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Pesiome

MyKOBMCUMAO3 (KUCTO3HbIV (DMBPO3) — CamMoe YacToe HaCeACTBEHHOE KIIMHUYECKM U FEHETUYECKM reTeporeHHoe 3aboneBaHue
C ayTOCOMHO-PELECCUMBHBIM TUMOM HACELOBAHMS, OCHOBHAS NMPUYMHA Pa3BUTUS KOTOPOTO — MyTaLMK B reHe TPaHCMeMBPaHHOro
perynstopa npoBoaMMOCTU MykoBucumao3a CFTR. BaxHbIM BKNaLOM B KOPPEKLMIO OCHOBHOIO KIETOYHOTO AedeKkTa CTano noss-
JIeHWEe HOBOW rpynmbl NeKapCTBEHHbIX cpeacTB-moaynstopos CFTR - Hebonblwmnx Monekyn, KoTopble 60 UCMPABASIOT Henpa-
BWJIbHOE CBOpauuBaHue n 06paboTky benka, inbo ynyywakoT paboTy KaHanoB A1 YCUIEHWS anuKaabHOro TPAaHCMOPTa XI0PULOB
n 6rkapboHaToB. YacTMYHO BOCCTaHaBMBaAs BYHKLMIO KaHanos, Moaynstopbl CFTR ynyywatoT psg KNMHUYEeCKUX nokasaTenei, Ho
3dbdeKT BapbupyeTcs B 3aBUCMMOCTM OT MyTaumuit CFTR, MCnonb3yeMbIX KOMBMHALLMIK MOAYNSTOPOB U MHAMBWUAYANbHbIX KIUHUYE-
CKMX XapaKTepucTuk. TpoliHas GuKCMpoBaHHas KOMOMHaLMS 3nekcakadTop + Te3akadTop + MBakadToOp MOTEHLMANbHO MOXET
6bITb 3DEKTUBHA 415 NNeYeHUs N0 MeHbluei Mepe 85% MauMeHTOB C MYKOBWCLMAO30M, YTO 3HAUMTEIbHO YNyYLLAET NevyeHne
M NPOrHO3 Npu 3TOM 3aboneBaHuu. B npenctaBneHHOM KAMHUMYECKOM HabMOAEHMM OMUCAH OMbIT BKIOYEHUS TEHEPUYECKOTO
npenapaTa uBakadTop + TesakahTop + 3nekcakahTop M MBakadhTop B eYeHME B3pOCIOro NnauMeHTa C No3aHeil AMarHoCTUKOM
MYKOBWCLMA03a. [IpoBOAMMas B TeueHUe 6 MeC. Tepanus NpuBena K yBEIMYEHUH MUTATeNbHOIO CTaTyCa, YMEHbLIEHUIO OfbILIKM
W yny4lleHuio obLero CoctTosHuMs, nokasartenei nabopatopHoro obcnenoBaHuMs, NOTOBOrO TeCTa, ra3oobMeHa 1 hyHKLMU Nerknux
M He BbI3BaNa HEXeNaTeNbHbIX ABAEHWUIA. [1oNyyeHHble LaHHbIE COBMA/IM C Pe3ynsTaTaMu NPOBEAEHHbIX UCCNefoBaHMi. [ns 6onee
rnyboKoro noHMManus BnusHus moaynstopos CFTR Ha fpyrie nposiBneHms MyKOBUCLMAO3a MK BO3MOXKHOCTU EYEHNUS NaLmeH-
TOB C MYKOBUCLMA030M, UMELOLWMX pesnkie MyTauum CFTR, C NOMOLLbIO TPOMHOM KOMBMHaLUMK nBakadTop + Te3akadTop + anekca-
KahTOop NPOBOAATCA AaNbHENLINE UCCIEO0BaAHUS.

KntoueBble cnoBa: no3aHAS AMAarHOCTMKA MyKOBMCLUMA03a Y B3POCbIX, KUCTO3HbIM hnbpo3, MogynaTopbl CFTR, TpoiHag TapreTHas
Tepanus, neakadTop + Te3akadTop + anekcakadTop

[na umtuposanua: Mepxoesa 3M, lanHutamHosa BB, Asgees CH. OnbiT nprMeHeHMs reHepuyeckoro npenapata uBakadrop +
TesakapTop + 3anekcakadTop M nBakadTop y B3pOCTOro NaumMeHTa ¢ MyKOBUCLMAO30M B YCIIOBUAX KIIMHUYECKOW NPAKTUKK.
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Abstract

Cystic fibrosis is the most common hereditary clinically and genetically heterogeneous disease with an autosomal recessive
type of inheritance, the main cause of which is mutations in the cystic fibrosis transmembrane conduction regulator CFTR gene.
An important contribution to the correction of the main cellular defect was the emergence of a new group of drugs, CFTR mod-
ulators, small molecules that either correct improper protein folding and processing, or improve the functioning of channels to
enhance the apical transport of chlorides and bicarbonates. By partially restoring channel function, CFTR modulators improve
a number of clinical parameters, but the effect varies depending on CFTR mutations, modulator combinations used, and individ-
ual clinical characteristics. The triple fixed combination of elexacaftor + tezacaftor + ivacaftor has the potential to treat at least
85% of cystic fibrosis patients, highlighting its impact on treatment and prognosis in cystic fibrosis. The presented clinical case
describes the experience of including the generic drug ivacaftor + tezacaftor + elexacaftor and ivacaftor in the treatment of an
adult patient with late diagnosis of cystic fibrosis. The 6-month therapy resulted in an increase in nutritional status, a decrease
in shortness of breath,and an improvement in general condition, laboratory examination, sweat test, gas exchange, and lung func-
tion, and did not cause any adverse events. The data obtained coincided with the results of the conducted studies. Further studies
are being conducted to better understand the effect of CFTR modulators on other manifestations of cystic fibrosis or the possibility
of treating cystic fibrosis patients with rare CFTR mutations using the triple combination ivacaftor + tezacaftor + elexacaftor.

Keywords: late diagnosis of cystic fibrosis in adults, cystic fibrosis, CFTR modulators, triple targeted therapy, ivacaftor + teza-
caftor + elexacaftor
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BBEOEHME

MykoBncLMa03 (KUCTO3HbIM HMBPO3) — caMoe YacToe Ha-
CNefCcTBEHHOE KIMHUYECKM WM FeHeTUYeckn reTeporeHHoe
3aboneBaHue C ayTOCOMHO-PeLEeCcCUBHbIM TUMOM Hacneao-
BaHUS, OCHOBHAs NPUYMHA Pa3BUTUS KOTOPOTO — MyTaluu
B reHe TpaHCMeMBPaHHOro perynsTopa NpoBOAMMOCTU My-
koBucumposa CFTR! [1].

C MOMEeHTa OTKpbITUS reHa perynaropa TpaHCcMeMbpaH-
HOM NPOBOAMMOCTM MyKoBMcLUmMAao3a (CFTR) npeanpuHMMartoT-
€S KONNEKTUBHbIE YCUAMS MO UCMPaBNEHUI0 OCHOBHOTO Kile-
TOYHOro aedekTa. BaxHbIM BK/1aA0M CTano NosBieHne HOBOM
rpynnbl NekapCcTBeHHbIX cpeacts-moaynatopos CFTR - He-
60onbWMX MONeKy, KoTopble MO0 MCNPABAFIOT HEMPaBUIIb-
Hoe CBOpayMBaHuWe u o0bpaboTky Henka, nMbo ynyywatoTt
paboTy KaHanoB AN yCUNEHUS anuKanbHOro TpaHcnopTa
aHMOHOB (HanpuMmep, x10puAOB v BukapboHaTos) [2, 3]. Ya-
CTUYHO BOCCTaHaBAMBAA QYHKLUMIO KaHanoB, MOAYNATOPbI
CFTR yny4watoT pga, KIMHUYeCKUMX nokasatenewn, Ho apdekT
BapbMpyeTcs B 3aBUCMMOCTM OT MyTaumii CFTR, ucnonb3ye-
MbIX KOMBUHALMIA MOOYASTOPOB WM MHAMBUAYANbHbIX KIUHK-
YECKMX XapaKTepucTuK [1-3].

[lo HefaBHEro BpeMeHW 3TaNOHOM BbICOKOIDHEKTUB-
Hol Tepanun mopynatopamu CFTR 6bin uBakadTop ans na-
LIMEHTOB C MYKOBWCLMAO30M, Y KOTOPbIX eCTb MyTaums G551D
WU apyrue Mytauum B perynstopHon vactm CFTR. buonoru-
Yyeckne u KnMHuYyeckne 3ddekTbl BOCCTaHOBNEHUS DYHKLUMN
CFTR ¢ nomouwubto nBakadTopa 6bi1m 3Ha4MMbiMK [2]. Habnto-
[aTenbHble MCCNeA0BaHMS NPOAEMOHCTPUPOBANN AONTOCPOY-
Hble KNTMHUYECKME NPEUMYLLECTBA M CHMKEHME CMEPTHOCTU Ha
YPOBHE MONynsumMu, HO MBaKadTop BbICOKOIDDEKTUBEH B Ka-
yecTBe MOHOTepanuu MeHee YyeM y 10% Bcex NaLMEHTOB C My-
KOBMCLMAO030M [2]. HepaBHO 6bina opobpeHa KOMOMHaLMS 13

1 Konppatbesa EW, Kpacosckuit CA, CrapuHoBa MA, Boporkosa AtO, AMenuna EJ1, Kawwmpckas HIO
1 Ap. (pen.). Pecucmp nayuermos ¢ Mykosucyudo3om 8 Poccutickoli @edepayuu. 2020 200. M.:
MEANPAKTUKA-M; 2022. 68 c. Pexxum poctyna: https://audit-orfan.clin-reg.ru/assets/files/
site_Registre_2020.pdf.

Tpex NpenapaTtoB - 3nekcakadtop + Te3akadTop + nBakahtop
(3TW) - ong NaLMEeHTOB C MO KpailHel Mepe OQHUM anienem
F508del. F508del saBnsieTcs camom pacnpoCTpaHEHHOM MyTaLM-
el Mpy MyKoBMCLMA03€ BO BCeM Mupe [3-5]. Taknum o0bpasom,
TPOMHas KOMOUHaUMS 3nekcakadTop + TesakadTop + nBakad-
TOp MOTEHUMANBbHO MOXET NIeYnTb MO MeHbLen Mepe 85% na-
LIMEHTOB C MYKOBMCLMA030M, YTO 3HAUMTENBHO Y/y4LIaeT feve-
HWe W NPOrHO3 NMpu 3ToM 3aboneBaHuun. PaHoOMW3NMPOBAHHbIE
KOHTPOAMpPYeMble MCCNeA0BaHNUS NPOLEMOHCTPUPOBANN YyY-
weHne MYHKLUMU Nerkmnx, pecnmpaTopHbiX CUMMTOMOB, CHUXKE-
HWe pUCKa 060CTPEHUIA NEroYHbIX 3a60n1eBaHUIt U yBENUYEHUE
BEeCa, KOTOpble COOTBETCTBOBANM WM MPEBbILLIANAM NOKA3aTeNN
npeablayLLmnx nccnefoBaHmi neakadropa [2-5].

KJIMHUYECKUIA CNYYAIA

B cBS3M C BblWeEN3NOXEHHBIM NPeaCcTaBAseM OMbIT NpU-
MEHEHMS TPOMHOW KOMBUHAUMKM 3nekcakadTop + Tesakad-
TOp + MBaKadTOp y B3pOCNOro NaumueHTa ¢ MyKOBUCLMA030M.

MauuneHT ®., 24 roaa, BNepBble NOCTYMNUA B KIUHUKY Ny/b-
MOHOOMUM 1 PeCcnMPaToOpHOI MeauLMHbl CEe4eHOBCKOrO YHU-
BEpCUTETA B anpene TekyLlero roga ¢ »anobamu Ha ofplL-
Ky Npy MUHUManNbHOM (uanyeckon Harpyske (mMMRC 3-4,
Borg 8), kawenb ¢ 06UNbHOW FHOMHOW MOKPOTOW, 3MM304M-
4ECKM C NPOXKMIKAMU KPOBU, TaXMKAPAMIO, MOBbILIEHUE TEM-
nepatypbl 4o debpunbHbix undp 38,5 °C, obwyto cnabocs,
CHWeHue Maccol Tena ¢ 87 go 59 kr3a 2 roza.

CornacHo aHamHesy XW3HW, NaLUMeHT poC U pa3BMBaCS
COOTBETCTBEHHO BO3pacTy. M3 nepeHeceHHbIx 3aboneBaHuii:
OCTpble pecnupaTopHble MHDEKLMU, MONUMO3HbIA PUHOCUHY-
CUT M NoAMN3KTOMKS B 12-neTHeM BO3pacTe, BETPAHAs ocna
(2013 r.), "HEBMOHMS.

M3 aHaMHe3a 6onesHn nssectHo, yto B 2013 . mauueHT
nepeHec BETPSHYIO OCMy, KOTOPas OCNOXHWNACh pa3BUTUEM
MHEBMOHUM, MOC/IE YEro 0TMEYaeT COXPAaHMBLLMIICS Kallenb.
B 2014 r. 6bi1m BbiSIBNEHbl OPOHX03KTa3bl 1€BOrO IErKOrO.
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CocTosiHMe naumeHTa yxyawanocb, 6poOHX03KTa3bl Npuob-
penu reHepann3oBaHHbIl xapakTep, 060CTpeHus pa3BuBa-
ek 3-4 pasa B roa. BecHon 2024 r. 66111 AMarHoCTMPOBaHbI
3 3nm304a CNOHTAHHbIX MHEBMOTOPAKCOB. [locne yero naum-
€HT OblN roCNUTaNM3npoBaH B KNIMHMKY CeYeHOBCKOrO yHM-
BEpCUTETa A1 YTOUHEHMS AMArHO3a U KOPPEKLUMK NeYeHuS.

O6beKTMBHOE McCneaoBaHWe BbISBUO AedULMT MacChl
Tena (MHoekc mMaccol Tena (MMT) - 18 kr/M?), Taxenoe co-
CTOSIHWeE, YTONLLEHME KOHLEBbIX (BanaHr nanbLes pyK U HOT
B Buae «bapabaHHbIX nanoyek» M Horrei B opMe «4aco-
BbIX CTEKON», KECTKOE AbIXaHWE B NErkMX C BNAXHbIMU XpU-
namu B HWXHUX OTAENax, YactoTol apixanus (Y0) 22/MuH,
SpO, B nokoe - 85%, SpO, Npu BEHTUAALMM C NONOXKMUTENb-
HbiM aaBnenHuem (BMO) 30 n/MuH — 98%.

Mpu nabopaTtopHO-MHCTPYMEHTaNbHOM 06CNefoBaHMM
B KPOBW OblNKN BbISIBNEHbI HENTPODUIbHBIN NEVNKOLWUTO3 [0
23,64 x 10° /n, noBblleHWe ypoBHs C-peakTMBHOrO Henka
no 144,8 mr/n. B MmokpoTe BbicesHbl Pseudomonas aerugino-
sa 10° KOE/mn n Achromobacter xylosoxidans 107 KOE/mn.

WccnepoBaHme GyHKLMM NerkmMx noKasano 3HaumMble Hapy-
LEHUS PECTPUKTUBHOIO 1 OBCTPYKTUBHOMO XapakTepa.

[lo LaHHbIM KOMMbIOTEPHOW TOMOTpaduun BbISIBIEHDI
MHOX€eCTBEHHble HPOHX03KTa3bl 060MX NEerknx C NpU3HaKa-
MU BocnaneHus (C GopMMpOBaHMEM TOHKOCTEHHbIX MOJIO-
CTew); NpU3HaKM UHDEKLMOHHOIO BPOHXMOANTA, XPOHUYE-
CKOro BpoHXMTa; y4acTku NHeBMOGKUOPO3a B 060UX Nerkux;
BHYTPUIpyLHas IMMdageHonaTus (pUucyHok).

[Ing yTouHeHus 3TMonorMmn 6poHX03KTa3oB bbin NpoBeseH
notosbii TecT ot 20.04.2024, pe3ynbTaT KOTOPOro COCTaBMA
104 MMOnb/N, 3HAUNUTENBHO NPEBLICMB PedepEHCHbIE 3HAYEHMS.

MonekynspHoO-reHeTUYECKMI aHaNU3 reHa TpaHCMeM-
6paHHoro perynatopa Mykosucumnaosa (CFTR) B reHoTUNE He
BbIIBUA 6 Hanbonee YacTbix MyTauui. OoHako 06HapyXeHbl
Lpyrue, pexe BCTpevawlmecs «markme» mytauun CFTR -
2184insA/E92K.

Takum 06pa3oMm, B JaHHOM CJTy4ae Mbl BCTPETUAMCH C NO34-
Hel AMAarHoCTMKOW MyKOBMCLMAO3a. [AuarHo3 6bin ycTaHoB-
NleH Ha OCHOBaHWM xanob, aHaMHe3a 6one3HM, AaHHbIX 0Obek-
TUBHOrO, 1aBOPATOPHO-UHCTPYMEHTANBbHOMO M FrEHEeTUYECKOro
MCCNeafoBaHWiAi U BKIKOYMA BCE MPOSBNEHMS 3aboneBaHuUs:

MyKOBMCUMAO03 (2184insA/E92K), Taxenoe TeyeHue; XpoHu-
YECKMUI THOMHbIA BPOHXMT, 060CTPEHUE; XPOHUYECKOE WUH-
duumpoBaHue abixaTenbHbix NyTen Pseudomonas aeruginosa,
Achromobacter xylosoxidans; XpOHUYECKMI NOAUMNO3HbIA pU-
HOCUHYCKUT; 6eKOBO-3HepreTuyeckas HeLoCTaTouHoCTb. Oc-
NOXHEeHUS 3aboNneBaHns: XPOHUYEeCKas rmnepkanHuyeckas
[bIXaTenbHasn HeLOCTAaTOYHOCTb; ABYCTOPOHHMIA BTOPUYHbIN
CMNOHTaHHbIM NHeBMoTopakc oT 02.05.2024; xummnyeckui nnes-
poaes cnpasa (06.05.2024) v cnesa (07.05.2024).

Ha doHe npoBeneHHOM Tepanumu (CUCTEMHble aHTMDaK-
TepuanbHble Npenaparbl, aHTUKOATYNSHTbI, FACTPONPOTEKTO-
pbl, UHFANALMOHHbIE BPOHXONUTUKMU, MYKOIUTUKM) NaLUMEHT
BbINUCAH C NONOXMTENbHOM AMHAMUKOW. [ocne BbINUCKK No-
nyyan Tepanuto: anekcakadTop + TesakadTop + nBakaptop
100 mr/50 mr/75 mr (Tounekca®) no 2 TabneTku yTpoM + nBa-
kadTop 150 mr BeyepoMm, bepoayan 20 kanenb + 2 Mn ¢uspac-
TBOpA 2-3 pasa B AeHb, UHracanmnH 7% 5 mn 1-2 pasza B AeHb.

Npu BbINUCKE faHbl PEKOMEHAALMMU eXEeLHEBHO UCMONb-
30BaTb MHIANSLUMOHHbIE aHTMOUOTUKK, MeTOAbI BPOHXMANBHO-
ro KNIMPEHCa U MO KM3HEHHbIM NMOKA3aHWAM LIUTENbHO M HA
NOCTOSIHHOM OCHOBE NMPWHMMATb TAPreTHYH Tepanuio: anek-
cakadTop + Te3akadTop + nakadptop 100 mr/50 mr/75 Mrno
2 TabneTkun yTpoM + usakadrtop 150 mr Beyepom.

Yepes 6 mec. Ha doHe npuema anekcakahTop + Tesa-
KadTop + mBakadtop 100 mMr/50 mr/75 mr (Tpunekca®) no
2 TabneTtkun yTpoM + uBakadtop 150 Mr Beuepom OTMeYeHbl
3HAYMMAs NONOXKMTENbHAS AMHAMMKA B BUAE YBEINYEHUS MU-
TaTeNbHOrO CTaTyCa, YMEHbLUEHWUS OAbIWKM U yNy4lleHus ob-
Lero coCTosHMS, nokasaTenei nabopaTopHoro obcnenosa-
HWS, B TOM YACIEe 1 NMOKa3aTeneit NoToBOro TecTa, ra3oobmMeHa
M QYHKUMM NEerkuxX 1 OTCYTCTBME HEXeNaTeNbHbIX SBAEHMUN
(mabn. 1, 2). YMeHblUeHWe BblIPaXXEHHOCTU OAbIWKW CONPO-
BOXOaNocb cHMeHneM bannos no wkane mMRC ¢ 4 oo 1
M YBENMYEHUEM CaTypaLMK KpoBM Kucnopodom ¢ 85 go 92%.

MauMeHTy AaHbl pekoMeHAaLMW NpOAOMKUTL Mpw-
eM npenaparta 3nekcakaprTop + Tesakaptop + mBakadTop
100 mr/50 mr/75 mr no 2 TabneTku yTpoMm + nBakadtop 150 mr
Ha NOCTOSIHHOM OCHOBE HApSAY C ANIUTENbHOW aHTMBaKTepuanb-
HOM Tepanuen, MyKoNMTUYECKOM Tepanuen 1 exxefHeBHbIM Npu-
MeHeHWeM MeTOL0B BPOHXMANbHOTO KIMPEHCa.

PucyHok. MynbTUCnMpanbHas KOMMNbOTEpHAs TOMOrpadus OpraHoB rpyAHONM KNeTKM NaLMeHTa C MyKOBUCLMA030M 10 Havana
TapreTHOM Tepanuu 1 Yepes 6 Mec. Ha GOHe NpueMa reHepuyeckoro npenapara anekcakadrop + TesakadTop + usakadrtop

Figure. Lung multislice computed tomography of a patient with cystic fibrosis before the start of targeted therapy and after
6 months while taking the generic drug elexacaftor + tezacaftor + ivacaftor
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Ta6nuuya 1. JuHamuka nabopaTopHbix Nokasartesnein Ha poHe
TPOWHOM TapreTHOM Tepanuu

Table 1. Dynamics of laboratory parameters against the back-
ground of triple targeted therapy

Ta6nuya 2. lnHamuka nokasartenen GyHKUUM Nerkux Ha GoHe
TPOWHOM TapreTHOM Tepanuu

Table 2. Dynamics of lung function parameters during triple
targeted therapy

lemornobuH, r/n 124 157 OXEN, % 30 54

SpUTPOLNTHI 4,65 5,53 0®B,, % 15 35

Neiikouwrbl, 10%/n 23,64 9,2 0B, /DXKEN, % 50 48

TpomboumTbl, 10°/n 353 305 OFT, % 113 115

€03, mm/u 5 / 00, % 352 215

[ntoko3a, MMonb/n 3,19 4 MOE, % 216 173

CPBy MI'/}'I 144,8 5,1 ﬂcny % 24 39

ACT’ e,u/n 48 14 Mpumeyarue. XEN - popcrpoBaHHas XM3HeHHas eMKocTb nerkux; OMB, - o6vem popcmpo-

HHOTO BbIJOX 1- KyHay; ODB./OXEN - moanduum HHbII MHAeKC TuddHo;

AﬂT: eﬂ/ﬂ 24 23 (B)E;E!'I (j (?ci;:::Haa:aeMKchii f?eiymx; oon - OCTaTOHSSFIdzJﬁLItef’IOJ'IB:FKMbX; ,D,Cﬁe— ;mb%?a;m—man

OﬁLI.lVIVI 6EHOK, I'/J'I 65 83 CNOCOBHOCTb NIErkuX.

AbOyMUH, T/ 29,6 48 oT 12 net unu net B Bospacte oT 6 A0 11 neT c no KpaiHei

pH 7,48 7,42 Mepe ogHow MyTaunen Phe508del w/wnv nporpeccupyowmm

P20, 47 76 3aboneBaHneEM nerkmnx. B atux nccnenoBaHmsax coobwanocs,
YTO TPOMHasa KOMBMHaUMS nBakadTop + Tesakadtop + anek-

PaC0, 50 42 CcakadTop OKa3bIBAET 3HAYMTENBLHOE MONOXUTENIbHOE BUS-

HCO, 33,6 277 HMe Ha QYHKLMIO NerkmMx y naumMeHToB C MyKOBUCLMAO30M,

ToTOBbIf TeCT, MMOTb/ 104 58 ynyylwas Takme nokasarenu, kak O®B,, MHAEKC NeroYHo He-

lpumeyarue. CO3 - ckopocTb ocefaHuns 3puTpoumnToB; CPb — C-peakTuBHbI 6enok;

ACT - acnaprattpaHcdepasa; ANIT - anaHuHTpaHchepasa; Pa0, - napumansHoe aasnenve
kucnopoaa; PaCo, - napunanbHoe AaeneHue yraekucnoro rasa; HCO3 - BukapboHar;
notoBbii TecT ot 20.04.2024, pe3ynbTaT KOTOPOro 3HAYUTENBHO NPEBbICUN pedepeHCHble
3HauyeHus u coctasun 104 mmons/n.

OBCYXXOEHUE

B npenctaBneHHOM KNMHUMYECKOM HabnogeHUM BKO-
YyeHMe reHepuyeckoro npenaparta uBakadTop + Tesakad-
Top + anekcakadTop M nBakadTOp B NleyeHue B3pOC/Oro
nauneHTa C MyKOBMUCLMA030M MPUBENO K YBEIUYEHUIO NUTa-
TENbHOMO CTATyCa, YMEHbLWEHWUIO OABIWKA M yNydleHuo 06-
LWero coCTosHMS, nokasaTenei nabopaTopHoro obcnenosa-
HWS, MOTOBOrO TecTa, ra3oobMeHa U QYHKUMU NIETKUX U He
BbI3BANIO HEXeNaTesbHbIX SBNEHUN. [Tony4yeHHble AaHHble CO-
BManu C pe3ynbTaTaMu NPOBEAEHHbIX UCCeA0BaHMNA.

B cucrtematuyeckom o630pe cobpaHbl pe3ynsTaThl paH-
[LLOMM3UPOBAHHBIX KIMHUYECKMUX UCMbITaHWI 1 06CepBaLMOH-
HbIX MCCNenoBaHUM, onybnnkoBaHHbIx B nepuog ¢ 2012 r.no
ceHTs6pb 2022 1., B KOTOPbIX Y4aCTBOBaNU AeTU B BO3pacTe
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[LOCTaTOYHOCTM, HaCTOTa 060CTPEHMI NeroyHbIx 3aboneBaHmin
WK KOHLLEHTpaLMs X0puaoB B NoTe, nosbiwas MMT u ynyu-
LUAs KayeCTBO XM3HU. XOTS MOKa He SiICHA pOsib TPOMHOW Tap-
reTHOM Tepanuu B NeveHunn anabeta, CBA3aHHOINO C MyKO-
Bucumpo3som (CFRD). bbino obHapyxeHo, YTO 3TOT HOBbIM
mopynstop CFTR B uenom 6e3onaceH 1 Bbi3biBaeT NOOOYHbIE
3 deKTbI NETKOM U CPeaHEN CTENEHU TIXKECTU.

3AKNKOYEHUE

[ng 6onee rnybokoro NOHMMaHWUS BAUSHUS MOAYNSTOPOB
CFTR Ha apyrue nposiBNeHns MyKOBUCLMAO3A MM BO3MOX-
HOCTU NIEYEHUS NALMEHTOB C MYKOBMCLMAO30M C peakMMu
myTaumamm CFTR ¢ NOMOLLbH0 TPOMHOM KOMBMHALMK MBaKad-
Top + Te3akadTop + anekcakadTop NpOBOAATCS AaNbHENWne
NCcCnenoBaHus.
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