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Peztome: Ceoegpemennas OUaASHOCMUKA MYKOBUCYUOO3A 8Ce euje OMHOCUMCS K pa3psidy HepeueHHbIX
npoobiem omevecmeeHH020 30pasoOXpaHeHus. Imo ces3aH0 ¢ HeOOCMAMOYHOU UHPOPMUPOBAHHOCHIBIO O
O0aHHOU namoaocuu, Kax epayell amOyiamopHo2o 36eHa 30PasoOXPaAHeHUs], MaK U epaveli CMmayuoHapos.
B cmamve npeocmasnen xknunuyveckuil cayuail MyKoGUCYUO03d, KOMOPbHIU Obll YCMAHOBIEH pebeHK) 8
6o3pacme 2,5 nem, 6 mo epemsi KaK XapaKxmepHvle KAUHUYecKue CUMRIMOMbL HAOTIO0AMUCh Yiice 8 Nepable
Mecsaybl HCUZHU.
Knrouesvle cnoea: myxosucyudos, ouacnocmuxa, oeuyum sumamuna K, sumamun K-3aeucumas xoaey-
Jonamusi.
Gaymolenko I.N., Oparina A.G., Petrova A.lL, Plesko D.P.
DIFFICULTIES OF DIAGNOSTIC CYSTIC FIBROSIS IN CHILDREN
Chita State Medical Academy, Chita, Russia
Abstract: An early diagnosis of mucoviscidosis is still one of the unsolved problems for the public health
care system in Russia. This fact is accounted for by insufficient information about this pathology of both
general practitioners, and medical doctors at hospitals. The article describes clinical case of cystic fibrosis,
in which the diagnosis was made when the patient was 2,5 years old, while characteristic clinical symptoms
could be observed as soon as on the first months life.
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MyxkoBucunao3 (MB) — moHOreHHoe 3a00Ji€eBaHNE C ayTOCOMHO-PEIIECCUBHBIM ITyTEM Ha-
cie1oBaHusl, 0OyCIIOBIEHHOE CUCTEMHOW AUC]YHKIMEH 3K30KPUHHBIX kene3. [laHHas Ho30J0THS
BIIepBbIe ObuIa onucaHa B 1938 r. nmatonoroanaromoM [I. AHziepceH, KoTopas NpeioKuiia TEpMUH
“kucTo3HBIN (UOpo3” (aHri. cystic fibrosis). Jlpyroe HaumeHoBaHHE — “MYKOBUCLUJ03” MPEAJIO-
xunn C. @apOep B 1944 r. (;aT. mucus — “cinu3p”’, viscus — “BSI3KHIL”), yKa3blBas Ha POJIb MOBBILIE-
HUS BSI3KOCTH CEKpeTa 3K30KPUHHBIX xenes3 [1].

Yacrora 3a007€BaHUs B Pa3HBIX MOMYJISAIUAX, HAIIUAX U ITHHYECKUX TPYIIax CyIIECTBEHHO
BapbupyeT, coctanisis B cpenHeM 1:2000 - 2500 HOBOPOXKACHHBIX Yy MpeACTaBUTENEH O0eoil packl U
1:9000 - 10000 y mpencraButeneit ahpukanckoit pacel [2]. B Poccuu 3TOT mokaszaTenb cOCTaBIseT
1:10000 HOBOpOX)AeHHBbIX. [lo manHbM HanumonansHOro peructpa uucio 0osibHbix MB B 3a0aii-
KasibckoM Kpae Ha 31.12.2016 roga coctaBmiio 22 4yenoBeKa.

OcHoBHoOl npuunHON MB sBnsieTcst MyTauus reHa 7i XpoMOCOMBI, KOTOpPbIi 0003HavyaeTcs
Kak TpaHcMeMOpaHHblll perymstop npoBogumoctu (CFTP — cystic fibrosis transmembrane
conductance regulator). B nopme ren CFTP kxoHTposipyeT ceKpeTOpHbIE MPOLIECChl B CUCTEMaX
opranu3ma. OyHkunoHupys Kak 1-AM® 3aBucumblil xyopHbiil kaHai, 6enok CFTR perymupyer
paboTy APYruX XJIOPHBIX U HATPHEBHIX KAaHAJIOB, YIaCTBYET B IPOBEACHUH BOJBI, aIcHOZUTPH(OC-
¢ata ¥ BBITIONHSET PsAI APYruX BaKHBIX QyHKIMiA. [Ipyn MyTanuu JaHHOTO reHa CeKpeT OObIINH-
CTBa jKeJie3 BHEIIHEH CEeKPELNH CTryIAeTcs, dBAKyallHsi ero 3aTPyJHICTCs, U B OpraHax BO3HUKAIOT
BTOPHUYHBIE MaTOJIOrMUecKre n3mMeHenus [2]. B Hactosiee Bpems onrcano okosio 2000 myrauuii u
6onee 200 nomumopduszmoB B reHe CFTR, yacTora KOTOPBIX HIMPOKO BapbUPYIOT B Pa3HBIX ITHHU-
YeCKHUX rpynmax. /[narHocTH4eckd 3HaYMMBIMHA MYTalUsSMU /IS TTAIMEHTOB C MYKOBHCITUI030M B
3abaiikansckom kpae sBisitorest delF508 (45,5%), CFTRdele2,3 (21kb) (9,2%), W1282X (4,5%),
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CFTR2143delT (4,5%). B Poccuiickoit denepanuu JOMUHUPYIOIIMMH MYTalUsSMU SIBJISIOTCS -
F508del annenshas uyactota 52,06%, dele2,3 (21kb) — 5,7%, E92K — 2,67% [3].

Hapymenne ¢ynkuun CFTP B snurenuanbHbIX KI€TKaX OPraHoOB MHILEHEH OJOKUPYeT
TPaHCIOPT MOHOB XJIOpA W YBEIMYMBAET aOCOPOLIMI0O MOHOB HATPHs, CIEICTBUEM YEro SIBISETCS
CHIDKEHHME WUJIM TIOJIHOE MPEKpaIleHHE CEKPeLUU KUIKOCTU Yepe3 anuKalbHYl0 MeMOpaHy SIuTe-
JUAJIbHBIX KJIETOK, YTO MPHUBOJIUT K Pa3IMYHBIM MMaTOI€HETUYECKUM M3MEHEHHUSM B pa3HbIX Oopra-
Hax [2].

B nerkux BbIpaOaThiBaeMblii B OpOHXaX CEKpET 00€3BOKMBAETCS U CTAHOBUTCS OoJiee ryc-
THIM U BSI3KMM, HapyllaeTcs KIMPEHC CIU3U Ha MOBEPXHOCTU PECHUTYATOrO 3MuUTenus. buoxumu-
YEeCKUe HapyIIeHus, 00yCIOBICHHBIE OCHOBHBIM edekToMm rpu MB, nmpoBompyroT pa3Butue Oak-
TepUAIbHON MH(EKIUHU, KOTOpas HE CBs3aHa C MEPBUYHBIM MOBPEKICHHEM KIETOYHOM M T'yMo-
paJIbHOM 3alIUTHBIX CUCTEM. XPOHMYECKOE MH(GUIUPOBAHUE IbIXATEIbHBIX IYTEH MAaTOreHHBIMU
MUKpPOOPIraHU3MaMH MPUBOJUT K Pa3InYHbIM MOP(OJIOrHYeCKUM U3MEHEHUSIM OpOHXHAJILHOTO Jie-
peBa U UHTEPCTHULIMS JIETKUX: TUITMYHBIMU U3MEHEHUs MU 1pu MB sBisitoTCs OpOHX0IKTa3bl, O4aru
WHTEPCTUIIMATBLHOTO (hrOpo3a, Oyiie3HbIe U3MEHEHUS U aTeJIEKTa3hbl.

VY OonbIIMHCTBA AETEH, CTPaJaroliuX MYKOBHUCIIMI030M, pa3BUBAETCs SK30KpPUHHASA HEIOC-
TaTOYHOCTH MOJHKEITYJOUHO JKeJe3bl, MPOSBIISIIOIIAsICS HapyLIEHHEM BCachlBaHMS JKHpa, cTeaTope-
eil, ntepuuuTOM Macchl Teja, OTCTaBaHUEM B (pru3nueckoM pa3BUTHH. [lalmeHThl, HE MOIydaroIne
COOTBETCTBYIOIICE JIeUCHHUE, cTpafaroT aeduiurom ButaMuuoB A, E, /I, K, a B pe3ynbrare BoBIIC-
YEeHMsI B MATOJIOTMYECKUN mpoliecc - KJIeTOK ocTpoBKOB Jlanrepranca y 1/5 60JIbHBIX MYKOBUCIH-
JI030M Pa3BHBAETCS caxapHbIi auader [3].

[TaTosiornyeckue M3MEHEHUs B MEYEHU BCTPEUAIOTCS PEXe, XapaKTepU3YIOTCs 3aKyNOpPKOi
MEYEHOYHBIX IMPOTOKOB, COMPOBOXKIAOMICHCS BOCHAIMTEIBHON HHPUIBTPAIMEH, pa3pacTaHUEM
MEXJI0JIbKOBOW COEUHUTENBHOM TKaHU ¢ (POPMUPOBAHMEM MEIKOY3JIOBOIO OMIMAPHOIO IMPpPO3a.
[TpubmusurensHo y 30% maunueHToB UMEeT MECTO KUPOBOii renaro3. Y 25% O60IbHBIX ONUCAHBI U3-
MEHEHHMSI CO CTOPOHBI KEITYHOTO ITy3bIps B BUJIE €r0 T'MIIOIUIA31H, YacTo ¢ 00pa3oBaHuEM KaMHeEH [4].

TakuMm o6pazomM, KIuHHUYECKUE MposBieHns MB ouenb paznooOpasHel. B cBsizu ¢ 3TuM noc-
TaTOYHO YacTO BO3HUKAIOT CUTYallMH, KOIJa JIETH JUINTEIbHOE BPEMs COCTOSIT Ha JUCIAHCEPHOM
y4eTe y MeANaTpoB M y3KUX CIEIUAIMCTOB (XUPYProB, racTpoldnTeposoros, JIOP-spaueit, annep-
roJIOr0OB, SHIAOKPHUHOJIOTOB) C JPYTMMH JHarHo3aMu. M301MpoBaHHO perucTpupyroTcsi Takue TH-
MIUYHbIE MTPOSIBJICHUS 3a00JI€BaHNUs, KAK XPOHUUYECKAasl pECIUPATOPHAs MaTOJIOTHs, TUIOTpOodus, Me-
KOHUAJIbHBIN WJIEYyC, UHBarvuHalus KUIICYHUKA, BBIMAJEHUE MPSAMOM KUIIKHU, XPOHUYECKUH XOJie-
uuctut, XKKbB, anexkrponutHbeie HapylieHus (alleToHEMUYEcKasi pBOTa), MOJIUIIO3 HOCA U CaxapHBIH
nuabet. JlaHHasi cUTyalusi, HECOMHEHHO, TpeOyeT MPUCTAILHOIO BHUMAHUS CO CTOPOHBI CIielya-
JUCTOB, HaOMIoaoIUX feTeil ¢ moxo3peHrueM Ha MB, Tak kak paHHsS AUAarHOCTHKA — TIJIaBHOE
yCIIOBHE MPOJUICHUS KU3HU JJISl 3TUX MAllUEHTOB.

3HaunTENbHBIN BKIIAJ B YJIy4llEHUE paHHEN AUArHOCTUKH U, KaK CJIEe/ICTBUE, Havajla JICUCHHUs,
a TakXKe yJIydIllEeHHs MPOTrHO3a il NaunueHToB ¢ MB npuHaiexxut BHeapeHno B PO rocynapcer-
BEHHOU IpOrpaMMbl HEOHATAJILHOTO CKPUHHUHTA, K BBIIOJHEHUIO KOTOporo npuctynuwiu ¢ 2006 r. B
psine peruoHoB, a ¢ 1 suBaps 2007 r. — Bo Bcex cyObekrax P® [5]. OnHako, 10 HACTOSIIEro Bpe-
MEHHU COXPaHSAIOTCA OObEKTUBHBIE CIIOKHOCTH NPH paHHEH IUarHOCTUKE 3a00JIeBaHUs, CBSI3aHHBIE
C KJIMHUYECKON I'eTepOreHHOCThIO MPOSIBIIEHUH OCHOBHOTO Aedekra. YacTo cCBOEBpEMEHHO Hepac-
MTO3HAHHBIA MYKOBHUCLUJIO3 MPOTEKAET HOJI «MacKoi» Apyrux 3aboneBanuit [1, 4], uto kKak pa3 u
JEMOHCTPHUPYET MPEICTABICHHBIA HUKE KIMHUYECKUH cllydail MYKOBHUCIIM/103a, KOTOPBIA OBLI yC-
TaHOBJIEH peOCHKY B Bo3pacTte 2,5 JIeT, B TO BpeMs KaK XapaKTepHble KIMHUYECKUE CUMIITOMBI Ha-
OJII0JANINCH YK€ B MIEPBBIE MECSALbI )KU3HU.

Heab: neMoHCTpanusi KIMHUYECKOTO Cllydyasl MO3JHEH AMarHOCTHMKH MYKOBHCIIHI03a, CBS-
3aHHOM C 0COOEHHOCTSIMHM TEUEHHUS U OPraHU3AlMOHHBIMHM TPYIHOCTSIMHU IPOBEJIEHUSI HEOHATaJlb-
HOT'O CKPUHUHTA.

HeBouka A., 2016 roma poxxaenus, poamiack Becom 3420 rp. Ha cpoke 40 Henmensb ot 1 Oe-
pemeHHocTu. HeoHaTanbHbI CKPUHUHT HE MPOBOJUIICS B CBSI3U C OTCYTCTBHUEM PEAKTHBOB JIs OI-
peneneHusl ypoBHSI UMMYHOpEakTUBHOTO TpurcuHa. Co CJIOB MaMbl, y peOeHKa ¢ POXKICHHS Ha-
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Omrofaiach AMCPYHKIMS KEITYA0YHO-KUIIEYHOTO TPakTa B BHJI€ HEYCTOMYMBOIO CTYJa CO CTEaTo-
peeil, CHIKeHue anmneTrurta, HejpoctaTouHas npubasBka Beca. C 2-X HeleNb )KU3HU OTMEUaINCh re-
MOpparuyeckue KOpodku B HOCy, KpoBoTeueHui He Obi10. C 1 Mecsiia CliOHTaHHbIE 3KXUMO3bI 32
yXOM, Ha CIIMHE, MPOXOJMIIN CaMOCTOSITeNIbHO OecciieiHo. B Bo3pacTe 2 mecsIeB y AeBOUYKH MOS-
BUJIOCH OECIIOKONCTBO, BAJIOCTh, BO BPEMsI KOPMJICHUS TPYAbI0 MaMa 3aMeTHjIa aCHMMETPHIO JIUIa
3a cyer oreka npasoil meku. bpuranoit CMII 6pun gocrasnens! B LIPB. IIpu noctymienun obpa-
njaja Ha ce0s BHUMaHUE aCUMMETPHS JIMIIA, 32 CYET OTEKa MpaBOM IIEKH, 3KXUMO3 Ha meke 0,5 x
0,5 cM, remaTomMa Ha cim3uctor meku 0,5 x 0,5 cM. B tuHamuke reMmaroma yBennyrMBanach, OTMe-
Yajiach KPOBOTOYMBOCTb U3 MECT UHBEKIUI, B FTeMMOIpaMMe MporpeccupoBaiia aHeMusi, HapacTajia
OJIeIHOCTh KOKHBIX IOKpOoBOB. Ha oHe 3amecTUTENbHOM Tepanuy CBEXEe3aMOPOKEHHOM I1a3Mon
U SPUTPOLIMTAPHON MacCOi KIMHUKO-1a00paTOpHbIe HapyIleHUs KylupoBaHbl. bpuranoil canurap-
HOH aBuanuu pedeHok Obu1 noctasiieH B I'Y3 KJIKB. B koarymorpamme BBISIBIEHO CHU)KEHHUE aK-
TUBHOCTH npotenHa C, yAJIMHEHUEe aKTUBUPOBAHHOTO YAaCTUYHOTO TPOMOOIUIACTUHOBOTO BpEMEHU
(AUYTB) u nporpomOunoBoro Bpemenu (I1B), mpu 3ToM KOJIM4ECTBO TPOMOOLIMTOB OBLJIO B HOPME.

Ha nganHoM sTtane reHe3 aHaMHECTUYECKOM KPOBOTOYMBOCTU OBLI PACLIEHEH KaK BPOXKIEH-
HBIM, cBsi3aHHBIM ¢ nedunuToM nporenHa C. BbicTaBieH KIMHUYECKUH IuarHo3: «BpoxiaeHHas
koarynonatus, aedurut nporenna C. JIBCK-cunnpom. UMOnOupoBanne MArkux TKaHEH MpaBon
LIEKH KPOBBIO. AHEMUS CMEIIAHHOIO T'€HE3a, CPEHEN CTEIEHH TSKECTU. bellkoBO-aHepreTnyeckas
HezocTtaTouHOCTh | crenenu. [lepuHaTtaibHOE MOpakeHHE LEHTPAIbHON HEPBHOM CHCTEMBI, CMe-
IAHHOTO T€HEe3a, BOCCTAHOBUTENbHBIN nepuoa. OyHKIMOHaNbHAs Kapauonatus. OyHKIHOHUPYIO-
1iee OBaJIbHOE OKHO U apTepHalibHbIN mpoTok». Ilo qaHHOMY AMarHo3y npoBeJeHa COOTBETCTBYIO-
1iasi Teparnus, peOeHOK BBIIIMCAH B YIOBJIETBOPUTEIILHOM COCTOSIHUH, C MOJIOKUTEIBHON BECOBOM
OUHaMHUKOM. Jlo HacTosIiero BpeMeH! COCTOUT Ha JUCHAHCEpPHOM Yy4eTe Yy IeMarosiora, eKeKBap-
TaJbHO MPOU3BOJUTCS KOHTPOJIb TEMOIpaMMbl, ypoBHs npotenHa C, Butamuna K.

N3 anamue3a xu3HM y peOEHKA C paHHETO BO3pacTa 4acTo HaOMIOAAINCh 3a00JI€BaHUS JIbI-
xarenbHOU cuctembl: OPBU, octpblii papuHrut, OpoHXUT, IBYCTOpOHHSS MHeBMOHUS. B 10 mecs-
LIEB JIMarHOCTUPOBAHO MHOPOJHOE Telo OpoHXOB ((¢oJibra), KOTOpO€ yJAJIE€HO IMpPH MPOBEICHUU
Ooponxockonuu. C 3TOro BpeMeHHu CTaJId OECIIOKOUTh NMOCTOSIHHBIN BIaXKHBIN Kallleb, IepUOaUYeCc-
Kas ogpiika. B Bo3pacre 2,5 net pebenok O0bu1 HanpasieH B KJIKB B oTaenenue ractpo’HTepoio-
T'UH C )Kano0aMu Ha pa3KIKEHHUE U yJallleHue CTyJja 10 3-5 pa3 B JIeHb, BHIIAJCHUE IPSIMOM KHUILIKH
U3 aHaJbHOrO oTBepcTHs. DPU3nueckoe pa3BUTHE peOEHKa HA MOMEHT MOCTYIUIEHHUS COOTBETCTBO-
BaJI0O Me30coMaTnyeckoMy Tuny (Bec - 12,5 kxr; poct - 92 cm; UMT — 14,2). Ilpu o6cnenoBanuu, B
oOiemM aHanu3e KpOBHU: YMEpPEHHBIHN selkouuTto3, yckopeHue COD, ymepeHHbIH MOHOLMTO3. B
OMOXMMHYECKOM aHAJIM3€ KPOBU BBISBIEHO YMEPEHHOE MOBBIIIEHNE YpOBHS TpaHcamuHaz — AJIT -
50 EJl/n, ACT - 68 EJ/l/n, noBsinenue menoyHou ¢pocdarassl - 276 MMOJIB/I, OCTaIbHBIC TTOKa3a-
TeIu B HOpME. B muMMyHOTrpamMMe mokasareian TyMopaibHOro UMMyHUTETa B HopMe. [Ipu xompouto-
TUYECKOM HCCIIEIOBAaHUU BbIsBICHA cTeaTopes (+++). [Ipu ynbTpa3ByKOBOM HCCIIEIOBAaHUU Opra-
HOB OpPIOIIHOW TOJIOCTH OTMEUAETCs yMEPEHHOE yBelnueHue JUMGOY3JIOB OpPIOIIHOW IMOJIOCTH,
¢ ¢y3Hble U3BMEHEHUS MAapEHXUMbI [IEUEHH, YINIOTHEHHE CTEHOK KelTuHoro my3sips. KomoHocko-
MMYECKOE MCCIIEI0BAHUE - CIIU3HUCTas 000J0YKa MPSMOM M CUTMOBUAHOM KHUIIKK OTEYHA, OJeCTs-
1asi, MECTaMHU Ha CTEHKax Oesasi cliu3b, paHuMasl Ipu KoHTakTe. B3sita 6uoricus — mopdonoruye-
CKHE€ U3MEHEHUs XapaKTEpHbI JJIs XPOHUUECKOTro KouTa. KIMHNYeCcKH KOJUT y MalueHTa Conpo-
BOXK/1AJICSI BBIMAJIEHUEM IPSIMON KUIIKU, YTO 1O JAHHBIM JIUTEPAaTypbl BOSHUKAET Y 25% NalueHToB
¢ MB, yame B Bo3pacte 1-2 ser. Y nmereit crapiie 5 €T 3TOT CUMIITOM BCTPEYAETCS] 3HAYUTEIBHO
pexe. K BbinmazieHuto npsiMOi KUIIKK MPEpacioiaratoT MPUCTYIbl Kalulsl Ha (OHE: N3MEHEHHOTO
CTyJa; OTCTaBaHMs B (PU3MUECKOM Pa3BUTUU; OCIA0JIEHHOTO MBIIIEYHOTO TOHYCA; B3yTUS KULIEU-
HUKa; 3MU30/IMYECKU BO3HUKarouero 3anopa. [Ipu koMmneiorepHoii ToMmorpaduu NpuaaTovyHbIX Ma-
3yx Hoca BbIsBieHbl KT npusHaky, XapakTepHble IS MOJIMIO3HBIX pPa3pacTaHUM B TaliMOPOBBIX U
peméryaTblx na3yxax, B opraHax rpyJHO# KIETKU - XpOHHYECKUi nedopMupyromuii OpOHXUT C
(hopMUPOBAaHMEM MEMIOTYATHIX OPOHXO03KTA30B, aTEICKTa3 CPEAHEH 10U CrpaBa, JmMdoaaeHona-
TUS BHYTPUTPYAHBIX TUMpaTHueckux y3y10B. [IpoObl Ha TyOepKyIe3 oTpULlaTeIbHBIE.

158



9HMU 3abaiikajbckuii MeTMIIMHCKNI BeCTHHK, Ne 4/2018

Takum 00pa3om, Ha OCHOBAaHHH aHaMHE3a (XPOHUYECKOE TCUCHHUE 3a00JIeBaHUS TTPAKTHYEC-
KU C POXKJCHUS), HAJIUUUS MOJIMCUCTEMHOIO MOPAXKEHUsI — PEUUANBUPYIOIINE HH(EKIIMOHHbIE 3a-
0oneBaHus OPOHXO-JIETOYHOM CHUCTEMBI C (OPMUPOBAHMEM XPOHHMUYECKOTO J1e(hOPMHUPYIOLIETO
OpoHxuTa ¢ OPOHXOIKTA3aMHU, HAJTMYME MOJIUIIO3HOTO MOPAXKEHUS IPUIATOUHBIX Ma3yX HOCa, 1aTo-
JIOTUS JKEyJJOYHO-KHUILIEYHOTo TpakTa (Au(y3Hble U3MEHEHHS TapPEHXUMBbI [I€YEHH C YBEIHUYEHU-
€M aKTUBHOCTH TpaHCaMHHa3, YIUIOTHEHUE CTEHOK YKEIYHOTO IY3bIPsl, XPOHUYECKUI KOJIUT C BbI-
MaJeHUEM CTEHKH NPSMOM KHUILIKH) C pa3BUTHEM CHHApPOMa MajibaOCOpPOLMU U yMEPEHHBIM Je(Hu-
uutoMm maccesl Tena (MMT - 14,2) BbicTaBiieH KIMHUYECKUN TuarHos: MyKosucyuoos, cmeuianuasn
dopma, cpeonemsarxcenoe meuenue. Xponuueckuii opouxum, ene ovocmpenusn. /IH Ocm. Xponu-
Yyeckasa NaHKpeamuyecKas HeOOCmamouyHocms, maxcenoi cmenenu. Ilonuno3nwtii punocuny-
cum. bpouxosxmaz S2, S3 cnpaea, S 5 cneea. C 1enpi0 MOATBEPKICHUS IUArHO3a JIBYKPATHO
IpoBeJieHa MoToBasi mpoda (YpoBeHb XJOpuaoB cocTaBmil 124 u 127 mmouns/n npu HOpMme Ao 60
MMOJIB/TI) ¥ MOJICKYJSIPHO-T€HETHYECKOe uccienaoBanue. BrisiBnensl ase myranuu B reHe CFTR
MIPENIOJIOKUTEIBLHO B KOMITayHI-TeTepo3uroTHoM cocrosinuu: F508del u CFTRdele2,3(21kb).
PeGeHOK KOHCYIbTHpPOBAH CIELUAIMCTOM HAyYHO-KIMHUYECKOTO OTJeNa MYKOBHMCLIHI03a
OI'BHY MI'HLI, BhIcTaBiCH 3aKJAKYUTENILHbIA AHarHo3: MyKOBHCIHI03, cMelIaHHas (opma,
CpPEIHETSDKENI0e TeUeHHe. XpOoHUUeckuit Oponxut, BHe oboctperus. JJH Oct. Xponudeckas mas-
KpeaThyeckass HeJJOCTaTOYHOCTh, TsDKeJol creneHu. [lonumo3ueiii puHocuHycuT. bponxoskras S2,
S3 cnpasa, S 5 ciesa.
MukpoO1010ru4ecKiii AUArHO3: HE U3BECTHO.
I'eneTnueckuii quarno3: F508del /dele2,3(21kb).
Ocaoxuenusi: Bemanenne npsimoit kumku (ot 09.2018 roga). 'emopparnyeckuii cuaapom, aedu-
uut ButamuHa K (ot 06.2016 rona). Atenekras cpeHeH 10U CIpaBa.
PexomennoBano:
I. lucnianceprnoe nabmonenue B otaenenuu mynbmonosoruu ['Y3 KJIKbB 1 pa3 B 3 mecsna, mo mo-
Ka3aHHUSIM 4alle.
I1. OGcnenoBanue:
Knunnueckuit ananu3 kposu (1 pas B 3 mecsa);
OO6mmit ananmu3 mouu (1 pas B 3 Mecsra);
Komporpamma (1 pa3 B mecsn);
KT OI'K, npunarounsix na3yx Hoca (1 pa3 B roj, no nokazaHusm 4aiie);
[ToceB MOKpOTBI C OTpEeNIEHNEM YYBCTBUTEIBHOCTH K aHTHOMOTHKaM (He MeHee | pasza B 3
MecsIa);
buoxumuueckuii aHanu3 KpoBu (0en0K, ambOYMUH, TJIIOK03a, ONpEeAEICHUE YPOBHSI JIEKTPO-
mutoB, ACT, AJIT, Ounupyoun, xonectepus, menodnas ¢ocdaraza, Buramun /I, xxene3o =
K3CC) (1 pa3 B 3 mecsma);
VY3U opranoB OpromnrHoO# 1moocty (2 pasza B roj, Mo MOKa3aHHUIM Yallle);
OKT (1 pa3 B ron);
. Kay Ha maHkpeaTnyeckyro sacrasy.
I11. Jleuenue:

1. Pexum o0uiuii, orpaHnYeHre KOHTAaKTOB ¢ MHPEKIIMOHHBIMU OOJIbHBIMHU.

2. Kopwmnenue ¢ yBenudeHueM KaopuiHOCTH 10 150%. JIomOTHUTENBHO - BBICOKOKAJIOPUITHBIC
cmecH 1 pa3 B nenb. [loncanuBanue numy B )xapkoe BpeMs rojJia U [pu runepTepMun.

3. 3amectutenbHas pepmentHas tepanusi: Kpeon mo 10 000 ME mo 1,5 xaricynbl, Ha OCHOBHOM
MpUEM NHUIIM B Hayaye Kaxjaoro npuema nuiu, 0,5-1 kancyna B nepexyc nocrostiHo. Kop-
peKLus 1036l IO pe3yabTaTaM KOIpOorpaMMbl, XapakTepy CTyja.

4. Mykonutnueckas tepanus: uHraxsinuu [lynsmosum (HopnHasza-anega) 2,5 mu 1 pa3z B 1eHb
(Pulmozyme 0,0025/2,5 mur) uepe3 neOynaiizep Pari + 1 pa3 B nens 2,5 mu uepes HeOymaitzep
Pari Sinus B 06en, uepe3 2 yaca — KUHE3UTEPAIHSL.

5. Waransiuu runepronndeckoro pactsopa NaCl 3% mno 2,5 mn 2 pasza B JIeHb YTPOM U Beue-
pOM, MpHU IJIOXOW MEPEeHOCHUMOCTH (TPUCTYIIOOOpa3HbIM Kallellb, 3aTPyJHEHHOE JbIXaHUE,
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IIyMHOE JIbIXanue) nepen narasnuei bepoayan 10 kamens + 1,0 Mo 0,9% NaCl yepes HeOy-
naisep. [locne npoBeeHHOW HHTAIISIIIMY AKTUBHBIN JIPEHAK.

6. Ilpu obctpyktuBHOM Oponxute: (Oepomyan 1-2 karust Ha kr) — 10 xkamens Ha 1-2 M dus.
pactBopa + myasMukopt ( Oyneconun ) 250 Mkr 2 pasa B AeHb, 7-10 gHEil.

7. Hazonekc (ABamuc) 1 BOpbICKMBaHUE B KaXJblil HOCOBOH X011 1 pa3 B neHb yTpom 1 mecsl,
4yepe3 MecsIl Kypc MOBTOPUTH (3aINIaHUPOBATH 6 KypCOB B TOJ).

8. AmntubaxtepuanbHas tepanus: npu OPBU kypcel anTuOakTepuanbHoi Tepanuu He MeHee 14
JHEH, B MaKCUMaJbHO BO3PACTHBIX JI0O3UPOBKaX, IIPUEM per os — kiauuj 15 mr/kr 2 pasa B
neHb, 14 nuelt, ayrmeHTuH 60 Mr/kr (mo amokculWUIMHY). [Ipu oboctpenun OpoHX0JIEroy-
HOT'O IIpoliecca BHYTPUBEHHOE BBE/ICHUE HE MEHEe 2 aHTUOMOTHKOB B YCJIOBUSX CIIELUAIIH-
3UPOBAHHOIO CTAlMOHAPA MO0 YYBCTBUTEIHHOCTU MUKPO(IOPHI.

9. Bwuramunorepanus: ButamuH E 50 EJ] — 10% (100 mr/mi) 16 xanens Bo BpeMs €]1bl, BATAMUH
13 (axBagerpum) 2 kamiu/cyt. (1000 E/T), Butamun A (1 mu macnsHoro pactBopa 3,44 % -
100000 ME, B 1 kamne — 5000 ME — 1 pa3 B tpu nus (1500 EJ] no3a cyrouHasi) moCTOSIHHO,
BO Bpems efpl. Bosmorkna 3amena Ha DEKAs, Cystisorb, AkBajieKkC B BO3pacCTHBIX JO3UPOB-
Kax IOCTOSIHHO.

10. Ypcodanbk 250 mr - 5 mi1, 1o 5 M1 HA HOYb.

11. Kunesurepanus: knong-maccax 1-2 paza B nens, PEP-macka, PED-cucrema.

12. I1pu nosiBnennu cumnToMoB cunapoma IlceBao-baprrepa: cnaboctu, moTepu Maccel Tena,
OTKa3e OT e/bl (Ha (OHE MOBBILIEHUS TEMIIEPATyphl Tea, B KapKoe BpeMs roja, Juapeu U
Ip.), pBote — coseHoe nuThe (pactBop Punrepa) go 200 - 300 mu, kanus xmopug 10% - 2-4
MJI B CYTKH, OTIpeAETICHUE 3JIEKTPOIUTOB U MO MOKA3aHUSM - FOCIUTAIN3ALUS B CTallHOHAP.
BeiBoabl. Hactosiiiee HaOntoneHue JEMOHCTPUPYET, YTO MOJO3PEHHE HAa MYKOBHUCIMI03

BO3HUKIIO y Bpauell Ha TPETbeM TOJy KU3HM peOeHKa, XOTs KIMHUYECKas KapTHHa C pa3BUTHEM
KHUILIEYHOIO CHHApOMa, JepUIMTa Macchl Tejaa Hadoanach yxe ¢ poxaeHus. Co BTOporo mnoiy-
roJiusl *KU3HU MPUCOECTUHUWINCH OPOHXO-JIETOYHbIE HApyIIeHUs B BUJE OAbINIKM, Kauuisd. [lo nan-
HbIM HanmoHansHOTO KOHCEHCYCa OJTHOW U3 KIIMHUYECKUX 0COOEHHOCTEH mposiBiieHnii MB y nereit
paHHEro BO3pacTa sIBJISIETCS MMOBBIIIEHHAs KPOBOTOYMBOCTD, CBSI3aHHAs C HApYILIEHUEM BCAChIBAHUS
XKUpopacTBOpuUMbIX BUTaMUHOB (A, D, E, K). Ilpu gepuuure Butamuna K napymaercst kapookcu-
JIMPOBaHUE TIIyTAMUHOBBIX OCTATKOB psiJia (aKTOPOB CBEPTHIBAHUS KPOBH, UTO HEOOXOAUMO JJISl UX
¢yukuronuposanus. K sButamun K-3aBucumbiM otHOcsTes dakrops! 11, VII, [X u X, npoteun C u
npoteuH S. Benenacrsue storo Hapymaercs paboTa Kak BHYTPEHHErO, TaK U BHEIIHEro Kackajaa
CBEpThIBaHUA KpOBH, U yanuHstoTcs kak [1B, Tak u AUTB. TpombonutapHoe 3B€HO TreMocTa3a He
ctpanaer [6, 7]. Takum oOpa3oM, pa3BUBaeTCS BTOpPUYHAS KOAryJIONaTHs, CBA3aHHAas ¢ JeUIIUTOM
ButamuHa K. B nipeacraBieHHOM ciydyae reMoppariueckuii CHHAPOM B IIEPBOM HOJYTOIUN KU3HU
Ob171 00YCIIOBIIEH BTOPUYHOM KOoaryjaonaTuei, 00yCIOBICHHON CHHIPOMOM MajbaOCOpOIHH.
[IpencraBieHHBIM KIMHUYECKUM CIydall OTpa)kaeT MO3HIOK TUAarHOCTUKY HACJIEICTBEHHO-
ro 3a0o0jieBaHUsI, KOTOPOE MUMENI0 KIMHUYECKUE MPOSBIEHUS C MEPBbIX MECALIEB JKU3HU IMallUEHTA.
[IpoBeneHne HEOHATAIBHOIO CKPUHUHIA C OOJIBIION JOJIeH BEpPOSATHOCTU MO3BOJIMIO Obl CBOEBpE-
MEHHO YCTaHOBUTH JIuarto3. OJHaKO OpraHu3alMOHHO-IKOHOMUYECKUE TPYAHOCTU €ro IpOBE/e-
HUS HE MO3BOJIWIM MOJTYYUTh PE3yJbTaT CKPUHUHTA y 00JbHOTO pebeHka. Teuenue Oose3HU MpH-
BEJIO K PAa3BUTHUIO KOAryjoNaTUW M Pa3BUTHIO I'EMOPPArHYECKOro CUHAPOMA, KOTOPBIH PEIKO
BCTpEYaeTcsl P MYKOBUCIUI03€. DTO BBI3BAIO TPYAHOCTU B JUArHOCTHKE 3a00JI€BaHUs IpU Mep-
BOM TOCHUTAIM3ALMU B 3-MeCcsiuHOM Bo3pacte. OAHON U3 0COOEHHOCTEN TeUEHUsSI MyKOBUCIUI03a Y
JAHHOTO MAallMeHTa SIBUJIOCH 0TalaHue HHOPOIHOIO Teja B JIbIXaTellbHbIE ITyTH B Bo3pacte 10 me-
CSILIEB, UTO BCErJa COIPOBOKIACTCSI BTOPUUHBIM OakTepuaibHbIM BOCHAJIEHUEM. JlaHHOE COmyTCT-
BYIOIIIEE€ COCTOSIHUE BHOBb 3aTPYAHMUIIO TUArHOCTUYECKHUM MOMCK, YTO U CHOCOOCTBOBAJIO MO3JHEN
IuarHocTuke 3aboseBaHus. M3BecTHO, 4TO CBOEBpEMEHHAsl JUArHOCTHKU MYKOBHCIIMI03a HaIps-
MYIO CBsI3aHa C OJaronpusITHBIM IPOrHO30M 3a0o0JieBaHud. B cBs3U ¢ 3TUM nepBoodepeHOe 3Haye-
HUE UMEET CBOEBPEMEHHOE BBISIBJICHHE MYKOBHMCIIN/I03a 110 KIMHUYECKUM MPOSIBICHUSIM 3a00JieBa-
Hus. Heob6xonuMo ynydimuTh ocBeleHue npodiieMbl MyKOBUCIMI03a CpeIn Bpadyei aMOyiaTopHO-
MOJIMKJIMHUYECKOTO 3BEHA U CTAllMOHapOB. PaHHee KOMIUIEKCHOE JIeUeHHE, BKIIIOYAIOIEe MpuMe-
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HEHUE aHTUOAKTEPHUAJBbHBIX, MYKOJIUTHYECKUX U OPOHXOJUTUYECKUX IPENaparoB B COUYETAHUU C
(dbepMeHToTEpanuel, KuHe3o0Tepanuell, JeueOHol GU3KYIbTYPO NPUBOIUT K YIYULICHHIO COCTOS-
HUS M 3aMEIJICHUIO pa3BUTHUS HEOOpPAaTUMBIX IPOLECCOB B OpPOHXOJIETOYHOMW, renaTtoOuiInapHoOM
cHCTeMeE, CIIEI0BATENBHO, OIPEAEIseT U 00JIee BBICOKYIO IIPOJOJIKUTEIBHOCTD AKU3HH MAI[IEHTOB.
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