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AKTyanbHOCTb. MyKOBUCUMAO3 — 3TO TSXKEAask CUCTEM-
Hasi MaToAOrMs MPEUMYLLLECTBEHHO AETCKOrO BO3pacTa C paH-
HeW MaHubecTaumern KAMHUYECKOW KapTWHbI MOAMOPraHHOro
nopaxeHus, HacAepyemMas no ayTocOMHO-PELLECCUBHOMY TUNy.
MyKOBUCLMAO3, ABAASICb CaMblM YaCTbIM MOHOreHHbIM 3abone-
BaHWEM U xapaKTepu3yAacb NPOrPEANEHTHBIM TEYEHUEM, UMEET
BbICOKYH COLMaAbHYHO 3HauMMoCTb. 3aboreBaHWe pa3BUBaET-
cA B pesyAabTate MyTauuun B reHe CFTR — TpaHcMeMbpaHHo-
ro peryastopa MpPOBOAMMOCTM MYKOBMCLMAO3a. CAeACTBUEM
MyTaUWKU ABASETCS HapylleHne GyHKUMK AaHHOTO BeAka, Npea-
CTaBASIOLLEr0 COBOM XAOPHbIM KaHaA, AOKAAM30BaHHbIA Ha
anuKanbHbIX MOBEPXHOCTAX AMUTEAUANBHBIX KAETOK.

B pesyAbTate NatoAOrMyeckoro GpyHKUMOHMPOBaHUSA Benka
HapyLLlaeTcsi BOAHO-3AEKTPOAWUTHBIN COCTaB CEKpeTa, OH CTaHo-
BUTCS BOAEE TYCTbIM U BA3KWM. AaHHble UBMEHEHWA HabAAa-
OTCA TaM, TAe NMPEACTaBAEH XEAe3UCTbIV anuTeAnin. Hanbonee
pacnpoCTPaHEHHbIMU U 3HAYUMbIMKU ABAAIOTCA HEObpaTUMble
M3MEHEHUA CO CTOPOHbI AbIXAaTEABHOM W MULLEBAPUTEABHOM
CUCTEM: XPOHUYECKWUIA BPOHXOAEMOUHBIN BOCMAAUTEALHbIV MPO-
LUecC C MepuoAMYECKUMU MHOEKLUMOHHBIMU OCAOXKHEHUSIMU
M MNaHkKpeaTMyeckas HEeAOCTaTOYHOCTb COCTaBASKOT OCHOBY
KAMHUYECKOW KapTWHbI MYKOBUCUMAO3a. 3HAUMTEAbHbIA MOAU-
MOPdU3M MPOABAEHWUIA MYKOBUCLMAO3a OOYCAOBAEH pPa3HOO-
6pasnemM reHeTMyeckux BapuaHToB reHa CFTR, a TakXe 3Kc-
npeccuven reHoB-MOAUDUKATOPOB M BAMSIHUEM OKpYXKatoLLEen
cpeabl. MexaHu3M HapyweHua o¢yHkumm CFTR BapbupyeT
B 3aBMCUMOCTM OT KAACCa MyTaluMK, NPU 3TOM KaxAas U3 HUX
MOXET oTBeuyaTb 3a 6oAee YeM OAMH MeXaHM3M HapyLleHWA
paboTbl XAOPHOIo TpaHcnopTepa.

Mcxoan 3 HarAIAHOM KAMHUYECKOW KhaccudrKaLlmu, CocTaB-
AEHHOW Ha ocHoBe pabouel knaccroukaumm C.B. PaunHckoro,
pekomeHpaumin BO3 1 EBponeiickon accoupaumm MyKOBUCLIM-
AO3a, BbIAEASIOT ABE€ OCHOBHble GOPMbl KAQCCUUYECKOTO MYKO-
BMCLMAO3A: AETOUYHO-KMLLEYHYIO U AEFOYHY, KOTOPbIM AAeTcA
KAMHWYECKanA xapaKTepucTMka B 3aBUCMMOCTU OT dasbl aKTUB-
HOCTM MpoLiecca, CTENEHU AbIXaTeAbHOW HEAOCTAaTOYHOCTH, APY-
rMX MPOSIBAEHUM U OCAOXHEHUI. Takxke HEOTbEMAEMOM YaCTbtO
onucaHusi 3abOAEBaHMA Y KOHKPETHOTO YeAOBeKka SBAATCS
reHoTUN (ECAM MyTaLMA BbISBAEHA) U MUKPOOMOAOTMUECKHIA CTa-
Tyc. B HacTosiLLeM KAMHUYECKOM CAyYae Mbl MOXeM HabAaaTb
NpUMeEpP KAaCCUUYECKOTo TeYeHWUs MyKOBMCLMAO3a: nauneHT 10
AET C 0AHOM 0bHapyxeHHon myTaumen N1303K (Il knacc, Taxe-
Aas, yactota B Poccuiickon ®depepaumm — 1,5%) U TAXEAbIM
TEYEHUEM AETOYHO-KULLIEYHOW GOPMBbI.

KauHuueckui cayuait. MauneHt @., 10 AeT (22.07.2011 1.p.),
noctynua B Mopososckyto AFKB 14.12.2021 ¢ xanobamu Ha
nosiBAEHWE B MOKpPOTe npumMeck KpoBW. CocTosiHue pebeHka
CpeAHen CTeneHu TAXECTU.

M3 aHamHe3a W3BECTHO, uTo pebeHOoK HabAatopaeTcs
y CMeunaAncToB MO OCHOBHOMY 3ab0AEBaHUIO: MyKOBUCLMAO3
AETOYHO-KMLEeYHan popma, CPeAHETSKENOE TedeHWe (FeHOTUM:
N1303K He obHapyxeHa, TpebyeTca yTOUHeHWe BTOpoW MyTa-
umn CFTR), ¢ XpOHUYeCKMM BbiceBOM Ps. aeruginosa. Co croB
matepu, pebeHok 6oreeTr OPBU 2-3 pasa B roa, 060oCcTpeHus
no 6POHXUTUUECKOMY TUMY AO 3 pas B roA, UMEET PacCTPONCTBO
ayTUCTUUECKOro crnekTpa. [oCTOAHHO MOAyvaeT Tepanuio Mo
OCHOBHOMY 3ab0AEBaHWIO: AOPHa3a anboda, NaHKpeaTuH, ypco-
AE30KCUMXOAEBAA KUCAOTA, BUTAMMUHBI.

05.12.2021, kak coobluaeT maTb nauueHTta, y pebeHka
NOSIBUAUCb CAM3WCTOE OTAEASIEMOE M3 Hoca M debpuabHan

AmMxopaaka Ao 39 °C. 07.12.2021 6bina HauaTa aHTUOaKTepH-
anbHasa Tepanusa asuTpoMmuumHom. 11.12.2021 camouyBcTBME
YAYULLIMAOCH. 13.12.2021 6bIA NOBTOPHbIN 3MU30A NOBbILLEHUS
TeMnepaTtypbl Teaa, a Takke YCUAUACS KalleAb, N0 PEeKOMEH-
AauMK  cneumanncta kabuHeTa MyKOBWMCLMAO3a HadaT npu-
eM umnpoonrokcaunHa no 500 mr 2 pasa B cyTku. Beuepom
14.12.2021 — eAUHWYHbBIA 3MNM30A KaLAA C OTXOXAEHUEM
anOM MOKPOTbI MOCAE aKTUBHOIO MoBeAeHUs pebeHka, camo-
CTOATEABHO MPUHAT 3TaM3WAaT WM Bbl3BaHa 6purapa CKopon
MEAWULLMHCKOM MOMOLLM.

14.12.2021 rocnutaannaupoBaH B Mopo3oBckyo AlKB.
15.12.2021 HanpaBAEeH B MepUMaTPUYECKOE OTAEAEHWE coue-
TaHHOM NaTOAOTUM.

Mpu ocmotpe oT 14.12.2021: coCcTosiHUE CPEAHEN TsAXe-
CTW, KOHTAKTY HEAOCTYMNEH, KOXHble MOKPOBbl BAeAHble, HOp-
MaAbHOW BA@XHOCTM, Typrop CHwxeH. COCTosiHMe opraHos
AbIXaHUA: BE3UKyAApHOe AbixaHue, YAN — 23/muH, SpO, —
95%. CepaeuHo-cocyauctass cuctema 6e3 npusHakoB narto-
aorun, UCC — 98 ya./mMuH. CoctosiHue opraHoB XXKT: pasmep
XMBOTa YBEAMUYEH, MATKWUI, UMeeTca B3AyTHE, BONE3HEHHOCTH
HeT. BeHO3Hble KOAAaTEPaAM pacCLUMPEHbl, MeYeHb BbICTynaeT
U3-NoA Kpaa pebepHon AyrM Ha 3 CM, HWXHUIM Kpail nede-
HU TAQAKMMA, 3AACTUYHOM KOHCUCTEHUMM, 6€300Ae3HEHHbIN.
CeneseHKa Npu naAbnaumu BbICTYNaeT U3-MoA Kpas pebepHoi
AYrv Ha 4 CM, KOHCUCTEHLIMS CEAE3EHKN MaAKas, dAacTMYHas,
6e360Ae3HEHHAS.

Mpn obcaepoBaHWMU BbIBAEHbI CAEAyHOLWME WM3MEHEHWS:
B obuem aHaamMze kposu (OAK) ot 15.12.2021 — aHemusa
| cTenenun, TpomboUMTONEHNS; B BUOXMMHUUYECKOM aHaAM3e Kpo-
Bu (BXAK) ot 15.12.2021 — ypoBeHb acnapraTaMUHOTPaHC-
¢depasbl (ACT), rAHOKO3bl Bbille CPEAHEBO3PaCTHOrO 3Haue-
HWSA, YBEAWYEHO MPOTPOMOMHOBOE BPEMS M MeXAYHapoAHoe
HOpMaAu3oBaHHoe oTHoweHue (MHO); uccaepoBaHMe rasoB
KpoBu oT 15.12.2021 — aump03, CHWXEHbl NapuuanbHoe AaB-
AeHne CO, M KOHLEHTpauua obLiero reMornobuHa B KPOBH,
AeduunT bukapboHatoB. OT 17.12.2021 — nosbilieHne COJ;
rMNoaAbbyMUHEMUS, AUCMIPOTEMHEMMSA; NOKA3ATEAW FaMMa-TALD-
TamuatpaHcoepasbl (ITT), GUAMpyOMHA NPAMOro MOHOMAKOKY-
POHMAA W AWIAIOKYPOHMAQ@ MPEBbIWAOT CPEeAHEBO3PACTHbIE.
KAMHUYeckuit aHanms3 kana ot 18.12.2021 — eAnHUYHbIE COAU
XUPHbIX KUCAOT (KK), XKK, pacTutenbHas HenepeBapeHHas KAET-
yaTka, eAMHUYHbIE MbllLEYHblE BOAOKHa 6€3 MCUepUYEHHOCTH.

PesynbTathl aHaAM30B B AMHamuke: 21.12.2021 — Bbico-
Kue nokasatean AYTB, nporpom6buHOBOro BpemeHn, MHO;
24.12.2021 — nokazatenn OAK B Hopme; B BXAK — ypoBHU
ACT, ITT, 6UArpyOUHa NPAMOro MOHOTAIOKYPOHUAA U AUTAIOKY-
POHMAQ, LLEAOYHOW dochaTasbl NOBbLILEHbI.

Mo AaHHbIM peHTreHorpadun opraHoB GPHOLLIHOM NOAOCTH
or 15.12.2021: pe3koe CHWXEeHWEe MNHeBMaTM3auuu MNeTenb
KULLIEYHMKA, NPU3HAKKU renatocnAeHOMEraAmMu, AN UCKAKOYe-
HWA/NOATBEPXKAEHUA HAaAUUMS CBOOOAHOM XMAKOCTW B BprOLL-
HOM NOAOCTU nauneHT ®. HanpaBAaeH Ha Y3W opraHoB 6ptoLu-
HoM nonocTu. Mo pesyastatam Y3U ot 15.12.2021: umetotca
npu3Hakn AUGOY3HbIX UBMEHEHUIH MEYEHU U AMHAMWUYECKUE
M3MEHEHUA KULLEYHUKA. Ha peHTreHorpamMmmMax opraHoB rpyA-
HOW KneTku oT 15.12.2021 kapTuHa 6e3 CyLLeCTBEHHOW AMHA-
MUKW B CpaBHEHUU ¢ uccaepoBaHreM ot 05.10.2021: onpeae-
ASIOTCA ABYCTOPOHHME rpybble MHTEPCTULMAAbHBIE U3MEHEHWS
B 060MX AETKUX C HAAMUMEM Ha 3TOM GOHE PacnpPOCTPAHEHHbIX
WHOUABTPATUBHbBIX WMHTEPCTULUMAABHBIX M3MEHEHUW, MEAKMX
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WCKUIA NeanaTpUUeCcKUi XXypHan.
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6POHX03KTA30B B Pa3AMUHbIX CErMeHTax 060MX AErKMX, MHOrO-
YUCAEHHbIE MeAKME cybcermMeHTapHble aTeneKTasbl B CPEAHMX
1 BEPXHWX OTAEAax AerkUX. KT opraHoB rpyAHOM MOAOCTHM C BHY-
TPUBEHHbIM OOAOCHBIM KOHTpacTMpoBaHuem ot 20.12.2021:
KT-kapTWHa BblpaxeHHoON AedopMaumm BPOHXMAABHOTO Aepe-
Ba, MHOXECTBEHHbIE MPUOPOHXOBACKYASIPHbIE MOAUMOPHbIE
ouyaru, HepaBHOMEpPHasi NHEBMATU3aLMS AETrOYHOM MNapeHXU-
Mbl, AMMbapeHonaTus.

Ha ocHOBaHWMM MOAYYEHHbIX Aa@HHbIX AabBOPATOPHbIX
N MHCTPYMEHTaAbHbIX METOAOB WMCCAEAOBAHWMA MOATBEPXAEH
YCTAHOBAEHHbIN paHee MyKOBWMCLMAO3, AEroYHO-KWLIeYHas
dopma, TaKeNoe TeueHHe. XPOHUUYECKUI 0OCTPYKTUBHbIM OPOH-
XUT, 060CTPEHME MO MHEBMOHMYECKOMY TWMy. AbIXxaTeAbHas
HEAOCTaTOYHOCTb 2-7 CTeneHW. XpOHWYecKas MNaHKpeaTuye-
CKasi HeAOCTATOYHOCTb TSXEeAOW cTeneHu. Linppos neyenn (F4
no wkane METAVIR), ymepeHHbIW cTeatos (S2). Ha doHe npo-
BEAEHHOW Tepanuu y naumeHTa ¢ TUMMUYHON KapTUHON AMArHo-

33 MYKOBMCLIMAO3A AErOUYHO-KWLLEUHOW GOpMbl HabAtOAAAACH
NOAOXUTEAbHAA AUHAMMKA.

3akAaloueHue. MHoOrmMe roabl €AMHCTBEHHbIM BO3MOX-
HbIM AEUYEHWEM MYyKOBMCLIMAO3a ABASIAGCH CUMMNTOMAaTUYe-
ckaa Tepanus, HanpaBAeHHas TAaBHbIM 06pa3oM Ha 3aluuTy
AbIXaTEAbHOM CUCTEMbI OT MHOEKUMIA U OBAErYeHue CUHAPO-
Ma MaAbabcopbumu. B nocaepHUe oAbl C NPUMEHEeHWEM
MHOTOKOMMOHEHTHOW Tepanuu, PasBUTUEM TPAHCMAAHTOAO-
MW W PasAMYHBIX AMArHOCTMUYECKMX METOAOB YAAAOCh Cylle-
CTBEHHO YBEAMUWTb MPOAOAKMUTEABHOCTb XM3HWU BOAbHBIX. Ha
CErOAHSALLHWIA MOMEHT CyLLIECTBYET MaToreHeTMUeCcKuii Bapu-
aHT AEUYEHUs, 3aKAUAIOLLMIACA B OYHKLMOHAABHOM KOpPPEK-
UMM reHa u crabuamsaunm 6eaka. OAHAKO AAHHbIA METOA
UMeeT cepbesHble NoBoUHble 3GOEKTbI OT MOXUIHEHHOrO
npuema npenapartos W MNPU 3TOM OrpaHUUeH TOAbKO HEKOTO-
PbIMW MyTaUMAMM, T.€. HE MOXET OXBaTWUTb BCEX MNaLMEHTOB
C MyKOBUCLIMAO3OM.

KAMHUYECKUIM CAYYAU TPUXOBE30APA XXENYAKA
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AKTyanbHOCTb. Be30apbl — OTHOCUTEABHO peAkas naTto-
AOTUSI B MEAMATPUK, OCTaoLIAACA 4acTo HEeCBOEBPEMEHHO
AVNArHOCTMPYEMOM, YTO MOXET MPUBECTU K ONACHbIM U XU3HeY-
rPOXatoLLUM OCAOXKHEHUSAM.

Tpuxobe3oapbl 3aHUMaAKOT BTOPOE MECTO MO pacnpocTpa-
HEHHOCTU cpear Bcex BUAOB 6e30apoB. Yalle pAaHHOMY 3a60-
AEBaHUIO NOABEPXEHbI AEBOUYKM, MMEIOLLME MaTOAOTMUYECKYHO
HaKAOHHOCTb X€eBaTb M IOTaTb CBOM BOAOCHI BCAEACTBUE CUAb-
HbIX 3MOLIMOHAAbHbIX NEepPexXMBaHWi, 3aAEPXKM NMCUXMUYECKOTO
Pas3BUTUA WMAW TMCUXMUYECKOrO PacCTPOMCTBA, Ha3blBAEMOrO
TPUXOTUAAOMAHKEN. Ha AaHHBIN MOMEHT He pa3paboTtaHbl KAK-
HUYECKME PEKOMEHAALIMM MO AWCMAHCEPHOMY HAOAIOAEHMIO
nauMeHToB NocAe onepaTBHOrO BMeLIaTeAbCTBA.

KanHuueckui cayuam. AeBouka H., 4 ropa 11 mec, bbina
rocnutaannanposaHa B ATKb um. ®uaatosa B 2021 1. ¢ AMarHo-
30M «MHOPOAHOE TEAO B XEAYAKe — Tpuxobesoap».

N3 aHamHe3a 13BEeCTHO, UTO pebeHOK ecT CBOU BOAOCHI Ha
NPOTAXEHUN OAHOTO ropa. M3 cumnTomMoB 6ECMOKOUAM NEPUO-
AMuyeckue 60AM B XMBOTE, UBMEHEHUSA CTyAa U B deBpane Obia
3MM30A PBOThI ¢ YacTMuamu Boaoc. C 28.01.2021 Habaopa-
eTcsl y AETCKOro HeBPOAOra Mo MOBOAY NOBbILLEHHOW TPEBOX-
HOCTU U noepaHnst coBCTBEHHbIX BOAOC. oCTaBAEH AMArHo3:
«HeBpoTUUeckre paccTpoincTea, 06cecCUBHO-KOMMYAbLCUBHbINA
CUHAPOM». B aBrycte Ha nprveme y HEBPOAOra BbiIBAEHbI Hapy-
LIEeHUst peun. ABaxKAbl Ha3HaYaACsa Kypc Tepanuv HUKOTUHOMA
raMma-aMUMHOMAaCASIHOM KMCAOTOM — 6€3 0c0B0M NMOAOXKUTEAb-

HOWM AMHaMUKKU. AeBoYKa Obina HanpaBAEHa Ha KOHCYAbTALMIO
ncuxuaTpa, Ho MaTb OTKa3anachb.

3a AeHb A0 TrOCNMUTaAM3aLMKM AEBOYKA XKanoBaAacCb Ha
60AM B XMBOTE NPUCTYNoobpa3HOro xapakrepa, 6ECNoOKOMCTBO,
OTKa3blBaAaCb OT €Abl. B MOAMKAMHWMKE MO MECTY XWTEALCTBA
no AaHHbIM Y3M opraHoB OGPHOLLIHOM MOAOCTM ObIA MOCTaBAEH
AMarHo3s «6esoap xenyakar.

Mpu obcAepOBaHMU MULLEBAPUTEABHOTO TPaKTa BbIABAEHO
60AE3HEHHOE OLLYyLLIEHWEe B 3MUracTpum M THUAOCTHBIV 3anax
130 pra. Ha Y3W umetotca npu3HakuM MAOTHOTO MHOPOAHOTO
Tena B npoceeTe xeAayaka. Mpu SOTAC BbISBAEHO MHOPOAHOE
Teno BOAbLUMX Pa3MEPOB, 3aMOAHSIIOLLEE BECH XEAYAOK, NMPeA-
CTaBAEHHOE KOHIAOMEpPATOM CBaABLUMXCA BOAOC M MULLEBbIX
mMacc. Takum 06pa3om, pe3yAsTaTbl MHCTPYMEHTAAbHbIX UCCAE-
AOBaHWI MOATBEPXAAIOT AMArHo3 «Tpuxobesoap XeAyAkar.
BbIn0 MpoBeAEHO onepaTvBHOE yaaneHWe Tpuxobesoapa pas-
mMepamu 15 x 20 x 4 cMm, COCTOSIBLUETO U3 CBAAABLLMXCA BOAOC,
yacTuL, NMULLKM U CAM3K. MocAeonepaLMOoHHbIA NePHUOA NMPOTEKAA
6e3 ocobeHHocTel. Cnycta 3 Mec AeBouyka Obina OTNpaBAEHa
Ha KOHCYAbTaUMo B HayuHO-NMPaKTUUYECKUI LLEHTP MCUXMYECKO-
ro 3A0POBbS AETEN M NMOAPOCTKOB.

3akaoueHue. BaxHo pa3paboTtaTb KAMHUUECKME PEKOMEH-
AaUMK MO BEAEHWIO NaUMEHTOB ¢ Tpruxobesoapom. Heobxoanm
MYABTUAMCLMITAMHAPHBIA MOAXOA K AMArHocTuke u peabuauTta-
UMK peTeit ¢ NoAoBHOM NaToAorHei ¢ 06a3aTeAbHbIM ydacTUeM
Bpayva-ncuxuarpa.
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AktyanbHOCTb. OCOOEHHOCTBIO TpaBM CMMHHOIMO Mo3ra
y netein aBasietcs cuHApPoMm SCIWORA — noBpexAeHWe CnuH-
HOro mo3ra 6e3 PeHTreHOAOrMYEeCKU BUAMMbBIX MATOAOTMYECKUX
M3MEHEHWI NMO3BOHOYHMKA. HeBponornyeckass cumMnTomMaTvka
3aBWCUT OT YPOBHSI MOPAXEHUS CMMHHOMO MO3ra, Npu 3TOM

oTmMevaeTcs npeobrapaHWe ABWUIraTEAbHbIX HapyLIEeHWH Haa
YyBCTBUTEABHbIMM.

KAuHuueckun cayyai. [aumeHt A, 8 AeT, NOCTynuA
B Mopo3zoBckyto AFKB 23.11.2021 ¢ xanobamu Ha cnabocTb
B HOrax, HapyLleHWsi ModyeuncnyckaHus. Co CAOB MaMbl, 3a AEHb A0



