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Pesrome

Myranus B rene CFTR HapymaeT paboTy OXHOMMEHHOTO OeiKa, KOTOPBIH pacronaraercs Ha IOBEPXHOCTH allMKaJIbHOW MeMOpaHbI
SIUTEIHAIBHBIX KIETOK M (PyHKUMOHHUPYET KaK XJOpHbII KaHai. OTkpbiTHe natoreHeTndyeckux JjiekapctB — CFTR-moxymstopos
SIBISIETCS JOCTI)KEHUEM B TEPAIIMU MyKOBUCIIN1034.

eab padoTbl: AHAIU3 COBPEMEHHBIX HAYYHBIX PA0OT OTEYECTBEHHBIX U 3apyOEKHbBIX aBTOPOB, MOCBSIIEHHBIX TAPTeTHON Teparuu
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Abstract

A mutation in the CFTR gene causes the malfunctioning of the CFTR protein that is located on the apical membrane of epithelial cells
and functions as a chloride channel. The discovery of CFTR modulators is an advance in cystic fibrosis treatment.

Objective: To analyze modern Russian and foreign literature on targeted therapy for cystic fibrosis in children. We also describe
the history of cystic fibrosis, evolution in its diagnosis and treatment, and mechanisms behind targeted therapy for cystic fibrosis.
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MyxoBucuuao3 (MB) win kucto3usiii Guodpo3 — Ts-
JKEII0e TeHeTHYECKOe 3a00JIeBaHKe, KOTOPOE IepeaaeTcs
10 ay TOCOMHO-PELIECCUBHOMY THITY, XapaKTepU3yeTCs Mo-
paxeHueM BCeX SK30KPUHHBIX JKeJIe3, a TaKKe )KU3HEHHO
BaXHBIX OpraHoB u cucteM [1, 2]. Uctopus usydenus 3a-
OoseBanns Havanach B 1905 1, Koraa aBCTpUHCKHA HMMY-
svonor K. Landsteiner BriepBbIe OmHcall JECTPYKTUBHBIC
W3MEHEHHUS! B MOKEITYIOUHOM KeJe3e y IByX JIeTel ¢ Me-
KOHUAJIbHOW HEempoxoauMocThio. Ha cBsI3p marosioruu
TTOJIKETYIOUHOM KeJle3bl U HaJIMYhe aHOMAaJIbHO BSI3KOTO
cekpera B Oponxax odparuiu Buumanue G. Fanconi u co-
aBT. (1936) [3]. HasBanue «mucoviscidosisy 3aboneBanue
noyymsio B Hayasie 1940-X rr., Korna MHOTHE CIeIUaIu-
CTBI BBISIBIISIIM TaK Ha3bIBAEMbIC «IIPOOKM» M3 MOKPOTHI
y MalyeHTOB C NIUTEIHHBIM KaIlIeM, YTO CTAll0 KITIO-
YEBBIM CHMIITOMOM JaHHOTO COCTOsSHUSA. OOHapyXeHHE
MaTOJIOTHUH MTOTOBBIX JKeJIe3, KaK MCTOYHUKA ITOTEPU COJH
1 00€3BOKUBAHUS, CTAJIO HACTOSIINM OTKPBITHEM. B 3TO
BpeMsI OBLIO MPEIIIOKEHO UCCIICIOBAHUE HA OTIPEICIICHIE
konneHntpanuu Cl- u Na* B OTOBOH KHIKOCTH, OIHAKO
OHO CO3/1aBaJI0 YIPO3y TUMIEPTEPMUU, TAK KaK IS TIOTY-
JeHnsT OONBIINX OOBLEMOB ITOTOBOM KHIKOCTH IJId aHa-
JIU3a MPUMCHSUTH CIOCO0 OOCPTHIBAHMS TeJa IJICHKOM.
Tonbko B 1959 1. 'mbconom u Kykom ObLT mpeasnioxeH
CIoco0 ompeneycHus KOHICHTPAIMU XJIOPUIOB TIOTa
OMOXMMHYECKHUM METOAOM, YTO Ha CETOIHSIIHHI J€Hb
SIBJISIETCS «30JI0THIM CTaHAAPTOM» AMAarHocTuku MB.

B 70-e ronpt XX B. MyKOBHCIIM/I03 OMUCHIBAJIM KaK re-
TEPOreHHOE 3a00JICBaHUE, TOPAKAIONICE JbIXaTelIbHbIC
Iy TH, KETYIOYHO-KUIICUYHBIA TPAKT U MYKCKYIO PEIpo-
nyktuBHyto cucremy. ['en CFTR — perynstop TpaHc-
MEMOpPaHHOW MPOBOIUMOCTH (MYKOBUCITHIO3HBIH TPaHC-
MeMOpaHHBIN perynsarTop, cystic fibrosis transmembrane
conductance regulator, CFTR) otkpsutu TObKO B 1989 1.
[Tozxe cTamu M3BECTHBI MMATOTCHE3 U MPHYUHBI ATOTO 3a-
Oonesanus [3, 4]. beuio BbIsBICHO, U4TO Ae(EKT B TeHE
CBS3aH C MYTalWsIMH DETYIATOpa TpaHCMEeMOpaHHOM
MIPOBOIUMOCTH, KOTOPBIA KOAUPYET ONHOMMEHHBIA Oe-
JIOK. DTOT OENOK peryimpyer TPaHCIOPT MOHOB XJIOpa
yepe3 MeMOpPaHbI KJIETOK, YTO B CBOIO OYEpEb MPUBOIUT
K BBIJICJIICHUIO YPE3MEPHO BSI3KOTO CEKpEeTa U B JabHCH-
IIIEM BBI3BIBACT OOCTPYKIIUIO KaHAJIOB M AMCHYHKIIUIO
OpraHos [5, 6].

OO0HapyXEeHO TOYTH 2 THIC. TCHOMHBIX MyTallui, OT-
BETCTBCHHBIX 3a pa3BuTHEe cumnToMoB MB. HaubGoinee
pacnpocTpaneHHsie u3 HuX B Poccun: F508del (52,79%),
CFTRdele2,3 (6,32%), E92K (2,65%), 2184insA
(2,02%), 3849 + 10kbC > T (1,65%), 2143delT (1,65%),
G542X (1,33%), N1303K (1,33%), W1282X (1,11%),
L138ins (1,06%).

B Poccuiickoit denepanun yacTora MyKOBHUCIIA103a
no janHbIM @T'BHY «Menuko-reHeTu4ecKoro Hay4Horo
uentpa uM. akaj. H.IT. boukoBa» coctasinser 1 Ha 9 Thic.
HOBOpOXJeHHbIX. Cpenn HaponoB KaBkasa MyKOBHCIIH-
1103 BCTpeuaeTcs ropasno 4yame — 1 ciayqait za 2500 xu-

BOpoxxeHUN. [1o pa3sHbIM OIleHKaM, MYKOBHUCIIHI030M
crpagator oT 70 mo 100 ThIC. YeJlOBEeK BO BCEM MHpE.
TsokecTh 3a001€BaHNs U BapHaOEIbHOCTh KIIMHUYECKOM
KapTHHBI 3aBUCAT OT Pa3HOOOpas3Hs reHEeTHYECKUX My-
Talui ¥ Pa3HOTo XapakTepa UxX MpOosIBICHUH [7].

Hapymaercss TpaHcIiopT MOHOB XJIOpa Yepe3 CIIH3H-
CTyI0 OpOHXHAIIFHOTO JIepeBa, BCIEACTBUE Yero Bs3Kas
CJIM3b OOTYpUpYeT IbIXaTeibHbIC IYTH — 3TO HrpaeT
KITIOUEBYIO POJIb B TMATOT€HE3e XPOHMYECKOTO BOCTIAje-
HUS JIETKUX U JIBIXaTeIbHON HEJ0CTaTOYHOCTH mpu MB.
Cravana npoucXoAsaT U3MEHEHHUS B OPOHXHATBHOM Jepe-
BE M HOCOBBIX Ia3yxaxX, TaKKe HAOI0AAeTCs N3MCHECHHE
MMaHKPEAaTHICCKOTO COKa W JKelrdu (crymenue). Bemen-
CTBHE THX MIPOLIECCOB HAKAIIMBaeMasi MOKPOTAa BBI3bIBaA-
€T BOCTIIAJICHUE U OOCTPYKIIHIO, TOBPEK IS TBIXATCIHHBIC
myTH. OTO yXy[amaer (QyHKIHOHAJIBHYIO CHOCOOHOCTH
nerkux. CrymieHue NaHKpeaTHUYeCKOro COKa MPHUBOAMT
K 3K30KPMHHOM HEIOCTAaTOYHOCTH MOMKETYAOUHOM Ke-
JIe3bI, BOCTIANTENFHBIM 3a00J€BaHUAM KHIIEYHNKA, I10-
PaKEHUIO TKAaHU HOKETYIOYHON KeJe3bl U Pa3BUTHUIO
B mnocnenytouiemM MB-accounnpoBaHHOTO caxapHOro
nuabera [8].

Pannsis auarHocTrka 3a0oneBaHus 00eCTIeUBaeT CBO-
€BpEMEHHOE Havajo Teparnuy U MOBBIIIAeT ee IPPeKTs-
HOCTh. [ eHeTn4yeckoe KOHCYIBTHPOBAHHE CEMbH HaIpaB-
JICHO Ha POXKJIEHHE 3/I0pOBOTO peOeHKa, a MpeHaTabHast
nuarfHoctuka MB crocoOcTByeT yiydIIeHHIO MPOTHO3a
JUTS KA3HU OOJTBHOTO peOeHKa.

JlMarHoCTHYECKUI TIOUCK BKIJIIOYAET B ceOsl HECKOJb-
KO JTalloB: 3TO U NPEUMIUIAHTAIIMOHHAs IHATHOCTHKA,
1 HEOHATAIbHBIH CKPWHHHI, U TPOBEICHUE HCCIEeNI0Ba-
HUN NpU HaJUYUU KIMHUYECKUX IPOSIBICHUH, a TaKkKe
TCHETUYECKOE HCCIIEAOBAaHUE POJCTBCHHUKOB MAlMCHTA
st uckmouenuss MB [9]. IHK-guarnoctuka nomoraer
C/IeNaTh TMPOTHO3 MIPU Pa3BUTHH SK30KPHHHOW HENoCTa-
TOYHOCTHU MOKEITYIOYHON KeNe3bl, 3TO Ba)KHO MPH Ha-
3HAYCHUU 3aMECTHTEIHHON TEeparuy MaHKpeaTHueCKUMU
(bepMeHTaMU, a TaKKe TPU TIOUCKE PEAKUX MyTaIuil 00e-
CIICYUTH BHIOOP TapreTHOTO Mpemnapara.

WuTencuBHoe usyuenue reHa CFTR npuseno K OT-
KPBITUIO HOBBIX 1MO/AX0A0B B JiedeHMM MB. CambiM 3Ha-
YUMBIM U3 HUX SIBJISICTCSI COBPEMEHHAs Tepamsi, HalpaB-
JICHHAS Ha BOCCTAHOBIICHUE CTPYKTYPHI U PyHKITUHN OeTKa
CFTR [10].

Cumnromarnueckass Tepanus npu MB u cerogss
WUTPaeT BaXHYIO POJIb B KU3HU OONBHOTO, CIIOCOOCTBYS
YCTpPaHEHHUIO OCHOBHBIX ITAaTOTEHETHYECKNX 3BEHBEB: Pa3-
JKIDKEHUIO BSI3KOM CIIM3M, YMEHBIICHUIO OaKTEepHaIbHO-
TO BOCIMAJCHUS B OpPOHXHAIBHOM JEPEBE, KOMIICHCAIIUU
(YHKIIUH TIO/DKETYI0YHOH Kene3sl. OJHUM 13 HallpaBiie-
Huit B Tepanuu MB paccmarpuBaroTcs mpoTHBOBOCIATIH-
TEeJbHBIC TPEnapaThl:

ABUTPOMUIINH B OCHOBHOM BIIHSIET HA TPOBOCITAIH-
TENBHBIA (PaKTOp HEKPO3a OMYXOJH-0., CHHXKAs €ro BbI-
paboTKy.
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VYerenmHo MCTONb3yeMble TIpH OpOHXHAILHOW acT-
M€ AHTArOHUCTHI JEUKOTPUEHOBBIX PEIENTOPOB TAKKE
HAIUTH cBOoe NpuMeHeHue y 0oipHBIX MB. Mx neiictBue
TaK)KE HaIlPABJICHO HA YMEHBIICHNUE YPOBHS IPOTUBOBOC-
MAJNTENbHBIX IUTOKMHOB B KPOBH.

AnpnexanmukcnMab ceiiuac npoxoaut IIb cragmro wmc-
cnenoBaHuid. OH SBISICTCS] AHTUTEIIOM K MaTPUKCHOM Me-
TaJonpoTenHase 9, obnanas MPOTUBOBOCIAIUTEIBHBIM
spdexrom. OmHako MpHu O4eHb TsDKENbIX (Gopmax MB
MPUMEHEHHUE 3TOrO Ipernapara OrPaHUYeHO. DTO CBs3a-
HO C TeM, uTo 0a30BbIil ypoBeHs ODB1 g npumenenus
3TOrO npenapara HaxoauTcs B ipeaenax 40-80% [11, 12].

Taxoke MPOBOIATCS Pa3IHMYHBIC UCCIICAOBAHUS IPYTUX
MIPenapaToB, 0OTAAAIOMNX TPOTHBOBOCTIAIUTEIBHBIM (-
(hexToM, TaKuX KaK: HHIHOUTOP dnacta3sl AZD9668, anb-
¢a-1 anturpuncun, CTX-4430, JBT-101 [13-15].

Hecmotps Ha TO 4TO B pa3zpaboTke MPOTHBOBOCIIA-
JUTEIBHON Tepanuu ObLIH AOCTHTHYTHI HEKOTOPBIE pe-
3yJABTAThl, BCE €IIE CYNICCTBYET MHOKECTBO BOIPOCOB,
CBSI3aHHBIX C ompeneneHueM Hamboiee 3(dexkTuBHOMI
o036l [16—18].

Kpowme toro, B teuennn MB Taxxe nCIONIb3YIOTCS U3-
BECTHBIC ITPETIapaThl, KOTOPEIE ITOKA3au CBOIO (D (heKTHB-
HOCTB — 3TO JIe30KCHPUOOHYKII€a3a, KOTOpast HCIIOJIb3YeT-
Csl MHTAJSIIMOHHO, TUTIEPTOHUYECKHUI COJIEBOI pacTBOD,
aIeTIIIIIUCTENH, aMOpOKcoia TuaApoxIopu u 1p. Kpome
TOTO, JJISl TOTO YTOOBI YIAIUTh MOKPOTY U3 JIbIXaTeIbHBIX
MyTel mareHTaM HeoOXOAUMO MPOBOAUTH KUHE3UTEPa-
U0, BKJTFOYAs CTIEIIHAbHBIE YIIPAKHEHUS JIBIXaTeTbHON
TMMHACTHUKU. BaykHBIM HanpaBiieHHEM JIe4eHUs OOITBHBIX
MB sBnsiercss aHTHOaKTepHaidbHAs TEpamus, BEIYTCS
WCCIIeIOBaHUs, HalpaBlIeHHbIE Ha pa3pabdOTKy HOBBIX
aHTHOAKTEPUANIBHBIX MpenaparoB, 3G(eKTHBHBIX KOMOU-
HaIM{ yKe MPUMEHAEMbIX TpPernapaTroB, HOBBIX MOJEKYI
Tutst edeHns nadekwii [ 19, 20].

Ha ceropnusimiauit neHs ecth ciucok BecemupHoit op-
TaHU3aIUH 3APAaBOOXPAHEHUS C aKTyaJIbHBIMH MHKPOOP-
TaHW3MaMH U aHTHOMOTHKOPE3UCTEHTHOCTHIO JUIS pa3pa-
0O0TKH aHTHOAKTEpUaIbHBIX Mpemaparos [21, 22].

bnarogaps nocTHXKEHUSM MEAMLIMHCKOM HAyKWd OT-
kpeiTre B 2012 1. npenapaTtoB, HaIIpaBJIEHHBIX HAa BOCCTA-
HOBJICHUE CHHTE3a, TPAHCIIOpTa K MeMOpaHe Wi paboThI
HernonHoeHuoro oenxka MBTP crano BaXHBIM COOBITH-
eM Ul HOBOH Teparnuu MB U sBHJIOCH HayasioM 3IIOXH
TapreTHOW Tepaluu MyKoBHCIHI03a [23, 24]. Moaynsro-
PBI IPEACTABIAIOT CO00H HEOOBIINE MOJIEKYJIBI, HMEIO-
M CIIOCOOHOCTh TOCTaBKU HY)KHOTO KOJIM4ecTBa Oerka
CFTR wnu ynyunienust ero ¢pyukiun [25]. Heooxonumo
OTMETHTB, YTO 3(PPEKTHBHOCTH MOAYISATOPOB 3aBHCHUT
OT BUJIa MyTalllM. BbIIO yCTaHOBJIEHO B psje CIIydacs,
YTO TapreTHhIC Mpenaparhl YIy4IIaloT (YHKIUIO JIeT-
KHX, YMEHBIIAIOT YaCTOTy 00OCTpEeHH OPOHXOJIETOYHO-
ro npolecca, CocoOCTBYIOT MOJIOKUTEIBHON AUHAMUKE
Macchl Tena u pocta [26, 27].
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[o cBoeil GpyHKIMK BCe MOMYJISTOPHI JIENATCS Ha TO-
TEHIMATOPBI, KOTOPBIE CIIOCOOCTBYIOT OTKPBITHIO KaHAA;
KOPPEKTOPEI, TIepeHoCsIIue O0eI0OK Ha MeMOpaHy; CTabu-
n3aropsl, KoTopeie 3aaepxuBatoT CFTR B mrazme mem-
OpaHbl; YCHIUTEIH, YBEIUYHBAIOIINE KOJINYECTBO Bapu-
anToB CFTR. B HacTos111e€e BpeMsl UCIIONIBb3YIOTCS 2 KJlac-
ca MOAYJISTOPOB — 3TO TIOTEHIIMATOPHI U KOPPEKTOPHI +
MoTeHIMaTopsl [28, 29].

[Torennnarop uBakadTop cTaj IepBEIM MOAYISATOPOM,
ono0peHHbIM T ipuMeHeHus B 2012 1. OH 2 dekTuBeH
y nanueHToB ¢ MmyTaiueit G551D, npuBoasiei k orpaHu-
yeHuto criocooHoctu oTkpbITHs CFTR-kanama. JlanHbIi
MOJYJISITOP MOXET OBITh Ha3HA4YeH MalueHTaM C 4-Me-
CSIMHOTO BO3pacTa. BTophIM TapreTHhIM MpenapaToM cTai
nmymakadrop/uBakadrop. OH mpumensiercss y OOJbHBIX
romo3uroTHeIX Mo F508del ¢ 2-x set. [Tozxe Ympasie-
HHUEM I10 CAHUTAPHOMY HaJ[30py 32 Ka4eCTBOM IHIIIEBBIX
npoxykroB u Meaukamentos CIIIA (U.S. Food and Drug
Administration, FDA) oTKpBITBI KOMOMHHPOBaHHBIE TIPE-
naparsl 3eKcakapTop/Te3akadpTop/uBakapTop U UBaKad-
Top/Te3akadrop. DnexcakadTtop/rezakadTop/uBakapTop
INpPUMEHSETCS y NAlUEeHTOB ¢ OAHOM m3 177 MyTtauui,
Biurodast F508del ¢ 6-u et [30-32].

OobecneuyeHne TapreTHEIMU Npenaparamu aereit ¢ MB
B Poccuiickoir denepanun Havanocs B 2021 . mpu 1o-
Mon DoH/a MOIIEPKKN JIETel C TSKEIBIMU KH3HEY-
IPOXKAMONMMUA U XPOHHUYECKUMH, B TOM YHUCIE PEIKUMHU
3aboneBanmsIMA «Kpyr mo0pay.

IBa wuccnenoBanus (TRAFFIC/TRANSPORT) mpo-
BOAMJIUCHh B TEUEHHE ABYX JieT B EBpore, ABcTpanuu
n CeBepHOlf AMepHKe, [IETbI0 KOTOPBIX ObLTO M3ydeHHE
3 PEeKTUBHOCTH 1 0E30MaCHOCTH TapreTHOTOo Ipernapara
nymakadrop/uBakadrop. BbUIO BBISICHEHO, 4TO IMOKa3a-
Tenn (YHKIUH JIETKUX YIy4IIWINCh Ha 15-f IeHb mmo-
cJie Ha3Ha4YeHHs Mpenapara u coctaBuwin ot 4,3 1o 6,7%
no O®BI1. Vnyumenne OPBI1 na 5% otmeuanu 39-46%
MAIMeHTOB, TONy4YaBIIUX JymakapTop/mBakapTop (B
Pa3HBIX peKUMax JI03UPOBOK), OT 24 10 27% nanueHToB
— Ha 10% wunu Beime. Yactota obocTpeHuil Oblia 3Ha-
YUTENBHO HIDKE B O0EMX TpymMIax, MONydYaBIIAX JTyMa-
Ka(Top/uBakadTOp, YeM B TpymIIe IU1anedo U cocTaBuiia
30% u Hxke B rpymme Jtymakadropa (600 mr/m) u 39%
u HIWKe B rpymnne aymakadropa (400 mr) xaxapie 12 4.
Ha 61% cHu3mmace dactota 000CTpeHHH, TpeOyIOmHMX
rocnuTain3anuy, Ha 56% — yactora 00OCTpEHH, Tpe-
OyroIMX BHYTPHBEHHOW aHTHOAKTEpHAIbHON Tepanuu.
O®BI1 u gacToTa JISTOYHBIX 000CTPEHUH OCTAIOTCS BaXK-
HBIMHU JUUIsl OIICHKA HOBBIX METOJOB JIEYCHHS] MYKOBHC-
111032, TaK Kak SBISIOTCS CHJIBHBIMU (DAaKTOpaMH BBI-
kuBaeMoctu. M3menenne UMT y nmanueHToB, KOTOphIE
nepenun u3 TRAFFIC/TRANSPORT B wmcciemoBanue
PROGRESS, HOCHI0 CTAaOMIBHO MO3UTUBHBINA XapaKTep.
Cpenu HexXenaTeNbHBIX SBICHUH, O KOTOPBIX Yallle BCero
co00MmIaI0Ch B rpynmax JymMakadpTopa/mBakadropa, oTMe-
YeHBI IPEUMYIIIECTBEHHO CO CTOPOHBI OPTaHOB AbIXaHMUA,
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OOJBILIMHCTBO U3 HUX OBUIM JIETKOM M CPEAHEH CTEHeHn
TSDKECTH, BKJIFOYAJIH OZIBIIIKY M CTeCHEHHE B Tpyau. Hyx-
HO MPHUHATH BO BHUMaHUE, YTO HEXKEaTeNIbHbIE SBICHUS
B TPyNIax MalHMeHTOB, MOJYyYaBIIMX TyMakadrop/mBa-
ka(Top, B OCHOBHOM ObIIM M mposiBieHusMu MB. He-
JKeJIaTeJIbHbIE SIBIICHHS, CBA3aHHBIE C PECIUPATOPHBIMU
CUMITOMAMH, BO3HUKAJIN KaK IPAaBUJIO B TeueHHe 1-2-x
JHEH mocie Havyaja Tepalmud W OOBIYHO pa3pellalich
B T€UEHUE MEePBbIX 2—3-X Heleb Tepanuu [33-35].

O6cyxpaeHue

E.N. Konapatbena u coanT. (2022) noOunuck nepBbix
Pe3yIIbTaTOB MPUMEHEHUS TAPTETHBIX IPEnapaTroB y poc-
CUICKMX MalMEeHTOB. bblIM UCIIOIb30BaHbI JBa IIpenapa-
ta anekcadakrop/Tezakadrop/usakadrop u uBakapTop/
nmymakadrop. OleHka MpoBOAMIACE Yepe3 3 Mec. Toce
Havasna jiedeHus. B 1-to rpynmy Bonumm 23 manueHnTta ro-
Mo3urotHble o F508del. im O0bi1 Ha3zHaueH uBakadTop/
mymakadTop B mo3upoBke 125 mr/200 mr — 2 tabneTku
2 pa3a B JieHb. Bo 2-10 rpynny Bomuiu 20 nanueHTos, re-
Tepo3uroTHeix o F508del, a takke npyrue BapHaHTHI
rera CFTR. VIm HasnaueH osiekcakadrop/rezaxadrop/
nBakadrop B nozupoBke 100 mr/50 mr/75 mr (2 tabnet-
ku yTpoM) u uBakaptop 150 mMr Beuepom. IIpu anamm-
3e a¢ddexTuBHOCTH Tpenapara wmBakadTop/Iymaxadrop
B 1-# rpymnme ObUTO 3HAYMMOE YBEJIMYEHHE MACCHl Tela
U POCTa, CHIKCHHE MPOBOJUMOCTH moTa. [Ipu oreHke
0e30macHOCTH HEXKelaTelbHbIe TTOOOYHBIE SIBICHHUS MO-
siBUIUCH Y 47,8% marnueHTos [36].

B ommume ot mpemapara uBakadTop/IymMakadTop
pu aHanuse 3(h(HeKTUBHOCTH Tpenapara siexcadaxrop/
Te3akadrop/mBakagTop OBUIO IMOKA3aHO YBEIWYCHHE
cienyromux nokazarenei: maccsl tena, UMT, OXEJL,
O®BI1 u x10pUAOB MOTA. HEXENATeIbHbIE TOOOYHBIE SIB-
neHus Habmonamuch y 30% manueHToB.

Taxoke HEKOTOPBIC HCCIIEOBAHUS OBLIN HAMPaBICHBI
Ha OLEHKY NMPUMEHEHUs Tpernapara uBakadTop y marm-
eHnToB ¢ mytauuent G551D [37, 38].

3aknwuyeHne

TapreTHas Tepanusi IPUMEHSETCS Y MAIIUEHTOB C MY-
KOBHUCIIHIO30M TOMO3UTOTHRIX 1m0 MyTarmu F508del
B reie CFTR c 11eapI0 MaTOT€HETHYECKOIO JICYCHHUSI, T10-
BhIIeHns KoimuectBa aktuBHOoro Oeinka CFTR ma mo-
BEPXHOCTH KJIETOK SK30KPHUHHBIX JKEJIe3, TOBBIIIICHUS JIe-
TOYHOM (DYHKITUHM, CHW)KEHHS YaCTOTHI JICTOYHBIX 000-
CTPEHUH 1 3aMEJICHUS IIPOTPECCUPOBAHNS 3a00JIeBaHUSI.
IIpn Ha3zHayeHUM TapreTHOW Tepanuu y JAETed ¢ MyKO-
BHCIIUI030M HEOOXOIUMO KOHTPOJIMPOBATH aKTHBHOCTH
aJlaHMHAMUHOTpaHc(epassl U acmapTaraMHUHOTpaHche-
pasbl B KPOBH, HCCIICIOBATH YPOBHD OOIIETO OMIIHPYOH-
Ha B KPOBH MEpel HAYAIOM JICUCHHS U KaXIbIe 3 Mec.
B TEUCHHE MIEPBOTO rojia TepParuu, a 3aTeM OJUH pas3 B IO/
MIPOBOMIUTh WCXOTHOE ¥ MOCIEAYIONINE OOCIIeIOBAHMUS
Oprana 3peHHsI Ha IPEAMET KaTapaKThl.

O heKkTHBHOCTh Tepanuu CleAyeT OIEHHBATh Yepes3
6 Mec. TIO CHIDKCHHUIO 4YMclia 000CTpeHUH, MOTpeOHOo-
CTH B aHTHOAKTEpUATBHON Tepanuu, (PyHKIHMOHATHHBIM
TectaM (ToToBas Mpo0a), TOKa3aTeNsIM CITHPOMETPHH,
UMT.

Jus mocToBepHO# oneHKH Oe30macHOCTH U d(Pdek-
TUBHOCTH MOIYJISITOPOB TpeOyeTCsl HeMajo BPEMEHH, OJ1-
HAKO B TIOCJIEJIHEE BPEMsI IPOBOIUTCSI BCE OOJIBIIIE HCCIe-
JOBAHUH, HAIPABJICHHBbIX HA U3y4Y€HHE TAPIeTHOU Tepa-
i MB. HeoOXoauMBIM SIBIISIETCS] H3YYCHUE W OTKPBITHE
HOBOI CHMITTOMAaTHYECKON Teparuu, NOCKOIbKY y TaKHX
MAIUEHTOB TaKKe HAOMIOMAIOTCS MPOOIEMBI TICHX0IMO-
[IMOHAJIFHOTO XapakTepa. biaromapss HOBBIM TEXHOIOTH-
SIM ¥ YCOBEPIIICHCTBOBAHHMIO 3HAHWH MEIUIIMHCKUX U Ha-
YYHBIX pAOOTHHKOB OyICT BO3MOKHO YAYUIIUTH KAYECTBO
JKU3HU TAIIUEHTOB C MYKOBUCIIHIO30B.
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