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Pe3iome

MyxkoBucuuno3 (MB) octaetcst onHUM 13 HauboIee N3yYeHHbIX HACTEACTBEHHBIX MYIbTUCUCTEMHBIX 3a00JIeBaHUI, TP KOTOPOM HapyLICHUSI
(ynkuuu 6enka CFTR (Cystic Fibrosis Transmembrane conductance Regulator) npuBOIsT K MPOrpeccupyloieMy MopakeHuIo AbIXaTeJbHOI cuc-
TeMbl, 9K30KPUHHOI U SHAOKPUHHON HEJOCTATOYHOCTH MOIXKETYIOUHOM XKeJie3bl; BOBIEKAIOTCS TaKXKe APYrvMe OpraHbl M CUCTEMBbI. 3a Moce/-
HUeE NeCSITUIeTUS TIOAXObI K IMarHOCTUKE U JiedeHuio M B rpeteprienu cyiecTBeHHbIe U3MEHEHUsI, YTO O0YCIOBICHO BHEMIPEHUEM HEOHATAb-
HOTO CKPMHMHIA, Pa3BUTUEM MOJEKYJISIPHO-TeHETUYECKMX METOLOB IUAarHOCTUKH, OCOOEHHO MOsIBJICHUEM TapreTHO Tepanuu 3a0osieBaHusl —
CFTR-monynsaropoB. B 2025 r. 6b111 ony01MKOBaHbl OOHOBJIEHHbIE KiMHUYecKue pekoMeHnauuu (KP) mo MB (kucrozHomy pubposy), oTpa-
Karollye He TOJIBKO COBPEeMEHHBIC HayJIHbIC TaHHbBIC, HO M POCCUMCKMIT KIMHUIECKHUI OTBIT IPUMEHEHUSI 3apeTCTPUPOBaHHBIX B Poccuiickoit
®enepanyu CFTR-MomyiaTopoB, B T. 4. Haubojiece a(hPeKTUBHOI KOMOMHAIMK 3jieKcakadTop / Te3akadrtop / uBakabTop + mBakadTop.
OOHOBJIEHNE TOKYMEHTa HAIMPaBJIeHO Ha YTOYHEHWE AMAarHOCTMYECKUX W TepaneBTUYECKUX MOIXOJ0B B HOBBIX YCIOBUSX OKA3aHUS ITOMOIIN
nauyeHTaM ¢ MB 1 HocuTessiM naroreHHbIX BapuaHToB reHa CFTR. Ilenblo uccienoBaHusl SIBUICSI 0030p OCHOBHBIX HOBBIX onoHeHui B KP
(2025) u obcyxaeHue UX MPaKTUYECKOTo 3HAYCHUS IS Bpayeid, yJacTBYIOIIMX B BeleHUM maimeHToB ¢ MB. Matepuansl u Metoapl. HoBblit
BapuaHT KP (2025) pa3padoran 80 skcriepTraMu pa3HbIX CHEMaTIbHOCTEN, UX OCHOBY cOCTaBWIM 520 JIUTEPATYPHBIX UICTOYHUKOB. Pe3yabratsl.
KP (2025) no kucrozHoMy (hubpo3y conepkaT OOHOBJIEHHBIC pa3/ie/ibl MO MOJEKYISIPHO-TEHETUYECKON 1 MUKPOOMOJIIOTUIECKOM IMAarHOCTUKE,
Teparuu JIETOYHOTO MUKOOAKTEpH03a, HOBBIM aHTUMUKPOOHBIM TIperaparam JUis JJedeH!s] MHOEKITMY pecITMpaTOPHOTo TpakTa. BriepBbie onu-
canbl ocoberHocTr Teparmuu CFTR-MonynsitopoM ajiekcakadTop / Te3akadTop / uBakadTop + nBakadTop, Ha3HAUEHUST MperapaToB off-label
U TIOCNie TpaHCIUIaHTauuu opraHoB. Ocoboe MeCTO OTBeNeHO MOApaslesiaM, MOCBSIIEHHBIM M3MEHEHMIO 0a3MCHOI Tepamuu 3a00eBaHUS
Ha oHe Tepanuu CFTR-MonynsitopaMu, HexXeNlaTeIbHbIM peaklisM, TeTePO3UTOTHBIM HOCUTEJISIM MaTOTeHHbIX BapuaHTOB reHa CFTR u criek-
Tpy CFTR-accounnpoBaHHbIX 3a001eBaHuUit, TeueHUIo 6epeMeHHOcTH Ha oHe npremMa CFTR-MonynsiTopoB, HabII0AEHHIO 32 HOBOPOXKAEHHbI-
MU OT MaTepei, MOJyJaloNnX JaHHYI0 Tepanuio. 3aKiouenne. AKtyanusupoBanHas Bepcust KP (2025), Bkimovaonmx B cedsi COBpEeMEHHYIO
“HGOpPMaLIMIO, ITO3BOJUT YCOBEPILIEHCTBOBATb AUArHOCTUKY U JedeHrne MB (kucto3Horo ¢pubposa), craHAapTU3MPOBATh BeAeHUE HOCUTENeH
naroreHHbIX BapuaHToB reHa CFTR v nmuu ¢ CFTR-accolMMpPOBaHHBIMU COCTOSIHUSIMU B Poccuiickoii Denepanu.

KiroueBbie cioBa: MyKoBUCLIMI03, KMUCTO3HBINA (ubdpo3, CFTR-monyngaropsl, TapreTHast tepanust MykKoBucimunosa, CFTR-accollMupoBaHHbIe
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Abstract

Cystic fibrosis (CF) remains one of the most studied inherited multisystem diseases, in which Cystic Fibrosis Transmembrane Conductance
Regulator (CFTR) protein dysfunction leads to progressive respiratory failure, exocrine and endocrine pancreatic insufficiency, and other organs
involvement. Over the past decades, approaches to CF diagnosis and treatment have changed significantly due to the neonatal screening
introduction, the development of molecular genetic diagnostic methods, and, especially, the advent of targeted therapy — CFTR modulators.
Updated clinical guidelines for cystic fibrosis were published in 2025, reflecting not only current scientific data but also Russian clinical experience
with the use of CFTR modulators registered in Russia, including the most effective combination of elexacaftor/tezacaftor/ivacaftor + ivacaftor. This
updated document aims to clarify diagnostic and therapeutic approaches in the new conditions for the provision of medical care for patients with
CF and carriers of pathogenic CFTR gene variants. The aim is to review the key new additions to the 2025 clinical guidelines (CG) and discuss their
practical implications for physicians involved in the care of patients with CF. Methods. Eighty experts from various specialties worked on the new
guidelines using 520 literary sources. Results. The updated 2025 cystic fibrosis clinical guidelines contain updated sections on molecular genetic and
microbiological testing, pulmonary mycobacteriosis treatment, and new antimicrobial agents for treatment of respiratory tract infections. The
features of CFTR modulator therapy (elexacaftor/tezacaftor/ivacaftor + ivacaftor), off-label drug administration, and post-organ transplantation
are described for the first time. Special attention is given to subsections devoted to changes in CF basic therapy during treatment with CFTR
modulators, adverse reactions, heterozygous carriers of a pathogenic CFTR variant, and the spectrum of CFTR-related diseases, the course of
pregnancy during treatment with CFTR modulators, and monitoring newborns of mothers receiving this therapy. Conclusion. This updated version
of the clinical guidelines incorporates current information and will improve the diagnosis and treatment of cystic fibrosis and standardize the care
of pathogenic CFTR gene variants carriers and individuals with CFTR-associated conditions in Russia.
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MyxkoBucuuao3 (Kkucto3Hsiit Guopos) (MB) — penkoe
(ophaHHOE) ayTOCOMHO-PEIIeCCUBHOE MOHOTE€HHOE Ha-
CJIeICTBEHHOE 3a00JIeBaHME, XapaKTePU3yeMOe MOJIMOP-
TaHHBIM MOPaKeHUEM, BKJIIOUasi 9K30KPUHHbIE XKeJIe3bl,
a TakXe XM3HEHHO BaXKHbIE OPTaHbl U CUCTEMBI.
IMposgBaeHus 3aboneBaHusl 0O0YCIOBJIEHBI Hapy-
meHreM YHKIMU XJIOPUIHBIX KaHanoB (0enka Cystic
Fibrosis Transmembrane conductance Regulator — CFTR)

BCJEACTBUE HaJIWYUSI MAaTOTEHHBIX BAapUMAHTOB reHa
CFTR (TpaHCMEeMOpPaHHOTO PETYJIATOPA ITPOBOIMMOCTHU
MB), pacrnoJioXXeHHOTro B cepelrHe IJIMHHOIO Tiedya
7-11 ayTOCOMBI.

ITpu MB cekpeT 2K30KpUHHBIX XeJie3 CTAHOBUTCS
O0YEHBb BSI3KUM U TYCTHIM, TTAIIMEHTHI CTPAJalOT OT IIPO-
TPECCUPYIOIIETO TTOPAXKEHUST PeCITMPATOPHOI CUCTEMB,
>KeJIYIOYHO-KUIIIEUHOTO TpaKTa, MeYeHU, MOIKeTy104-
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HOMH KeJie3bl, MOYEIIOJIOBOM CUCTEMBI, IPYTUX OPTaHOB
U CHUCTEM.

JnarHoctuyeckue U jjededHble moaxoanl mpu MB B Ha-
CTOSITIIeE BPEeMSI TIPETEPIIS/IN CYIIeCTBEHHbBIC N3MEHEHNSI,
B T. Y. BCJICACTBUE PACIIUPEHUS BO3MOXHOCTEN paHHEN
JIMaTHOCTUKHU Ojarogapsli BHEIPEHWIO0 HEOHATaJIbHOTO
CKpUHUWHTA Ha OOIIeHAIIMOHAIILHOM YPOBHE, Pa3BUTUIO
HOBEMIIMX METONOB T€HETUYECKOU TMAarHOCTUKU, YCOBEP-
1LIEHCTBOBAHUIO TIPOTUBOMUKPOOHON U MYKOJUTUYECKOMN
Tepanuu, a TAakKe MosiBISHUI0 MOUCTUHE PEBOJTIOLIMOHHBIX
TapreTHBIX IpernaparoB (CFTR-MomyasTopoB) B T. 4. Han-
oomee 3hhekTHBHOIT KOMOMHALINM 3JIeKcakadTop / Te3a-
kagTop / uBakadtop + usakaptop (9THN) [1, 2].

B 2025 r. 6b1M aKTyaJu3UpPOBaHbl U pa3MelISHbI
B pyopukarope Knmanaecknx pekomenaanuii (KP) Mu-
HUCTEPCTBA 31paBooxpaHeHnst Poccuiickoit @enepann
yxe B 3-1 Bepcuu (¢ 2020 r.) KP «MykoBucuuno3 (Kuc-
TO3HbBIN (GUOPO3)» (Bo3pacTHas KaTeropus «B3pocibie
" metr»)*. JJaHHBI TOKYMEHT BKJTIOUAaeT COBPEMEHHBIC
MOAXO0/bl K TMAarHOCTUKE U JI€YEHUIO TauueHToB ¢ MB
U HOCUTeNel maToreHHbIX BapuaHToB reHa CFTR, oTpa-
KaeT JIYUIIYI0 MUPOBYIO IIPAKTUKY W OOIIMPHBIN OITBIT
POCCHIICKHUX CITEIUATICTOB, OIpeAeIsieT HEOOXOTUMEBIe
00BEeMbI MEIUIIMHCKOM MTOMOIIIU, YCJIOBUS UX TIPEIO0-
CTaBJICHMSI B 3aBUCUMOCTU OT KJIMHUYECKOU CUTYalluUu
1 MapIIPyTHU3ALIMIO TTALIIEHTOB.,

Llenpto paboThl IBUIICSI 0630P OCHOBHBIX HOBBIX J10-
noHeHui B KP «Kucto3nsbiit ¢pnbdpo3 (MyKOBHCIIUIO3)»
(2025) u obcyxKXaeHNe UX MTPaKTUYECKOro 3HaYeHUs IS
Bpayeli, yJaCTBYIOIINX B BEACHUH MTAIIEHTOB C JaHHBIM
3a00JIeBaHUEM.

MpoBeneHne MoneKynspHO-reHeTMYeCcKoro
uccneposanmsa rea CFTR

Baxubim moctmskennem KP (2025) aBnsieTcs ykazaHue
IPYII, U1 KOTOPBIX PEKOMEHI0BAHO MPOBEICHNUE MO-
JIEKYJISIPHO-TEHETUUECKOTO UCCAeA0BaHUS IJ11 UAEHTU-
¢uxamuu mytamuii reHa CFTR:

* HOBOPOXIEHHBIM IIPHU IMOJOXUTEIBHOM pe3ybTaTe
HEOHATaJIbHOTO CKPUHMHTIA (MMMYHOpPEaKTUBHBIN
TPUTICUH) U TTOJIOXUTETbHBIX WJIM TIOTPAHNYHBIX 3HA-
YEHUSIX ITOTOBOM MPOOKI, TP MEKOHNEBOM UJICYCE;

*  JIMLIAM C TIOTPAaHUIHBIMK 3HAYCHUSIMU TTOTOBOM IPOOHI;

* MalMeHTaM C KIMHUYECKUMU MPOSIBICHUSIMU Kjac-
CUYECKOT0 WJIM MOHOCUMITTOMHOTO MB;

* mpu CFTR-accommmpoBaHHBIX 3a001eBaHUIX (TTaH-
KpeaTuT, BPOXKICHHOE IBYCTOPOHHEE OTCYTCTBHUE Ce-
MSIBBIHOCSIILIETO TTPOTOKA / 0OCTPYKTUBHASI a300CIIep-
Musi);

*  POICTBEHHMKAM ITallieHTOB ¢ MB (1w1s orpeneneHUs
cTaTyca HOCHUTEJIbCTBA IT0 XKeJIaHUIO);

* JKEHIIMHaAM TTocjie pOoXIeHUs epBoro pedeHka ¢ MB,
a TakXe BO BpeMsl MOC/IeAyIorx 6epeMeHHOCTEN TpU
Hajuyuu pedbeHka ¢ MB;

* BHYTPUYTPOOHBIM ITomam Ha 10—12-it Hemene recta-
LMY MpU Togo3peHun Ha MB (nmpu Hanuuuu cubca
¢ MB) unu oGHapyXeHUY TUIIePIXOTeHHOCTU KUIIIey-
HHUKa 110 JAaHHBIM YJITPa3ByKOBOTO 00CIICIOBAHNS;

* hittps.//cr.minzdrav.gov.ru/preview-cr/372_3

* JOHOpaM raMeT U SMOPUOHOB, BXOISIIIMM B ITpOTrpam-
MbI BKCTPAKOPIOPaJbHOIO OIJIOAOTBOPEHUS (B T. U.
WHTPAIUTOIIIa3MaTUIEeCKOM MHBEKIINK CIIepMAaTO-
3011a — BBEICHUE CIIEPMATO30MIa B [IUTOILIA3MY),
BHYTPMMATOYHOI MHCEMUHAIIUH;

*  CYINPYXECKUM MapaM C BLICOKMM I€HETUYECKUM pU-
ckoM MB, xxemaroimmumM IpoiTH MPeUMITIaHTALIMOHHOE
TeHETUYECKOe TECTUPOBAHME TIepel SKCTPAKOPIIO-
paJibHBIM OTUIOAOTBOPEHUEM B OTHOLIeHUU MB mis
MpenoTBpalleHUsT POXIAEHUST peOeHKa C OTUM TSIKe-
JIBIM 3a00J1eBaHMEM (IIPY OTCYTCTBUU ITPOTUBOIIOKA-
3aHMI 1 orpaHnYeHuin) [3—5].

BoinonHeHMe 3TUX peKOMeHAaLUuii OyaeT CrocooCT-

BOBaTh paHHel nuarHoctuke MB u ero npogunakTuke.
Ha ciemyromux sTamax Imocjie OIMMCaHHBIX paHee

3 aranoB (4acTble MyTalluu, ceKBeHnpoBaHue 1Mo CaH-

repy Wiu BhICOKOIIPOU3BOAUTEIbHOE CEKBEHMPOBaHUE

reHoma (MaccoBoe MapajjesibHOe CEKBEHUPOBaHUE

(Massive Parallel Sequencing), Takxke Ha3bpIBaeMO€ CEK-

BEHUPOBaHUEM ClIeaytolero mokojaeHus (Next Generation

Sequencing)), IpUMEHEHNUE MYJIbTUIUIEKCHOMN JIMTa3HOM

30H0BOI aMIIM(UKALIMU JIMOO KOJIUYECTBEHHOM (Jy-

OPECLIEHTHON MYJIbTUIUIEKCHOW TTOJIMMEPA3HOW 1IEeM-

HOI peakMu TSI TOMCKA MePeCTPOeK, OXBATHIBAIOIINX

HECKOJIbKO 3K30HOB / UHTPOHOB, MOXET MPUMEHSIThCS

aHajM3 reHoMa Mpu OTCYTCTBUU BapMaHTOB MPU UCCIe-

JIOBaHUSX Ha MIPeABbIOYIINX dTarax. B ommmame ot apyrux

TEXHOJIOTUI BRICOKOIIPOU3BOAUTEIILHOTO CEKBEHUPOBA-

HUsI, PU aHAJIM3€ TeHOMa MOXKHO BBISIBUTH MPOTSIXKEH -

HbIE IEJICIINY / MHCEPLIMU, MHBEPCUH, a TAKIKE TITyOOKIe

MHTPOHHbIC BapUaHTHI [1].

Mukpobuonoruyeckas GUarHOCTMKa

IMamuentam ¢ MB (wnu ipu momo3peHun Ha M B) pe-
KOMEHIYETCSI MUKPOOMOJIIOTUUECKOE HCCIea0BaHNE
MOKPOThI (MHAYLIMPOBAHHOW MOKPOTHI UJIM Tpaxeasb-
HOro acrupara) uiu (B ciydae OTCYTCTBUSI OTAETEHUS
MOKPOTHI I Y HAIIUEHTOB MJIaIIIeii BO3PaCTHOM TpyII-
Imbl) opodaprHTeaaTbHOTO Ma3kKa 1 / WU KUIKOCTH
OpOHXO0AbBEOJSIPHOTO JlaBaXa JIJIs1 UASHTU(DUKALIUU
rmaToreHa(-oB) M ONpeaesIeHUST YyBCTBUTEIBHOCTH BHI-
IeJIeHHO MUKpodopsl. McciaeqoBaHue TIpOBOIUTCS
KakK IMpHY TIepBUYHON TMaTHOCTUKE, TaK U B IIpoIecce
MTMHAMUYECKOT0 HAOMIOACHUS, B T. Y. IS KOHTPOJISI HAll
3(ppeKTUBHOCTBIO Tepaluu, He pexe 1 pasa B 3 mec.,
IO TTOKAa3aHUSIM — yYale. Takke MPOBOIUTCS KOHT-
POJIbHOE MCCIeIOBaHUE TTOCNIe Kypca aHTUMUKPOOHO
Teparnuu Mpy roCIUTAIU3aLUN WU C LIEJbIO OLIEHKU (-
(PeKTUBHOCTHY TTPOBEIECHUS SpagUKaIiU IIPU TIEPBUIHOM
BBICeBe Pseudomonas aeruginosa u Apyroi rpaMoOTpHIIa-
TEJIbHOM, PE3UCTEHTHOU K aHTHOAKTepuaJibHbIM Mpena-
patam ¢opsl (uepe3 7—10 mHel OT Havaja Teparnuu).
ITpu XpoHMYECKOI TPaMOTPULIATEIEHOM, PE3UCTEHTHOMN
K aHTHOAKTepUAIbHBIM IIperiapaTaM (Gope, peKOMEHIY-
eTCS eXXeMECSIIHO HAMPaBISITh HA MUKPOOMOJIOTHUYECKOE
obclienoBaHue nanueHToB ¢ MB B mepuon npoBeaeHus
SpagVKALIMOHHON TepaIiy € LeIbI0 OLIEHKN 3P (PeKTUB-
HOCTU 3JIMMUHAIIUY BO3OYIUTEIICH.
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OCHOBHBIM METOJOM AUATHOCTUKU BO30OYIUTENEH
OPOHXOJIETOUHOU MHMEKIUU SBISIETCSI MUKPOOUOJIOTH -
YeCcKOe UCCIIeOBaHUE PeCIUPaTOPHbIX 00pa3LoB (I10-
ceB 00paslia Ha pacIIUPEHHbIN MepeueHb MUTaTeIbHbIX
cpel Ipy JJIMTEIbBHOCTH MHKYOAIlMy IepBUYHOTO ITOCeBa
> 7 CYTOK C €xKeTHEBHBIM IIPOCMOTPOM M M3YUEHHEM BCEX
BBIPOCIINX BUIOB KOJIOHMI). OmpeneieHre YyBCTBUTEITb-
HOCTH BblIEJIEHHOM MUKPOMJIOPBI K aHTUOAKTEPUAIbHBIM
rpernaparaM U MHTePIIPETALIMIO Pe3y/IbTaTOB UCCIIeI0Ba -
HUST HEOOXOIMMO ITPOBOIUTE B COOTBETCTBUM C aKTyallb-
HOI BepcUeil peKOMEH AL 10 OIpeIe/IEHIIO YYBCTBU -
TEJbHOCTY MUKPOOPraHU3MOB K aHTUOAKTEPUAIbHbIM
rperaparaM WM HOBBIX BEPCUIA TTOCTIE UX BCTYILICHUS
B cuy [1].

MukpoGuonoruyeckue xapakTepucTmKku
WHCEKLMM Nerkux Ha COBPEMEHHOM aTane
npu MyKOBUCLIMA03€e N Mepbl NPOhMNaKTUKK
nepeKkpecTHON MHeKLMM

B cBs131 ¢ ncnosb3oBaHMEeM KOMIUIEKCHOW MUKPOOMO-
JIOTUYECKOI TUarHOCTUKM CIIEKTP MUKPOOPTaHU3MOB,
CBSI3aHHBIX ¢ MHPEKIINSIMY ObIXaTeJIbHBIX ITYTCH Y IMaIv-
eHTOB ¢ M B, nponoskaeT paciumpsThesl.

Yaie Bcero B OTAEASIEMOM HUXKHUX AbIXaTEIbHBIX
nmyTei y nanmeHToB ¢ MB BoisiBisiioTcs Staphylococcus
aureus, P. aeruginosa, Burkholderia cepacia complex (Bcc),
Stenotrophomonas maltophilia, Achromobacter spp., a TaKxe
TUNIMYHBIE peCTIMpaTOpHbIE MaTOreHbl, Takue Kak Hae-
mophilus in fluenzae, Streptococcus pneumoniae u Moraxella
catarrhalis [3, 6—9]. Ha coBpeMeHHOM 3Tarie y aluueHTOB
¢ MB moxeT BcTpeuaeTcsi XpoHUYecKast KOJTOHU3aLUsI
MUKpOOpraHu3mMamu rnopsiaka Enterobacterales.

Pexxe BbImENSIIOTCSI TIpEACTaBUTENN He(hepMEHTUPY-
IOIIMX TPAMOTPUIIATEIbHBIX OaKTePpUil, KOTOPEIE MOTYT
OBITh TPUYMHOM XpOHUYeCKOM MHbeKLMH, — Burkholderia
gladioli, Inquilinus spp., Ralstonia spp., Cupriavidus spp.,
Pandoraea spp., saBasoliyecs: 6JJU3KOPOACTBEHHBIMU
1 MEIOIIMe TCHETUIECKOE CXOICTBO ¢ OaKTepUsIMH Poja
Burkholderia.

Cpenu Ipyrux MUKpOOPTaHU3MOB, UMEIOIINX BaX-
HOE 3THOoJIoOThYecKoe 3HaueHue npu MB, Boiaensitores
cJIemyIoNIne:

* HeTyOepKyJe3Hble MUKOOakTepun — Mycobacterium
abscessus complex, Mycobacterium avium complex v 1ap.;

* rpubsl — Aspergillus spp., Scedosporium spp., Trichos-
poron spp.;

* BUDPYCHI — Respiratory syncytial virus, Influenza virus,
Adenovirus, Rhinovirus, Coronavirus, Parainfluenza vi-
rus, Human metapneumovirus.

Bo3spacraet BEIIBISIEMOCTh HETYOEPKYIE3HBIX MUKO-
OakTepuii y MalMeHTOB cTapiiero Bo3pacra [3, 10].

W3 Haubosiee yacTo BCTpeUarOLINXCS B PECIIUpaTop-
HBIX oOpa3uax rnaureHToB ¢ MB MukpoopraHusMoB cJie-
IyeT BbIIeUTh rpuobl Candida spp., paclipoCTpaHEHHOCTh
KOTOpBIX cocTaBisieT 10 80 %, a KIMHUUECKOe 3HaUeHHe
OCTaeTCs MO BOIIPOCOM.

OCcoOEeHHOCTSIMU XPOHUYECKON UH(MEKIIUU JIETKUX
y 001bHBIX M B sIBIISICTCSI TO, UTO B % CITydaeB ee BhI3bIBACT
HE MOHOKYJIbTYpPa, a aCCOUMUALIMSI MUKPOOPTAaHU3MOB.
Hawubonee yacto BcTpeyarolielicst accolmanyeii siBaseTcst

coueranue P, aeruginosa u S. aureus [6—8, 11]. B cocTtase
MUKPOOHBIX aCCOLMAIINI BBIIEISIOTCS OMHOBPEMEHHO
MYKOWIHBIA 1 HEMYKOMIHBIN (heHOTHUIIBI P. aeruginosa.
Kpowme P, aeruginosa, 4acto BbIIEISIOTCS IpYrUe MpeacTa-
BUTEJIM HE(DEPMEHTUPYIOIIUX IPaMOTPULIATEIbHBIX MU -
KpoopraHuamoB — Bcc, Achromobacter spp., S. maltophilia,
Acinetobacter baumannii v np. [7, 10].

B cBs3u ¢ ocobeHHOCTIMU MUKPOMIIOPHI IbIXaTeTb-
HBIX ITyTel y naueHToB ¢ MB HeobOxoauma npoduiak-
THKa TIePEKPECTHON MH(EKIINMU, BKITIOYAIOIIAsT CTPOTOe
coOroIeHre Mep pabOTHUKAMU MEIUIIMHCKUX OpTaHU-
3aluit u maureHTamu ¢ M B, pasaeneHue moToKoB Mauu-
€HTOB, Ne3MHMEKIINIO TPEAMETOB OKPYKaIOIIei Cpeabl
MMAaIlMEHTOB B CTAlIMOHAPE W JOMAIITHUX YCIOBUSIX, BBISIB-
JICHUE MCTOYHUKOB 1 (DaKTOPOB Mepeaadn, MOHUTOPUHT
BO30ymuTeNneit THMEKIINY M1 MOHUTOPWHT X YYBCTBUTETb-
HOCTM K aHTUOaKTepualbHBIM Tipernapatam (CaHuTap-
HO-3MUAEMHOJIOTMYECKIE MTpaBuia U HOpMbI 3.3686-21).
Heo6xommMo 0TMETUTD, YTO TIPH TIPUMEHEHUH TapTeTHOMU
Tepanuu rnpu MB 3HauuTeIbHO CHUXKAETCSl KOHILIEHTpa-
111s1 BO30yauTeseit, CrocoOCTBYIONIAs UX IpaauKalluu,
OTHAKO MUKPOOMOJIOTUUECKUIT MOHUTOPUHT TTO-TTPEXK-
HEMY OCTaeTCs aKTyaJIbHBIM.

CFTR-moaynsaTopbl B KNMHUYECKOW NpaKTUKe

Bnepsrie B KP (2025) ykazaH camblii 3¢ heKTUBHBIN
U3 3aperncTpupoBaHHBIX B Poccuiickoit Penepannn
CFTR-monynstop — OTH, ero hopmbl BbIycKa, 103HbI,
0COOEHHOCTU Ha3HavyeHus [12—14].

B oonOoBIeHHBIX KP (2025) cucreMaTn3npoBaHbI Ha-
KOTIJIEHHBIE TaHHbIe 00 3(P(PEeKTUBHOCTU U GE30ITacCHO-
CTU MPUMEHEHUS 3apeTuCcTpUpoOBaHHBIX B Poccuiickoii
denepanuy KoMOMHALIMI nBakKadTOp + JIyMakadTOp
n OTU ¢ ydeToM pacmiMpeHMs MOKa3aHUM U yCOBeP-
IIEHCTBOBAHMS aJITOPUTMOB MOHUTOPHUHTA. KitoueBbIM
oonoBiaeHueMm KP (2025) cTano pacuimpeHue crekTpa
BapuaHTOB reHa CFTR, 4yBCTBUTEIbHBIX K T€pAIUU Mpe-
mapatoM OTHU. C yueToM maHHBIX YIIpaBJIeHUS II0 ca-
HUTApHOMY HaI30py 3a KAUeCTBOM ITMIIEBBIX ITPOIYKTOB
u MeaukaMmeHToB (Food and Drug Administration — FDA)
o0lIee YMcsio MyTalMit, pearupyroimx Ha KOMOMHALIMIO
OTH, nocturno 271. Takum ob6pa3om, maToreHeTUYe-
cKasl Teparnusli peKoMeHa0oBaHa nauueHtam ¢ MB nipu
HaJu4uu XoTs Obl ogHoro BapuaHTa F508del 1ubo apy-
roTo MaTOTeHHOT0 BapuaHTa, MOJATBEPXKISHHOIO KaK
«pearupyollnii», 9T0 3HAYUTEIFHO YBEJIMUNBAET OXBaT
TapreTHOM TepaIuen.

B KP (2025) noapo6HO pernmaMeHTUPOBAHbI BpEMEH -
HbIE TOYKM OLIEHKM OTBETa Ha IMPOBOIMMYIO TE€PaITUIo
CFTR-Mmonynsitopamu. Tak, 3(ppeKTUBHOCTD TepaItnu
npenapaTtoM uBakadTop + aymMakadTOp cieayeT mpo-
aHaJM3UPOBaTh yepe3 6 Mec., a TPOMHOI KOMOMHAIUKU
OTU — yepe3 12 mec. oT Hauvana jeyeHus. OLeHKa
5D (HEKTUBHOCTH BKIIIOUACT HE TOJBKO KIMHUYICCKUE
1 QYHKIIMOHATbHBIC TTapaMeTphl (TaHHBIE CITMPOME-
Tpuu, uHaekc Maccel Tesia (MMT), yacTtora od6oCcTpeHuUit),
Ho U dbyHkuuoHanbHble TecThl CFTR (morosast mpoba,
orpeesieHre pa3HOCTH KHAIIIEUHBIX IMOTeHIInanoB). [Tpu
OTCYTCTBUM OTBETA IMOAYEPKHYTA 00SI3aTeIbHOCTH TTOMCKA
KOMIUTEKCHBIX ajutesieit (MuHumyM — [L467F;F508del])
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" UCIT0JIb30BaHUA (l)OpCKOJlI/lHOBOF O T€CTAa Ha KMIIICYHbIX
opraHonjgax, 4YTo orpaxaect 1nepexo K UICTUHHO II€PCOHa-
JII/IBI/IpOBaHHOfI MEIUIIUHE.

HexenatenbHble peakuuu npu npUMeHeHUM
CFTR-mopynsTopoB

B KP mo MB (2025) paznen, mocBAIeHHBII MOHUTOPUHTY
0e30MacHOCTY TapreTHOU Tepanuu, CyIIeCTBEHHO pac-
IIMPEH U CTPYKTYPUPOBaH. DTO OTpakaeT HaKOTUIEHHBIIA
ombIT mmuteabHoro mpuMeHeHnst CFTR-MmonynsaTopos,
BT. Y.y JAeTell paHHETO BO3pacTa, a TAKXKe HeOOXOMMMOCTh
CTaHAapTHU3alUU MOAXOA0B K OlLIEHKE MEePEeHOCUMOCTU
1 6e301acHOCTH JieueHUsl. MOHUTOPUHT 0€30MaCHOCTHU
paccMaTpuBaeTCs KaK 00sS3aTeIbHBIN 3JIEMEHT BEACHMS
MMaIIEHTOB, TIO3BOJISIIOIINI CBOEBPEMEHHO BBISBIISITH HEe-
XKenatenbHble peakuuu (HP), oueHnBaTh BO3MOXKXHOCTD
MIPOAOJIKEHUS Tepalii U MIPUHUMATh PEIIeHUST O KOp-
PEKLINU T03BI WJIA CMEHE TIperiapara.

BaxxHoe MecTo B alropuT™MEe MOHMTOPWHTA 3aHMMa-
eT KOHTpOJIb Had (yHKIIMel neyeHu. PekomeHnoBaHO
oInpeaejieHre aKTUBHOCTH aJlTaHMHAMUHOTpPaHchepa-
3bI (AJIT), acrmapraramuHoTtpaHcdepassl (ACT) u ypos-
Hs1 OunupyorHa uyepe3 14 nHeii unm 1 Mec. Tmociie Havana
TapreTHOU Tepanuu, 3aTeM — eXEMECSIYHO B TeUeHUE
MepBbIX 6 Mec., gajgee — 1 pa3 B 3 Mec. Ipu CTaOMIIb-
HBIX TTOKa3aTelssX. [IpomoiskeHne Tepanuy JOIyCKaeTes
nipu ypoBHe AJIT u ACT He OoJiee ueM Mpu 5-KpaTHOM
MpeBbILIeHUU BepxHeil rpaHulibl Hopmbl (BI'H), nu6o
He Oosiee yeM mpu 3-kpaTHoM mpesbiiieHurn BI'H npu
OTHOBPEMEHHOM TOBBIIIIeHNN OmnnpyouHa < 2 BI'H.
st onnmpyOorHA TOTTYCTUMBIM CUUTAETCS MOBHIIIICHUE
1o 2 BI'H npu yciaoBuM, 4To TpaHCaMUHAa3bl HE TIPEBbI-
maoT 3 BI'H. Yetkoe ykazaHue MOpOroBbIX 3HAUYCHUI
ITO3BOJISIET M30eXaTh HE0OOOCHOBAHHOM OTMEHBI BEICO-
KO3(P(PEeKTUBHON Tepamnumu.

B KP (2025) oTnenbHO periaMeHTMpOBaHa TaKTUKa
TIPY U30JIMPOBAHHOM ITOBBIIIIEHUN OMIMpyOrHa Ha (poHe
Tepanuu KomouHaueit DTH. B Takux ciaydasx peko-
MEHIOBAaHO IMPOBEICHNE MOJCKYISIPHO-TEHETUUECKO-
ro uccinenoBanusa reHa UGTIAI nnst noaTBepXKASHUS
cuHapoma Kuybdepa ¢ rmocjeayommuM JMHaAMUIeCKUM
KOHTpOJIEM Hajl ypoBHEM OuaMpyouHa. JIaHHBIA TOAXOA
OCHOBaH Ha pe3yibTaTaX KIIMHUYECKNX HAOIIOIeHUI,
JNIEMOHCTPUPYIOIIMX, YTO BbISIBACHUE CUHApOoMa 2KWTb-
Oepa Mo3BOJISIET MPOJOIKUTH TePaIruio 6e3 KOPPeKIuu
JTO3BI TIPY OTCYTCTBUM IPYTUX IIPU3HAKOB JICKAPCTBEHHOTO
TTOPakKeHMSI TICYCHM.

IMpu nosbimenuu ypoBHs AJIT u ACT Ha doHe
Tepanuu MBakapTopoM B KOMOMHALIMU C JTyMakKadTo-
POM WU 3JIeKcakapTOPOM TIpH HATMUYNU TEXHUIECKOM
BO3MOXXHOCTH PEKOMEHIOBAHO OIpeeicHIUEe TeHOTUTIA
MeIJIEeHHOro MeTabojiM3aTopa JeKapCTBEHHbBIX CPENCTB
o reHaMm CYP2C9, CYP2C19, CYP2D6 u CYP3A4. Brot
IIYHKT OTpaxaeT BHeApeHUe (papMaKOreHeTUUeCKUX
MMOJIXOIOB B KIMHUYECKYIO MPAKTUKY M MOTYCPKUBACT
poJib MHAUBUAYAJIBLHBIX OCOOEHHOCTEI MeTaboan3mMa
B pazsutuu HP.

OTIeIbHBIM 3JIEMEHTOM MOHUTOPHWHTA 0€30ITaCHOCTH
SIBJISIETCS O(DTATEMOJIOTUYECKUI KOHTPOJIb. PekoMeHm0-
BaHO IMPOBEIeHUE OCMOTpa Bpaya-odTaabMojiora yepes

6 1 12 mec. nocie Havasa Tepanu CFTR-monynsropamu,
a 3aTeM — He pexe | pasza B TOJI C LIeJIbIO UCKITIOUEHUS
pa3BUTUSI KaTapaKThI.

VY nmauueHToB cTapiie 12 JeT JOMOJIHUTEILHO TIpe/-
YCMOTPEH PEryasipHbIii KOHTPOJb Had apTepUalbHbIM
JlaBJIEeHUEM C OlieHKoI uepe3 14 nqHeit unu 1 mec., nanee —
yepe3 Kaxable 3 Mec., ¢ OpUeHTaIleil Ha BO3pacTHEIS
U POCTOBBIC HOPMATUBHI.

Bnepsrie B KP (2025) BkitoueHa cucremMaTuyeckas
OlIEHKa TICUXO3MOIIMOHAILHOTO COCTOSTHUS TIAllEHTOB,
MTOJTYJAIOIINX TapTEeTHYIO Teparnio. PeKkoMeHI0BaHO MC-
IMOJIb30BaHNE BaJTUAMPOBAHHBIX OTIPOCHUKOB JIJISI BbI-
SIBJIEHUSI TPEBOTW U Aenpeccuu yepe3 1 1 3 mec. mocie
Hayvasa JedeHusI, najee — 1Mo KIMHUIECKUM TMOKa3aHUsIM.
[Tpu BeISIBIIEHNN 3HAYMMBIX OTKJIOHEHMI TIPETYCMOTPEHBI
KOHCYJIBTAIlA MEITUIIMHCKOTO TICMXO0JIOTa UJIU TICUXUaTpa
IO Y MOCJIe Havyajia Teparuu, YTo OTpaxkaeT KOMILIEKCHbII
TOIX0J1 K O€301TaCHOCTH JISYSHUSI.

Oco0srit paznen KP (2025) mocssitiieH HaOTIONEHUTIO
3a HOBOPOXKAEHHBIMU, POXAECHHBIMU OT MaTepeit ¢ MB,
nonyyaBminx CFTR-MonyasTopsl Bo BpeMsi 0epeMeHHO-
ctu. TakuM IeTsIM peKOMEHIOBaH pacIIUpeHHBIN MOHU-
TOPUHT (DYHKIUNU TIEYeHU, BKITIOUAIOIINIA OoTpene/icHIe
ACT, AJIT, ramma-rinyramMuiaTpancdepassl U (ppakimit
OMIMpyOMHA, a TAKXKe MePBUYHbINA U TIOBTOPHbIE OCMOTPHI
odranbmoriora. [ToguepkuBaeTcsi, YTO BHYTpUYTPOOHOE
BO3IIEIICTBUE TAPTeTHOM Tepalmuy MOXET KaK BIHUSATH
Ha TedyeHue 3a00JieBaHus y TUIoAa (OTCYTCTBUE KITMHUYC-
CKUX MIPOSIBJIEHUIA, HOPMaJIbHBIE TTOKa3aTe 1 HeOHaTalb-
HOTO CKpUHWHTA U TTIOTOBOI MTPOOBI), TaK W TIPUBOINTH
K pa3putuio HP.

Pacwwupenune cnektpa BapuaHToB reHa CFTR,
YyBCTBUTENbHBIX K Tepanuu
CFTR-mopynsiTopamm

HoBbim ctano BkiatoueHue B KP (2025) npunoxeHus,
MOCBSILIEHHOIO MaToreHHbIM BapuaHTtaM reHa CFTR,
He BKIIIOUYeHHBIM B MHCTpYKLMHU K CFTR-Momymsitopam,
HO UMEIOIINM T0Ka3aTeJIbcTBA 3((MEKTUBHOCTH TePATTHH.
Ecnu panee nepeyeHb orpaHMYMBaJICSI HEOOMBIINM UM-
CJIOM BapMaHTOB JIJ1s Mpenapara nuBakadbTtop + aymakadrop
(E92K, L138ins, N1303K, 3272-16T>A, 3849+10kbC>T,
R334W, 2789+5G>A u 1p.) 1 B OCHOBHOM IIpeyCMaTpy-
BaJl HA3HAYEHMEe TepalliK ¢ 6-JIETHEero Bo3pacra, TO B aK-
TyanbHoii Bepcuu KP (2025) npencraBieHbl BO3MOXHOCTU
mpuMmeHeHUsT AByX CFTR-MOomyIsITOpoB 11t TONOTHUTE b~
Hbix MucceHc- (T1036N, V392G, G461E) u crutaiicuHr-
BapuaHTOB (C.1584+18672A>G), KOMIUIEKCHBIX ajuiejeit
([R153I;E217G], [E217G;G509D]), TakKe paciuvpeHbl
BO3pPACTHBIC MOKA3aHMS, BKIIOUass BOBMOKHOCTb Havaja
Tepanuu ¢ 2 JeT (CM. TabJInILy).

KitoueBbIM U3MEHEHUEM CTaj0 CMelIeHUe aKIeHTa
¢ (DMKCHPOBAHHOTO TIEPEYHST TCHOTUIIOB Ha (hyHKIINO-
HaJIbHO 000cHOBaHHbIA noaxon. Hasnauenne CFTR-mo-
IYJISITOPOB TOITyCKAEeTCsT HA OCHOBAHMHU TaHHBIX (POPCKO-
JIMHOBOT'O TeCTa Ha KUILIEYHBIX OPTaHOMAAX, KITMHUYECKUX
HaAOMIONEHUI U HEOOMBIINX UCCIEIOBAHU, JaxXe TTPU
OTCYTCTBUU IIPSIMBIX TTOKA3aHUI B MHCTPYKIIMH K TIpeTIa-
paTam. DTOT MOIXOM CTIOCOOCTBYET TaJIbHEIIIeMy pa3Bu-
TUIO TTIEPCOHAIM3UPOBaHHOI Tepanuu MB.
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Tabauua

ITamoczennvie sapuannot 6 2enomune nayueHma, He HeCeHHble 6 UHCMPYKUUN K NPENaApamam, Ho ONUCaHHble
no pe3yabmamam uccaedo8anus IPPHexmueHocmu Ha KueuHsIxX opeanoudax (hopcKoaunosoLii mecm Ha KUWEHHbIX
0p2aHoudax) uiu KAuHuveckux Haoarodenuil u uccaeooganui [15—22]

Table

Pathogenic variants in the patient’s genotype that are not included in the drug labels but were described in a study
of the effectiveness of intestinal organoids (forskolin-induced swelling in intestinal organoids) or in clinical cases

and studies [15—22]

MaToreHHbIN BapuaHT Mpenapar Bospact
E92K
C274G>A p.Glu92Lys WBakadtop + nymakadrop C 2 net
L138ins
c.411_412insCTA p.Leu138dup HEAKBPTOR + JyLALAGTOp G 2 ner
[E217G, G509D] WBakadtop + nymakadrop C 2 et
€.1584+18672A>G

WBakadtop + nymakadrop C 2 ner

(c.1585-9412A>G)
R334W*
¢.1000C>T WBakachTop + nymakactop C 2 net
p.(Arg334Trp)
2789+5G>A WBakadtop + nymakadrop C 2 net
T1036N WBakadrop + nymakadrop C 2 ner
3849+10kbC>T MBakachTop + nymakactop C 2 net
V392G WBakadtop + nymakadrop C 2 ner
[R1531;E217G] MBakachTop + nymakadop C 2 net
3272-16T>A WBakadhTop + nymakacprop* C 2 ner
[E217G, G509D] Anekcakadirop / Teakadtop / MBakadTop + UBakagTop C 2 net
3272-16T>A
¢.3140-16T>A Anekcakaditop / Te3akadptop / MBakadiTop + uBakacgTop C 2 ner
No protein name
610478
¢.3139G>A Anekcakaditop / Tesakadrop / nBakaditop + uBakadrop C 2 ner
p.(Gly1047Ser)
G461E
¢.1382G>A Anekcakaditop / Te3akadpTop / MBakadhTop + uBakagTop C 2 ner
p.(Gly461Glu)
R334W*
¢.1000C>T Anekcakaditop / Te3akadpTop / MBakadhTop + uBakagTop C 2 ner
p.(Arg334Trp)

TpvMeYaHue: * — KMHNYECKe NPeUMyLLECTBA NOKadaHb! MO Pe3yNisTatam HabnIofeHiit B OTHOLLIGHNY NALMEHTOB C NPOTPECCHPOBAHIEM NETOYHbIX M3MEHEHNH, He 0f0BpeHHbIe Ans Tepanii Kou-
BuHaLmelt anexcakadop / Tesakadtop / mBakachTop + MBaKadyTop U HE ykasaHHbIe B MHCTPYKLMM N0 MPUMEHEHMIO, B T. Y. ANS nauueHToB ¢ R334W, 2789+5G>A; ** - kpome reHoTUnoB:

3272-16T>A, 1+ knacc.

Note: ¥, clinical benefits are shown based on observations in patients with progression of pulmonary changes, not approved for the treatment of elexacaftor/tezacaftor/ivacaftor + ivacaftor combina-

tion and not indicated in the instructions for use, including for patients with R334W, 2789+5G>A; **, except for genotypes: 3272-16T>A, class 1.

TakTuka cMeHbl Npenapara anekcakagTop /
uBakadop / Tezakadtop + uBakadrop

B pamKax eavHOro MexayHapogHoro
HenaTeHTOBaHHOro HauMeHOBaHMUA

OTaenbHO 0OCYXIaeTCsl TaKTMKAa CMEHBI Tpernapara
snekcakadTop / Te3akadTop / mBakadTop + mBakapTop
B paMKax €MHOI0 MEXIyHapOIHOI'0 HEMATEHTOBAHHOTO
HavMeHoBaHus. OLeHKA COCTOSIHUSI IMAalIMeHTa IIPOBOAMT-
cs 10 Havasa Tepanuu, yepe3 14 gHeit unu 1 mec., 3aTeM

yepe3 3, 6, 9 u 12 Mec. ¢ 00s13aTeIbHBIM KOHTPOJIEM HaJl
(yHK1IMEe! BHEIIHETo AbixaHusl (00beM (hOpCUPOBAHHOTO
BbIioxa 3a 1-10 cekyHay (ODPB1), hopcupoBaHHOM X13-
HeHHoU emKocTtu Jerkux (PXKEJT)), antponomerpuye-
ckuMu nokazatensimu, UMT, a Takke yacToTol rocrnura-
JIN3ALMIA ¥ TOTPEOHOCTU B aHTUOAKTEpUATbHOM Teparuu.
[MonuepkuBaeTcst, YTO MOSIBJICHUE WIIW YCUJICHWE KalllIst
1 MOKPOTHI B TIEPBBIC HEIEIM MOXKET OTPaXaTh ITOBHI-
meHue 3 GEeKTUBHOCTY JICYSHUST M HE BCETa SIBISIETCS
npusHakom HP.
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ba3sucHas Tepanus npu Mcnonb3oBaHMM
CFTR-moaynsTopoB M HOBbIE NOAXOAbI K HYTPUTUBHOM
nopaaepxKe NaLMeHTOB C MyKOBUCLINLO30M

basucHas Tepanust Ha ¢poHEe MPUMEHEHUSI TApreTHOM Te-
paruy B HACTOSIIIIEEe BPEeMsT COXpaHsIeTCs, T. K. He HaKO-
IUICHO JOCTATOYHO J0KA3aTebCTB TSI €€ OTMEHBEL.

IMokazaHneM K OTMEHE TOpPHA3bl ajdbda ¢ UCITOJb-
30BAaHMEM YHUBEPCAJIbHOU MHTASILIMOHHON CHUCTEMBI
¢ (byHKIIMEW TyJbCcUpPYIOLIEH MogauM a’po30Jis uepes3
HOCOBBIC KaHIOJM Ha (DOHE TapTETHOM TEepaITNU SIBJISICT-
CsI OTCYTCTBHE MATOJOTMYECKUX U3MEHEHUI 110 JTaHHBIM
CMUPAJILHOM KOMITBIOTEPHOIT TOMOTpachuu OKOJJIOHOCOBBIX
masyx yepe3 1 Tom OT crapTa Tepaltii, a ITOKa3aHUSIMU
K OTMEHE TOPHAa3bI ajibda 1T HIDKHUX ITbIXaTeJIbHBIX ITy-
Teil — HopMmanmu3anus ¢pyHkunu xiopHoro CFTR-kanana
MpY OTCYTCTBUU I'paMOTpULIaTeIbHOM (DJIOPHI, JIESTOYHOTO
MHKOOaKTepr03a, BhICEBa METUIIMJITNH-PE3UCTEHTHBIX
S. aureus, GPOHX0O3KTA30B U HATUYNU HOPMAJIBHBIX IT0-
KazaTeseil (yHKIIMY BHEIITHETO IbIXaHUs (CITUPOMETPHST).
O0s13aTeIbHBIM YCIOBUEM SIBJISIETCSI TMHAMUYECKOE Ha-
OnroneHre B JajbHENIIEM.

PexoMeHmyeTcsT TIPOBOIUTH MOHUTOPUHT YPOBHSI
KUpopacTBOpUMBIX BUTaMuHOB (A, D, E, K) B kpoBu
2 pa3a B IOl C pellieHMEM BOIpoca O 11eJeco00pa3HOCTU
WX TIPUMEHEHUS B CBSI3W C BO3MOXKHOCTBIO Pa3BUTHS T~
IIepBUTAMHUHO3A.

Ha cdoHne TapreTHoii Tepanuu onmmucaHo 3HAYMMOE YBe-
JIMYEHNE MaccChl Tejla, CocTaBJstolee B cpeaHeM 13—15 %
B TeueHUe MepBbiX 16—24 Hel. ieueHusl, ¢ MOCeaYIOIIei
crabmnmn3anueit mokasareneil. [1o jaHHBIM HaOJTIOAeHIIA
B CIIIA, mocne Hauana mmpokoro npumeHeHust CFTR-
MOIYJISITOPOB AOJIsI B3POCJIBIX MTALIMEHTOB C U30BITOUHOM
Maccoi Tejia yBemuuiach Ha 26,7 %, omHaKo IIpu 3TOM
TpebyeTcs IEPECMOTP TPATUIIMOHHBIX ITOIXOOO0B K ITH-
TaHUIO.

B apy mupoxkoro BHeapeHuss CFTR-moaynsitopoB
B KIIMHWYECKYIO MPAKTUKY CYIIECTBEHHO IepecMaTpu-
BaeTCS TPaAWLIMOHHAS] KOHIUEHIINS HyTPUTUBHOM IO -
nepxku nauueHToB ¢ MB. Ecnu paHee runepkaaopuii-
Hasl BBICOKOXKMPOBasi AuUeTa paccMaTpuBaiach Kak yHU-
BepcaJibHasT peKOMEH Al TSI BCeX MalnMeHToB ¢ M B,
to B KP (2025) geTko chopMyIMpOBaH Iepexoa K IPUH-
LIMIIAM «3I0POBOIO MMUTAaHUS» KaK 0a30BOM CTpaTernu
MPU JOCTMKEHUU CTaOMJIBHOTO HYTPUTHBHOIO CTaTyca
Ha (poHe TapreTHoM Teparuu. [ToguepKuUBaeTCs, 9TO P
noctkeHuu UMT mauuenrta 50-1o mepLEeHTWISI U €0
YCTOMYMBOM COXpaHEHMU B Te€UeHMUE He MeHee 6 Mec.
Ha ¢onHe Tepanuun CFTR-monynasgTopamMu BO3MOXHO
U3MEHEHUE TUEeTOJIOTMIYECKMX PEeKOMEeHIANi — OT TU-
MePKAJIOPUNHOU OIUeThl K (PU3MOJOTUUECKOU HOpMeE
SHEPTOIOTPEOJICHHUS ¢ YISTOM BO3pacTa, 1oJjia U YPOBHS
¢dusnyeckoii akTUBHOCTU. Takum obpa3om, IUeTOTepa-
ITUST CTAHOBUTCST TMHAMWYECKUM KOMITOHEHTOM IIepCOo-
HaJIM3MPOBAHHOTO MOIXO0Aa K BEACHUIO MAIllMEeHTA.

[Ipuem mpemapaToB TapreTHOM Tepanmuu TOKEH
OCYIIECTBIISITHCSI BO BPEMsI OCHOBHBIX MTPUEMOB MUILU
WJIN C MOJOYHBIMU IMPOAYKTAMU, 00ECIIeUNBAIOIIINMH
MOCTYIUIEHHWE B cpeqHeM 4—5 T KMPOB Ha KaXKIYIO 103y
JIeKapcTBa. DTO YCIIOBUE OCTACTCS TMTPUHIIAITUATIBHO BaK-
HBIM 1J1s1 onTuManbHo# adbcopoimu CFTR-Monynsitopos,

HECMOTps Ha MePeCMOTp OOLLEH KaTOPUITHOCTU U KUPO-
BOM Harpy3Ku palMoHa.

J11s1 00beKTUBHOM OLIEHKU HYTPUTUBHOTO CTaTyca pe-
KOMEHIYETCS AMHAMUYECKNI KOHTPOJb HE TOJbKO HaJl
WUMT, Ho 1 cocTaBOM TeJjia C UCHOJIb30BaHEM OMOMMIIE-
JTAaHCOMETPUH, TTO3BOJISIOLIEN OLIEHUBATh MPOLIEHTHOE CO-
OTHOLIEHHUE KUPOBOIi, MBIILIEYHOI MacChl U Boabl. Takoit
MOAXOM MO3BOJISIET CBOEBPEMEHHO BBISIBJISITH CKPBITYIO
CapKOTIEHUIO UM U30BITOYHOE HAKOIUIEHUE XKUPOBOM
TKaHU, KOTOPbIE MOTYT He OTpaXkaThCsl B TTOKa3aTeJIsIX
MUMT, u KOppeKTUpPOBaTh NUETOJOTMUYECKYIO TaKTH-
Ky [23].

leTepo3nroTHble HOCUTENU NaTOreHHbLIX BapUaHTOB
reHa CFTR u cnektp CFTR-accoummpoBaHHbIX
3aboneBaHuit

CoBpeMeHHbIe TaHHbIE CBUIETEILCTBYIOT O HAJTUUYUU
Yy HOCUTEJIEH CYOKIIMHNYECKUX U KINHUIECKHA 3HAIM -
MBIX (DYHKIIMOHAJBbHBIX HapyllleHu. BkimtoueHre naH-
HOTO pazaesia UMeeT IMPaKTUIECKoe 3HaYeHUE, TOCKOJIb-
Ky TeTepPO3UTOTHbIe HOcUTeaUu BapuaHTOB reHa CFTR,
KaK IpaBWJIO, HAOTIOAAIOTCS BHE CIICIIMATN3UPOBAHHBIX
LeHTpoB MB — y racTpo3HTEpOI0roB, IMyJIbMOHOJIOIOB,
OTOPUHOJIAPUHIOJIOTOB, YPOJIOTOB U PEIPOAYKTOJIOTOB.
OtcytcTBUE Kiaccuueckoro deHoTuna M B moxeT npuBo-
INTH K TTo3nHel quarHoctnke CFTR-acconmmpoBaHHBIX
COCTOSTHUI, HETIOJTHOLICHHOMY BEICHUIO MAIIMEHTOB U He-
JIOOLIEHKE POJIM TeHETUYeCKUX (haKTOPOB B MaTOTeHE3e
3a00J1eBaHUS.

l'eTepo3UTOTHBIE HOCUTEIN SKCIIPECCUPYIOT TIPUOIIH -
3utenbHO 50 % byHkunoHanbHbIX KaHaaoB CFTR, yto
B psilie Cy4YaeB OKa3bIBae€TCsl HEMOCTAaTOYHBIM JJI5 MO -
Jlep>XKaHUs TTOJTHOIEHHOW (YHKIIUYM STUTEINAIBLHOTO
TpaHCIIOPTa. YCTAHOBIIEHO, UTO Y HOCUTEJICH CpeTHMI
YPOBEHbB XJIOPUIOB TTOTA BBIIIIE, YeM Y JIMII O€3 BapraH-
T0B CFTR, HO HUXE IMarHOCTUYECKMX 3HAUECHUI, Xa-
pakTepHbIX 1 naueHToB ¢ MB. Kpowme Toro, onuca-
HBI OMOXUMUYECKIE U UMMYHOJIOTUYECKIIEe U3MEHEHMS,
BKJI0Yasl MOBHIIICHUE BHYTPUKICTOUHOTO KaJbIIUS,
anb(da-deTonpoTenHa, 0€JIKOB MEKOHUS B HEOHATAIb-
HOM Mepuoje U HapylleHue YHKIINU HEUTPpOohUIoB.
DTUMM 0COOCHHOCTSIMU YACTUYHO OOBSICHSIOTCS OoJiee
BBICOKHE 3HAUYCHUSI MMMYHOPEAKTUBHOIO TPUIICMHA
y HOCUTEJIeH, BhISIBJsIEMbIE B paMKaxX HEOHATaJbHOTO
CKpUHUHTA.

B KP (2025) nmomuepkuBaeTcsi, YTO HOCUTEJIHCTBO
BapuaHTOB CFTR accollMMpoBaHO C MOBBILIEHHBIM PU-
CKOM psifia COCTOSTHU, TPAAULIMOHHO CBsI3aHHbIX ¢ M B,
HO TIPOTEKAIOIINX 03 KJIACCUIECKUX MPOSIBJIEHUI 3200~
neBaHuA. K HUM OTHOCATCS XpOHUYECKIIT pPUHOCHHYCHT,
OPOHX03KTa3bl, HAPYIICHUS PETIPOAYKTUBHOM (DYHKIINH,
B IIEPBYIO ouepeb — MaHKpeaTUuThbl. OCTPhIi, peLIMIUBY -
PYIOIIMIA M XPOHUYECKUIA TTAHKPEATUT MOXET Pa3BUBAThCSI
Kak B pamkax MB, Tak u B Bune CFTR-acconmmnpoBaHHO-
ro maHkpeaTtuTa. [laToreHes CBI3bIBaeTCS C HAPYIICHUEM
CeKkpelu 0MKapOOHATOB, PETYISILIUM BHYTPUIIPOTOKOBO-
ro pH u nocnenyoueit 00CTpyKumnei mMpoTOKOB MOIKe-
JIyIOYHOM XeJIe3bl TIPY BBIPAXKEHHOM BIIMSTHUH (PaKTOPOB
OKpYXaroIei cpeabl (KypeHHUe, alkorojib, 0COOEHHOCTHU
MUTaHus1) (CM. pUCYHOK).
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Hopma Hocutenu MaumeHTbI
(oTcyTcTBME BapuaHTOB BapuanToB CFTR cMB
CFTR)

¥

3 \ 4

CFTR-accounnpoBaHHbIN theHOTMN

®akTopsl, Bnusowme Ha CFTR-theHoTHN:

¢ ocobeHHocTH BapuanToB CFTR («msrkue», «tsennie»)
*  BHelWHMe (haKTopbI (CUrapeTHbIN AbIM, 3arpA3HeHe Bo3ayxa)
*  reHeTuyecku Mogudmumpyrowme daktopel (TGF-B,, IL-8, IFRD1), L467F

Pucynoxk. ®@axTopsl, MOTeHIMATLHO MoauduLupyioiue GpeHoTunsl Hocuteseit reHa CFTR [24]
[Mpumeuanue: MB — mykoBucunnos; TGF (Transforming Growth Factor) — tpancdopmupytommit paktop pocra; IL — nHTepieiiKuH.

Figure. Factors that potentially modify the phenotypes of CFTR gene carriers [24]

OTtmenbHOE BHUMaHUE YIEJICHO CUHIPOMY BPOXKICH-
HOM IBYCTOPOHHEM arjia3um CEMSIBBIHOCSIIUX IIPOTOKOB
(CBAVD (Congenital Bilateral Aplasia of Vas Deferens),
OMIM #277180), KOTOpHIil paccMaTpUBacTCI KaK THU-
muuHbiii CFTR-accounmpoBaHHbIil ¢peHoTumn. B cpeaqHem
y 80 % myxuuH ¢ CBAVD BbisiBsitorest 1 uiam 2 matoreH-
Hbix BapuaHTta CFTR, yailie — B reTepo3uroTHOM COCTO-
sSHUU, Hepenko B coueTannu ¢ ST (IVS8-TS)-amrenem,
dopMuUpyIOIIUM «MIATKUI» peHotur. [TomuepkuBaroTCcs
STHUYecKMe pasanuus B ciekTpe BapuaHToB CFTR 1 Bo3-
MOXHOCTb Kak uzonupoBaHHoro TeueHuss CBAVD, tak
1 er0 COYeTaHUs C IPYTUMU IposiBieHusMu MB.

Pacmmpenne mporpaMM HeOHATaJdbHOTO, MpeHa-
TaJIbHOTO U MPEKOHLENIMOHHOIO CKPUHUHTa OyaeT
MIPUBOAUTH K 00JIee YaCTOMY BBISIBJICHUIO HOCHUTEIICH
maToreHHBIX BapuaHToB CFTR. HocUTeTbCcTBO MOXKET
OBITh IMAaTrHOCTUPOBAHO ITPY CKPUHUHTE, 00CICTIOBAaHNN
YJIEHOB ceMeli MauueHToB ¢ M B niu npu MoJiekyasapHo-
TeHEeTUUYECKUX MCCIIeIOBAHMSX TTO TTOBOIY IPYTMX HACTIE]I-
CTBCHHBIX 3a00JICBaHUIL; IeTU W POOUTEIN MAllICHTOB
¢ MB gBis110TCST 00 TUTaTHBIMU HOCUTEISIMMU.

B KP (2025) BnepBble JaHbl peKOMEHAALNY 110 AUHA-
MHWYEeCKOMY HAOJTIONCHMIO 33 TeTEPO3UTOTHBIMU HOCUTE-
JIaMu matoreHHbIX BapuanToB CFTR B MemummHcKMX op-
raHM3alMsIX, 0Ka3bIBaIOIIUX ITOMOIIb NTanueHTam ¢ MB.
B 3aBUCHMOCTM OT KIMHUYECKUX PUCKOB TpeaiaraeTcs
nubbepeHIMPOBAHHbBIN MOAXOA K HAOIIONEHUIO:

*  eXCTOMHBIN KOHTPOJIb TAHKPeaTHIeCKNX (bepMEHTOB
1 YIbTPa3BYKOBOE MCCJICIOBAHIE OPTaHOB OPIOIITHOM
MOJIOCTU Y HOCUTEJIe BApMaHTOB, aCCOLIMMPOBAHHBIX
C TTaHKPEaTUTOM;

* KOHCYJBTAllMM ypOoJIOTa, peIIpOMyKTOIora U TeHeTHKA
Y MYXXYHMH C PUCKOM HapyIIeHUs PEIPOIYKTUBHOMN
(GYHKUIMU TIPU JOCTUMKEHUU PENPOAYKTUBHOIO BO3-
pacra;

* TeHEeTMYECKOe KOHCYJIHTUPOBAHME M OOCIeIOBaHUE
MMapTHepa MpU INIAHUPOBAHUU CEMbH.
NHbopMUPOBAaHHOCTh O HOCUTENLCTBE TTO3BOJISIET

MOIU(PUIIMPOBATh BIUSHIE (PaKTOPOB PHUCKA, B YACTHO-
CTH, TIPY KYPEeHUH MOXET CHIKAThCSI aKTUBHOCTH KaHaJIa

CFTR 1 HOcuTe M BapyMaHTOB T'eHa MOTYT IOJBEPTAThCS

0oJiee BBICOKOMY PUCKY HE0JIaronpusiTHOTO BIMSTHUS Ta-

O6auHoro asiMa. Kpome Toro, HOCUTEILCTBO MOXET 00b-
SICHSTDb MPEAPACTIONOKEHHOCTD K TSKETbIM Y aTUTTUYHBIM
uHdexuusam npixareapHbix myteii. B KP (2025) BnepBbie
00cyKImaeTcs TOTeHIMATbHAS, TTIOKA TUCKYCCUOHHAsI, BO3-
MOXHOCTB KpaTKoBpeMeHHoro nmpuMeHeHuss CFTR-mo-
IyJSTOPOB Y HOCUTEJIE MPU TSKEJIbIX U pedpakTePHBIX
pECTIMPAaTOPHBIX MHPEKITUSX.

Takum o6pa3oMm, B maHHOM pasaene KP (2025) ot-
pakeH IMepexo OT KOHIEIIIUN «0eCCUMITTOMHOTO HO-
cuTenbCcTBa» K nmoHuMaHuio crnekrpa CFTR-accoum-
UPOBAHHBIX COCTOSIHUI U MOMYEPKHYTAa HEOOXOAMMOCTh
JMATbHEHIIero N3yIeH!UsI M KITMHIIECKOTO MOHUTOPUHTA
TeTepO3UTOTHBIX HOCUTENICH IIPY HATUIUKU CUMIITOMOB.

TpchnnaHTauuﬂ OpraHoB U HOBbIe NOAX0AbI
K TapreTHOI7| Tepanun nocne TpaHcnnaHTaunun

Bnepsrsie KP (2025) pekomeHI0BaHO HANpaBisATh Mallk-
eHTa ¢ MB u BbIpaxkeHHOI OPTaIbHON TUIepTeH3MEH
(maxxe TIpu OTHOCHUTEJIBHO COXPAaHHOU (PYHKIIUM ITeUeHU
1 10 HACTYTUICHUSI TEPMUHAIBHOM CTamuu IUppo3a Ie-
YEeHU) K Bpauyy-TPaHCIUIAHTOJIOTY ISl OL@HKH BO3MOX-
HOCTHU U CPOKOB IIPOBEACHMS TPAHCIUIAHTALIUN TICYSCHU
1 OoJiee paHHET0 PAaCCMOTPEHUS BOIIPOCa O TpaHCILIaH-
Talluy MEYCHU Y TMallMeHTOB, HaXOMSIINXCS Ha CTanuu
B vin uMerommx BelpakeHHbIE TPU3HAKW MOPTATbHOMK
TUTIEPTEH3UM AaXkKe IIPU COXpaHHON (hYHKIIMK TTEUeHU,
a He TOJIbKO y TraumeHToB ipu ctaguu C. braromaps
MaHHOMY TIOJIXOIYy CJEAYeT OXUAATh CHUKEHUSI prcKa
OCJIOXKHEHUU U YJIydllIeHUsT JOJATOCPOYHOTO MPOTHO-
3a [25, 26].

PexoMmeHIoBaH TTepCcOHATU3UPOBAHHBIN TTOAXO, TS
MpUMEHEHUsI TapreTHOM Tepanuu nauueHTaMm ¢ MB no-
cJie IPOBEIeHUS TPaHCIIJIAaHTALIMU COJIMIHBIX OPTaHOB
C JIeueOHOM 1IeIbIO C YUETOM TEeKYIIEro cTaTyca nalyeHTa.
[Tpu Haznauennu CFTR-Monynsitopa 1 Takpoiaumyca
ITOCJIe TPAHCIIAHTALIMM OPTAHOB Y IMAIIMEHTOB TPEOyeTC s
Oosiee yacTblit KOHTposb Haja akTuBHOCThIO ACT, AJIT,
raMma-riyraMmuiTpaHcdepassbl, elouHoi pocharasbl
B KPOBH, UeM B IEKPETUPOBAHHBIE CPOKH (ITO TIOTPEOHO-
CTH), a TaKXKe YaCTBI KOHTPOJIb (110 TTOTPEOHOCTH) Hal
KOHLIEHTpallMe TaKpPOJMMYyCa B KPOBU C KOppEKILIMEN
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€ro J03bl JJIs1 JOCTVKEHHUSI 11eJIEBOro AMana3oHa v npo-
¢unaktuxku HP [27-29].

3aknioyeHue

bnaronaps akryanuzauuu KP (2025), pazpaboTaHHBIX
Ha OCHOBE COBPEMEHHBIX JOCTUKCHNI HAYKU U KJIUHU-
YeCKOM MPaKTUKU, PACKPBIBAIOTCS HOBBIE BO3MOXKHOCTH
st amarHoctuku MB (kucro3noro ¢pubpo3sa), yBeam-
YeHMs1 OXBaTa aJleKBaTHOI 0a3MCHOI U BbICOKOA(DdheK-
tuBHOU Teparmeiit CFTR-MonmynsitopamMu, onTuMaib-
HO MHAWBUIYAJIM3MUPOBAHHONM OpraHM3alliyi IUHAMU-
yeckoro HaomoneHus 3a naureHramu ¢ MB. Tlpu atom
pacimpsIoTcsl AMarHOCTUUECKUEe U TepaleBTUYeCcKue
BO3MOXKHOCTH IJIs HocuTelieir BapuaHToB reHa CFTR
n CFTR-accoummnpoBaHHBIX 3a0071€BaHUIA.

Nuteparypa

1.

10.

11.

12.

AobpykoBa A.B., AsneeB C.H., ABetucss JI.P. u np., pen. MHHOBa-
LIMOHHBIE METOMIbI MUATHOCTUKYU U Teparuy MyKOBUCIUI03a. M.:
Menmnpakruka-M; 2025. DOI: 10.61726/2239.2025.19.25.001.
MunuctepcTBo 3npaBooxpaHenusi Poccuiickoit eneparmu. K-
Huveckue pekomeHaanmu: Kucroszueiit hudpo3 (MyKoBUCIIUI03).
[octymHo Ha: https://cr.minzdrav.gov.ru/preview-cr/372_3 [dara
obpamenus: 07.01.26].

Konnpartsepa E.W., Kammpckas H.1O., Kanpanos H.U., pex. Ha-
LIMOHATTLHBIN KOHCEHCYC «MYKOBUCIIUIO3: OTIpeieIeHH e, TMarHo-
cTUYecKue Kputepuu, Tepanusi». M.: boprec; 2018. JlocTynHo Ha:
https://mukoviscidoz.org/doc/konsensus/2019/konsensus-2019-bez-
rentgenogramm.pdf?ysclid=mlurb 15z16157229379

Castellani C., Duff A. J.A., Bell S.C. et al. ECFS best practice guide-
lines: the 2018 revision. J. Cyst. Fibros. 2018; 17 (2): 153—117. DOI:
10.1016/j.jcf.2018.02.006.

Sosnay P.R., White T.B., Farrell P.M. et al. Diagnosis of cystic fibrosis
in nonscreened populations. J. Pediatr. 2017; 181 (Suppl.): S52—S57.
DOI: 10.1016/.jpeds.2016.09.068.

Yepuyxa M.I1O., larunsau U.A., Kanpanos H.U. u np. Mepcucren-
uus Burkholderia cepacia y 6071bHBIX MyKOBUCLIUAO30M. XKypHai
MuKpobuonoeuu, snudemuonroeuu u ummynoouonroeuu. 2012; 89 (4):
93-98. [loctyriHo Ha https.//microbiol.crie.ru/jour/article/view/13755
[dara obpamienus: 07.01.26].

Liu L., Coenye T., Burns J.L. et al. Ribosomal DNA-directed PCR
for identification of Achromobacter (Alcaligenes) xylooxidans re-
covered from sputum samples from cystic fibrosis patients. J. Clin.
Microdiol. 2002; 40 (4): 1210—1213. DOI: 10.1128/JCM.40.4.1210-
1213.2002.

AsetucsH JI.P., Menpenesa O.C., Uepnyxa M.}O. u ap. Dnu-
NIEMUOJIOTUIECKIEe U MUKPOOUOJIOTHIECKIE OCOOEHHOCTU XPO-
HUYECKOUW MHGMEKIIUKU JEeTKUX Yy OOTbHBIX MYKOBUCIIUIO30M
BbI3BaHHOU Staphylococcus aureus. [leduampus. 2Kypnan umenu
I’ H.Cnepanckoeo. 2020; 99 (2): 102—111. DOI: 10.24110/0031-403X-
2020-99-2-102-111.

CusHoBa E.A., Yepnyxa M.1O., Asetucsu JI.P. u np. MoHuto-
PUHT XpPOHUYECKON MHOEKITNY JIETKUX Y OOJTBbHBIX MyKOBUCITUIO-
30M, BbI3BaHHOI GakTepusimu Pseudomonas aeruginosa. [Teduam-
pus. XKypran umenu I' H. Cnepanckoeo. 2018; 97 (2): 77—86. DOI:
10.24110/0031-403X-2018-97-2-77-86.

Bypmuctpos E.M., Kpacuocno6onues K.I'., Asetucsiu JI.P. u np.
CwmenraHHbIe 6aKTepUaTbHO-BUPYCHbIE MHMEKITNY JIETKUX Y TTallv-
€HTOB C MyKOBUCLIUI030M. [Tyabmoronoeus. 2023; 33 (4): 488—496.
DOI: 10.18093/0869-0189-2023-33-4-488-496.

Ilarunsu U.A., Kanpanos H.U., Yepnyxa M.1O. u n1p. Mukpo6-
HBII Me#13a% HIXKHUX IBIXaTEIbHBIX ITyTeH Y pa3TMYHBIX BO3PACTHBIX
TPYII IeTel, GONBHBIX MyKOBUCIIUIO30M. JKYpHAA MUKpOOUOA0UlL,
anudemuonoeuu u ummynoouonoeuu. 2010; 87 (1): 15—20. JoctynHo
Ha: https.//microbiol.crie.ru/jour/article/view/13395 [[1ata obpariie-
nust: 07.01.26].

KonnpatbeBa E.U., Onunaesa H./., XKekaiite E.K. u np. Db dek-
tuBHOCTH CFTR-MOMyISTOPOB B KIIMHUYECKOIA TIPaKTUKE (6-Me-

13.

14.

15.

16.

17.

18.

19.

20.

21.

22.

23.

24.

25.

26.

27.

28.

csiyHOe HabmoneHue). [lyavmononoeus. 2023; 33 (2): 189—197. DOI:
10.18093/0869-0189-2023-33-2-189-197.

KonnpatbeBa E.U., Onunaesa H.JI., [TacHosa E.B. u np. Dddex-
TUBHOCTb U 0€30MacHOCTb TPOITHOI Tepanuu (asekcakadTop /
Te3akadTop / uBakadTop) y AeTeil ¢ MyKOBUCLIMIO30M: 12-Mecsu-
Hoe HabmoneHue. [Tyavmononoeus. 2024; 34 (2): 218—224. DOI:
10.18093/0869-0189-2024-34-2-218-224.

OBcsunukoB H.B., bunesuu O.A., Bepexnoit B.I'. u 1p. OnbiT
MPUMEHEHHUs Tpernaparta asekcakadrop / tezakadTop / uBakad-
TOp + uBakadTOp y B3POCIBIX MAaLlMEHTOB C MyKOBUCIIMA030M
B OMcKoit obnactu. Ilyaemononoeus. 2025; 35 (2): 282—289. DOI:
10.18093/0869-0189-2025-35-2-282-289.

Kondratyeva E., Melyanovskaya Y., Bulatenko N. et al. Clinical and
functional characteristics of the E92K CFTR gene variant in the
Russian and Turkish population of people with cystic fibrosis. Int.
J. Mol. Sci. 2023; 24 (7): 6351. DOI: 10.3390/ijms24076351.
MenbsinoBekast FO.J1., Kpacosckuii C.A., Edbpemona A.C. u ap.
TeueHue 3ab0JieBaHUST C OLIEHKOUM (DyHKIIMU XJTOPHOTO KaHajia
M TIO00P TapreTHOM TeparuH in Vitro y B3pocJoro MalueHTa ¢ My-
KOBMCLIMI030M ¢ TeHoTurom 2184insA/L138ins. Meduyunckuii
secmuuk Cegeproeo Kaskasza. 2020; 15 (2): 170—174. DOI: 10.14300/
mnnc.2020.15041.

Kondratyeva E., Melyanovskaya Y., Efremova A. et al. Clinical and
genetic characteristics of a patient with cystic fibrosis with a complex
allele [E217G;G509D] and functional evaluation of the CFTR chan-
nel. Genes (Basel). 2023; 14 (9): 1705. DOI: 10.3390/genes14091705.
Edpemona A.C., MenbsiHoBcKas FO.J1., Bynatenko H.B. u np. Onu-
canue peakux aueneit reHa CFTR npu MyKoBHCITIA03€ € TTOMO-
610 (PYHKIIMOHATBLHBIX TECTOB M (DOPCKOJTMHOBOTO TeCTa Ha PeK-
TaJIbHBIX opraHouaax. [lyasmononoeus. 2021; 31 (2): 178—188. DOI:
10.18093/0869-0189-2021-31-2-178-188.

Awmenuna EJI., Eppemona A.C., MenbsiHoBckast FO.JI. u qp. Uc-
MoJIb30BaHue (HYHKIIMOHATBHBIX TECTOB JUIST OLICHKHM OCTaTOYHOM
akTuBHOCTHM KaHaia CFTR u unauBuayaasHoro rnoadopa adbek-
TUBHBIX CFTR-MO1y19TOpOB 151 JIeueHM S MallMeHTOB C MyKOBHUC-
LIMI030M C «MSITKUM» U «TSKEJTbIM» TeHETUIECKMMU BapUaHTaMMU.
Ilyavmononoeusn. 2021; 31 (2): 167—177. DOI: 10.18093/0869-0189-
2021-31-2-167-177.

KpacnoBa M.T., EdppemoBa A.C., MeabsiHoBckast FO.JI. u np.
Ouenka neiicteusg CFTR-Momayi9TopoB py HATMYMU B TEHOTHUIIE
MalMEeHTOB C MyKOBUCLIMIO30M BapHaHTa crutaiicunra 2789+5G>A.
Ilyavmononoeusn. 2024; 34 (6): 857—868. DOI: 10.18093/0869-0189-
2024-34-6-857-868.

Kondratyeva E., Bukharova T., Efremova A. et al. Health char-
acteristics of patients with cystic fibrosis whose genotype includes
a variant of the nucleotide sequence ¢.3140-16T>A and functional
analysis of this variant. Genes. 2021; 12 (6): 837. DOI: 10.3390/
genes12060837.

Efremova A., Kashirskaya N., Krasovskiy S. et al. Comprehen-
sive assessment of CFTR modulators’ therapeutic efficiency for
N1303K variant. Int. J. Mol. Sci. 2024; 25 (5): 2770. DOI: 10.3390/
ijms25052770.

Caley L.R., Jarosz-Griffiths H.H., Smith L. et al. Body mass in-
dex and nutritional intake following elexacaftor/tezacaftor/ivacaftor
modulator therapy in adults with cystic fibrosis. J. Cyst. Fibros. 2023;
22 (6): 1002—1009. DOI: 10.1016/j.jcf 2023.06.010.

Polgreen P.M., Comellas A.P. Clinical phenotypes of cystic fibro-
sis carriers. Annu. Rev. Med. 2022; 73: 563—574. DOI: 10.1146/an-
nurev-med-042120-020148.

Sellers Z.M., Assis D.N., Paranjape S.M. et al. Cystic fibrosis screen-
ing, evaluation, and management of hepatobiliary disease consen-
sus recommendations. Hepatology. 2024; 79 (5): 1220—1238. DOI:
10.1097/HEP.0000000000000646.

Freeman A.J., Sellers Z.M., Mazariegos G. et al. A multidisciplinary
approach to pretransplant and posttransplant management of cystic
fibrosis-associated liver disease. Liver Transpl. 2019; 25 (4): 640—657.
DOI: 10.1002/1t.25421.

Testa 1., Giuseppe 1., Brugha R. et al. Safety and efficacy of elex-
acaftor/tezacaftor/ivacaftor in people with Cystic Fibrosis following
liver transplantation: a systematic review. J. Cyst. Fibros. 2024; 23 (3):
554—560. DOI: 10.1016/j.jcf.2024.04.006.

Kapnadak S.G., Ramos K.J. Elexacaftor-tezacaftor-ivacaftor use after
solid organ transplant. Curr. Opin. Pulm. Med. 2024; 30 (6): 660—666.
DOI: 10.1097/MCP.0000000000001110.

The article is licensed by CC BY-NC 4.0 International Licensee https:/icreativecommons.orgl/licenses/by-nc/4.0/

171


https://doi.org/10.61726/2239.2025.19.25.001
file:///D:/_WORKS-2/_%d0%9f%d0%a3%d0%9b%d0%ac%d0%9c%d0%9e%d0%9d%d0%9e%d0%9b%d0%9e%d0%93%d0%98%d0%af/_2026/2_2026/%d0%a2%d0%b5%d0%ba%d1%81%d1%82/ 
https://mukoviscidoz.org/doc/konsensus/2019/konsensus-2019-bez-rentgenogramm.pdf?ysclid=mlurb15z16157229379
https://mukoviscidoz.org/doc/konsensus/2019/konsensus-2019-bez-rentgenogramm.pdf?ysclid=mlurb15z16157229379
https://doi.org/10.1016/j.jcf.2018.02.006
https://doi.org/10.1016/j.jpeds.2016.09.068
file:///D:/_WORKS-2/_%d0%9f%d0%a3%d0%9b%d0%ac%d0%9c%d0%9e%d0%9d%d0%9e%d0%9b%d0%9e%d0%93%d0%98%d0%af/_2026/2_2026/%d0%a2%d0%b5%d0%ba%d1%81%d1%82/ 
https://doi.org/10.1128/jcm.40.4.1210-1213.2002
https://doi.org/10.1128/jcm.40.4.1210-1213.2002
https://doi.org/10.24110/0031-403X-2020-99-2-102-111
https://doi.org/10.24110/0031-403X-2020-99-2-102-111
https://doi.org/10.24110/0031-403X-2018-97-2-77-86
https://doi.org/10.18093/0869-0189-2023-33-4-488-496
https://microbiol.crie.ru/jour/article/view/13395
https://doi.org/10.18093/0869-0189-2023-33-2-189-197
https://doi.org/10.18093/0869-0189-2024-34-2-218-224
https://doi.org/10.18093/0869-0189-2025-35-2-282-289
https://doi.org/10.3390/ijms24076351
https://doi.org/10.14300/mnnc.2020.15041
https://doi.org/10.14300/mnnc.2020.15041
https://doi.org/10.3390/genes14091705
https://doi.org/10.18093/0869-0189-2021-31-2-178-188
https://doi.org/10.18093/0869-0189-2021-31-2-167-177
https://doi.org/10.18093/0869-0189-2021-31-2-167-177
https://doi.org/10.18093/0869-0189-2024-34-6-857-868
https://doi.org/10.18093/0869-0189-2024-34-6-857-868
https://doi.org/10.3390/genes12060837
https://doi.org/10.3390/genes12060837
https://doi.org/10.3390/ijms25052770
https://doi.org/10.3390/ijms25052770
https://doi.org/10.1016/j.jcf.2023.06.010
https://doi.org/10.1146/annurev-med-042120-020148
https://doi.org/10.1146/annurev-med-042120-020148
https://doi.org/10.1097/hep.0000000000000646
https://doi.org/10.1002/lt.25421
https://doi.org/10.1016/j.jcf.2024.04.006
https://doi.org/10.1097/mcp.0000000000001110

Kondpamvesa E.H. u dp. O630p HOBBIX KIMHUUECKUX PEKOMEHAALIMI MO MYKOBUCLIMI03Y (KMCTO3HOMY (hrOpo3sy)

29.

Ramos K.J., Guimbellot J.S., Valapour M. et al. CFLTC Study
Group. Use of elexacaftor/tezacaftor/ivacaftor among cystic fibro-
sis lung transplant recipients. J. Cyst. Fibros. 2022; 21 (5): 745—752.

patients with cystic fibrosis in the Omsk region|. Pul’monologiya. 2025;
35(2): 282—289. DOI: 10.18093/0869-0189-2025-35-2-282-289 (in
Russian).

DOI: 10.1016/j.jcf.2022.04.009. 15. Kondratyeva E., Melyanovskaya Y., Bulatenko N. et al. Clinical and
MocTtynuna: 09.01.26 functional characteristics of the E92K CFTR gene variant in the
MpuHATa k neyaTn: 18.02.26 Russian and Turkish population of people with cystic fibrosis. Int.

J. Mol. Sci. 2023; 24 (7): 6351. DOI: 10.3390/ijms24076351.

References 16. Melyanovskaya Y.L., Krasovskiy S.A., Efremova A.S. et al. [Course

of the disease with evaluation of the chloride channel function and

1. Abrukova A.V., Avdeev S.N., Avetisyan L.R. et al., eds. [Innova- selection of target therapy in vitro in an adult with cystic firsosis with
tive methods of diagnosis and treatment of cystic fibrosis]. Moscow: 2184insA/L138ins genotype|. Meditsinskiy vestnik Severnogo Kavkaza.
Medpraktika-M; 2025. DOI: 10.61726/2239.2025.19.25.001 (in Rus- 2020; 15 (2): 170—174. DOI: 10.14300/mnnc.2020.15041 (in Russian).
sian). 17. Kondratyeva E., Melyanovskaya Y., Efremova A. et al. Clinical and

2. Ministry of Health of the Russian Federation. [Clinical guidelines: genetic characteristics of a patient with cystic fibrosis with a complex
Cystic fibrosis (mucoviscidosis)]. Available at: https.//cr.minzdrav. allele [E217G;G509D] and functional evaluation of the CFTR chan-
gov.ru/preview-cr/372_3 [Accessed: January 7, 2026] (in Russian). nel. Genes (Basel). 2023; 14 (9): 1705. DOI: 10.3390/genes14091705.

3. Kondratyeva E.I., Kashirskaya N.Yu., Kapranov N.I., eds. [National 18. Efremova A.S., Melyanovskaya Yu.L., Bulatenko N.V. et al. [De-
consensus “Cystic fibrosis: definition, diagnostic criteria, therapy”]. scription of rare alleles of the CFTR gene in cystic fibrosis using
Moscow: Borges; 2018. Available at: https.//mukoviscidoz.org/doc/ functional tests and forskolin-induced swelling assay in rectal organ-
konsensus/2019/konsensus-2019-bez-rentgenogramm.pdf?ysclid=m- oids]. Pul’'monologiya. 2021; 31 (2): 178—188. DOI: 10.18093/0869-
lurb15z16157229379 (in Russian). 0189-2021-31-2-178-188 (in Russian).

4. Castellani C., Duff A.J.A., Bell S.C. et al. ECFS best practice guide- 19. Amelina E.L., Efremova A.S., Melyanovskaya Yu.L. et al. [Functional
lines: the 2018 revision. J. Cyst. Fibros. 2018; 17 (2): 153—117. DOI: tests for assessment of residual CFTR channel activity and person-
10.1016/j.jcf.2018.02.006. alized selection of efficacious CFTR-modulators for cystic fibrosis

5. Sosnay P.R., White T.B., Farrell P.M. et al. Diagnosis of cystic fibrosis patients with “mild” and “severe” genetic variants]. Pul’monologiya.
in nonscreened populations. J. Pediatr. 2017; 181 (Suppl.): S52—S57. 2021; 31 (2): 167—177. DOI: 10.18093/0869-0189-2021-31-2-167-177
DOI: 10.1016/5.jpeds.2016.09.068. (in Russian).

6. Chernukha M.Yu., Shaginyan I.A., Kapranov N.I. et al. [Persistence 20. Krasnova M.G., Efremova A.S., Melyanovskaya Yu.L. et al. Thera-
of Burkholderia cepacia in patients with cystic fibrosis]. Zhurnal peutic effect of CFTR modulators in cystic fibrosis patients with the
mikrobiologii, epidemiologii i immunobiologii. 2012; 89 (4): 93—98. 2789+5G>A splice variant in the genotype. Pul’monologiya. 2024;
Available at: https.//microbiol.crie.ru/jour/article/view/13755 | Ac- 34 (6): 857—868. DOI: 10.18093/0869-0189-2024-34-6-857-868 (in
cessed: January 7, 2026] (in Russian). Russian).

7. Liu L., Coenye T., Burns J.L. et al. Ribosomal DNA-directed PCR  21. Kondratyeva E., Bukharova T., Efremova A. et al. Health character-
for identification of Achromobacter (Alcaligenes) xylooxidans re- istics of patients with cystic fibrosis whose genotype includes a variant
covered from sputum samples from cystic fibrosis patients. J. Clin. of the nucleotide sequence c¢.3140-16T>A and functional analysis of
Microdiol. 2002; 40 (4):1210—1213. DOI: 10.1128/JCM.40.4.1210- this variant. Genes. 2021; 12 (6): 837. DOI: 10.3390/genes12060837.
1213.2002. 22. Efremova A., Kashirskaya N., Krasovskiy S. et al. Comprehen-

8. Avetisyan L.R, Medvedeva O.S, Chernukha M.Yu et al. [Epidemi- sive assessment of CFTR modulators’ therapeutic efficiency for
ological and microbiological peculiarities of chronic lung infection N1303K variant. Int. J. Mol. Sci. 2024; 25 (5): 2770. DOI: 10.3390/
in patients with cystic fibrosis caused by Staphylococcus aureus]. ijms25052770.

Pediatriya. Zhurnal imeny G.N.Speranskogo. 2020; 99 (2): 102—111.  23. Caley L.R., Jarosz-Griffiths H.H., Smith L. et al. Body mass in-
DOI: 10.24110/0031-403X-2020-99-2-102-111 (in Russian). dex and nutritional intake following elexacaftor/tezacaftor/ivacaftor

9. Siyanova E.A., Chernuha M.Yu., Avetisyan L.R. et al. [Monitoring of modulator therapy in adults with cystic fibrosis. J. Cyst. Fibros. 2023;
chronic lung infection in patients with cystic fibrosis caused by Pseu- 22 (6): 1002—1009. DOI: 10.1016/j.jcf 2023.06.010.
domonas aeruginosal. Pediatriya. Zhurnal imeny G.N.Speranskogo. 24. Polgreen P.M., Comellas A.P. Clinical phenotypes of cystic fibro-
2018; 97 (2): 77—86. DOI: 10.24110/0031-403X-2018-97-2-77-86 sis carriers. Annu. Rev. Med. 2022; 73: 563—574. DOI: 10.1146/an-
(in Russian). nurev-med-042120-020148.

10. Burmistrov E.M., Krasnoslobodtsev K.G., Avetisyan L.R. et al. 25. Sellers Z.M., Assis D.N., Paranjape S.M. et al. Cystic fibrosis screen-
[Mixed bacterial-viral lung infections in patients with cystic fibrosis]. ing, evaluation, and management of hepatobiliary disease consen-
Pul’monologiya. 2023; 33 (4): 488—496. DOI: 10.18093/0869-0189- sus recommendations. Hepatology. 2024; 79 (5): 1220—1238. DOI:
2023-33-4-488-496 (in Russian). 10.1097/HEP.0000000000000646.

11. Shaginyan I.A., Kapranov N.I., Chernukha M.Yu. et al. [Microbial 26. Freeman A.J., Sellers Z.M., Mazariegos G. et al. A multidisciplinary
landscape of the lower respiratory tract in different age groups of approach to pretransplant and posttransplant management of cystic
children with cystic fibrosis|. Zhurnal mikrobiologii, epidemiologii i fibrosis-associated liver disease. Liver Transpl. 2019; 25 (4): 640—657.
immunobiologii. 2010; 87 (1): 15—20. Available at: https.//microbiol. DOI: 10.1002/1t.25421.
crie.ru/jour/article/view/13395 [Accessed: January 7, 2026] (in Rus-  27. Testa I., Giuseppe 1., Brugha R. et al. Safety and efficacy of elex-
sian). acaftor/tezacaftor/ivacaftor in people with Cystic Fibrosis following

12. Kondratyeva E.I., Odinaeva N.D., Zhekaite E.K. et al. [Efficacy of liver transplantation: a systematic review. J. Cyst. Fibros. 2024; 23 (3):
CFTR modulators in clinical practice (6-month follow-up)]. Pul’mo- 554—560. DOI: 10.1016/j.jcf.2024.04.006.
nologiya. 2023; 33 (2): 189—197. DOI: 10.18093/0869-0189-2023-33- 28. Kapnadak S.G., Ramos K.J. Elexacaftor-tezacaftor-ivacaftor use after
2-189-197 (in Russian). solid organ transplant. Curr. Opin. Pulm. Med. 2024; 30 (6): 660—666.

13. Kondratyeva E.I., Odinaeva N.D., Pasnova E.V., Fatkhullina I.R., DOI: 10.1097/MCP.0000000000001110.

Sherman V.D. [Efficacy and safety of triple therapy (elexacaftor/ 29. Ramos K.J., Guimbellot J.S., Valapour M. et al. CFLTC Study
tezacaftor/ ivacaftor) in children with cystic fibrosis: 12-month fol- Group. Use of elexacaftor/tezacaftor/ivacaftor among cystic fibro-
low-up]. Pul’monologiya. 2024; 34 (2): 218—224. DOI: 10.18093/0869- sis lung transplant recipients. J. Cyst. Fibros. 2022; 21 (5): 745—752.
0189-2024-34-2-218-224 (in Russian). DOI: 10.1016/j.jcf.2022.04.009.

14. Ovsyannikov N.V., Bilevich O.A., Berezhnoy V.G. et al. [The ex- Received: January 09, 2026
perience with elexacaftor/tezacaftor/ivacaftor + ivacaftor in adult Accepted for publication: February 18, 2026

172 MyneMoHonorwst « Pulmonologiya. 2026; 36 (2): 163-174. DOI: 10.18093/0869-0189-2026-36-2-163-174


https://doi.org/10.1016/j.jcf.2022.04.009
https://doi.org/10.61726/2239.2025.19.25.001
https://cr.minzdrav.gov.ru/preview-cr/372_3
https://cr.minzdrav.gov.ru/preview-cr/372_3
https://mukoviscidoz.org/doc/konsensus/2019/konsensus-2019-bez-rentgenogramm.pdf?ysclid=mlurb15z16157229379
https://mukoviscidoz.org/doc/konsensus/2019/konsensus-2019-bez-rentgenogramm.pdf?ysclid=mlurb15z16157229379
https://mukoviscidoz.org/doc/konsensus/2019/konsensus-2019-bez-rentgenogramm.pdf?ysclid=mlurb15z16157229379
https://doi.org/10.1016/j.jcf.2018.02.006
https://doi.org/10.1016/j.jpeds.2016.09.068
https://microbiol.crie.ru/jour/article/view/13755
https://doi.org/10.1128/jcm.40.4.1210-1213.2002
https://doi.org/10.1128/jcm.40.4.1210-1213.2002
https://doi.org/10.24110/0031-403X-2020-99-2-102-111
https://doi.org/10.24110/0031-403X-2018-97-2-77-86
https://doi.org/10.18093/0869-0189-2023-33-4-488-496
https://doi.org/10.18093/0869-0189-2023-33-4-488-496
https://microbiol.crie.ru/jour/article/view/13395
https://microbiol.crie.ru/jour/article/view/13395
https://doi.org/10.18093/0869-0189-2023-33-2-189-197
https://doi.org/10.18093/0869-0189-2023-33-2-189-197
https://doi.org/10.18093/0869-0189-2024-34-2-218-224
https://doi.org/10.18093/0869-0189-2024-34-2-218-224
https://doi.org/10.18093/0869-0189-2025-35-2-282-289
https://doi.org/10.3390/ijms24076351
https://doi.org/10.14300/mnnc.2020.15041
https://doi.org/10.3390/genes14091705
https://doi.org/10.18093/0869-0189-2021-31-2-178-188
https://doi.org/10.18093/0869-0189-2021-31-2-178-188
https://doi.org/10.18093/0869-0189-2021-31-2-167-177
https://doi.org/10.18093/0869-0189-2024-34-6-857-868
https://doi.org/10.3390/genes12060837
https://doi.org/10.3390/ijms25052770
https://doi.org/10.3390/ijms25052770
https://doi.org/10.1016/j.jcf.2023.06.010
https://doi.org/10.1146/annurev-med-042120-020148
https://doi.org/10.1146/annurev-med-042120-020148
https://doi.org/10.1097/hep.0000000000000646
https://doi.org/10.1002/lt.25421
https://doi.org/10.1016/j.jcf.2024.04.006
https://doi.org/10.1097/mcp.0000000000001110
https://doi.org/10.1016/j.jcf.2022.04.009

MepenoBas ctatba « Editorial

UHdopmaumsa 06 aBTopax / Authors Information

Konnpatbesa Enena FiBanoBHa — 1. M. H., ipodeccop, 3aBeyrolias HaydHo-
KJIMHUYECKUM OTIEJIOM MYKOBUCLIMIO03a, 3aBeylolias Kadeapoil reHeTUKU
GoJie3Heil AbIXaTeIbHOU crcTeMbl IHCTUTYTa BBICHIETO U TOTIOJTHUTEILHO-
ro npodeccroHanbHoro odopasoBanus PenepaabHOTO rocy1apcTBEHHOTO
OIOIKETHOTO HAYYHOTO YUpexkaeHUs] «MeanKo-reHeTuYeCKuil HaydHblii
1eHTp nmMeHu akanemuka H.IT.boukoBa»; 3amMecTUTENIb TMPEKTOPA 10 Ha-
yke ['ocynapcTBEHHOTO GIOKETHOTO YUpeKIeHUs 3npaBooxpaHeHust Mo-
CKOBCKOi1 061acTu «HayuHo-uccaen0BaTeIbeKuil KIMHUYECKUl MHCTUTYT
nercTBa MuUHMCTEpPCTBA 3MpaBOOXpaHeHNsT MOCKOBCKOI 00JacT»; TEI.:
(916) 255-33-85; e-mail: elenafpk@mail.ru (SPIN-kox: 9535-9331; Scopus
ID: 35196167800; Web of Science Researcher ID: ABB-9783-2021; ORCID:
http.//orcid.org/0000-0001-6395-0407)

Elena I. Kondratyeva, Doctor of Medicine, Professor, Head of the Scientific and
Clinical Department of Cystic Fibrosis, Head of the Department of Genetics
of Respiratory Diseases, Institute of Higher and Continuing Professional Ed-
ucation, Research Centre for Medical Genetics; Deputy Director for Science,
Clinical Research Institute for Childhood Diseases, Moscow Region Ministry
of Health; tel.: (916) 255-33-85; e-mail: elenafpk@mail.ru (SPIN-code: 9535-
9331; Scopus ID: 35196167800; Web of Science Researcher ID: ABB-9783-
2021; ORCID: http://orcid.org/0000-0001-6395-0407)

Asnees Cepreii Hukonaesny — 1. M. H., npodeccop, akaneMuk Poccuii-
CKOIi akaaeMuM HayK; A1MpekTop HalroHalbHOTro MeIUMLIMHCKOrO 1ccie-
MOBATEIBCKOTO TEHTPa 10 npoduiio «IlyTbMOHOIOTHSI»; 3aBeNYIOIIN I
Kadeapoi myJ1bMoHONIOruM MHCTUTYTA KIMHUYECKONH MEIUIMHBI MIMEHU
H.B.Cxundocosckoro ®@ejepajibHOro rocy1apcTBEHHOI0 aBTOHOMHOTO
00pa30BaTeIHLHOTO YIPEXkKIEeHUS BBICIIETO 0Opa3oBanus «[lepBbiit MOCKOB-
CKMIA TOCYIapCTBEHHBIN MEAUILIMHCKMIT yHuBepcuTeT uMeHn M.M.CeueHoBa»
MunucrepcTBa 3npaBooxpaHeHust Poccuiickoit @eneparmiu (CeyeHOBCKMIA
YHuUBepcUTET); TIaBHBII BHEIITATHBIA CTICIIUATUCT-TIYIbBMOHOJIOT MUHM -
crepcTBa 3paBooxpaHeHust Poceuiickoit @eneparmu; Tei.: (499) 246-75-18;
e-mail: serg_avdeev@list.ru (SPIN-kon: 1645-5524; ORCID: https.//orcid.
org/0000-0002-5999-2150)

Sergey N. Avdeev, Doctor of Medicine, Professor, Academician of Russian
Academy of Sciences, Director of the National Medical Research Center for
Pulmonology; Head of the Department of Pulmonology, N.V.Sklifosovsky In-
stitute of Clinical Medicine, Federal State Autonomous Educational Institution
of Higher Education I.M.Sechenov First Moscow State Medical University of
the Ministry of Health of the Russian Federation (Sechenov University); Chief
Pulmonologist of the Ministry of Health of the Russian Federation; tel.: (499)
246-75-18; e-mail: serg_avdeev@list.ru (SPIN-code: 1645-5524; ORCID:
https://orcid.org/0000-0002-5999-2150)

Yepuyxa Mapuna IOpbeBHa — 1. M. H., 3aBeaylollas JabopaTopueit anu-
JIeMHOJIOTHM TOCTIUTATbHBIX MHDeKImii DeneparTbHOro rocy1apcTBEHHOTO
OIOIKETHOTO YupexaeHus: « HalmoHaibHbIi Mccle0BaTeIbCKUI LIEHTP M1 -
JIEMUOJIOTMH M MUKPOOHOJIOTMH MMEHHM IoYeTHOro akanemuka H.MD.Tamanen»
MuHnucTtepcTBa 3apaBooxpaneHust Poccuiickoit @epepannu; tei.: (499)
193-61-17; e-mail: chernukha@gamaleya.org (SPIN-kox: 5020-3550; ORCID:
https://orcid.org/0000-0002-2349-8556)

Marina Yu. Chernukha, Doctor of Medicine, Head of the Laboratory of Epide-
miology of Nosocomial Infections, The Federal Government Budgetary Insti-
tution “National Research Center for Epidemiology and Microbiology named
after Honorary Academician N.F.Gamaleya of the Ministry of Health of the
Russian Federation”; tel.: (499) 193-61-17; e-mail: chernukha@gamaleya.org
(SPIN-code: 5020-3550; ORCID: https.//orcid.org/0000-0002-2349-8556)

Konnpartenko Oubra BiraaumupoBsa — 1. M. H., JOLIEHT, 3aBe/ylomast Kade-
NIpOoil 00LIel U KIMHUYECKON MUKPOOMOIOrMY, UMMYHOJIOTUU U aJLulepro-
siorun DenepaabHOTO rOCyIapCTBEHHOTO GI0IKETHOTO 00pPa30BaTEIbHOTO
yupexIeHus Beiciero oopasoBaHust «CaMapCKuil ToCy1apcTBEHHBIN Me-
JULMHCKUNA YHUBEPCUTET> MUHKUCTEPCTBA 31paBooXpaHeHust Poccuiickoit
Denepanun, Ten.: (927) 200-55-00; e-mail: o.v.kondratenko@samsmu.ru
(SPIN-kom: 9605-3821; ORCID: https.//orcid.org/0000-0002-7750-9468)

Olga V. Kondratenko, Doctor of Medicine, Associate Professor, Professor of
Department of General and Clinical Microbiology, Immunology and Aller-
gology, Federal State Budgetary Educational Institution of Higher Education
“Samara State Medical University” of the Ministry of Healthcare of the Rus-
sian Federation; Texn.: (927) 200-55-00; e-mail: o.v.kondratenko@samsmu.ru
(SPIN-code: 9605-3821; ORCID: https.//orcid.org/0000-0002-7750-9468)

KpacoBcknii CraHuCaaB AJIEKCAHIPOBHY — K. M. H., CTapIIA HAyYHBIN CO-
TPYIHUK, UCTIOIHSIONIT 00513aHHOCTH 3aBEAYIOLIEro JabopaTopren My-
KoBucLMa03a DenepabHOro rocy1apCTBEHHOTO OI0IKETHOTO YUPEKASHUS
«HayuHo-uccenoBaTebcK1ii MHCTUTYT MyJbMOHONIOTUN» DenepaibHOro
MeIMKO-OMOIOTMYECKOTr0 areHTCTBA; BEAYLIMA HAYYHBIN COTPYIHMK Hayd-
HO-KJIMHKMYecKoro otrena denepanrbHOro rocy1apcTBEHHOTO GIOIKETHOTO
Hay4YHOTO YupexaeHus: « MeaTnKo-reHeTUUeCKUii HayIHBIN LIEHTP UMEHU
akagemuka H.IT.BoukoBa»; Ten: (495) 111-03-03; e-mail: sa_krasovsky@
mail.ru (SPIN-kox: 3385-6489; Author I1D: 688178; ORCID: https.//orcid.
org/0000-0001-9642-0947)

Stanislav A. Krasovskiy, Candidate of Medicine, Senior Researcher, Acting
Head of the Cystic Fibrosis Laboratory, Federal State Budgetary Institution
“Pulmonology Scientific Research Institute” under Federal Medical and Bio-
logical Agency of Russian Federation; Leading Researcher, Scientific and Clini-

cal Department, Research Centre for Medical Genetics; tel.: (495) 111-03-03;
e-mail: sa_krasovsky@mail.ru (SPIN-code: 3385-6489; Author ID: 688178;
ORCID: https://orcid.org/0000-0001-9642-0947)

CumonoBa Oubra Wropesna — 1. M. H., npodeccop denepanbHoro rocyaap-
CTBEHHOTO aBTOHOMHOTO 00Pa30BaTeIbHOTO YUPEXKISHHSI BBICILIETO 00pa30-
BaHust [TepBblii MOCKOBCKHIT TOCYIaPCTBEHHBIN MEANIIMHCKUAN YHUBEPCUTET
umenu M.M.CeueroBa MuHucTepcTBa 3iapaBooxpanenust Poccuiickoit Dene-
patmu (CeueHOBCKUIT YHUBEPCUTET); Bpau-TIeAUATp, 3aBeAYIOIIast MyJIbMO-
HOJIOTHYECKMM oTaeieHneM PeiepabHOr0 rocy1apcTBEHHOIO aBTOHOMHOTO
yupexaeHus: «HalmoHaabHbIH MEIULIMHCKUI UCCIeN0BATeIbCKUIA LIEHTP
3I0pOBbs AeTeli» MuHMcTepeTBa 3npaBooxpaHeHyst Poccuiickoit Denepariyi;
Tei.: (499) 134-93-31; e-mail: oisimonova@mail.ru (SPIN-kox: 2241-9728;
ORCID: http://orcid.org/0000-0002-2367-9920)

Olga 1. Simonova, Doctor of Medicine, Professor, Federal State Autonomous
Educational Institution of Higher Education I.M.Sechenov First Moscow
State Medical University of the Ministry of Health of the Russian Federation
(Sechenov University); Pediatrician, Head of the Pulmonology Department,
Federal State Autonomous Institution “National Medical Research Center
for Children’s Health” of the Ministry of Health of the Russian Federation;
tel.: (499) 134-93-31; e-mail: oisimonova@mail.ru (SPIN-code: 2241-9728;
ORCID: http.//orcid.org/0000-0002-2367-9920)

Hama3zoa-Bapanosa Jleitna CeiiMmypoBHa — 1. M. H., mpoceccop, akaaeMuK
Poccuiickoii akageMun HayK, pyKOBOAMTeIb HayqHO-HCCIe10BaTEIbCKOTO
MHCTUTYTA MEAMATPUM U OXPaHbl 310POBbsI AETEil HAYYHO-KIMHUYECKO-
ro 1eHTpa Ne 2 ®denepabHOr0 rocyIapcTBEHHOTO OIOIKETHOTO HAYYHOTO
yupexaeHust «PoccuiicKuii HayqHbII LIEHTP XUPYPTUU UMEHM aKaIeMuKa
B.B.IlerpoBckoro» MUHKCTEPCTBA HAYKKM M BbICIIEro oopasoBaHusi Poc-
cuiickoit Denepainu; 3aBeayomnas Kabenpoi hakyTbTeTCKOM MeaIuaTpun
MHcTuTyTa MaTepuHCTBA U AeTcTBa DeepalbHOTO roCyIapCTBEHHOTO aB-
TOHOMHOTO 00Pa30BaTEILHOTO YUPEXIeHUs! BbICIIero oopazoBanus «Poc-
CUICKUI HALIMOHAIbHBIN MCCIEN0BATEIbCKIUN MEAULIMHCKUI YHUBEPCUTET
nmenn H.U.TTuporosa» MuHucrepcTBa 3apaBooxpaHeHusi Poccuiickoit
Denepaunu; npodeccop Yuusepcurera MI'Y-TITIN B IsHpuxaHe, Ku-
Taif; TJIABHBIN BHEINTATHBIN AETCKUI CIICIIUAINCT MO TTPOMUIAKTHUIECKON
MeauiHe Munsznpasa Poccun, npesunent Cotosa neauarpos Poceuu; ten.:
(499) 400-47-33; e-mail: orgkomitet@pediatr-russia.ru (SPIN-kox: 1312-2147;
ORCID: https://orcid.org/0000-0002-2209-7531)

Leyla S. Namazova-Baranova, Doctor of Medicine, Professor, Academician
of the Russian Academy of Sciences, Head of Pediatrics and Child Health
Research Institute of Scientific and Clinical Center No.2, Federal State Bud-
getary Institution “Petrovsky National Research Center of Surgery”, Ministry
of Science and Higher Education of the Russian Federation; Head of Faculty
Pediatrics Department, Institute of Motherhood and Childhood, Federal State
Autonomous Educational Institution of Higher Education “N.I.Pirogov Rus-
sian National Research Medical University” of the Ministry of Health of the
Russian Federation; Professor, Shenzhen MSU-BIT University, China; Chief
freelance pediatric specialist in preventive medicine, Healthcare Ministry of
the Russian Federation, President of the Union of Pediatricians, Russia; tel.:
(499) 400-47-33; e-mail: orgkomitet@pediatr-russia.ru (SPIN-code: 1312-2147;
ORCID: https://orcid.org/0000-0002-2209-7531)

Cemnm3sanoBa Jlumms PodeproBHa — K. M. H. IOUEHT Kadeaphl MeAnaTpun
M JIETCKOM peBMaTONIOrnu KIIMHMYeCKOT0 MHCTUTYTa IETCKOTO 3I0POBbS
uMenu H.®.Punarosa PeepaibHOTO rocyaapcTBEHHOIO aBTOHOMHOTO
00pa3oBaTeIbHOTO YUpPEXKICHUS BhIcIero oopa3zoBaHus «[lepBbiit MockoB-
CKMI TOCYIApCTBEHHBII MEIUIIMHCKMIA yHUBepcuTeT iMenn Y.M.CeueHoBa»
MunucrepcrBa 3npaBooxpaHenus: Poccuiickoit @eneparu (CedeHOBCKMiA
VHUBEpCUTET); 3aBeayOLIast OTAEIOM CTAHAAPTU3AIMK U U3YyIEHUSI OCHOB
JI0Ka3aTesIbHOI MEIULIMHBI, Bpad-MyIbMOHOIOT HayqHO-1CCIe10BaTeIbCKOro
MHCTUTYTA NEANATPUU U OXPAHBI 30POBbsI €Teil HAYYHO-KIMHUYECKOTO LIeH-
Tpa Ne 2 DenepanbHOTO TOCYAapPCTBEHHOTO GIOIKETHOTO yupexaeHust «Poc-
CUICKUIT HAyYHBII LIEHTP XUPYPruu MeHH akagemuka b.B.TTeTpoBckoro»;
noueHT Kadeapsl dhakynbreTckoil neaguatpun MHCTUTYTa MaTepUHCTBA
u netctBa PenepaabHOro rocyIapcTBEHHOTO aBTOHOMHOTO 00pa30BaTelib-
HOTO YYpeXXIeHMS BbICLIET0 00pa3oBaHus «Poccuiicknii HalMOHaIbHBIM
UcclenoBaTebeKuil MeauuMHCeKkuil ynuBepeurer umenu H.U.Tluporosa»
MuHucrepcTBa 3apaBooxpaHeHus: Poccuiickoit @enepanuu, tei.: (499)
400-47-33; e-mail: selimzyanova@pediatr-russia.ru (SPIN-kom: 5508-1689;
ORCID: https://orcid.org/0000-0002—3678-7939)

Liliia R. Selimzianova, Candidate of Medicine, Associate Professor, Depart-
ment of Pediatrics and Pediatric Rheumatology, Clinical Institute of Children’s
Health named after N.F.Filatov, Federal State Autonomous Educational In-
stitution of Higher Education I.M.Sechenov First Moscow State Medical
University of the Ministry of Health of the Russian Federation (Sechenov
University); Head of the Department of Standardization and Study of the
Fundamentals of Evidence-Based Medicine, Pulmonologist, Research Insti-
tute of Pediatrics and Children’s Health, Scientific and Clinical Center No.2,
Federal State Budgetary Institution “Petrovsky National Research Center of
Surgery”, Ministry of Science and Higher Education of the Russian Federation;
Associate Professor, Faculty Pediatrics Department Institute of Motherhood
and Childhood, Federal State Autonomous Educational Institution of Higher
Education “N.I.Pirogov Russian National Research Medical University” of
the Ministry of Health of the Russian Federation; tel.: (499) 400-47-33; e-mail:

The article is licensed by CC BY-NC 4.0 International Licensee https://creativecommons.org/licenses/by-nc/4.0/

173


http://orcid.org/0000-0001-6395-0407
mailto:serg_avdeev@list.ru
https://orcid.org/0000-0002-5999-2150
mailto:o.v.kondratenko@samsmu.ru
https://orcid.org/0000-0001-9642-0947
https://orcid.org/0000-0001-9642-0947
https://orcid.org/0000-0002-2209-7531

Kondpamvesa E.H. u dp. O630p HOBBIX KIMHUUECKUX PEKOMEHAALIMI MO MYKOBUCLIMI03Y (KMCTO3HOMY (hrOpo3sy)

selimzyanova@pediatr-russia.ru (SPIN-code: 5508-1689; ORCID: https.//
orcid.org/0000-0002—3678-7939)

(0) Hyp 0 JIxKy — JI. M. H., ipocbeccop, nupekrop 'ocy-
IAPCTBEHHOTO OIOIKETHOTO YYPEXKACHMsI 3MpaBooXpaHeHUs MOCKOBCKOM
obactu «Hay4HO-¥CCIe10BaTeNbCKIiA KITMHUYECKUIA MHCTUTYT AeTcTBa Mu-
HUCTEPCTBA 3[paBOOXpaHEeHNsT MOCKOBCKOIi 061acTi»; Teat: (498) 699-53-00;
e-mail: nig05@mail.ru (SPIN-kox: 1011-1896; ORCID: https.//orcid.org/-
0000-0001-5214-8072)

Nuriniso D. Odinaeva, Doctor of Medicine, Professor, Director, Clinical Re-
search Institute for Childhood Diseases, Moscow Region Ministry of Health;
tel.: (498) 699-53-00; e-mail: nigd5@mail.ru (SPIN-code: 1011-1896; ORCID:
https://orcid.org/-0000-0001-5214-8072)

YyacTtue aBTOpOB

Konznpartbesa E.VI. — KOHIENINUS 1 MIesl CTATh, HAIIMCAHUE TEKCTa
Aspnees C.H., Kynes C.U., Hama3zoBa-bap JI.C., O H.JA. — mn-
3aifH CTaThU YTBEPKACHNE OKOHYATEIbHOTO BApUAHTA CTaTbH

Kyues C.W. — pasnen JJHK-auarHocTuku

Konnparenko O.B., Uepnyxa M.IO. — paznen MukpoGronornu

Konapatsepa E.W., Asnees C.H., Cumonosa O.1., Kpacosckuii C.A. — nH-
dopmalust 0 TapreTHOM Tepanuu

Cemum3sinosa JI.P., KpacoBckuii C.A., CumonoBa O. . — TexHuYeckoe
odopmiIeHUe, MOATOTOBKA CITUCKA TUTEPATYPBI

Bce aBTOpBI BHEC/IM CYIIECTBEHHBII BKJIAN B TPOBEICHIE MONCKOBO-aHATM-
THUYECKOW paboThl M MIOATOTOBKY CTaTbH, MPOWIM U Of00PWIN DUHAIBHYIO
BEPCHIO [0 MYOJIMKALIMK, HECYT OTBETCTBEHHOCTD 3a LIEJIOCTHOCTD BCEX YacTeil
CTaThy.

Kyues Cepreii IBanosny — 1. M. H., podeccop, akaneMuk Poccuiickoit
aKaIeMuu Hayk, 1upekTop denepaabHOro rocyIapCTBEHHOTO GIOIKETHOTO
HAyYHOTO yupexIeHust « MeInKo-TeHeTUYeCKIiA HAYYHBII [IEHTP UMEHU aKa-
nemuka H.IT.BoukoBay»; I1aBHbINA BHEIITATHBIN CIIEIUATNCT 110 MEIUIITHCKOM
reHeTrke MUHUCTEPCTBA 3ApaBooxpaHeHust Poccuiickoi Denepaniu; Te.:
(499) 612-86-07; e-mail: mgnc@med-gen.ru (SPIN-kox: 5544-8742; ORCID:
https://orcid. org/0000-0002-3133-8018)

Sergey 1. Kutsev, Doctor of Medicine, Professor, Academician of the Russian
Academy of Sciences, Research Centre for Medical Genetics; Chief Freelance
Specialist in Medical Genetics of the Ministry of Health of the Russian Federa-
tion; tel.: (499) 612-86-07; e-mail: mgnc@med-gen.ru (SPIN-code: 5544-8742;
ORCID: https://orcid.org/0000-0002-3133-8018)

Authors Contribution

Kondratyeva E.I. — concept and design, text writing of the article

Avdeev S.N., Kutsev S.I., Namazova-Baranova L.S., Odinaeva N.D. — design
of the article, approval of the final version of the article

Kutsev S.I. — information about molecular genetic diagnostic methods
Kondratenko O.V., Chernukha M.Y. — information about microbiological
methods

Kondratyeva E.I., Avdeev S.N., Simonova O.I., Krasovskiy S.A. — information
about CFTR modulator therapy

Selimzianova L.R., Krasovskiy S.A., Simonova O.I. — technical design,
preparation of a bibliography

All authors made a significant contribution to the search, analysis, and
preparation of the article, read and approved the final version before
publication, and are responsible for the integrity of all parts of the article.

174

MynbmoHonorus « Pu’monologiya. 2026; 36 (2): 163-174. DOI: 10.18093/0869-0189-2026-36-2-163-174


https://orcid.org/0000-0002
https://orcid.org/0000-0002
https://orcid.org/-0000-0001-5214-8072
https://orcid.org/0000-0002-3133-8018

