3. Medical students need to learn how to plan their daily routine, devote moretimeto rest and
properly monitor the state of health, both physical and psycho-emotional.

Medical students are the future of our country and the future of a healthy nation. The whole
health care system depends on the physical and psycho-emotional state of these people. A person
whose energy level isat zero will not be able to perform their professional duties efficiently.
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OUNJIO0COPUA U MEJUIIUHCKUE ACHEKTbBI JIEHEHUSA HACJIEACTBEHHbIX
3ABOJIEBAHVI HA TPUMEPE MYKOBUCIIAIO3A
Bacenépa FOmus Onerosnal, Kusze Banentun MuxaiiinoBuu
'AV3 CO «O6nactHas neTckas KIMHUYECKAs OONBHUIIA
?Kadenpa dunocodpun, GHOITHKY U KyIbTYPOIOTHH

®I'bOY BO «Ypanbckuil rocy1apcTBEHHbIN MEIULIMHCKUN yHUBEpcuTeT» Mun3apasa Poccun
ExarepunOypr, Poccus

AHHOTALUA

Beenenne. CucTeMHBIN TOIX O, XapaKTEPHBIN B IIEJIOM /TSI COBPEMEHHON HAayKH, OCOOCHHO Ba)KE€H B METUIIMHE, TaK KaK
oHa paboTaeT ¢ upe3BbIYAWHO CIOXKHOW KUBOW cHCcTeMOU — denoBekoM. Oco0oe 3HaueHHe B MEAMIIMHE TMPUHAIIIEHKHUT
MalueHTy — pebeHKy. be3 anexkBaTHOro JedeHHs MPOJOJDKUTENBHOCTh JKU3HH IAIMEHTOB C HACIEICTBEHHBIMHU
3a00JIeBaHNSAMH, B TOM YHCIIE C MyKOBHCIIHI030M, Pe3K0 cokpartaercs. [locTosHHOE yiTydIIeHne JUarHOCTHKH, JICUEHUS
M OKa3aHUs MOMOIUY MPUBEJIO K 3HAYUTEIBHOMY YBEIMUYEHHUIO OXKUAAEMOH MPOJOJIKUTENILHOCTH KM3HU MALUEHTOB.
HecmoTpss Ha JOCTIDKEHHST B MEOWIMHE, MYKOBHCIHIO3 OCTaeTCs IMPOTPECCUPYIOIUM  3a00JICBaHHEM,
XapaKTepU3YIOUIMMCSI KaK BHJIMMBIMHM, TaK U CKpPBITHIMH KIMHUYECKUMH MposiBieHusMU. Lleab uccaenoBaHusi —
paccMOTpEeTh MYKOBHCITHIIO3, KaK OMOIICHXOCOIUANIFHOE SBICHUE B KOHTEKCTEe (HMIocohuu MequIMHEL. MaTtepuas u
MeToabl. MeTomonoruss paboThl BKIIFOYAET B CeOs MUANCKTHYSCKUH METOA (PIIOCO(PCKOTO aHalH3a COBPEMEHHBIX
MIOJIXO/I0B K JICYCHHIO HACJIEICTBEHHBIX 3a00JIeBaHUI Ha IMpUMepe MyKOBHCIHI03a. PedyabTrarthl. IlcuxoconmanbHas
aganTanys K OOJIe3HH OIpeneNseTcss CyOBEeKTHBHBIM BOCIPHATHEM IAlIMEHTOM CBoero 3aboseBanus. OuryiieHne
JIMYHOTO KOHTPOJISl HAJl CHTyanueil mpeacTaBiisieTcst (pakTopoM, KOTOPBIH CmOcOOCTBYeT XOpoIiei amantainuu. Tpems
MOHATHUSMH, CBS3aHHBIMH C OIIyIICHHEM KOHTPOJS, SBJIOTCA JIOKYC KOHTPOJS, YCBOEHHAst OECIIOMOIIHOCTh U
camoaddexTuBHOCTD. briaronapst BHEpEHUIO B IPAKTUKY TapreTHoW Tepanuu mykosucuugoza CFTR-Monyistopamu y
JeTeld ¢ MYKOBHCITHIO30M, HAKOHEIL, IMOSIBIJIACh BO3MOXXHOCTh KOHTPOJHPOBATH CBOE 3abo0yieBaHHE, OCTAHOBHTH
MpOoTpeccupoBaHre KIMHUYECKUX TposiBieHHA. HeoOxonanma nampHelmas pabora, HampaBieHHas Ha TOWCK ITyTeH
KOPPEKLH 3MOIIMOHAIIbHO—BOJIEBOH Chepbl OOIBHBIX MyKOBHUCIIMI030M KaK CPEACTBa MOBBIIIEHHUS KAUECTBA UX KHU3HU.
BriBoabl. CoBpeMeHHBIE METOIbI JIE€YEHUsI 00J1a1al0T OTPOMHBIM TTOTEHIIMAJIOM JUISl yCTPAaHEHUs! Ie(DEeKTOB, JIKAIUX B
OCHOBE CHEUU(PUIECKUX MyTaIMi TPH MyKOBUCILIMI03€, MOTYT U3MEHSTh T€UeHHE 3a00JI€BaHNs U BIHMATH HA KaueCTBO
KM3HU TNalMeHTOB. MEIUIIMHCKOMY COOOIIECTBY €llle MpPEACTOUT MPOAEMOHCTPHPOBATh MPEUMYIIECTBO TapreTHON
TEpaIny, CO3/JaTh YCTOWYMBYIO MOJENb pa3pabOTKU M JOCTABKM JIEKApCTB, YTO MO3BOJIUT B JaJbHEHIIEM W3MEHUTH
BoCTIpHUsITHE OOJIE3HU U YIYUIINTh Ka4€CTBO KU3HU MAIlUCHTOB.

KaroueBble ciioBa: MykoBHCIHI03, Gunocodus meauiunbl, CFTR-MoaynsTops
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PHILOSOPHY AND MEDICAL ASPECTS OF TREATMENT OF HEREDITARY
DISEASESUSING THE EXAMPLE OF CYSTIC FIDOSIS
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Abstract

Introduction. The systems approach, characteristic of modern science in general, is especialy important in medicine,
since it works with an extremely complex living system - man. Of particular importance in medicine is the patient — the
child. Without adequate treatment, the life expectancy of patients with hereditary diseases, including cystic fibrosis, is
sharply reduced. Continuous improvements in diagnosis, treatment and care have led to significant increases in patient
life expectancy. Despite advancesin medicine, cystic fibrosis remains a progressive disease characterized by both visible
and hidden clinical manifestations. The aim of the study isto consider cystic fibrosis as a biopsychosocial phenomenon
in the context of the philosophy of medicine. M aterial and methods. The methodology of the work includes adialectical
method of philosophical analysis of modern approachesto the treatment of hereditary diseases using the example of cystic
fibrosis. Results. Psychosocial adaptation to the disease is determined by the patient’s subjective perception of his disease.
A sense of personal control over the situation appears to be a factor that contributes to good adaptation. Three concepts
associated with perceived control are locus of control, learned helplessness, and self-efficacy. Thanks to the introduction
of targeted therapy for cystic fibrosis with CFTR modulators, children with cystic fibrosis finally have the opportunity to
control their disease and stop the progression of clinical manifestations. Further work is needed aimed at finding ways to
correct the emotional-volitional sphere of patients with cystic fibrosis as a means of improving their quality of life.
Conclusion. Modern treatments have enormous potential to eliminate the defects underlying specific mutationsin cystic
fibrosis, can change the course of the disease and affect the quality of life of patients. The medical community has yet to
demonstrate the benefits of targeted therapy, create a sustainable model for drug development and delivery, which will
further change the perception of the disease and improve the quality of life of patients.

Keywords:. cystic fibrosis, philosophy of medicine, CFTR modulators

BBEJIEHUE

Bce 6a3oBbie Teopun COBpEeMEHHOW MEIWIMHBI, TaK WM MHAYe, CBs3aHbI C (unocodueit
MEIUIIMHBI, ONpeAeNsoneil (yHIaMeHTaIbHbIE MOCTYJIAThl U MO3UIUU OOMIMX TEOPETHYECKHX
cucreM. Tak, coBpemeHHble ¢unocodckue wuccnenoBanus (¢punocodckas aHTPOMOIOTHSA,
¢dunocodus co3HaHusA, comuanbHas ¢uaocodus) JekaT B OCHOBE - MEAUIIMHCKOW TEOPHH
aganTuBHOTO pearupoBanus [1]. Teopust agantanuu — 001IEOMONIOTHYECKass TEOPHUS MEIUIIMHBI,
OJTHAKO MEJMIIMHA UMEET JIeJI0 He TOJIbKO ¢ OMOJIOrMYeCKHMMHM aJaNnTalusMH, HO U C ajanTanuen
COIMAJIBHOM, T.€. MPUCTIOCOOIEHNEM YeJIOBEeKa K 00IIECTBEHHOM ku3Hu [1].

Ha nepBblif 1U1aH B A€ATENBHOCTH COBPEMEHHOT'O Bpaya BHICTYINAET AUATEKTUYECKHH METO/I,
MIOCKOJIbKY TOJIBKO OH 00€CTeUMBaeT KOMILJIEKCHBIM, CUCTEMHBIN MOJAX0/A K BompocaMm 0o0Jie3HH, €€
JeueHust, Ipo(UIAKTUKHY, IPOBEJCHNUS PEaOMINTALIMOHHOTO NTEPHOA.

Bpau, He B1ageromuii TaneKTHIeCKUM METOIOM, KaKUM OBbI XOPOIIIUM CIIEIIHATICTOM OH HE
ObUI, HE CMOKET IPABUJIBHO OLIEHUTH B3aMMOIIEPECEKAIOIIUECS U TPOTUBOPEUUBBIE TATOJIOTMUECKHUE
MPOIIECCHl B OPTaHU3ME H B JIyUIIEM CIIydae HHTYUTHBHO CMOXET MPHHUTH K MPABUIHHBIM BBIBOJAAM
— MPaBWJILHO OCTaBUTh JUArHO3 U Ha3HAYUTH JieueHue [2].

CucTeMHBIN MOAXO0M, XapaKTEpHBIA B 1IEJIOM /Il COBPEMEHHOM HayKH, OCOOEHHO Ba)K€H B
MEIUIMHE, T.K. OHA paboTaeT ¢ Ype3BbIYANHO CIOKHON JKUBOM CHCTEMON — UEJIOBEKOM, CYIIHOCTh
KOTOpPOTO OTHIO/Ib HE CBOJAUTCA K MPOCTOMY B3aWMOJEWCTBUIO OPraHOB yejoBeueckoro teia. Ilo
CYTH, camMa TeOpHUs JIEYeHHUs eCcTh crielupuIecKas Teopust yIpaBIeHUs )KUBOH CUCTEMOM, TOCKOJIbKY
JIeYeHHE €CTh CHUCTeMa MEp, HAlpaBJIEHHBIX Ha TMCHXOCOMATUYECKYIO ONTHMHU3ALMUIO COCTOSHUS
yesnoBeka [3].

Oco0oe 3HayeHHe B METUIIMHE MTPUHAJJICKUT MallueHTy — peOeHKy. PebeHok onroe Bpems
paccMaTpuBalcs, KaK yMEHBIIEHHAs KOIHUsS B3pPOCIIOTO YellOBeKa, OTCYTCTBOBAJIM OOOCHOBAaHHBIE
MpaBujIa yxoja 3a AeTbMu. JledeHne neteid mpoBOIMIOCH TI0 TEM e TIPUHIIAIIAM, YTO U B3POCIBIX.
3aboeBaeMOCTb U CMEPTHOCTb JIeTel, 0COOEHHO B paHHEM BO3pacTe, Ha MPOTSHKEHUH MHOTHX BEKOB
OBLTM OYEHb BBICOKUMH [4,5].

[Tonoxenue pebeHKa-MalMeHTa, OTHOIIEHUE K HEMY CEMbU U O0IECTBA HA MPOTSKEHUHU BCEi
UCTOpHUH OBUTIO HEOTHO3HAYHBIM, YTO OOYCIIOBICHO BOCHPHUSATHEM AETCTBA KaK COIMOKYIBTYPHOTO
¢deHoMeHa. DTO BOCHPHUATHE ONPENEISIIOCh YCIOBUSAMHU CYIIECTBOBAHHMS KOHKPETHOrO Hapona,
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YPOBHEM €ro COLHaIbHO-3KOHOMHYECKOTO pa3BUTHS, MOJIMTUYECKUM YCTPOWCTBOM OOIIECTBA,
dbopMaMu U THIIAMH CEMEWHBIX OTHOIICHUH U CEMbH, KyJIbTYPHBIMU U COITUATBHO-UCTOPHUECKUMU
OCOOCHHOCTSIMH, MECTOM peOeHKa B HEpapXuu POAUTEIbCKUX LEHHOCTEH, CyIIeCTBYIOLIEH
IOPUAMYECKON CHCTEMOM, Onpeielsronieil mpaBa pedenka u poautenei [1,2].

be3 anexkBaTHOro Je4eHHs MPOJOJKUTENLHOCTh U3HU MAllMEHTOB C HACJIEICTBEHHBIMU
3a00JIeBaHUSAMH, B TOM YHCJIE C MyKOBHCIIUI030M, PE3KO COKpamiaercs. B 3Toii CBSA31 Ba)KHBI paHHSA
JMArHOCTHKA, PETYJSPHbII MOHUTOPUHI KJIMHMYECKOTO CTaTyca, NPHUMEHEHUE COBPEMEHHBIX
nedeOHO-peadUINTAIIMOHHBIX TPOTPaMM, TUTHCHHYECKHUE MEPONpPUITHS JUIS NPO(QHIAKTUKH
UHEKIUI 1 IepeKpecTHOro HHpHUIHUpoBanus [6,7].

[TocTostHHOE yilydllIeHHE JTUArHOCTUKH, JICUCHHUSI U OKa3aHUsl MOMOIIHU P MYKOBHUCIIHI03€
MPUBEJIIO K 3HAYUTEILHOMY YBEIHYCHHUIO OXHAA€MOM MPOJIOIDKUTEILHOCTH JKU3HU JIIOJEH,
CTpa/lalolIMX 3TOW 0ose3Hbr0. HecMOTps Ha JOCTHIKEHHUS B MEAMLMHE, MYKOBHCIHUI03 OCTAeTCs
MIPOrPECCUPYIONIUM 3a00JI€BaHUEM, XapPAKTEPU3YIOMIMMCS KaK BUAMMBIMH, TaK U CKPBITBIMU
KIIMHUYECKUMU MposiBiieHusaMH [8,9]. Bricokas Harpyska, oOyCIIOBJIEHHAs JICUCHUEM, JACNIaeT AJIs
ManueHToB emle Oosiee TPyAHBIM OallaHC MEXIy OOpa3oBaHUEM, CeMbeil, paboToi W APYrHUMH
00sI3aHHOCTSIMU COBpEMEHHOT0 yenoBeka [10].

Leapb ucciieqoBaHus — pacCMOTPETh MYKOBHUCIIH/I03, KaK OMOTICUXOCOIUAILHOE SIBIICHUE B
KOHTEKCTE (PUITOCOPHUH METUIHBIL.

MATEPHUAJI U METO/bI

MeTtononorust paboThl BKIIOYACT B CeOS TUANCKTUYSCKUN MeToi (PHIIoco(CKOro aHaimsa
COBPEMEHHBIX MOJIXOJ0B K JICYCHUIO HACIEACTBEHHBIX 3a00JIeBaHUN HA MPUMEpPEe MYyKOBUCIUI03A.
[IpoBeneH nuTepaTypHBbIi 0030p OTEUECTBEHHBIX U 3apyO0eKHBIX MAaTEPUAJIOB I10 UCCIIEAYEMOM TEME.

PE3YJIbTATBI

XpOHHYECKOE HACIEICTBEHHOE 3a00JeBaHME JIETKUX SBISETCS «TOPHKOW  TOYKOW
nepeceyeHus» MeXa1y MHOKECTBEHHBIMU OMOIICHXOCOIMaNbHbIMU (pakTopamu [11].

[IpoBeneHHBINM aHAU3 JTUTEPATYPHBIX JAHHBIX MMO3BOJIUI PACCMOTPETh MYKOBUCIIUIO3, KaK
OHMOTICUXOCOIMATIFHOE SBIIEHUE B KOHTEKCTE (procouu MeIULIMHEI.

Cornacno wmuenmto Ko3na u Jlazapyca, mncuxocouuanbHas ajmantanus K OOJE3HH
ornpezensieTcss CyObEeKTUBHBIM BOCIPUATHEM IMallMeHTOM cBoed Oose3Hu. OulylieHue JUYHOTO
KOHTPOJISI HAJl CUTYyaIluel nmpecTaBisieTcss GakTopoM, KOTOPBIN CIIOCOOCTBYET XOPOIIIeH aIanTaliiy.
TpeMst NOHATHUAMHU, CBSI3aHHBIMU C OIIYIIICHHEM KOHTPOJIS, SIBJISIIOTCS JIOKYC KOHTPOJISI, yCBOGHHAs
OecromMoIHOCTh U camodddexTuBHOCTD [1,12].

Jlokyc KOHTpOJIS KacaeTcsi MHEHHsSI YelIOBEKa OTHOCUTENLHO TOTO, KaKyH0 BIIACTh OH MMEET
HaJl COOBITUSIMU B CBOEH >KM3HU. JI0IM ¢ BHYTPEHHUM JIOKYCOM KOHTPOJISI OIIYIIAIOT UCXOMBI U
COOBITHS >KM3HH KaK pe3yJbTaT CBOEro COOCTBEHHOTO MoBeAeHHs. J[I0IW ¢ BHEIIHUM JIOKYCOM
KOHTPOJISI BOCTIPUHUMAIOT aHAJIOTUYHBIC MCXOJbI KaK pe3yJbTaT BHEIMIHUX (AKTOPOB, TAKUX Kak
Cynp0a WM coBMajeHHe. BONbIIMHCTBO NOJIEH 3aHMMAIOT MPOMEXKYTOYHOE TMOJOKEHUE MEXITY
IBYMsI KpalHUMU TOYKaM{ BHYTPEHHET0 ¥ BHEIIHET O JIOKyca KOHTpouis [13].

B wuccnenopanuu Cenurmana, KacarolieMcs YCBOCHHOH OECHOMOIIHOCTH, »HBOTHBIX
MHOTOKpaTHO MOJIBEpPrajiy yJapaMm 3JEKTPHUUECKOro TOKa, KOTOPBIX OHM HE MOINM Hu30exars. B
KOHEYHOM HTOT€ >KUBOTHBIE IE€pEecTaBalii TBITAThCS H30exkaTh cTuMmyna. Korma curyarus
W3MEHSJIach, U OHM MOTJM HM30eXaTh yJapa, OHH HE NPEINPUHUMAIN HUKAKUX JeUCTBUN. Tak
pa3BHUBaNIaCh YCBOCHHAs OECIIOMOIIHOCTH - OTCYTCTBHE YBEPEHHOCTH B TOM, YTO MOKHO CAENaTh YTO-
TO, YTOOBI cebe moMoub. Takoe ke MOBEICHNE, TO €CTh MPUBBIYKA CIABATHCS B CUTYAIHSIX, B KOTOPBIX
YeNIOBEK Ha CaMOM JIeJie He SIBIsIeTCs OECTIOMOIIIHBIM, MOKET HaOIo1aThes U y jroaei [14,15].

Camoa(ppekTHBHOCTh O3HA4YaeT BepPy B COOCTBEHHBIE CHOCOOHOCTH OCYIIECTBIISITH
TUTAHUPOBAHUE U JCHCTBHSI, HEOOXOIUMBIE JUIS TOCTHUKEHUS TISITH.

Jpyrumu cioBamu, 3T0 COOCTBEHHAs! Bepa ueloBeKa B BOZMOXKHOCTh MPEOJI0JIEHUS JaHHON
cutyanuu. JItoau ¢ BICOKOH camM0o3(()EKTHBHOCTHIO PACCMATPUBAIOT TPYJIHBIC 33Jau KaK HEYTOo,
4YeM HaJI0 yIPaBIsATh, a HE TO, YETO CelyeT U30eraTh.

OnHako ecnM JIIOAM CUMTAIOT, YTO HE MOTYT KOHTPOJHPOBATH HEOIAarompusTHbIC
00CTOSITENLCTBA, Y HUX BOHUKAET JUCTPECC U CHUXKAETCS] YPOBEHb (PyHKIMOHUpOoBaHus. Cenurman
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3as1BJISU, YTO MALMEHTHI B COCTOSSHUM JENPECCUU CTPAAAOT OT OTCYTCTBHS JIMYHOIO KOHTPOJIS Haj
curyanueid. Jlronu c ourymeHneM HHU3KOM caM03((EeKTHBHOCTH CTPadaloT OT OTPHULIATENBHBIX
SMOILIMH, TaKUX KaK TPeBOra U CTPECC, U y HUX UMEET MecTo 0ojiee BBHICOKAs PEe3UCTEHTHOCTh K
nedeHuro. Jlempeccusi OKas3bpIBa€T OTPULIATENBHOE BIMSHUE HA IPUBEPKEHHOCTh K JIEUEHHUIO,
(GyHKIIMOHUPOBAHHE B CEMbE M KauyecTBO KM3HH. Bbicokas camor(p(eKTUBHOCTh y MAIMEHTOB C
XPOHUYECKHMMHU 3a00JICBAaHUSIMU  KOPPEIMPYET C JIy4YIIUM (U3NYECKUM, COLUAIBHBIM H
SMOLMOHAIBHBIM Kaue€CTBOM KU3HHU [16].

HoBeiimyM 10oCTHKEHUEM B JIEUEHHMM MYKOBHUCLHUJO03a CTAJO OTKPBITUE MaJIbIX MOJIEKYI,
BOCCTAHABIIMBAIOIIUX MPOIECCHl CUHTE3a, TPAHCIIOPTa K MeMOpaHe WM padoTy HEMOJHOIIEHHOIO
6enxa CFTR. Ilpemapatbl, AelicTBUE KOTOPBIX HAINPABICHO Ha BOCCTAHOBIEHHE (DYHKIMH OeKa
CFTR, nassiBatorcst CFTR-monynstopamu [6].

MeauiuHCKUM coo0IIecCTBOM U mpe3uieHTCKuM GoHaoM «Kpyr modpay, KOTOpBIN B3sUT Ha
ce0s OTBETCTBEHHYIO 33/auy OOecHedeHHs MaIeHTOB JIETCKOrO BO3pacTa JaHHBIMU >KMU3HEHHO
BOXHBIMH TIpenapatamu, Oblla TpojeiaHa KojoccaibHas pabora. 3a 12 mecsueB 2022 rona
TApreTHYI0 TEpanuio CMOIUIM MOJy4uTh OKoJIo 1500 manmueHTOB ¢ MYKOBHUCHHMAO30M. Y JETel C
MYKOBHCITH/I030M, HAKOHEI], MOSIBUJIACh BO3MOXKHOCTh KOHTPOJHMPOBATH CBOE 3aboyieBaHHE, a MX
BpEMs BHOBb MPUHAJICKHUT TOJIBKO UM, a HEe OOJIE3HHU.

Ho mpu 3TOM OcTaercss HeMallo NAIMEHTOB, KOTOPHIM TOJIBKO NMPEACTOUT HAyaTh JICUCHUE
TapreTHoM Tepanued. Kaxaplli rojl BBIABIAIOTCS HOBBIC manueHThl (120-150 B rom), KoTOphIM
HeoOxonuMma HesameumtenbHas JJHK muarnoctuka u tepanust. [1o snmaeMnonornaeckum JaHHbIM
OJIMH Cyyail MyKOBHCIIMJ103a JUarHoctupyercs Ha kaxabie 9000 HoBopoxaeHHbIX[7]. Kpome Toro,
MPOJOIDKACTCS JMArHOCTHKA 3a00JeBaHMS MO KIMHMYECKHM IpPH3HAKaM. OJTO KacaeTrcs Tex
MalHUEHTOB, KOTOPbIE POJUINCH A0 CTapTa HEOHATAJIBLHOIO CKPUHUHTA.

Bcewm, manuentaMm oT IByX J0 BOCEMHAJUATH JET, KTO YK€ MOJy4YaeT HOBbIE Ipenaparsl,
TpeOyeTcsi CBOEBPEMEHHOE OOecliedyeHHe UMHU U KOHTPOIb 3()PEeKTUBHOCTH U OE30MaCHOCTH
JIeYEHHUs. ITO TOJIBKO HA4YaJIo JOJIrOro MyTH K IMOJIHOMY KOHTPOJIIO 3a00J1€BaHUsl.

O} PeKTUBHOCTh TAPTETHHIX MPENapaToB JOCTATOYHO BBICOKAs, B MOJHOM COOTBETCTBUU C
TEMH KIMHHUYECKUMH pe3yJbTaTaMH, KOTOpble paHee Obuth omyOsmkoBanbl [6]. Ilo pesynpratam
UCCIIETIOBAaHUM HM3BECTHO, YTO YIydllaeTcsl (pU3NYECKOE Pa3BUTHE JETell, MOBbIMIACTCS (YHKIUS
JETKUX, MOTOBasi Mpo0a, KOoTopas oOTpaxaeT (QYHKIUIO XJOPHBIX KaHAJIOB, CHUXAaeTcs M0
MIOTPAaHUYHBIX PE3YyJIbTaTOB. MHOrME [ETHM JIEMOHCTPUPYIOT IIOKa3aTeld 310pOBBIX. Takxke
OTMEYaeTcsl YMEHBIICHHE Yuciia 000CTPEHNUH U MOTPeOHOCTH B aHTHOAKTepuanbHOU Tepanuu. Ha
¢oHe TepamuM Yy NAMEHTOB HMCUE3AIOT MPOSIBICHUS 3a00J€BaHUS CO CTOPOHBI JbIXaTeNbHOU
CUCTEMBI: HCYe3aeT rUNepTpodus CIU3UCTHIX Ma3yX HOCA, YTO BEJET K BOCCTAHOBJIEHUIO HOCOBOTO
JBIXaHUS, TOJUIMBI B Ia3yXax HOCA HAYMHAIOT YMEHBUIATHCS; IMOBBINIAETCS (DYHKIMS JIETKHUX,
KyIUpYeTCs Kallelb.

[Ipy uCHONB30BaHMM TApreTHOM TEPANMU W3MEHSIOTCS IPUBBIYHBIE CXEMbI JICUEHHUS
MAUEHTOB ¢ MyKoBHCIHI030M. HeoOxoaumo OyieT MEHSTh 1UeTy, TOTOMY YTO MAIMEHThl XOPOILIO
HaOMparoT Maccy M pOCT, U MPEeXHAA Mpodiaema AeuunTa Macchl U 3aJIepKKU pocTa yxoauT|[7].

B HacTosiee Bpems ICHO, UTO Y€M paHblle HadaTh TapreTHYIO Tepamuio, TeM Oojiee oHa
3¢ eKTUBHA U MOXXET BOCCTAHABJIMBATHCS Aake (YHKIMS IOKENIynIouHON >kene3bl. Ho camoe
IJIABHOE — 3TO MNPO(UIAKTHKA CTPYKTYPHBIX W3MEHEHUH B JIETKMX M OCJIO)KHEHUH, KOTOpbIE
OIIPEAEIAIOT IPOJOJKUTEIBHOCTD KU3HU.

Opnako mpH BBICOKOH S(QQPEKTUBHOCTH Tepanuu, NpuMepHo y 20 HpOLEHTOB JeTei
HaOJII0AaI0TCSl HeXKeNaTeNIbHbIe TOOOYHBIE SIBIEHUS, HO, KaK MPaBHUJIO, B IEpBbIe HE/IENH JICUCHUS], U
3aTeM NMpoxojaT 0e3 OTMEHBI mpemnapara. Y 4acTH MalMeHTOB MOXKET BO3HHMKAaTh HEOOXOAMMOCTh
OTMEHATh WM CHWXKaTh /103y IpENapaToB MPH TOKCHUYECKOM IOBpEXJEHUHU meueHu[6]. Bee 3to
CBUJETEIBCTBYET O HEOOXOAMMOCTH KOHTPOJIS 3a Tepanueld. B cBs3u ¢ 3TUM Bo3HUKaeT npobiema
NPUMEHEHHsT TapreTHOM Tepanuu, CBs3aHHAas, B OCHOBHOM, C T€M, YTO MaIeHTaM Tpelyercs
MOCTOSIHHOE JAMHAMHU4YecKoe HaoOmoneHue. [l opraHuzanuy JUHAMHYECKOro HaOIIOACHUS
TpeOyIOTCs JONOTHUTENbHBIE IITAThI CIIELUAINUCTOB.

608



Ecnu roBOpUTh 0 MEPCNEKTUBE Pa3BUTHUS TEPANUU Ul TAMEHTOB ¢ MyKOBHCIMI030M, TO
OHa TOJIHOCTHIO 3aBHCUT OT BO3MOXHOCTH OOECIEYHTh HE TOJIBKO JIeTed M MOAPOCTKOB, HO U
B3POCIBIX TapreTHol Tepanuei. @yHKIUS JErKUX Yy B3pOCIBIX 3HAYUTENIBHO HUXKE, YEM Y JETel U
JUId HUX 3TO Tepamus craceHus. CeronHs mpoOieMoil ocraercsi oOecnedyeHue IpernapaTaMu
MalKueHToB rnocie 19 ner.

Celiuac B CTpaHE €CTb paHHss JMAarHOCTUKAa MYKOBHUCLH/03a C IOMOILBIO HEOHATAJIbHOTO
CKpMHHMHIa M BO3MOYKHOCTb IIPOBEJICHUSI paHHEH Tepaluu, KOrjJa B JIETKMX JETe ele He
c(OpMHUPOBAIMCH U3MEHEHHUS, CIIOCOOHBIE B Oy IyIIIeM MIPUBECTH K COKPALICHUIO KU3HH.

K coxanenuro, HET mpenapaToB AJIsl «TSKENIbIX» IeHOTUIoB (1 kiacc MyTaluil), 1 Tepanus
IUIL HUX elle TOJbKO pas3pabareiBaercsi, B Poccuiickoii deneparyy mo JaHHBIM PErUCTpa TaKUX
MaKueHToB 0koio 15% [6].

OBCYXIEHHUE

CoBpeMeHHBIN KYJbTYPHBIA U HAYyYHO-TEXHUYECKUI TPOTPECC, CBEPXIUHAMUYHOE pa3BUTHE
MEIAUIMHCKOW HAyKd M IPAKTUKHU, OMOTEXHOJOIMM B MHPOBOM 31PABOOXPAHEHUU - BCE ITO
MoCcTaBUIIO Tepel] GUIocOPCKO MBICIBIO HOBBIE MOPAJIBLHO-3TUYECKUE BOMPOCHL. B 3T0il cBsizu
MPEJCTABISACTCS BaXKHBIM (PHIOCOPCKOE OCMBICIIEHHE HPAaBCTBEHHBIX OCHOBAHUI BCTYIUICHUS
YUEHBIX U Bpauell Ha TPAJAULIMOHHbBIC YUYACTKH MEJAUIIMHCKON HAYKU U IPAKTUKH.

Ha npumepe MykoBHCIMI03a HHTEPECHO MPOCIECIUTh B3aUMOBIMSHHE MEXIY pa3HbIMU
YPOBHSIMU OpraHU3allUy MaTepUU: U3MEHEHHE BCEr0 HECKOJIbKUX aTOMOB B MoJiekyie 6enka CFTR
OTpa)kaeTcsi Ha paboTe KJIETKH, 3aT€M TKaHU, OpraHa U BCEro OpraHus3Ma. A IOCIJIEJCTBUEM 3TOT0
SIBJISIETCS] OPraHU3alusl COUUAIIBHBIX CTPYKTYP U3 COTEH JIFOAEH, KOTOpbIE MPEANPUHUMAIOT YCUIIUS
IUIs1 KOMITeHcauu AeeKkTa Ha ypOBHE MOJIEKYJI.

MykoBHCIIMI03 Ha CErOAHSIIHUNA JEeHb — HeusleunuMmoe 3a0ojeBaHue, Tpelyroriee
MOCTOSTHHOM M KOMITJIEKCHOHM Tepanuu sl 00JETYeHUsI COCTOSHUS M MPOPUIAKTUKA OCIOKHEHHN
[17].

Bpau cranoBurcsi ¢unocodom, Koraa mepen HUM CTOUT TOKTPUHA CBSTOCTH >KHU3HH, €€
LIEHHOCTh TPeOyeT MUCII0JIb30BAHNE BCEX JOCTYIMHBIX CPEACTB JICUCHUS I IPOJICHUS KU3HU.

Jiist MeuIuHBI IOHATHE OBITHE YEJIOBEKA 3TO MHIMBHIYalIbHOE, KOHKPETHOE OBITHE, KU3HB
«BOT ITOTO» YEJIOBEKAa, KOTOpasi 00J1aaeT Hecopa3MepHOU IIEHHOCThI0. IMEHHO ypOBEHb 3/10pOBbSI-
0O0JIe3HH OTpeIeIIAeT KaueCTBO KU3HH uenoBeka [ 18].

B cBs131 ¢ 3TUM HeoOXxo1MMa AanbHelas paboTa, HallpaBIeHHAs Ha MOMCK Iy Tel KOppeKLUuU
SMOLIMOHAIBHO—BOJIEBOM cepbl O0JIBHBIX MYKOBHUCIIMI030M KaK CpECTBa MOBBIIECHHUS KaueCcTBa UX
KU3HU.

[IpoGbnema  mykoBucHUI03a TpeOyeT  HampbHEWIIEro  M3y4YeHUsT ©  MPOBEICHUS
SMUJIEMHOJIOTMYECKHX UCCIIE0BAaHU, OLIEHKU KIIMHUKO-TeHETHUECKUX OCOOCHHOCTE! 3a00IeBaHMs,
COBEpIICHCTBOBAHUS PaHHEW JUArHOCTUKH, JICUEHUS W MPOPUIAKTUKU 3a00JI€BaHUS; MOJTyUYEHUS
TOYHBIX JAHHBIX O PACHPOCTPAHEHHOCTH MYKOBHCLH/03a B LIEJIOM U €ro KimHudeckux ¢opm. B
HAaCTOsLIEE BpEeMsI CYIIECTBYIOIIUE ITAHENIN HE ITO3BOJISIOT BBIABUTH BCE TATOIC€HHBIC BAPUAHTHI I'€Ha,
[I03TOMY €I HE OIpEAeNeHbl 4YacTOoTa M CHEKTP MyTallMi, YYacTBYIOIIUX B IaTOT€HE3E
3a00JIeBaHNUs, HOCUTEIBCTBO MATOI€HHBIX BapUaHTOB Yy wieHOB cemeil [19,20]. BaxxHblil MOMEHT —
OIIpeJIeJIEHUEe PpaclpoCTPaHEHHOCTH YacThIX MYTalUil cpeau OOJIBHBIX MYKOBHCLHIO30M B
MOMYJISAUAX C Pa3HBIM ATHUYECKHUM COCTaBOM.

Takum o0pa3oM, B HacTosIIee BpeMs IPOUCXOIUT MPOrpecc B MOHUMAHUN KIMHUYECKUX U
TEHETUYECKUX AaCIIEKTOB MYKOBHUCIIH103da, OJHAKO BCE el OCTAETCA MHOXKECTBO HEPELIEHHBIX
BOIPOCOB, HApuMep MpoOJIEMbl pealln3alui paHHEH TUarHOCTUKU MYKOBHCLU03a, OpraHU3aluu
JIHK-muarHocTiKy ¥ MPOTHO3UPOBAHUS POXKIACHUS JeTeH, O0IBHBIX MyKOBHCIHT1030M. Pa3zpaboTka
AJITOPUTMOB TUATHOCTUKHU M JIEYCHMs 3a00JI€BaHUs C YUETOM CIEKTpa M 4acTOThl MyTalluil B reHe
CFTR B pernonax Poccuu no3BONHT yIydIIUTh KAYECTBO MEANKO-TEHETUUYECKON IIOMOIIU CEMBSIM.

BbIBO/IbI

1. IlpoBonis cOOCTBEHHBIE HCCIEAOBAHMUS, S IPUIILIA K BBIBOJY, YTO MbI BCTYIMJIH B HOBYIO
3py MPEUU3UOHHON MEAMLUHBI MPU MyKOBHCLUAO3€. Takue TOYHbIE METOJbI JIeUeHUs! 00JaatoT
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OTPOMHBIM MMOTEHIIMAIIOM ISl YCTpaHEHUs 1e(PEKTOB, JIeKAIIMX B OCHOBE CIEIM(PUUECKUX MyTalluil
CFTR, 1 u3sMeHeHus TedeHus 3a00JIeBaHusI, M1 MOTYT BJIHSTH Ha KAUYECTBO KU3HU MAICHTOB.

2. Opnako BIEpeIu CTOAT CEphe3HbIE 3aJayd 10 JIEMOHCTpAIMH JIOJTOCPOYHBIX
NPEUMYIIECTB AITHX IpenapaTroB, pa3pabOTKe COCJMHEHWH, HaIeNeHHBIX Ha Hamboee
pactipoctpanennblie kiaccel mytanmii CFTR, m co3pmanuio ¢GuHAHCOBO YCTOMYMBBIX Mojelei

pa3paboOTKH U TIOCTaBKH JICKAPCTB.
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