Miasto Przysztosci
Kielce 2024

MyxkoBucuuao3 Y Jlerei

Toaunosa Houna Kyopamoena ! Jlamunosa Illaxnosa Axbapbexoena ?

Pe3ome: MyKOBUCIIH/IO3 - 3TO XPOHUYECKOE FEHETHYECKOE 3a00JIeBaHHE, XapaKTePHU3YIOIIeecs
HapylieHHeM paboThI JKeje3 ¢ BHEIIHEH CeKpelueii u 00pa3oBaHHEM TIYCTOH CIIM3M B Pa3IHYHBIX
opranax. ['TaBHBIMH IpU3HAKAMHU SABJISIOTCS MPOOJIEMBI C JBIXaHHUEM, IHUIIEBAPEHUEM, XPOHHUUYECKUI
KallleJb W IMOBBIIIEHHOE COJEP)KaHME COJIM B MOTE. J[MarHocTHKa BKIIIOYAET ICHETHYECKHUE TECTHI,
TECTHI MOTOBOW JKUAKOCTH, KIMHHYECKHE CHMITOMBI M H300pakeHHEe JICTKHMX. JleueHne BKIIIOYAET
(1)I/I3I/I‘IGCKyIO TepaHI/IIO, I/IHFaJISITOpBI, JIeKapCTBeHHLIe HpenapaTLI nu TpaHCHHaHTaL{I/IIO JICTKUX.
Ba)KHBIMI/I ACIICKTaMHn yr[paBJIeHI/IFI SIBJIIAKOTCA HpO(i)I/IJIaKTI/IKa, Hoxmepnq(a co CTOpOHI)I MCAUITUHCKOI'O
coo0111eCcTBa U O0IECTBEHHOCTH.

KiaroueBble cjioBa: MyKOBUCIUI03, TEHETHYECKOE 3a00JICBaHME, JbIXaTeIbHBIC MPOOIICMBI,
MUIIeBapUTEIbHBIE HAPYIICHHs, AMArHOCTHUKA, JIeYeHUE, NPO(UIAKTUKA, MOAAEPKKA, KayecTBO
JKH3HU.

MyKkoBHCIIHI03, TaKXe HM3BECTHBIA KaK IUCTHUYECKUU (UOpO3, - 3TO reHeTuueckoe 3abosieBaHUeE,
XapaKTepPHU3YIOIIeecss HApyIICHHEM pabOThHI JKejie3 ¢ BHEIIHEH cekperneid. OCHOBHBIM MPOSIBICHHEM
3TOro 3a00JieBaHUs SBISETCS HapylleHHe (PYHKIHUU XKele3, KOTOpble OOBIYHO BHIPa0aTHIBAIOT CEKPET,
CIY)KAIIMM 11 CMa3bIBaHHWS M YBJIAXKHEHUS IMOBEPXHOCTEW OpPraHOB M TKaHEW. Y MalUUMEHTOB C
MYKOBHUCLIM/IO30M IIPOUCXOJMUT aHOMajbHas MPOAYKIMUS TIUIOTHOM M BA3KOM CIIM3M, KOTOpas
3aTpyaHsAeT (QYHKIMOHHPOBAHWE OPraHOB, TAKMX KakK JIETKUE, MMHINEBAPUTEIbHAS CUCTEMa, MEUYCHD,
MOKeNy104YHas xenesa u apyrue. [1.3]

9TO0T nmpouccc IMpUBOAUT K CCPbE3HBIM MCIUIIMHCKUM npo6neMaM, TaKUM KaK XpPOHHYCCKUC
I/IH(I)eKI_II/II/I AbIXaTCIIbHBIX HYTeﬁ, HapyHmICHUsA MUIICBAPCHUA U HCIAOCTATOYHOC BCACBIBAHUC
NUTATCIIbHBIX BCIICCTB H3 IIHMIIH. Iloctenenuo opraHbl CTpagaroT OT HOBpe)K}IeHI/If/'I, YTO MOXET
MMPUBCCTH K Pa3BUTUIO CCPBE3HBIX OCJIOKHEHUM U CHHKEHUIO MNPpOAOJIKUTCIIBHOCTHU U KaUCCTBA KU3HU
AU ECHTOB.

MyKOBHUCIHI03 SBJISIETCS TEHETHUECKU IepeaBaeMbIM 3a00JeBaHUEM, OOYCIIOBICHHBIM MyTalueil B
reie CFTR (uuctuueckoro ¢pubpo3a TpaHCMEMOPaHHOTO PEryNsITOpa KOHAYKTA), KOTOPbI KOJUPYET
0€eJI0K, KOHTPOJIMUPYIOLIMHA TPAHCIIOPT MOHOB Yepe3 KIETOUHble MeMOpaHbl. DTa MyTals IPUBOAUT K
HapyLIEHUIO paboThl KaHAJIOB, OTBETCTBEHHBIX 3a TPAHCIIOPT MOHOB XJIOpa U HAaTpHs B KJIETKaX, YTO
IIPUBOJUT K HAKOIUIEHUIO BA3KOM CIU3U B opraHax.[2.3.4]

XOTH MYI(OBI/ICIII/IJIO?; ABJISICTCA HCU3JICUYUMBIM 3360J’IeBaHI/IeM, COBpeMeHHHe METOJbI JICHCHUS, TAKHUC
Kak (hu3MuecKas Tepamus, JISKapCTBEHHAs TEpanus M PeXUMBI yYXO7a, MOTYT MOMOYb B YIPaBICHUU
CUMIITOMAMH N yJ'Iy‘II_HeHI/II/I Ka4dyeCTBa XU3HU MAIIUCHTOB. OJIHaKO paHHee BBISIBJICHUEC U IUATrHOCTHUKA
WTPArOT KIIKOYEBYIO POJIb B YCIEUIHOM YIIPABICHUU MYKOBHUCIIMIO030M M MPEIOTBPALLIECHUN PA3BUTHSL
€ro OCJIOKHEHUH.

1 KanmunaTt MeTUIIMHCKIX HayK, JOICHT KadeAphl IETCKUX O0Je3HEH B ceMeitHOM MeauuuHbl TankeHTCKo
MEIHIMHCKON aKaJIeMuHu

2 Kanauaat MeIUIMHCKMX HAayK, CTAPIIMI HpenoaaBaTenb Kadeaphl IeTCKUX 00JIe3Hel B ceMeHHOM MeqUIIUHEL
TamkeHTCKON MEAUIIMHCKOHN aKaJeMUH
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MyKOBI/ICI_[I/IIIO3 ABJIACTCA T'CHCTUYCCKUM 3360HCBaHI/ICM, nepecaaronmmmcesa 110 ayTOCOMHO-
pELeCCHBHOMY THITY HAcJeJOBaHM. JTO O3HA4YaeT, YTO IS Pa3BUTHS MYKOBHCIHI03a HEOOXOANMO
HAJIMYME JIBYX ajUiesiell ¢ MyTalisMM B T€HE, OTBETCTBEHHOM 3a 3a0ojeBaHue, y manueHTta. [ e,
BBI3BIBAIOLINI MYKOBHCLIU103, HazbiBaeTcs reHoM CFTR (uuctuueckoro ¢pubdposa TpaHcMeMOpaHHOTO
perynaropa KOHIYKTa).

VY 310pOBOTO YeJIOBEKA KaKIbIA pOAUTEIb Niepeaaet no ognomy amiento rea CFTR, u ecnu onud u3
HUX COJEPKUT MYTAIMIO, a BTOPOM HOPMAJIbHBIA, TO H3TOT YEJIOBEK SBISAECTCS HOCUTEIEM
MyKOBHCIIH103a. HocuTenu He MpOosBISIOT CHMIITOMOB 3a00JI€BaHMsI, TOCKOJIbKY HOPMAJIbHBIA aJlJIelb
Croco0eH KOMIIeHCUPOBaTh AeexkTHbIN.[1.3.4]

Opnnako, ecnu o06a poauTens ABIAOTCS HocuTelsiMu MmyTanuu reHa CFTR, ¢ BepostHOCTBIO 25% X
pebeHOK yHaciemyer OT Oo0OMX poauTened AePEeKTHBI alljiellb, YTO NPUBEIET K Pa3BUTHIO
MykoBHcHH103a. COrylacHO 3aKOHaM T'€HETUKHU, ¢ BEpOSITHOCTHIO 50% peOeHOoK yHacaeayeT OT OAHOTO
u3 ponuteneil nedekTHeId amiens M OyAeT HOCHTENEM, a C BEpOATHOCTBIO 25% yHaciemyeT
HOPMaJIbHBIC aJUIeNIH OT 000OMX poauTesei u He Oyaetr umetrh mytanuu rena CFTR.

I'en CFTR konupyet 0enoK, KOTOPBIA UTpaeT KIOYEBYIO POJIb B PETYJISIIUMA TPAHCIIOPTA HOHOB XJIOpa
yepes KJIETOYHbIE MeMOpaHbl. MyTaliu B 3TOM I'eHe MPUBOJIAT K HAPYIICHUIO PYHKIIMHA KaHAJIOB, YTO
MPUBOAUT K HAPYIICHUSM TPAHCIOPTAa HMOHOB XJOpa M HATpUs Yepe3 KJIETOYHbIE MEMOpaHbl M
nocieAyleMy 00pa3oBaHUIO I'YCTOM CIM3HU, XapaKTEPHOH /1711 MyKOBHCIIUI034.

[loHnMaHue TEHETHMYECKOro XapakTepa MYKOBUCLUIO3a I103BOJISIET IPOBOJUTH TE€HETUYECKOE
KOHCYJIbTUPOBAHHE U TECTUPOBAHUE Yy POAUTENIECH U JPYTUX YWIEHOB CEMbH, YTO MOKET OBITh IOJIE3HO
IIpY IJIAHUPOBAHUM OEPEMEHHOCTH U MPEAYNPEXKACHUN PUCKA HACIEA0BaHNU MYKOBUCIUA03A.

MYKOBI/ICI_[I/II[OS ABJICTCA XPOHUYCCKUM 3860J’ICBaHI/IeM, KOTOPOC MOXKET IPOABIATHCA Pa3IMYHBIMU
CUMIITOMaMH B PAa3HbIX OpraHax M CUCTECMax. OCHOBHEBIE IMPpHU3HAKK 1 CUMIITOMBI MYKOBUCHOHUAO03Aa Y
I[eTeﬁ BKJIFOYAlOT:

[Tpobnemsl ¢ npixanuem: OZHUM W3 OCHOBHBIX NMPOSBICHUNA MYKOBHCHHUA03a SBISIFOTCS MPOOJIEMBI C
JBIXaHUEM M3-3a 00pa3oBaHUs T'YCTOM CIU3U B JIETKUX, YTO NMPHUBOJUT K 3aKYHMOPKE JAbIXaTEbHBIX
nyTeil © 00CTpYKIMH OpOHXOB. JIeTH MOTYT MCIBITHIBATH Kalllelb, OJBIIIKY, YacThle PECITUPAaTOPHBIC
uHeKK (Hanpumep, OpOHXUT U MTHEBMOHHUIO), a TAKXKe aTesIeKTa3 (KOJUIAIC JIETKHX).

[TumeBapuTenpHbie MpoOIeMbl: MYKOBHUCIIUAO03 TaKXKe BIUSIET Ha MHUIICBAPUTEIBHYIO CHCTEMY,
BBI3bIBasl HapYIIEHHUS B paboTe MOHKENyIOUYHOM kKele3bl. DTO MOXKET MPUBECTH K HEJOCTATOUHOMY
BBIZICJICHUIO (DEPMEHTOB, HEOOXOAMMBIX IS TEPEBAPUBAHMS THIIH, YTO B CBOI OYEpPEIb MOXKET
MPUBECTU K HEJOEJAHMIO, HAPYIIECHUIO BCACHIBAHUSI NMUTATENbHBIX BEIIECTB M POCTA, a TAKKE K
BO3HUKHOBEHHIO O0JIEH B )KMBOTE, B3IyTHUIO U JHapee.

XpOHMYECKUN Kalelb: /leTh ¢ MyKOBUCLIHI030M 4acTO CTPALArOT OT XPOHUYECKOrO Kalllsl, KOTOPBII
MOXET OBITh BbI3BaH 00pPa30BAHHMEM CIIM3U B JbIXaTEIbHBIX MyTsAX. Kamens MokeT ObITh CyXUM WIIH C
MOKPOTOH.

[ToBbIIEeHHOE KOJIWMYECTBO coii B TmoTe: M3-3a HapymieHwit pabGoOThl MOTOBBIX Kejle3, NEeTH C
MYKOBHUCLHJI030M MOT'YT UMETh IOBBIIIEHHOE COAECP/KAHUE COJU B IIOTE, UYTO IPUBOJUT K COJICHOMY
BKYCY KOXH Y MOBBIIIEHHOW NOTJIUBOCTH.

3anepkka B pocTe W Habope Beca: 3-3a muieBapUTEeIbHBIX MPOOJIEM W HapYIICHHWH BCACHIBAHUS
MUATATETBHBIX BEIIECTB JIETH C MyKOBUCIIUIO30M MOTYT UMETh 33JIEPKKY B pocTe U Habope Beca.[4.5]

Jlpyrue mpuU3HAKU M CUMITOMBI: DTO TAaK)K€ MOXKET BKIIIOYATh YCTAJIOCTh, CIA0OCTh, MOBBIIICHHYIO
YYBCTBUTEIBHOCTh K X0JIO/ly, TOJIOBHBIE 0OJIH, AETIPECCHIO, MTPOOIEMBI C PETIPOYKTUBHOM CUCTEMOM Yy
MIOAPOCTKOB U IpYrHe.

BaxxHO OTMETHUTH, YTO CHMITOMBI MYKOBHUCIHUIO3a MOTYT pa3jMyaThCs Yy pPa3HbIX JETe W MOryT
U3MEHATHCS B T€UeHUE BpeMeHH. YeM paHblie OyaeT MOCTaBJIeH TUarHo3 M HayaTo JIeYeHUE, TeM
00JIbIIE IIAHCOB y MAlMEHTa Ha yIy4lIeHHe MPOTHO3a U KaueCTBa )KU3HHU.
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JlmarnocTrka MyKOBHCIIM/I03a BKIFOYAeT B ce0s pa3HOOOPa3HbIE METOIbI, IO3BOJISIONINE KAK BBISBUTH
HaJgu4ue 3a00JIeBaHMsl, TaK U OMPEJEITUTh €r0 KOHKpETHBIE 0coOeHHOCTH. Cpe OCHOBHBIX METOJIOB
JIMarHOCTUKY MYKOBUCLHI03a CIEAYIOLIUE:

I'eneTnueckue TecTel: DTO OAMH M3 Haubojiee HAASKHBIX METOJOB JMAarHOCTUKHM MYKOBMCLHMO03a,
KOTOpBIM 103BOJISIET OOHapyxuTh Hanumuue Mytauuid B reHe CFTR. I'enetnueckoe tectupoBaHue
MOJKET OBITh IIPOBEAECHO KaK y peOeHKa ¢ KIMHUYECKUMH IpPHU3HAKAMU MYKOBHCLHIO03a, TaK U y
poauTeneii, 9To0bl OPENIEIUTS, SIBIISIOTCS JIM OHH HOCUTEIISIMUA MYTaIlHi.

TecTbl OTOBOM KUAKOCTH: DTOT METOJ] OCHOBAH HA aHAJIN3€ COJAEPKaHMs XJIOpHJIa HATpUs B mote. Y
MAIMEHTOB C MYKOBUCLIM030M YPOBEHb XJIOPUJIA HATPUS B IIOTE OOBIYHO IOBBIIIEH U3-3a HAPYIICHUH
(GyHKIMU TOTOBBIX ee3. TecT MOTOBOM >KMIKOCTH MOXKET OBITh IOJIE3HBIM JUISl JAMAarHOCTHKH
MYKOBHCIIM/1032 Y HOBOPOKJIEHHBIX 1 MJIaZeHIEeB.[1.2]

Knnangeckrue cMMITOMBI M aHAMHE3: Bpaq MOXKECT IMPOBECTU TH.[aTeJ'IBHI:Iﬁ dHaMHC3 " (bHSHKaJ'IBHOC
o6cnez[013aHne, YTOOKI BEISIBUTH XAPaKTCPHBIC KIIMHUYCCKHUEC IPU3HAKW MYKOBHCIHW034d, TAKUC KakK
HpO6J'IeMI>I C AbIXaHHUEM, IUIICBAPCHUEM, XpOHI/I‘leCKI/Iﬁ Kali€jib, 3aJ€pKKa B pOCTC U Ha6ope BE€Ca "

Ap.

N3o6paxenue jnerkux: Pentrenorpadus u xommbiotepHas Tomorpadusi (KT) merkux Moryr ObITh
WCIIOJIb30BAHBI JIJIsl BU3YyalU3allid U3MECHECHUH B JIETKUX, CBS3aHHBIX C MYKOBHICIIHJIO30M, TaKHX Kak
OpOHXO0AKTa3uM (pacluIMpeHre OPOHXOB) U ONPEJICICHNUE CTCIICHH MTOPAKEHUS JISTOYHOM TKAHH.

OyHKIIMOHAIBHBIE TECTHI JIETKHX: [IpoBeneHHe CIUPOMETPUH W IPYTUX (PYHKIMOHAIBHBIX TECTOB
IBIXaHUS MOXET IIOMOYb OLCHUTh CTENeHb HApYIIEHUH JbIXaTelbHOM (YHKIMM U OOCTPYKLUHU
JbIXaTEIbHBIX ITyTEH.

buorncus: B HCKOTOPLBIX CIIydasAX MOXKET HOTpe6OBaTBCH OHOIICHS JIETKOI'O MIIH APYrux nopa>XKCHHbIX
OpraHoB JJid MMOATBCPKIACHUSA JUArHo3a U OUCHKH CTCIICHU IOBPCIKACHUA TKaHEH.

KomirekcHbIi nmoaxon, BKJ'IIO‘laI-OH_II/Iﬁ B ce0s Pa3JIUMIHBbIC MCTOAbI JUAIrHOCTHUKH, IIOMOIacT
o0ecneynuTh TOYHOE U CBOCBPCMCHHOC  BBIABJICHUC MYKOBUCHIHMAO3a Y JeTe uW HadaTh
COOTBCTCTBYIOLICC JICUCHUC.

JleyeHne MyKOBHCIIMA03a HANIPABJICHO HA YJIYYIIEHHWE Ka4eCTBA KU3HU MAllMEHTOB, TPEAOTBPAICHUE
WIM 3aMeJJIEHHEe MPOTPEeCcCUPOBaHUs 3a00JEBaHUS U CHIDKEHHE YacTOTHl U TSDKECTH OCIIOKHEHUHU.
BxotouaeT B ce0s pa3iuuHbIe TTOIXO/IbI:

Ouzuyeckas Tepamnus: Perynsphele mnpouenypsl (U3HUECKON Tepamuu, TaKHe KakK KiarnaHHas
BuOparmonHas tepanusi (CPT) u aBTomMaccaxx, moMoraroT 0CBOOOIUTH JIbIXaTENbHBIE yTU OT CIIH3H,
yaydiias OTXO0XKJIEHHE MOKPOTHL. DJTO OCOOEHHO Ba)XKHO [UIsl MAIMEHTOB C OOCTPYKTUBHBIMHU
3a00J1€BaHUSMH JIbIXaTEIbHBIX MMyTEH.

WNuransaroper: Hcnonp30BaHWE MHIAIATOPOB € JIEKAPCTBEHHBIMU IIpPEMAapaTaMH, TAKUMU Kak
OpOHXOAMJIATATOPHl M MYKOJIMTHKH, IMOMOTaeT YJIy4ylIMTh AbIXaTeIbHYI0 (YHKIUIO, pacIIMPUTh
OpPOHXH U Pa3KMKUTh CIIU3b, 00JIeryas ee OTX0XICHHE.

JlexapcTBenHas Tepanus: [IpuMeHeHne JNEKapCTBEHHBIX MPENAPATOB VISl YIAYyYIIEHUS JbIXATEJIbHON
¢GyHKIMH M THIIeBapeHus. B TOM uucie MOTyT NpPUMEHSATHCS AHTHOMOTUKM JJsl JICUEHHS U
npodunakTuku MHGEKIUHA JbIXaTeNbHBIX MyTeH, Mpenapathl sl pa3KWKeHUs CIU3U, (epMEHTHBIE
Ipenaparsl Ui YIy4lIeHUs MUILIEBAPEHUs U BCACBIBAHUS IUTATEIIBHBIX BEIIECCTB.

TpancruranTamus jgerkux: B ciaydae TsDKENbIX M MpOrpeccUupyrommx (GopM MYKOBHUCIIHI03a, KOTA
(GyHKIHMS JIETKUX CHJIBHO HapyllleHa W HE pearupyeT Ha KOHCEPBATHBHOE JIEUYCHHE, MOXKET ObITh
paccMOTpeHa TpaHCIUIaHTAIMs JIETKUX. DTO Mpolenypa, MpU KOTOpoll OOJIbHOM MOTy4aeT HOBBIE
JIETKHE OT I0HOPA, YTO MOKET 3HAYUTENBHO YIYUIINUTh €70 COCTOSIHUE U POJOKUTEIBbHOCTD KU3HU.

[Ipodunaktuyeckue wmepbl: BaxHbIMH acleKTamMHu YOpPaBIE€HUS MYKOBHUCIIMI030M  SIBIISIOTCS
npoduIakTuKa HHPEKIUHA IbIXaTelbHbIX MyTeH, peryaspHoe GpU3nuecKkoe ynpaxHeHue, Mo iepKaHue
3JI0pPOBOTO MUTaHMS U COOJIIOJCHUE PEKOMEHIAIMIA [0 TPUMEHEHHIO JIEKapCTB.
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PaznuyHbie MeTONBI JICUEHUS MYKOBHUCIHI032 OOBIYHO TNPUMEHSIOTCS B KOMOWHAIMK C IEJBIO
JNOCTHKEHHSI HaWIydliero pesynbrara. [lamueHTam ¢ MYKOBHCHHI030M HEOOXOAUMO pETYJISPHO
CIIEIUTH 332 CBOMM COCTOSTHUEM M O0Opamarhbcs 3a MEIUITMHCKOW MOMOIIBIO0 MPH TMOSBICHUH HOBBIX
CUMITOMOB WJIH YXYIUIEHUH TEKYIIETO COCTOSHUS.

MyKOBHUCIIMI03 OKa3bIBa€T 3HAUYMUTENIbHOE BJIMSHUE HA KA4yeCTBO JKM3HM HE TOJIBKO JeTeH,
CTpaJalolMX OT 3Toro 3aboyieBaHUs, HO U UX ceMel. PaccMOTpUM OCHOBHBIE aCHEKThl BIUSHUS
MYKOBHCIIH103a Ha (PU3MUECKOE M IMOIIMOHAILHOE 01aromnoiaydue, COUaIbHy0 aJanTalio U JOCTYII
K 00pa30BaHUIO U MEIULIMHCKON TTOMOIIIN:

@usnueckoe Omarononyyne: JeT ¢ MyKOBHCIH030M CTAJIKUBAIOTCS C PAIOM (PU3HUECKUX MPOOIIEM,
TaKUX Kak MpoOJieMbl C JbIXaHHMEM, XPOHUYECKUH Kalllelb, IHUIIEBAapUTEIIbHbIE HapyLIeHHUs U
MOBBIIIEHHAs] YTOMJISIEMOCTb. ODTH (DAaKTOpbl MOTYT 3HAUMTENIFHO OTPAaHUYHTb WX CIIOCOOHOCTH K
YUYacCTHIO B OOBIUHBIX AKTUBHOCTSAX U IOBCEAHEBHBIX 3aHATHSIX.

OMouunoHanpHOE Onaronoiyune: Jleth ¢ MyKOBHCIHMIO30M MOTYT HCIBITBIBATH CTPECC, TPEBOTY,
JETIPECCUI0 U YYBCTBO M3OJISLMM M3-3a OOJIE3HU U YaCThIX IHOcelleHui OosbHull. Takke OHU MOTYyT
UCIBITHIBATh AMOLIMOHAJIBHBIE TPYJHOCTU B CBSI3U C OTPAHUYEHUSIMU B (PU3MUYECKON aKTUBHOCTU U
COLMAJILHOW a/1alTaluu.

CouunanpHas anantanusi: MyKOBUCIIHI03 MOXKET OKa3aTh BJIUSHHUE HA COIUMATBHYIO aanTaIMIo ACTEH,
TaKk KaKk OHM MOTYT HCHBITHIBaTh TPYIHOCTH B y4yeOe, COPTE M JPYruX 0OJACTAX H3-3a (HPU3HUECKUX
OTpaHUYCHUN M YaCThIX TOCMUTAIU3ANMM. ODTO MOXKET NPHUBECTH K UYBCTBY OTUYXKICHHUS H
HEJIOCTAaTOYHOMN COLMAILHOM TOIJICPIKKE.

Joctyn xk oOpa3oBaHUIO U MEIUIIMHCKOW Tomolu: JleTh ¢ MyKOBHCIIMI030M MOTYT HCHBITHIBATH
TPYAHOCTH B TIOJYYCHHH JOCTyHa K KAueCTBEHHOMY OOpa30BaHUIO H3-3a PETYJISPHBIX
I‘OCHHTEUIH?;&HPIIE, OTCYTCTBHS HIKOJIBHOI'O MPUCYTCTBHUA U HCIIOJIHOI'O yqe6H0r0 roaa. Taxskxe BaXHO
o0ecreynTh JOCTYH K CIHEIHATU3UPOBAHHON MEIAMIIMHCKOM TOMOIIM H PEadWIUTAIUU  JUIs
3¢ (HEeKTHBHOTO yIPaBICHUS 3a00JICBAaHUEM.

B nenomM, MyKoBHCIIMI03 OKa3bIBAa€T 3HAUUTEIBHOE BIMSHUE HA KAaUECTBO JKU3HM JETEH U UX CEMEH,
TpeOysd KOMIUIEKCHOIO IOAXOJa K JIEYEHHIO, MOAJEpKKe M peaOmnuranuu. BaxhHo obecnedntsb
COLMAJIHYIO U TICUXOJIOTMYECKYIO TMOJJIEPKKY JAJIs CeMel, CTpajlalolMx OT 3TOro 3a0ojieBaHMs, U
COJIEHICTBOBATh CO3JJaHUIO YCIOBHUM JUIsl TOJTHOLEHHOW KU3HU U PAa3BUTHUA JETEH C MyKOBHCIIUIO30M.

HaquLIe HCCJICAOBAaHUs, HAIIPABJIICHHBIC Ha pa3pa60TI<y HOBBIX MCTOAOB AHMAIHOCTHUKH, JICUCHUSA H
YIydlI€HHUd KadeCTBa JXHU3HU MMANUCHTOB C MYKOBHUCHOHUIAO30M, ABJIAIOTCA aKTUBHOH 00JIaCTHIO
HCCIIeIOBAHUI. HCKOTOpLIe U3 NOCJIICAHUX HAYYHBIX JOCTHKEHHUH B 3TOM 00J1IaCTH BKIIFOYAIOT:

I'enernueckue Tepanuu: McciaenoBanuss B o0nacTH TEHHOM Tepanmuu MYyKOBHCIHI03a HCCIENYIOT
BO3MOKHOCTh BHeJpeHus: HopManbHOro reHa CFTR B kjJeTKM ApIXaTeabHBIX MyTE€H MAllMEHTOB C
MyTaIlMel 3TOro reHa. JTHU HUCCIEeIOBaHMs HaIpaBJeHbl Ha pa3paOOTKy HOBBIX METOOB JICUCHHS,
KOTOpBhIE MOTYT PEIIUTh MPOoOJeMy KOPEHHBIM OOpa3oM, BOCCTaHABIWBAas HOPMANbHYIO (YHKIUIO
CFTR u yny4ias qexateabHy0 (O YHKIIHIO.

dapmakosnorunueckue Tepanuu: [locnennue uccnenoBaHus COCPEAOTauNBAIOTCS Ha pa3paboTKe HOBBIX
JICKApPCTBCHHBIX MPCIIapaToB AJId YIYyYIICHUSA ﬂbIX&TeHBHOﬁ CbYHKI_[I/II/I " MUIICBAPCHUA Y TAIUCHTOB C
MYKOBHCIIM/I030M. DTO BKIIIOYAET B ce0sl pa3pabOTKy MYKOJUTHKOB, KOTOPbIE TOMOTAIOT Pa3KIKaTh
CJIN3b, @ TAKXKC HHTAJIATOPOB C HOBBIMHU KOMIIOHCHTAMHU JJId YIYUYIOCHHUSA OYHUCTKU JbIXaTCJIbHBIX
IIyTEN.

TpaHCHHaHTaHI/Iﬂ OpTraHoOB: HaquHe HCCICOOBAaHUSA B obOnacTu TPAHCINIAHTAIUU JICTKUX U OPYTrUux
OpraHoB IPOAOJDKAKOTCA € LCJIbHO COBCPIICHCTBOBAHWA MCTOAOB TPAHCIUIAHTAOWUN W YIYYIICHUA
PE3YIBTATOB JJIA MAIMEHTOB C MYKOBUCIIUI030M B CIIY4YaC TAXKCIIbIX nopameHnﬁ JICTKHX.

TexHomoruu MOANEPKKU IKU3HEAEATENbHOCTU: Pa3paboTka HMHHOBALIMOHHBIX — METUIIMHCKHUX
TEXHOJIOTUH, TAKUX KaK YJIYy4IlI€HHbIE HHTAJISATOPBI, YCTPOICTBa A PU3NYECKON Tepanuu U CUCTEMBI
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MOHUTOPHHTA 340POBbs, HAIIPABJICHA HA MOBBIIICHUC 3(1)(1)6KTI/IBHOCTI/I U OOCTYINHOCTH JICUCHUSA I
ManMEHTOB C MYKOBUCIIHUAO30M.

[lcuxomoruueckass moanepxka W peaOwnuranms: MccnenoBanus B 007acTH  NICHXOJIOTHYECKOH
MOAJEPKKH U peabuIIMTaIl[Mi HaIlpaBJICHbI Ha pa3pabOoTKy MporpamMmm, CIIOCOOCTBYIOIIUX YIIYUIIEHUIO
HMOIMOHAIBHOTO OJIATOMONIYYHs M alaliTAlluy MAMEHTOB ¢ MYKOBHCLUI030M U UX CeMel K 00Je3HU
U €€ MOCJIEICTBUSM.

B LCJIOM, HAaYYHBIC HUCCIICAOBAHUA B obractu MYKOBHCIIMJ03a MPOAOJDKAKOT aKTUBHO PAa3BUBATHCH,
OTKphIBasA HOBLIC IICPCICKTUBLI OJIA Ooiee 3(1)(1)CKTI/IBHOFO JICYHCHUA M YIYUYIICHHA Kad€CTBa XU3HU
IalMuECHTOB.

[Ipodunaktrka u moaAepkKKa UTPAIOT KIKOYEBYIO POJib B 00ecriedeHHH 3a00ThI O JIETAX, CTPAJAOIINX
OT MYKOBHCIIU03a, U1 UX CEMbsiX. BaKHO OCO3HaBaTh, YTO MYKOBUCILIHJIO3 SIBJISIETCSI XPOHUYECKUM U
nporpeccupyrommm 3aboneBanueM, U 3ddekTuBHas NpodUIaKTUKA W MOAJEPKKA MOMOTaroT
VIIYYIIUTh KA4eCTBO XU3HU IMAIMCHTOB W CHHU3UTHh TSKECTh O0JEe3HU. BOT HEKOTOpBIE acCIeKThI
BaXHOCTU MPOMUIAKTUKU U TOJACPKKU:

Pannee BbIsiBIIeHHE W auarHoctuka: PaHHee oOHapy)XeHHE MYKOBHUCIMI03a IIO3BOJIIET HAdarh
JIeYeHHE HAa PaHHHUX CTausaX 3a00JIeBaHUsS, YTO MOMOTAaeT CHU3UTh PUCK OCIOKHEHUN U yTy4IIUTh
IIPOTHO3.

Pel“y.]'ISIprIe MCIUIMHCKHUEC OCMOTPLI U 06CJ'I€,Z[OB8.HI/I$IZ PerHHpHBIe IMOCCHUICHUA Bpada U IIPOBCIACHHUC
H€O6XOIII/IMI>IX MCIHUIMHCKHUX O6CJI€[[OB21HI/Iﬁ IMMO3BOJIAIOT OTCIIC)KHMBATL COCTOAHUE 30POBLA
manueHTa, CBOCBPCMCHHO BbBIABJIATH U JICUUTDb OCIIOKHCHUA.

CoOmoieHue JiedeHUs ¥ peKOMEHIAi Bpaya: Ba)xHO, YTOOBI MAIMEHTBI U UX CEMbH CIICOBAIU
PEKOMEH/IAlMsIM Bpada OTHOCHTEIbHO JICUCHHs, TpPUEMA JIEKAPCTB M PEXUMA YXOiAa, YTOOBI
obecnieunTh 3G(HEKTUBHOE YIIPABJICHNUE 3a00JICBAHUEM.

ObpazoBanue u uHpopmupoBanue: OOpa3zoBaHHe MAIMEHTOB U MX CEMEH O MYKOBUCIHUIO3E, €ro
JICYCHUU W yXOJIe TIOMOTAET UM JIYYIIe IMOHSATH 0O0JIE3Hb, 0CO3HATH BAXKHOCTH COOJFOICHHUS JICUCHUS U
MPUHUMATh aKTUBHOE YYacTHE B YIIPABICHUH CBOUM 3[I0POBHEM.

IIcuxomorumueckas MoAACPIKKA: HaHI/IeHTI)I C MYKOBUCOMAO30OM M HX CEMbHM MOTYT HCIIBITBIBATH
OMOIHUOHAJIBHBIC TPYAHOCTH, CBA3aHHBIC C 00JIe3HBIO. IIcuxonoruyeckas NoAACpKKa U
KOHCYJIbTHPOBAHUC ITOMOTAIOT CIIPABUTHCA C CTPECCOM, TpeBOFOfI n I[CHpCCCHCfI, a TAK¥KXC pa3BHUBATbh
CTpaTeruu CIpPaBJICHUA.

COHI/IaJ'II)HaH noAACPIKKaA: HaIII/IeHTaM H UX CEMbIAM MOXKET HOTp€60BaTI)C$I noAACPIKKa COLMAIbHBIX
CiIy>k0, BOJIOHTEPOB M OOIIECTBEHHBIX OPTraHU3alUN, MPEJOCTABISIONIMX MOMOIIh B OpPraHU3alUU
ObITa, ((UHAHCOBOM MOJIEPIKKE, TOCTYIIE K pecypcaM u T. II.

CO3)13.HI/IC Honneme/IBa}omeﬁ CpCAbl: O6H_IGCTBO JOJDKHO CO3[4aBaTb YCJIOBUA IJId HWHKIIO3UNU U
MOAACPIKKN MaUCHTOB C MYKOBHCIIUI030M, obecneunBas AOCTYITHOCTH 06pasoBaH1/1;1, MEIUITUHCKOM
IMoMOIIH, CONUAJIBHBIX YCIIYT U BO3MOXKHOCTEH JJI1 aKTUBHOTO y4acCTusd B O6H.[€CTBCHHOI>1 KHU3HHU.

B memom, KOMITIEKCHBIM TOAXOA K MPO(IIAKTHKE W TOJICPKKE IMAIMEHTOB C MYKOBHUCIIUIO030M
MO3BOJISIET YIYYIIUTh UX KaYECTBO KU3HH, CHU3HTHh PUCK OCJIOKHEHUH M 00eCHeduTh MOTHOIEHHOE
yJacThe B OOIIECTBEHHOUN XU3HH.BakHO OOBEAMHUTH YCHIIMSI MEIUIIMHCKOTO COOOIIECTBa, CEMEH,
OOIIIECTBEHHBIX OpraHU3aIUil ¥ TOCYAapCTBa TS JOCTHXKCHUS dTOU IENH.

B 3akar04eHun, MyKOBHCIIH/I03 TIPEJICTABISIET COOOH cepbe3HOe TeHeTHIecKoe 3a00JIeBaHNe, KOTOPOE
OKa3bIBaeT 3HAYUTEIHHOE BIUSHUE HA KAYECTBO KU3HU JeTel U ux cemeil. OH TpeOyeT KOMITJIEKCHOTO
MOJX0JIa K JIMarHOCTHKE, JICUCHHIO, NMpodHIakTHKe W Tojiepxkke. HecMOoTps Ha 3HaUYHMTEIHHBIC
JOCTHKEHHS B 00JIaCTU MEIUIIMHBI U HAYYHBIX UCCIIEIOBAaHUI, MYKOBHUCIIUI03 OCTAETCSl BHI30BOM IS
MEIMIIMHCKOTO coo0IecTBa MW OOMmEecTBa B IEJIOM. BakHO TPOAODKATH YIIyYIIaTh METOIBI
JMArHOCTHKH U JICYCHHsI, pa3pabaThIiBaTh HOBBIE TEPANEBTUYECKUE TOIXObI, a TAaKXKe 00eCcreunBaTh
MalMeHTaM M HMX CEeMbBSIM HEOOXOIMMYIO TOJIEPKKY W COIHUAIBHYIO WHTErpanuio. ToJbKO
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COBMECTHBIMH YCHIIUSIMU MBI CMOKEM OOECTIeUUTh JTydlliee Ka4eCcTBO KU3HH AJIs IeTeH, CTpaJaroInx
OT MYKOBHCIIHI03a, M 1aTh UM HaJeX Iy Ha OyayIiee.
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