOW Tepamnuu
MOJIOKUTEIIbHAS TIMHAMHUKA OTMEYAETCs HE TOJIBKO KIIMHMYECKH, HO M TTOITBEPKAACTCS TaO0OPATOPHO -
WHCTPYMEHTAJIbHBIMU JTaHHBIMH.

B psane wucciaenoBaHMil MoOKa3aHa IOJOXKUTENbHAasE CBSI3b MEXKIYy IPUMEHEHUEM
anekcakadTopa/Te3akadTopa/upakadTopa y AeTel ¢ MyKOBUCIIUI030M M IIOKA3aTeIIIMHU (PU3UYCCKOTO
pa3BuThs peOeHKa. B MaHHOM KIMHWYECKOM HAONIOIEHUHM IPUBEACH pe3yJbTaT YaydlleHUS
HYTPUTHUBHOIO CTATyCa MalMEHTa, HOPMaJIN3allMy 3HAUCHU I XJIOPUJIOB MOTa B JUHAMHKE Ha (hOoHE
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Tepanuu. OCHOBHAsl 1Ielib UCIIOJIb30BaHUs Anekcakadropa/Te3akabTopa/uBakadTopa - yaydlleHHe
nokazarened ®BJI. V¥ mannoro manuenta npuem CFTR-Momynsitopa criocoOCTBOBa MOBBIIICHUIO
nokazareneii O®B1 u OXEJI. BuemmnecekperopHas (QyHKUMS TOMKETYAOYHOW >Kele3bl Ha
MPOTSKEHUH BCETO HAOIIONCHHS OCTaBAIACh HA YPOBHE TSKEIOW HEJTOCTATOUHOCTH.
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JAEOUIUT DAKTOPA XAT'EMAHA: IF'EMOPPAI'MYECKASA nJin
TPOMBOTUYECKASA KOAT'YJIOITATUA?

TpetbsaxoBa Mapus Anekcanaposna’, Kysuenos Hukonaii Hukonaesuu
'Kagenpa rocnuranbHoit neauarpun

OI'BOY BO «VYpanbckuii rocy1apcTBEHHBIN MEIUIIMHCKHUM yHUBEepcUuTe™ MuH3apasa Poccun
TAY3 CO «O6nactHas AeTCKask KIMHUYIECKas OONBHUIIA»

ExarepunOypr, Poccus

AHHOTANUA

Beenenue. ®akrop XII — 310 0ok MmIa3Mbl, KOTOPHIH UIPaET BaXKHYIO POJIb B aKTUBAIIMU CBEPTHIBAHHS KPOBH IO
BHYTpEeHHEMy ITyTH 1 pubpuHomuze. Lleapb neeieqoBaHus — IpOaHATN3UPOBATh PETPO- U IPOCIIEKTUBHbIE KIIMHIY €CKUe
1 1ab0opaTopHbIe reMOCTa3HOIOTUYECKUE TaHHbIe y AeTei ¢ aeduuurom pakropa Xaremana, HaOmrogaBIIMXCS Ha 0aze
OIKBb 3a 2019-2025 1, BBISICHUTH 3aBHCHMOCTH YBEJIHUEHHUS AKTUBHPOBAHHOTO YACTHYHOTO TPOMOOILIACTHHOBOTO
BpeMsiiu (AUTB) ot cHmxkeHus aktuBHOCTH (aktopa XII, a Taike Hy)KHa JIM MEIMKAMEHTO3HAs Teparus y AeTel ¢
nedummrom gaxropa Xaremana. Martepuana u MmeToabl. PeTpo-, n npocnektuBHbI aHamu3 31 cayyas gedunura XII
(akropa y nerei, HaXOQUBIIMXCS HA JieueHnd B OONacTHOU JeTCKoM KIMHUYeCcKod OonbHuie T. ExarepunOypra B
nepuoze ¢ 2019 mo 2024 rr. Pe3yasTarsl. B rpynmne nanueHToB ¢ TspKenoi ctenenpio nedumura gpakropa XII (FXII)
oTMedeHa oOparHasi koppessiiroHHas B3auMocssi3b ¢ AUTB. BeiBoabl. 3a nepuon c 2019 o 2024 roxa uz 31 ciyyas
nedunmra pakropa XareMaHaHU Y OJJHOTO M3 ALIMEHTOB HEe ObLIN BBISIBJICHBI HU TPOMOOTHYECKHIE, HU TEMOPParuiecKue
ocnoxuHenus. [Ipu Tspkenoit n cpeneit crenenn Aedpunmra FXII momydeHa o6parHas KOppesiHOHHAs B3aUMOCBSI3b
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