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Annomayus: MyKoBUCUUI03 — FeHETHYECKoe 3a00jeBaHue, 0OyCIOBICHHOE MYTalUsIMU B I'eHE
TpancmMeMOpanHoro — peryiasitopa npoBomumoctd  (CFTR), 310  ayrocoMHO-penieccuBHOE
3a00JeBaHNe TMAarHOCTUPYETCS BO MHOTUX PETHOHAX MOCIe CKPUHUHTA HOBOPOXKICHHBIX, TOT/Ia KaK
B JIPYTUX PErHOHaX JAMAarHO3 OCHOBBIBAETCS Ha IPYMIE MPU3HAHHBIX MOJIMOPTaHHBIX KIMHUYECKUX
IIPOSIBJICHUH, MMOBBIIIEHHON KOHIIEHTpauu XJ0opuaoB B noty win myrauusax CFTR. Mykosucuunos
4acTO CONPOBOXK/IAETCS COKPAILEHUEM MPOJOKUTEIbHOCTH KHU3HH, a HANOOJIee YacTOW NMPUUNHON
CMEpTH SIBJISIETCS TepMHUHAJIbHAS CTaus 3a001€BaHUs JIETKUX.

Knwuegwie cnosa: ren CFTR; MykoBucunnos3; @ubpo3 kucrtuueckuii; ['enepan CFTR; rennas
Tepanus; JKeHckas tepanus.

THOJI0TUA

MyKOBHCIIMI03 BBI3BIBAETCSI T€HETUYECKONM MyTalMed B I'eHe Ha /- XpOMOCOME, KOAMPYIOIIEM
Oenok TpancmeMmOpanHoro perynsitopa npoBoauMoctd (CFTR). DtoTr Genok GpyHKIMOHUpPYET Kak
TpaHCMEMOpaHHBIM XJOPUIHBIA KaHad, akTuBHpyembli HAMD. [Ipn KIMHHUECKOM TEUeHHH
3a0oneBaHusl MyTHUPYIOT o0Oe komuu reHa. BreisBieno Oonee 2000 pa3nmuyuHBIX MyTalwii B
reie CFTR, KOTOpble MOTYT BBI3BIBaTh MYKOBUCUUIO3. OTH MyTallud MOJAPA3AEIAIOTCS Ha
CIeAyroume S5 KJaccoB:

» Kunacc I: Hapymiennslii cunres Oenka
» Kuacc II: Hapymenue o6pabotku Oenka
» Kunacc III: Hapymiennas peryssiuus

» Kiacc IV: Hapymennas XJiopuaHas IpOBOAUMOCTb

107



Journal of Science in Medicine and Life, Volume: 3 Issue: 10 Year: 2025 2992-9202

» Kuacc V: YckopeHHBII 000pOT KaHaT
OuaeMHO0JI0T U

HccnenoBarenu Temepb 3HAIOT, YTO MYKOBHUCIMI03 SBISIETCS  AyTOCOMHO-PELIECCUBHBIM
3a00JIeBaHUEM  JK30KPUHHOM  (yHKUMH jKeJe3, KOTOpOE dalle BCEro MopaxkaeT JIUIL
CEBEpPOEBPOINEICKOro MpoucxokaeHus ¢ yactotor 1 Ha 3500 ¥ yepHOKOKHUX MAIIUEHTOB C YaCTOTOM
1 ma 15 000. OgHako 1Mo HEU3BECTHBIM MPUYKMHAM PACIPOCTPAHEHHOCTh 3HAUUTEIIBHO HUXKE B A3UHU
(1:30 000). HaumbGonee pacmpocTpaneHHoi wmyrtamueii sBisercs [delta]F508 B sx3ome 11,
obnapyxenHas y 70% Oenbix nanueHToB B CoenuHeHHbIX LllTarax ¢ MyKOBHCIHIO30M U B JIBYX
TPETSIX BCEX CIy4yaeB BO BCEM Mupe. JTa MyTaunus sBiserca Mmyrauuen Il xinacca aHomanbHOro
cBopaurBanusi CFTR, mpuBomdiieil K MpekICBPEMEHHOMY pa3pylleHUI0 B ammapare [onbIku.
Mytamust [delta]F508 00bMHO TPUBOAUT K SK30KPUHHON HEIOCTATOYHOCTH MOMKEITYIOYHON
JKele3bl U 0oJiee BBICOKOM BEPOSATHOCTH MEKOHHEBON HEMPOXOAUMOCTH.

IMaropusuosoruss - Bo BceM wmupe okono 89 000 uyenoBek XHMBYT C MYKOBHCLIHO30M.
[Tarodusmnonornyeckre U3MEHEHU IPU MYKOBHCLIMJI03€ B IIEPBYIO Ouepeb 00YCIOBIEHBI IOTEpei
¢ynkuuu 6enka CFTR u €ro BAXHOM pOJM KAK aHMOHHOIO KaHaJla BAIIMKAJIBHOM DIIUTEIIUU.
[Torepss ¢dynkiuu 6enka CFTR wu3MmeHsier ruipartanvio W KOHIEHTpanuio pH B 3K30KpPUHHBIX
IIPOTOKAX, YTO MPUBOIUT K OOCTPYKIMH U PACIIMPEHUIO 3K30KPUHHBIX )K€JI€3 BO MHOTMX OpraHax.
CHuxenue ¢ynkuun CFTR B mOTOBBIX Jkene3ax MPUBOIUT K YBEIMYEHHIO IOTEpU CcoJiel U
MOBBILICHUIO KOHIEHTPALlMU XJOPUAOB B moTe. MyLHHO3Has OOCTPYKLIMS allUHYCOB U IPOTOKOB
HOJKEJIYIOUHON JKeNe3bl, a TakKXKe JKeJIe3UcTas OOCTPYKLHS CEMSABBIHOCALIMX IPOTOKOB U
MOACTM3UCTBIX JKENe3 MIBIXaTeNbHBIX NyTeH NPHUBOIUT K pPa3pylICHHUIO OpPraHoB U (Hudposy.
OHI00pOHXHAIBHOE HPOCTPAHCTBO JIbIXaTENbHBIX MyTeH y JIOAeH ¢ MYKOBHCLUI030M OOBIYHO
NEPBOHAYAIBHO WHPHUIMPYETCS OaKTepUATbHBIMA IaTOT€HAMH, TaKUMH KakK 30JIOTUCTBIN
cTa(UIOKOKK U reMo(uiIbHas aJI0YKa, a 3aTeM CUHETHOMHON NalouKoil. DT MH(EKIUN CBS3aHbI C
HEUTPO(PUIBHBIM BOCIATUTEILHBIM OTBETOM M CTOMKHM CIIM3UCTO-THOMHBIM 3aKyIOpHUBaHUEM,
KOTOPOE NPUBOJAUT K OPOHXOIKTA3aM.

C nosBnenuem tepanuu Moxyistopamu CFTR narorenes kimHuueckoro 3a0ojeBaHusl MEHsETCS, U
paHHEEe BMEIIATEIbCTBO MOXKET YACTUYHO IPENOTBPATUTH Pa3BUTHE IOJIMOPTaHHOW IATOJIOTHH.
Buyrpuyrpo6Hoe BBenenue moaynaropa CFTR uBakadropa niaogam XopbKOB ¢ 3aMEHOM INIMIIMHA B
ocratke 551 Ha BapumaHT acnaparuHoBoi kucnotel (p.Gly551Asp; legacyG551D) ymensbiuano
MEKOHHUEBYIO HENPOXOAUMOCTh M YAYUIIaJIO 3K30KPHUHHYIO (YHKIMIO TOMKETYIOYHOU IKelesbl,
POCT U BBIKHBA€MOCTb.

Kaunnyeckas KapTuHa

[Tockonpky Oone3HerBopHble BapuaHThl reHa CFTR mpuBomar K pa3auuHbIM — OEIKOBBIM
TUCOYHKIMAM, KIMHUYECKas KapTMHA U CKOPOCTh IpPOrpeccupoBaHus 3a00JIeBaHUS pa3IMYHBI.
bonee 80% mroneli ¢ MyKOBUCIUA030M U JIByMs TSDKEIBIMU BapUAHTaMU IF'eHAa UMEIOT MOCIIEICTBUSA
HK30KPUHHOW HEAOCTATOYHOCTH IMOJKENTYIOYHOM KeJe3bl, BKIoUasi HapyIIeHWEe YCBOEHHUs OEJIKOB
U JKUPOB, CTEATOPEIO U 3a/Iep’KKy pocTa. 3a00IeBaHUs KaK BEPXHUX, TAK U HUKHHUX JIBIXaTEJIbHBIX
NyTel HAYMHAIOTCS B MJIa/IEHYECTBE C KallUls, YYallleHHOTO JIbIXaHUs UM XPUIIOB WM XPUIIOB NPU
ayCKyNbTalluu rpynHoi kietku. [To Mepe nHPUIMpPOBaHUS NMAllMEHTOB TAKUMU MAaTOr€HaMHU, Kak S.
aureus, a 3areM P. aeruginosa, y HHMX 4YacTO BO3HMKAIOT OCTpBI€ JIETOYHbIE OOOCTPEHHS,
XapaKTepU3yIolecs KaluleM, BBIJEIIEHHEM MOKPOTHI U OBIIIKOW, KOTOpble TpedyroT Oosee
YacTOro  OYMIIEHHS  JbIXaTeNbHBIX MyTed M  4YacTO TOCHHUTAIM3alUU. XPOHHUYECKHE
HA00pOHXHATbHBIE HMH(MEKIMH W BOCHAJICHUWE MPHUBOAAT K CHIDKEHUIO (YHKIUU JIETKHX,
XapaKTepU3yIoLIeMyCsl yMEHbIIEHHEM o0beMa (OPCHUPOBAHHOIO BBIIOXA 32 MEPBYIO CEKYHAY
(O®B1) Bbioxa u popcupoBaHHON xu3HEHHOH emKkocTu Jerkux (®XKEJI) mpu cnupomerpuun. ¥V
OOJNBIIMHCTBA TMAIMEHTOB C MYKOBHCIIMIO30M pa3BHUBAeTCsl OOCTPYKTMBHBIM MAaTrTepH IpU
cnupomeTpud. PenuauBupyromue JjgeroyHble MH(MEKIUU BbI3BIBAIOT OpPOHXO0IKTa3bl, OCHOBHYIO
OpuYMHy 3a0oieBaeMOCTH M cMepTHOocTH. Kpome Toro, y manuMeHTOB ¢ 3alylieHHBIM
MYKOBUCIUJ030M MOXKET pa3BUTHCS JIETOYHAs THIEPTEH3Us, KOTOpas CBsi3aHA CO CHIKEHUEM
BbDKMBaeMocTH.49 Bspociasie B CIHIA, kak coolmaercs, HMEIOT MOBBIIICHHBIH PHUCK
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COITyTCTBYIOUIMX 3a0osieBaHMif,] Bkouass nuabeT, CBA3aHHBIA ¢ MyKoBHCHUAO30M (29,2%),50
3a0osneBaHus neueHu ¢ 1uppo3oM (4,1%),51 u ocreonopos (7,5%).52 V nroaeit ¢ MyKOBHCIIHIO30M,
y KOTOpBIX HMeeTcsi XoTs Obl omHa komusa Bapuanta CFTR c¢ ocrarounoit ¢yHkumei, gacrto
HaOmofaercs Oosee Mo31HEe Hauyano 3a00jieBaHMs JIETKUX, HO INPH 3TOM IPOrpPEecCHUpOBAHUE
3a00JIeBaHUs COMTOCTABUMO C TAKOBBIM Y JIIOACH ¢ MUHUMAIBHO (PYHKIIMOHAIEHBIMU BapUAHTAMU.

N3 563 mnaaeHueB, AMarHOCTUPOBAHHBIX C MOMOILBIO CKpUHUHTAa HOBOpOXAeHHBIX B CIIIA B 2021
rogy, 88,3% He MMeId CUMIITOMOB Ha MOMEHT IMOCTaHOBKM auarHosa. Cpeau 216 uyenosex,
JTUAarHOCTUPOBAaHHBIX B BO3pacTe crapiie 6 MecsleB, HauOojiee YacThIMU CHUMITOMAMH ObUIH
OCTpble WJIM CTOWKue pecnuparopubie HapymieHus (50,2%), Takue Kak Kallelb HWIH XPHIIBL,
HOCOBBIC TIOJMUIBI WM 3a0ojieBaHME NpUIATOYHBIX mazyx Hoca (15,5%), BpoxaeHHOE
JBYCTOPOHHEE OTCYTCTBUE CEMSBBIHOCALIMX MPOTOKOB miu Oecroaue (9%), crearopess wiH
HapyueHus cryna (7,7%), 3anexka pa3Butus (6,9%) u yrosiieHue KOHIEBBIX (hajaHT MajbleB
(2,6%). JImarHocTuueckue KpUTEPUM MYKOBUCLHUA03a BKJIIOYAIOT OHO MJIM  HECKOJIBKO
oprasocrnenuGuyecKrux MpOosBICHUN U MOBBIILIEHHBIA YPOBEHb XJIOPUIOB B MOTE UM T'€HETHUYECKOE
NOATBEPKJCHUE ABYX O0sie3HeTBOPHBIX BapuaHnToB reHa CFTR.

BOIBIIMHCTBO METO/I0OB CKPUHUHIA HOBOPOXIACHHBIX BKJIIOYAIOT U3MEPEHUE UMMYHOPEAKTUBHOIO
tpuncunorena (MPT) B karuie kposu ¢ nocneayromuM JHK-rectupoBannem Ha Bapuantel CFTR,
HO TIOPOTrOBbIE 3HaueHus1, ompexaesstomue noswimenue NPT u Boibop BapuantoB CFTR, moryr
pasnuuarbesi B pasHbix mrtarax CIHIA, 4ro BiIMseT Ha PacHpPOCTPAHEHHOCTH MMOJIOKHUTEIBHBIX
pEe3yAbTaTOB CKpUHUHTA. TecT Ha XJI0pUIbI MOTA SABJISETCS OCHOBHBIM IMATHOCTUYECKUM TECTOM Ha
MYKOBUCUUIO03 C BBICOKOM 4yBCTBUTENbHOCTBIO (99%) wu cneunduunoctero (93%) wu
YCTAQHOBJICHHBIMM PYKOBOJIALUMMU MNPUHUUIAMU TEXHMYECKOIO KauyecTBa U TOYHOCTH B
CIICHHUAIM3UPOBAHHBIX IIEHTPaX MYKOBHUCIUA03a. [lOBBIIIICHHAs KOHILIEHTpALUs XJIOPUIOB B
coOpanHoM note (60 MOKB/JI) COOTBETCTBYET AuarHo3y. [I[poMexyTouHble YpOBHU XJIOPUJIOB B TIOTE
(30-59 MDkB/m) TpeOyrOT mambHEHIIEro OMOXMMHUYECKOTO, TEHETUYECKOTO TECTHPOBAHHS HITU
U3MEpPEHHs] Pa3HOCTH HOCOBBIX TOTEHIMAIOB, a TaKXe JAJIUTENbHOTr0 HAOMIOACHHUS B
CIIELUATM3UPOBAHHBIX IIEHTPaX, MOCKOJIbKY Y HEKOTOPBIX MAIlMEHTOB BIOCIEACTBUU MOXKET OBITH
JIMarHOCTUPOBAH OINpPEAEIEHHBI MYKOBUCIIU03, YACTOTA KOTOPOro Bapbupyercs oT 6% 1o 48% nHa
OCHOBE TIPOCTIEKTUBHBIX U PETPOCIICKTUBHBIX UCCIIECIOBAHUN CEpUN CITydyaeB M PETUCTPAMOHHBIX
UCCIICIOBAHUM.

Jleuenue
Joarocpoynas repanus

[TanmeHnTaM ¢ MYKOBHCIMIO30M DPEKOMEHIYETCs HE pEeXe OJHOTO pa3a B KBapTal IOCEIIaTh
CHELMAIU3UPOBAHHYIO  MHOTONpO(QMIbHYI0O Opuraay, BKIIOYAIOUIYI0 Bpadyel, MeacecTep,
COIIMaJIBHBIX pa6OTHI/IKOB U AUCTOJIOrOB, AJII MOHHTOPHHIA MPOrpeCCUPOBAHUA 3a0o0JIeBaHus U
JeYeHUs MOJUOPraHHbIX MposBieHuil. [letaM B Bo3pacte 12 5eT W crapiie peKOMeHJyeTcs
GX(GFOI[HBIﬁ CKpUHUHI' Ha MNOpPCIAMET HpO6J'I€M C IICUXOCOLUAJIbHBIM 3I0POBbBEM. MOHI/ITOpI/IHF
COITYTCTBYIOUIMX 3a00J€BaHUIN BKJIIOYAET €XKETOIHBIH MEepOpalbHbI TECT Ha TOJEPAHTHOCTh K
mmoko3e (10 ner) mpu aualere, CBSI3aHHOM C  MYKOBHCHMI030M,50 JIByX?HEpPreTUUYECKYIO
PEHTI€HOBCKYIO0 a0copOLMOMETpHI0 Kaxable 2-5 ser (>8 ner) ansd omnpeaereHus IUIOTHOCTU
KOCTHOM TKaHH U KOJIOHOCKOIHIO KaxkJiple 5 neT (40 jeT) npu KoJopeKTaaIbHOM PaKe.

TpchnnaHTaunﬂ JIErKHX

HecMoTpss Ha 3HauuTenbHBIE YCHEXW B JICUEHWHM MYKOBHMCLIH03a, 3a00JI€BaHHE MPOAOIIKAET
porpeccupoBatb, W 0€3 XHUPYPrHYEeCKOro BMEIIATEIbCTBA JIETKHE B KOHEYHOM HTOTE
MPEKICBPEMEHHO OTKaXYTCS OT JeueHus. TpaHCIuIaHTanus JETKUX SBISETCS] METOJIOM BBIOOpA MPpU
TEPMUHAIBHON CTaJUM JIETOYHOW HEJIOCTATOYHOCTH. Bpemsi mpoBeeHus TpaHCIUIAHTAlluHA 3aBUCHUT
OT MHOTHUX (JaKTOPOB.

MexayHapoqHoe oOOIIECTBO TpaHCIIAHTALMM CEepAllda U JIETKUX OMYOJIMKOBAJIO CIIHCOK
YCIJIOBHM , KOTOPBIE CIEAYET UCIOJIb30BATh IIPU PACCMOTPEHUU HAIPABJICHUSA HAa TPAHCILIAHTALMIO,
U TIPUHHUMAeT BO BHUMaHUE 5-JETHIOK MPOTHO3UPYEMYIO BhIKHBaeMocTh <50%, ODBI1 | koropsiii
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camsuics 10 30% OT mporHo3upyembix 3HadeHui, ObicTpoe cHmkeHnue ODBI1, HecmoTps Ha
ONTUMABHYIO TEPANKIO, 6-MUHYTHYIO TUCTAHINIO X006 MeHee 400 METpOB, pa3BUTHE JIETOUYHOMN
TUNEPTEH3UH TIPH OTCYTCTBHUU THUIIOKCEMHUYECKOTO OOOCTPEHHUS, KIMHUYECKOE YXYIIICHHE,
XapaKTepHU3yIolleecss YBEIUYEHHEM YacTOThl OOOCTPEHUH, BKIIOYAs OCTPYIO JbIXaTENbHYIO
HEOCTAaTOYHOCTh, TPEOYIOIIYI0 HEMHBA3UBHOW  BEHTWIALUUA JIETKUX, MOJEIb  IUIOXOTO
KIIMHUYECKOTO BOCCTAHOBJICHUS IOCJIE MOCIIEAOBAaTENIbHBIX 000CTpPEeHU, yXyAlIEHHUE COCTOSHUS
MUTAHUS, HECMOTPS Ha TIpHeM J100aBOK, MHEBMOTOPAKC HIIM OMACHOE IS KU3HHU KPOBOXapKAaHbE,
HECMOTPS Ha SMOOIU3aLMI0 OPOHXUATEHOM apTepuu.

[TpakTudecku Bce TPaHCIUIAHTAIMHU JIETKUX NPU MYKOBHCIUI03€ TPEOYIOT 3aMEHBbl 000MX JIETKHX,
IIOCKOJIbKY COOCTBEHHOE, MOPaXEHHOE JIETKOE CIY)KUT MCTOYHMKOM HH(UIMPOBAHHOIO CEKPETa,
KOTOPBIA MOXET MPEACTaBIATh yrpo3y Ui IEPECaKEHHOIO JIETKOTO W MOXET BbI3BATh
JBIXaTeIbHYI0 HENOCTAaTOYHOCTh. (CllefyeT OTMETHTb, YTO TPAHCIUIAHTALMS HE  SABIAETCA
U3JICYCHUEM MYKOBHCIM/I032, HO TMPOJUICBACT KM3Hb M  00ECHeyrBaeT 3HAYUTEIHHOE
CHUMIITOMaTHYEeCKOe 00JIerYeHue.

Jluera v ynpaxxHeHuUst

[TarueHTaM ¢ MYKOBHUCLHJO030M PEKOMEHIYETCS YHOTPEOsITh MUILY C BBICOKUM COJEP>KaHUEM
JKAPOB ¥ JIONIOJIHUTENIbHO TPUHUMATh >KUPOPACTBOPUMBIC BUTAMUHBI JUISI KOMIICHCAIIMH
Manbabcopbu. Kpome Toro, mamueHTaM C MYKOBHCIMIO30M PEKOMEHAYETCS YHNOTpeOsiTh
BBICOKOKUIOPHWHYIO TUIIY JUIS TIOMJEPKaHUs 3I0pPOBOTO Beca W OOpPHOBI C XPOHUYCCKHM
BOCMAJICHHWEM U 4YacThIMU HWHQEKUUSMHU, KOTOpble uacTo BcTpevaroTcs. [lo manneim Ponna
MYKOBHCITH03a, KEHITUHAM cienyeT notpedsnsats ot 2500 no 3000 kamopuii B eHb, a MY)KUMHAM
— o1 3000 no 3700 kayopuii B I€Hb.

TeM, KTO JKMBET B IApKOM KIMMAare WM YYacTBYeT B JEATEIBHOCTH, KOTOpas BBI3BIBACT
MOTOOT/ICNICHHE, PEKOMEHAYeTCs MNOTpeOnaTh Oonbiie Harpus. llpeamouTeHue OTAAaeTCs
MEPOPAILHOMY IMHTAHHUIO; €CIU IOTPEOJICHHE HE MOKPHIBAET METa0OJMYECKHEe IMOTPEOHOCTH,
ofpeneNsieMbie TPOIODKAIONIMMCS CHIDKEHHEM WHJIEKCA MAacChl Tella, CICIyeT pPacCMOTPETh
SHTEepaIbHOE (30H10BOC) MuTaHue. OOBIYHO ATO MUTAHKUE Yepe3 JKETYIOUYHBIA HITH TOHKOKHUIIICYHBIN
30H7. MHOTOYHCIEHHbIE KOHTPOJbHBIE HCCIEAOBAHUS JHTEPAIBLHOTO IMUTAHUS Yy MAlUEHTOB C
MYKOBHUCITU030M ITOKa3aJli TOJIb3Yy B BHJIC YIIYYIICHUS WM HEUTPAITBHON (DYHKIIUHU JIETKUX TIOCIIE
obocTpeHuii 3a005eBaHusl, KOTOpasi HAPSIMYIO KOPPETUPYeT ¢ MHIEKCOM Macchl Tena. OnHako, npu
9TOM OTMEYAeTCs, 4YTO JO HACTOSANIETO BPEMEHHW HE MPOBOIWIOCH PaHJIOMH3UPOBAHHBIX
MCCJIEJIOBAaHUN SHTEPATHHOTO MUTAHUS Y MAIIMEHTOB ¢ MyKOBUCIIM030M. [lapeHTepanbHOe MuTaHue
MOYKHO paccMaTpHBaTh TOJBKO B TOM ClIydae, €CJId MEepOopalibHOE HIIM DHTEPAIbHOE NMHUTAHWE HE
MOKpBIBaeT Merabonudyeckue moTpeOHOocTH. [lapeHTepanpHOoe mnHMTaHHWE OBLJIO CBA3aHO C
MOBBIINICHHBIM PHCKOM CEIICHCa U JIOJDKHO KCIIONIB30BaThCSl IKOHOMHO. PerymsipHbie (u3uveckue
yIpaXHEeHUs] PEKOMEHAYIOTCS TallieHTaM C MYKOBHCIHI030M JIsi TOAJEPKaHUS U TMOAICPKKU
(YHKIIUU JIETKUX.

Tepanust monynaropamu CFTR

Tepanust monynstopamu CFTR neifcTByeT mocpeacTBOM ABYX MEXaHH3MOB, yCHJIMBas (DYHKIHIO
CFTR. Ilorenmuaropsl, Takiue Kak HUBaka(ToOp, yBETMUMBAIOT BEPOSATHOCTH TOTO, YTO OEIKOBBIN
KaHaJ OTKpBIT, YTO IO3BOJIAET XJIOPUAY WM OMKapOOHATy Jierde MpPOXOAMTH Yepe3 KIIETOUHYIO
memOpany. Koppekropsl, Takue Kak jgroMakadTop, Te3akadTop M 3ieKcakadTop, YBEINUMBAIOT
KOJIMYECTBO KaHAJOB Ha MOBEPXHOCTU KJIETKH, CIIOCOOCTBYS MPaBHIIBHOMY CBOpauMBaHMIO Oe€Jka,
YTO 00€ecTeyrBaeT TPAHCIOPT K TTOBEPXHOCTH KIIETKU (PUCYHOK 2). Tspkenble BApHaHThI, TAaKUE Kak
F508del, TpeOyroT Kak MOTEHIIMATOPOB, TaK U KOPPEKTOPOB JIJIs YAYUIIECHHS KOTUYeCTBA U (DYHKIIUU
KaHajoB. YeTblpe MOIyasiTOpa B HACTOSIIEe BpeMsl OI0OpEHBI OpraHaMy IO PETYIHPOBAHHIO
nekapcTtBeHHbIX cpencts CHIA wu EBponbl, M mpaBo Ha KaXAblil BUJ JIEYEHHS 3aBUCUT OT
KOHKPETHBIX NMPUCYTCTBYIOMUX renerndeckux BapuantoB CFTR. WBakadrop moctymneH B kauecTse
MOHOTepanuu, a Jymakadrop-uBakadrop, TezakapTop-uBakadpTop M snekcakadroprezakapTop-
uBakaTOp JOCTYNHBI B Kaue€CTBE KOMOMHUPOBAHHON TEpaIuy.
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BriBoabI

MyxkoBucunao3 nopaxaer okojgo 89 000 yenoBek BO BCEM MHUPE U CBSA3AH C LEJIBIM CHEKTPOM
3a00JIeBaHNH, CBA3aHHBIX C SK30KPHMHHOW AUCHYHKIMEH, BKIIIOYAs XPOHHUYECKHUE PECIHpPATOPHBIC
OaxTepuaabHble MHPEKIMN U CHUKEHHUE MPOJODKUTEILHOCTU JKU3HM. Jlerounas tepamnus nepBoit
JMHAU COCTOMUT U3 MYKOJIUTHKOB, IPOTHBOBOCHAIUTENLHBIX CPEICTB U AaHTUOMOTHKOB, M IPUMEPHO
90% mnrofeil ¢ MyKOBUCIUAO30M B BO3pacTe 2 JIeT W CTaplle MOITY4aroT IMOJIb3y OT KOMOWHAIUuU
uBakadTopa, Tezakadropa u 31ekcakapTopa.
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