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Abstract

In 2020, the Research and Clinical Department of Cystic Fibrosis of the Academician N.P.Bochkov Federal Medical Genetic Academic Center, Russian Academy
of Science celebrates 30" anniversary from the start of its activities. The article demonstrates the main achievements in the organization of medical care for patients
with cystic fibrosis in Russia.
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B 1990 r. nmpu MHCTUTYTE MEIUILIMHCKOM T€HETUKHU IO
WHULIMATUBE W MPU HETTOCPEICTBEHHOM YYaCTUU aKaze-
muka E.K.I'uHTepa opraHu30BaH HAyYHO-KJIMHUYECKU I
otmen mykoBucino3a (MB). IlepBeIM pyKOBOZUTEIEM
BIJIOTH 10 2015 T. IBASIIICS 3aC/Iy>KEHHBIN AesITe]Ib HAyKU
Poccuiickoit @eneparmu npodeccop H.M.KanpaHos,
¢ 2015 r. — mpoeccop E..KonapatbeBa. M3HayaabHO
oTnea chopMHUpOBaAaH M3 HAYIHBIX COTPYIHUKOB
(H.}O.Kammpckas, O.1.Cumonosa, [I.M.MouH) u Bpa-
yeit-nmenuatpoB (JI.A.Illa6anosa, A.}O.BopoHkoBa,
A.K.Yrmuukux). OCHOBHBIMU HampaBJICHUSIMMU Ha-
VUHOI NeSITebHOCTHA OTHOEeNa B 3TU TOABI SBJISUINCH
Mpo6JeMbl OOMEHHBIX MPOLECCOB, MUILEBAPEHUSI, CO-
CTOSTHMSI TIeYeHU, 3aMECTUTEbHOI (hepMEHTHOI Tepa-

muu nipu MB (nmpodeccop H.}O.Kammpckasi, K. M. H.
T.}O.KanyctHa), MUKpPOMIOPHI IbIXaTeIbHBIX MyTei
U aHTUOaKTepuaibHOU Tepanuu (K. M. H. JI.A.IllabGa-
soBa, K. M. H. C.B.I[Tonmmkapmnosa, k. M. H. C.}0.CeMmbI-
kuH, npodeccop C.C.[TocTHUKOB), KUHE3UTEpanus
npu MB (rmpodeccop O.M.CumMoHoBa), Tpoliecchl Bocma-
senus (npodeccop AJL.ITyxanbckuii, k. M. H. ['.B.I1IMa-
puHa) [1].

MonekyasspHO-IUAarHOCTUYECKUE MCCIeI0BaHUS
BBITIOJTHSIIMCH 1107, pyKoBoACcTBOM akanemMuka E.K.I'mH-
Tepa. MccrnenoBaHust TpOBOAWINCH COBMECTHO C JIabo-
paTopueil SNUAEeMUOIOTMYeCKOol TeHeTuKH (Tipocdheccop
P.A.3unuenko, n. 6. H. H.B.IleTtpoBa) u nadoparopueii
AHK-muarHoctuku (mpodeccop A.B.Ilonsikos). Ilo

I Tlerposa H.B. MOJ'ICKYJIHDHO-FCHCTI/I‘{CCKI/IC U KJIMHUKO-TEHOTUITMYECKME OCOOEHHOCTU MYKOBUCLIMI03a B POCCUNCKUX TOMYyIALMAX:

Hucc. ... n-pa 6uon. Hayk. M.; 2009.

http:/ljournal.pulmonology.ru/pulm

367



Kyuee C.U., Konopameesa E.H. 30 neT HAydHO-KJIMHUYECKOMY OTAETY MYKOBUCIIMI03a

pe3ysIbTaTaM MCCeIOBAaHMI YCTAHOBJICHO, UTO CTPYKTY-
pa reHetTudyeckux BapuaHtoB reHa CFTR B Poccum otnu-
YyaeTcs OT TaKOBOTO Yy JIMII, MPOXMBAIOIIUX B CTpaHax
€BpOIIEICKOTO W aMEpUKaHCKMUX KOHTHMHEHTOB'. I[lpm
5TOM TPeOOBAUCH UCCIEIOBAHUS, KacalolMecs pac-
MPOCTPAaHEHHOCTH HOBBIX, PaHEE HE OMMCAHHBIX IATO-
TeHHBIX BADMAHTOB B Pa3HbIX PETMOHAX U CPEIU Pa3HbIX
HalmoHambHOCTe Poccuiickoit Denepanim.

Bbraromapst mpomIyKTUBHOM paboTe HAYIHO-KIMHAYE-
ckoro otnena PenepajbHOTO TOCYIapPCTBEHHOTO OMOJI-
KETHOTO HAYYHOTO YYpeXIeHUS «MeInKo-TeHeTnde-
CKMIi HAyYHbIN LIeHTp uMeHu akagemMuka H.IT.boukoBa»
(®I'BHY «Meauko-reHeTHYeCKUiT HAyIHBIM LIEHTP WM.
akan. H.I1.boukoBa») mocTerneHHO MOBBICUJICS CPEeIHUIT
BO3pAcCT XU3HU ManreHToB ¢ MB. YBenuuunocs ynciao
OOJIbHBIX, MepeAaBaeMbIX IO HAOJIOAEHUE MYyJIbMO-
HoJIoTaM, TepareBTaM (MOCKOBCKAsI TPYIIIa ITOd PYKO-
BoacTBoM akamemuka A.IUyganuna — E.JI.AmenuHa,
B.A.Camoiinenko, M.B.CamconoBa, A.Jl.YepHsieB,
A.B.Yepnsk, C.H.Asnees, C.A.KpacoBckuii; rpynna te-
paneBToB n3 Cankr-Iletepoypra — npoceccop T.E.T'em-
ounkasi, A.I''YepmeHckuii). YBenuueHue MNPOAOIKU-
TEJbHOCTU XU3HU 001bHBIX M B, ToBbIIIIEHHE KayecTBa
XKU3HU AUKTOBAJIO HEOOXOIMMOCTb B3aMMOACUCTBUS
C 3HIOKPWHOJIOTaMM, TaCTPO3HTEPOJIOTAMM, aKyllepa-
MM-TUHEKOJIOTaMH, PEeMpPOIyKTOJIOTaMU, TPaHCIUIAHTO-
JloramMu, MUKpoOuojoramu. Pe3yibTaToM COBMECTHOM
paboThI CIIELIMATUCTOB pa3HOro poduis ctaia dyHaa-
MEHTaJIbHasE MOHOTpadusl, MOCBSIIICHHAS MYKOBUCIIM-
nosy [1].

Ilepsoiit HaltmoHanbHbIM KOHrpece mo M B, cTaBiumii
C TeX TOp TPATUIIMOHHBIM, OPTaHW30BaH 10 MHUIIATH -
Be mpodeccopa H.M.Kampanosa (1995). IToctositHHO
MPOXOIIT Bcepoccuiickue mkoabl MB, pernoHanbHbie
KOH(EpEHIIUH.

C 2011 r. B oTIesne pazpadbaThIBalOTCS HOBbIE HAIPaB-
JIeHUsI B MccienoBaHun MB um mpomosmkaroTcs Tpamu-
LIMOHHBIE.

HeoHaTanbHbIi CKPUHUHT — BHEAPEHMWE W OLeHKa
ero BNMAHUA Ha Te4YeHne MyKOBUCLMAO03A

[Mpu ygactum corpymHukoB otaena B 2006 r. pa3zpabo-
TaH TMJIOTHBINA IIPOEKT HEOHATaJIbHOIO0 CKPUHWHTA
Ha MB u npemioxeH ero aJropuTM, oTpaboTaHbl MeXa-
HU3MbI B3aUMOJEHUCTBUS Ha KaXmoM 3Tame. BrmepBbie
B Poccuiickoit @enepaumy oneHKa 3GGEKTUBHOCTH
CKpPUHUHIA B KPaTKOCPOUHOM MCCIEIOBAaHUU IMPOBe-
meHa 3.A.KycoBoit mom pyKoBOACTBOM mpodeccopa
H.}O.Kammpckoit, H.B.[letpoBoii2. Ilo ucredeHun
10 et oT Havyasa BHEIPEHUS CKPMHUHTA OPTaHU30BaHO
HCCIe0OBaHUE MO aHanu3ly ero 3(M@eKTUuBHOCTH.
[MokaszaHo, yto getu 6—9 jeT, y KOTOPBIX IIPOBEICH
CKPMHUHT, 3HAUUMO OTJIUYAIUCH IO TAKUM OCHOBHBIM
MokasaTessiM, Kak (yHKIMS JIeTKUX, (pru3nyeckoe pas-
BUTHE, 00bEM Teparnuu, OT AeTell TOIl ke BO3pacTHOM
TPYIIIBI, BBISIBICHHOM MO KJIMHUYCCKUM TPOSIBICHUSIM
o BHeApeHus ckpuHuHra (k. M. H. B.JI.Illepman, mnpo-
deccop E.M.Konngpateena) [2].

Anuaemmonornyeckue 0COOEHHOCTU U COCTOSHME
300p0BbA NaLNeHTOB C MyKOBUCLIMAO30M

Braromaps co3maHmio cuiaMu oTaeIa TUarHOCTHYECKIX
KPUTEPUEB M JIEUCOHBIX CTAaHIAPTOB, OPraHU3AUHN
peruoHanbHBIX LIEHTPpOB M B, 00ydyeHMIO CIELIMATUCTOB,
YBEJIMYMIIOCH YMCIIO OOJIBHBIX, BBIPOCIIA HOJIST B3POCIIBIX
MMaIlMeHTOB, YTO ITWKTOBAJIO HEOOXOMMMOCTh CO3IMaHUS
HalMoHaIbHOrO peructpa. Peructp 60abHbIX MB B Poc-
cuiickoit ®enepaunu co3mad B 2011 r. coTpyIHUKaAMU
otnena (H.KO.Kammupckast, E.1.Konnpateesa, A.10.Bo-
POHKOBA) COBMECTHO cO crelnnamuctamu Penepairb-
HOTO TOCYIapCTBEHHOTO OI0IKETHOTO yupexxneHus «Ha-
YYHO-UCCIEA0BATEIbCKUIN MHCTUTYT ITYJIbMOHOJOTMN»
®enepalbHOTO MEIUKO-OMOJOrMYECKOro areHTCTBa
(E.JI.Amenuna, C.A.Kpacosckuii, A.B.YepHsK) Bo mia-
Be ¢ mpodeccopom H.M.KampaHOBBIM M aKageMHUKOM
A.I'YyuanuneiM. JlanHbeie Perncrtpa ¢ MoMeHTa ero
ocHoBaHMs Bolu B EBpornieiickuii peructp (http://www.
ecfs.eu/projects/ecfs-patient-registry/intro). B 2020 .
onyoimkoBaH 8- Beimyck Peructpa [3]. Yuciio BHeceH-
HBIX B PermcTp manueHTOB yBeqmuwioch ¢ 1 026 mo
3 142, uucno permoHoB Poccuiickoit Denepanum —
YYaCTHUKOB peructpa — ¢ 16 o 81 [3, 4]. CpenHuii Bo3-
pacT ycTaHOBJICHMSI muarHo3a cHuawmics ¢ 1,0 mo 0,5
rojia, yBEJIUYUIOCH YMCIIO JIULI, BBISIBJICHHBIX IO HEOHA-
TaTbHOMY CKpUHUHTY, — ¢ 28,8 % B 2011 1. 10 48,2 % —
B 2018 1. Yucno nanueHToB, UHGUIUPOBaHHBIX MSSA,
MRSA, P. aeruginosa, ne uamenmiocb. C 7,0 % B 2011 r.
10 5,8 % B 2018 r. yMEHBIIMIOCH YMCIIO IAIlMEHTOB
¢ Burkholderia cepacia complex; HeTyOepKyJe3HBIMU
MuKobakrepusiMu — ¢ 1,6 1o 0,9 %, HedepMeHTHPYIO-
meit daopoit — ¢ 13,4 no 8,9 %. [MonoxurenbHas TuHA-
MMKa OTMEYeHa B CHUIKEHMU YMCJIa JIUIL C OCTEOIOPO-
3o0M — ¢ 14,5 1o 6,9 %, MB-accouunpoBaHHBIM
caxapHbIM quadetoM — ¢ 3,2 10 2,7 %, 2J1eKTPOJIUTHbI-
MU HapyleHussMu — ¢ 4 10 2,9 %, 1erouHbIMU KPOBO-
TeyeHussMu — ¢ 2,6 10 0,9 %, nHeBMOTOpakcoM — ¢ 1,5
1m0 0,5 %. I1pu atom ¢ 15 1o 28,3 % yBeTMIMIIOCH YUCIIO
MMAIIMeHTOB ¢ Ha3aJbHBIMU TTOJIUIIAMU 1 aJlJICPTUYCCKIM
OPOHXOJIETOUHBIM acrepruuiesoMm — ¢ 1,3 mo 2 %. 3a
MPOIIEAINNNA TIepUo MPOU3OLILIN M3MEHEHUSI B Tepa-
MY — YHCJIO TTAIIMEHTOB, IPUMEHSIOIINX TUTICPTOHINYE-
ckuii pactBop NaCl, ysenuuuiocs ¢ 8,7 no 67,6 %, cHu-
3UJIaCh YaCTOTa MPUMEHEHHUS TITIOKOKOPTUKOCTEPOUIOB:
CHUCTEeMHBIX — ¢ 8,3 10 3,7 %, MHTaSILIMOHHBIX — ¢ 26,8
1o 14,9 %, ¢ 6,2 no 4,8 % yMeHBIIMIOCH YNCIIO KUCIIO-
pPOIO3aBUCUMBIX OOJNIBHBIX. MeamaHa OXUOZacMOI TIpo-
MOJKUTSIBHOCTA KWU3HU IJis pomuBmmxcs B 2014—
2018 rr. cocrasusier 33,8 (30,6—37,2) rona.

CnenaaucraMy OTesIa COBMECTHO C PETHOHAIbHBI-
MU IeHTpaMu MB TIpoBoAsITCS aHAIN3 COCTOSTHUS 3100-
pOBbBS B (peAepaabHBIX OKpyrax [5—7] u pernonax [8, 9],
CPaBHEHME ¢ perucTpamu Apyrux rocyaapcts [10] ¢ yue-
ToM Bo3pacrta [11]. M3yyaroTcs KIMHUKO-TeHETUYECKUE
XapaKTEePUCTUKHU W UCXOIBI TIPOSIBIICHUN W OCIIOXKHCHUIA
npu MB — umppo3 nedenn [ 12], MeKoHUeBHIH wieyc [13],
MOJIUIIO3 Hoca [14], annepruuyeckuii OPOHXOJETOUHBIN
acIiepruiies.

2 Kycona 3.A. Db dekTHBHOCTD MPOrpaMMbl MACCOBOTO 00C/IEIOBAHMSI HOBOPOXKAEHHBIX HA MyKOBUCLIMI03: JIuCC. ... KaHI. Med. HayK. M.; 2011.

368

Mynbmoxonorus. 2020; 30 (3): 367-374. DOI: 10.18093/0869-0189-2020-30-3-367-374



ITo pesymbraTamM wucCIeIOBaHUI ITTOKa3aHO, 4YTO
Peructp sBnsieTcs MTHCTPYMEHTOM TJIAHUPOBAHUS Opra-
HU3ALMOHHBIX U TepareBTUUYECKUX MEepPOTPUITUIA,
B paMKax KOTOPBIX BBISIBJISIETCS] AMHAMUKKA MOKa3aTeaeil
3I0pOBB TTallMeHTOB ¢ M B, HemocTaTKu Tpu OKa3aHUM
MEAUIIMHCKOKN TTOMOILIN.

MoneKynﬂpHo-reHeTqucme 1 KITUHKKO-
reHoOTMNMYecKue 0COOEHHOCTH MyKoBuCLMAO03a

C BHenpeHueM B cTpaHe B 2016 T. aJropuT™Ma MOJEKY-
JISPHO-TEHETUYECKOU AUArHoCTUKM [15] ¢ mpumeHeHu-
€M METOJIOB cekBeHupoBaHus u MLPA npeanmerom
HCCIeAOBaHUI OTHeNa CTalIu penKue TeHEeTMYeCKHe
BapuaHThl TeHa CFTR [16, 17]. Ecim B 2011 r. oxBaT reHe-
TUYECKUM MCCIIEOBAaHUEM TI0 JaHHBIM PErrcTpa cocTa-
Bu1 949 (91,8 %) GonbHbIX, TO B 2018 . — yke 2 964 (94,3 %).
Ob6m1ast cyMmmMapHasl 4acToTa MIEHTU(MUIUPOBAHHBIX ajl-
neneii B 2018 1. coctaBuna 89,3 % (80,0 % — B 2011 1.).

JIBa BapraHTa HYKJICOTUIHON TTOCIIeNOBATEILHOCTH
reHa CFTR onpenenenst y 82,4 % (69,1 % — B 2011 r.)
MallMeHTOB, KOTOPBHIM IIPOBOAMJIOCH MCCIEIOBaHUE
B 2018 1., 1 —y 14,0 %, HM OMHOTO TEHETHYECKOTO Bapy-
aHTa He yIajoch BbISIBUTH Y 3,7 % GonbHbIX (B 2011 T.
1 —y 21,4 %, HM O@HOro IATOI€HHOrO0 BapuUaHTa —
v 9,5 %). Bcero B 2018 1. BbIsIBICHO 210 TeHETUYECKMX
BapuaHTOB (B 2011 r. — y 73), 99 U3 HUX — HEOTHOKpAT-
HO [3, 4]. CoBMecTHO C JlabopaTopueil TeHeTUYeCKOi
SIUACMUOJIOTUHN TIPOBOAUTCS M3YIeHUE TCHETHMIECKUX
BapuaHToB TeHa CFTR y mnpencraButenieii pasHBIX
HaluuvoHanbHoCTel [3, 18].

[MocTosTHHO HaKaIJIMBAIOTCS 3HAHUST TI0 M3YYEHUIO
reHeTndeckKnx ocobeHHocTeir MB B Poccuiickoit ®De-
IepallMyd, U3ydyeHbl IMaToreHHble BapuaHThl L138ins
(c.413_415dupTAC, p.Leul38dup), KOMIUIEKCHBIH allienb
S466X-R1070Q (c.[1397C>G; 3209C>A], p.Serd466X;
p.Argl070GIn), E92K (c.274G>A, p.Glu92Lys),
3272—16T>A  (c.3140-16T>A), R334W (c.1000C>T,
p.Arg334Trp), kpynHbie iepectpoiikii CFTRdele12,13del 16,
CFTRdele19-22(17a-19), CFTRdele8(7*), CFTRdele2-
8(2-7*), He omMCaHHBIC B MEXXIyHAPOIHBIX 0a3ax [19—21].
BriepBoie B 2020 r. ommcaHbl T€HETUUYECKHE BapUaHTBI
D579Y (c.1735G>T, p.Asp579Tyr), ¢.831G>A (p.Trp277X),
c.1083G>A (p.Trp361X), ¢.3139G>A (p.Glyl047Ser),
¢.4298A>G (p.Glul433Gly), ¢.3325delA (p.1le1109SerfsX12),
c.451delC (p.GInl51ArgfsX2), ¢.2619+1G>A, ¢.743+2T>A,
c.252T>A (p. Tyr84X), CFTRdele12,13del16, CFTRdele19-
22(17a-19), CFTRdel4-8(4-7); del10-11(9-10).

BHep,peHMe WHHOBALUWOHHbLIX METO40B
nepcoHann3npoBaHHON oUArHOCTUKK
n Tepaniun MmykoBucLuunosa

Ocoboe BHUMaHUE yaessieTcsl QYHKIMOHATIbHBIM METO-
JlaM MCCJIeOBaHUST XJIOPHOTO KaHaja. Briepseie B Poc-
cutickoit @enepanmu ipopeccopom E.N.KoHapaTtseBoii
¢ KoJIuIeTaMU OCBOCH 1 BHEIIPEH B IIPAKTUKY METOJI OIIpe-
JIeJICHUsST pa3HOCTU KUIeuyHbIX ToTeHuuanoB (OPKIT),
TIPY TIOMOIITY KOTOPOTO OTpenesiseTcs: QyHKIIMOHAIbHAasT
AKTUBHOCTb MOHHBIX KQHAJIOB, B T. Y. XJIOPHBIX, HA MEM-
OpaHax AMUTEINATBLHBIX KIETOK PEKTaTbHBIX OMOITATOB,

XpoHuka. UHdopmauus

TTOJIYYCHHBIX OT TMAaIleHTa B OTBET HAa BBEACHHUE CTHMY-
saropoB [16]. O6cienoBanbl 48 desnoBek, y 10 M3 HUX
OIIMOOYHO AUArHOCTUPOBAHHBINM AuarHo3 MB cHT.
Pazpabotanbl pedepeHCHBbIE TpyIbl 300POBBIX N0OPO-
BOJIBIICB U MallMeHTOB ¢ MB ¢ maHKpeaTtnyecKoil Hemo-
crarouyHocTbio. [1pu momoim merona OPKIT onucans
penkue reHeTnyeckue BapuaHThl (¢.831G>A (p. Trp277X),
c.1083G>A (p.Trp361X), c.1735G>T (p.Asp579Tyr)),
paHee He OIMMCaHHBIC B MEXKIYHAPOTHBIX 0a3aX JaHHBIX,
1 BapUaHThI, XapakTepHble 1151 Poccuiickoit Depepaninin
(E92K (¢c.274G>A, p.Glu92Lys), 3272—16T>A (c.3140-
16T>A), R334W (c.1000C>T, p.Arg334Trp) [17]. Ilpu
HCTIOJIb30BaHUU JAHHOTO METOa TTOKa3aHO BOCCTAHOBJIC-
Hue ¢yakiuun CFTR-kaHama y maumeHTOB, IMOJy4alo-
mux TapretHyto Tepanuio CFTR [22]. Cneuumanuctam
oTnefa MPUHAIJIEXKUT TPUOPUTET OIbITa MPUMEHEHUS
CFTR-monyngaropoB B Poccuiickoit Denepaniumn cpean
neteit (uBakacdTop / TesakadTop; aaekcakachTop / MBa-
Ka(Top / Te3akadTop).

B HacTosiee Bpemsi M3ydaeTcsl KOMILIEKCHAasT Mpo-
rpaMMa peaKuxX TeHeTWYecKMX BapuaHToB reHa CFTR
WJIX BapUaHTOB C HEOIpPEeAeICHHBIM KJIaCCOM C MCITOJIb-
30BaHUEM (POPCKOJMHOBOTO TECTa Ha KMIIEYHBIX Opra-
HoOMIax (3aBedyroluii abopaTopueil CTBOJIOBBIX KJle-
ToK — mnpodeccop HA.B.IompamreitH, COTpYOIHUKU —
A.C.Edpemosna, T.b.byxaposa, H.B.bynatenko) u mpo-
Benenne PHK-aHanmuza natTepHOB crualicuHra psjaa
reHetuyeckux BapuaHToB reHa CFTR (3aBenyoomuit
Jnaboparopueit PyHKLMOHAIBHOM T€eHOMUKM — K. 0. H.
M.10.Cko6m10B).

bnaronapst paboTe cOBMECTHO ¢ JJabopaTopueit CTBO-
JnoBeIX KieToK B PT'BHY «Meagnuko-reHeTHIeCKMA
HayuHbI# LeHTp uM. akan. H.I1.boukoBa» co3maH Kpuo-
0aHK KUIIEYHBIX OPTraHOUIOB C PaCIpOCTPaHEHHBIMU
U YHUKQJIbHBIMM TeHeTnyeckumu BapuaHtamu CFTR.
ITonydyeHbl cTaOUIbHBIE KYJIBTYPhl KUILIEUHBIX OPTaHOU -
OB OT 21 mamueHTa ¢ MOATBEPXKICHHBIM THUATHO30M
MYKOBUCIIMIO03, AUArHO30M, TPEOYIOIIUM YTOUYHEHMS,
U TOJ03pEHUEM Ha 3abojieBaHUE. Y KaxkI0oro nmanueHTa
MpoBeJeHbI uccaenoBanus no oueHke Gynkumuu CFTR
u spdextuBHOCTH CFTR-MOIYISITOPOB ¢ MCITOIB30Ba-
HUeM (QOPCKOJIUHOBOIrO Tecta. [lomyuyeHHbIE pe3ybTa-
ThI MOTYT CTaTh OCHOBaHWEM LIS IEPCOHATU3UPOBAHHO-
ro Ha3HAUYEHUS TapreTHOU Tepanuu [22].

W3y4eHne HyTPUTMBHOrO CTaTyca NaLMUeHTOB
C MyKOBMCLMA030M. ONTUMM3ALMA ONETDI,
(hepMeHTHOWN Tepanuu 1 BUTAMMHOTEPaNuu

[lo pesynapTaTam Bblpatomneiics padorsl H.FO.Kammp-
ckoit (1995) nmokazaHa 3(p(peKTUBHOCTbH UCITOJb30BaHUST
BBICOKOAKTUBHBIX MUKPOTPaHYJIUPOBAHHEBIX TTaHKpea-
Tndyeckux GepmeHToB. [lo maHHBIM HCCIEOOBaHUIA,
npoBeAaeHHBIX ¢ 2011 r. 10 HACTOSIIETO BpeMEHHU, MPO-
JNIEMOHCTPUPOBAHO, YTO JETH, OCOOEHHO IOIPOCTKU,
HE ITOCTUTAIOT IIeJIEBBIX KPUTEPHUEB MHIEKCA MAaCCHI Te-
na [3]. HyrpuruBHble HapylieHUs BcTpedaores y 57 %
nereit ¢ MB, ormeyaloTcst Bo3pacTHasi IMHaAMMKa, T€H-
IIepHbBIC PA3TINSI M KPUTHICCKHE TTIEPUOIBI CHIKCHUS
nHAeKca Macchl Tena. [TokasaHo, 9YTO (DYHKIIMS BHEIII-
HETO ObIXaHWSI OTpenessaeTCs B T. 4. HYyTPUTUBHBIM CTa-
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tycoMm [23]. CorpymHukamu otaeiaa MB co3nana u ampo-
OupoBaHa B pse PErMOHAJbHBIX IIEHTPOB IporpaMma
«MOHUTOPUHT HYTPUTHBHOIO CTaTyca, pallliOHa ITATa-
HUS W (PepMEHTHOIN Tepanmnu TIPU MYKOBUCIINIO3C»
(Ne 2016660762) [24]. YcTaHOBIIEHO, YTO Ae(ULIUT SHEP-
reTUYECKOU LIEHHOCTU MaKpPOHYTPUEHTOB, IIpeodiia-
JaHWe IOV JIMITUIOB TIPU YMEHBIICHWM HOJIM OeiiKa
U YIJIEeBOAOB B pallMOHE IMTAaHWSI, HETOCTATOYHAas
3 HEKTUBHOCTh SMIMPUUYECKOTO MeETOoda pacdeTa
MaHKpeaTMHa OKa3bIBalOT HETaTMBHOE BIMUSHME Ha
COCTOSTHHE 3I0pPOBbs MalMeHTOB. I[Ipy BKITOUECHUU
B KOMITJICKCHOE JICUCHUE alTOPUTMa WHIWBUIYaIN3H-
POBAaHHON KOPPEKIIMU AMETHI M 3aMECTUTEIBHOU (ep-
MEHTHOW Tepamnuy YIydlllaroTCsl HYTPUTUBHBIA CTaTyC
" hyHKLMS JeTKuX [25, 26].

B 3 poccuiickux perrnoHax usyyajaach Ipoodiema
nedulMTa U HEAOCTATOYHOCTH BUTaMuHa D mpu MB.
ITokazaHo, yto mpu MB nedunur Butamuna D o0ycioB-
JIH KaK 3K30TeHHBIMH (pakTopamMu (MECTO IPOXHMBa-
HUS, BpeMs ToIa, BO3pacT, IOJI, Tepamus), TaK 1 TeHe-
TUYeCKUMU (mojuMopdHbIMY BapuantaMu (¢.1206T>C
(A>G), ¢c.152T>C n c.1174+283G>A) rena VDR) [27, 28].

U3yyeHne MMKpobMONOrMYecKoro cTaTyca naunueHToB
C MyKOBMCLIMA030M U NOAGOP PaLMOHaNbHOM
aHTUDaKTepuanbHoM Tepanum

[Mponomkaercst paboTa 1Mo U3y4eHUI0 MUKPOOMOJIOTYE-
CKOIf XapaKTepPUCTUKHU ITATOTEHOB ABIXaTeJIbHOTO TPaKTa
COBMECTHO C COTPYIHMKAMM OTIeJa HO30KOMMAIbHBIX
nHpekmit DegepaaTbHOro rocyIapCTBEHHOTO OIOMXKET-
HOTO yupexneHuss «HaumoHaabHBIN HCCIenoBaTesb-
CKMi1 ILIEHTP SIUIACMHUOJOTMU U MHUKPOOHMOJOTHU HM-
eHn mnodetHoro akamemuka H.D.Tamanen» (PI'BY
«HaumoHanbpHBIN WCCIENOBATEILCKUN IIEHTP 3IH-
neMuonoruu u Mukpoouosorun um. H.D.Tamanen»)
(mpodeccop M.A.IllarmnastH, M.IO.YepHyxa), HauyaTas
npodeccopom H.M.KanpaHoBeiM. BrepBble M3yueHBI
poccuiickue reHoTunbl Burkholderia cepacia complex,
Pseudomonas aeruginosa n Staphylococcus aureus. Tlpn
5TOM TOKa3aHO, YTO MX IIEPCHCTCHIIMS CBsS3aHA KakK
C BHYTPpUOOJbHUYHBIM 3apakeHNEM, TaK 1 C TIEPCUCTEH-
ueil B okpyxatoieit cpene [29, 30]. Hauatsl uccneno-
BaHWUSI MUKPOOMOTHI OBIXaTeJIbHOTO TPaKTa METOTAMU
CeKBeHMpOBaHHUs (1abopaTopus aHaiaM3a TEHOMOB
DI'bY «HaumoHanbHBINA MCCAEAOBATEILCKUI LIEHTP
BMUIEMHUOJIOTUN U MUKpoouroorun um. H.MD.Tamanen»
3aBeaytonias Jjadboparopueii — K. 0. H. O.JI.Boponuna) [31].

B 2016 r. cosmana «IIporpamma st KOHTPOJIS
MMKPOOHOJIOTUYECKOro Meii3axa IbIXaTeJIbHbIX ITyTel
OOJILHBIX MYKOBUCIIMI030M B Poccuiickoit @eneparum
U 9YBCTBUTCIIBHOCTU K aHTUOAKTEPUAIbHBIM IIperiapa-
tam» (Ne 2018660899). Brnepsoie B Poccuiickoit ®e-
JIepalliyd TIPOBeAeH MOHUTOPUHI BMIOBOIO COCTaBa
MUKPOGDIIOPHI ABIXaTeIBHOTO TpaKTa M PE3UCTEHTHOCTH
K aHTUOaKTepuaJdbHBIM Ipenaparam y O6ojabpHbIX MB
(9 774 obpasua u 16 703 mWTaMMOB MUKPOOPTAaHU3MOB)
3a mepuoansl HaomwomeHus 2000—2015 rr. (C.B.Iloau-

kapnoBa, E.M.Konnmpareesa) [32] u 2015—2019 rr.
(A.JO.Boponkosa, M.}KO.YepHyxa).

tDapmaKoreHemxa N KUHEeTUKa
aHTMGaKTepMaﬂbeIX npenaparoB

H3zyyaercs BnausiHue moiauMopdusmMa reHoB 1-il u 2-it
daspl 6GuoTpaHchopma KCEHOOMOTUKOB Ha 2(dek-
TUBHOCTh aHTUOAKTepUATbHON TEpallMi U PUCK Pa3BU-
TSI HeXeJlaTeIbHbIX TTOOOYHBIX peakiuii y aerteit ¢ MB
[33]. Tlo pesyabratam ucclegOBaHUSI TMOKa3aHO, 4YTO
WHIWBUAYATbHBIE PA3INIUS B TIpolieccax ouorpaHcgop-
Maly y TalueHTOoB ¢ MB ompenensioT CKIIOHHOCTb
K TpaMOTpULIATEAbHON MHMEKLUKN y OBICTPHIX MeTabo-
JIN3aTOPOB, YTO OKAa3bIBaeT CYIIECTBEHHOE BIMSIHUE Ha
(byHKIIMIO JIETKMX, 9aCTOTY OpPOHXOJIETOYHBIX 00OCTpe-
HUI, TIpU KOTOPBIX TPEOYEeTCSX IPOBEACHUE BHYTPU-
BeHHOI aHTHOakTepuajabHOil Teparmuu [33]. MU3yyeHbI
0COOEHHOCTH (DapMaKOKMHETUKHU TIpernapaToB (IIMITPO-
droxcanuH — 1ipu P. aeruginosa, aMOKCULIVUIIAH / KJa-
ByJIaHOBasl KUcJIoTa — Tipu S. aureus). IlokazaHbI BO3-
pacTHbIe 0COOEHHOCTU (PApMaKOKMHETUKH, 3aBUCUMOCTD
oT Buga Mmetabonusatopa [33, 34]. JlaHHbIe pe3ybTa-
Thl OTMEYEHBI TMEPBBIMU TIpeMUsiMU Ha 41-M u 42-Mm
EBpomneiickom koHrpecce mo MB.

XpoHuyeckoe BocnaneHue Npyu MyKoBUCLMAO03e

B Hactosmee Bpemst paboTa 10 M3YYCHHMIO XPOHMYEC-
Koro BocrajieHus ipu MB (LIMTOKMHBI, MeTaJlJIoNpo-
teuHasbl, BkK/IHK, JIHKa3a), acddexkTuBHOCTM M O€3-
OIMaCHOCTU TIPOTUBOBOCIIAJIMTEILHBIX CPEINCTB TIpU
XPOHMYECKON WH(EKINN BEACTCSI COBMECTHO C JI1abo-
patopueii MonekyasspHoii ouonoruu (a. 6. H. C.B.Koc-
TIoK) [35]. B 2020 r. craproBano uccienoBanue «Ms3-
MEHEHMSI KOMIIJIeKCa PHOOCOMHEIX TEHOB 4YeJIOBeKa
B IIPOIIeCCEe YCKOPEHHOTO CTapeHus Ha TIpuMepe MB».

OpraHu3auma MeguLMHCKON NOMOLLM NaLMeHTam
C MyKOBUCLIMA030M

O1neHka (hapMaKoOJOTrMYECKUX U DKOHOMUYECKMX 3aTpaT
npu MB B Poccuiickoit @enepanru Havaiach B 2005—
2006 rr. MccnemoBaHusT MPOIOIKIINCH C YI€TOM HOBBIX
cTaHAapToB Tepanuu u peadmmranun. B 2020 r. mpoBe-
JIieHa pabota 1Mo (OpMHUPOBAHUIO MOJEJEH MallMeHTOB
U OMpeAesIeHUIO 3aTpaT Ha MeIMKaMEHTO3HYIO Tepa-
IMIO0 ¥ HYTPUTUBHYIO TTOAIEPKKY meTssM ¢ MB, Ha ocHO-
Be KOTOpPOii pa3paboTaHbl METOOUYECKME PEKOMEHa-
uun «MoJean CTOMMOCTH Tepalud MYKOBMCIIMI03a
B deTckoMm Boapacte» (mon pen. E.M.KonmpatbeBoii,
E.T.®ypmana, B.C.Iampunoit, 2020).

OneIT pabOThl OTHENIEHUSI 10Ka3aj, 4YTO JieueHHUe
B aMOyJIaTOPHBIX YCJIOBMSIX MMEET IICUXOJOTUYECKUE,
MEIUIIMHCKUE MPEUMYIIeCTBAa U SKOHOMUYECKUIT 2¢-
dext?. B 2019 r. coTpynHMKaMu OTesIa UHULIMMPOBAHO
MHOTOLIEHTPOBOE UCCIIEAOBaHUE C IIPOBEAEHUEM XPOHO-
MeTpaxa pabo4yero BpeMeHU Bpaueli-CIielInaJCTOB IIpU

3 BnuctuHoBa 3.A. KiinmHNYecKoe 3HaYeHKE CTAlIMOHAPO3aMEIIAIONINX TEXHOIOTHIA ITPH JISYEHNH PeaOUIUTALINN ¥ MEINKO-COLIMAIbHON agar-
TaluK OOJIbHBIX MYKOBUCIIUA030M: JIUCC. ... KaHI. Med. Hayk. M., 2002.
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XpoHuka. UHdopmauus

PucyHok. CoTpyIHUKN Hay4YHO-KIMHUYECKOro oTaena Mykosuciuaoza OIBHY«Mennko-reHeTudeckuit HayqHbIN HEHTP MUMEHU aKaleMUKa
H.I1.BoukoBa» (2019): Ha mepBoM IuUlaHe (clieBa HampaBo) — MeHemkep Perucrpa G0JbHBIX MyKoBHCIMIO30M Poccuiickoit demeparnu
M.A.CraprHOBa; pyKOBOAMTENb HAYYHO-KIMHIYECKOTO oTaenaa MykoBucinno3a @PIBHY «Mennko-reHeTnueckuii HayqHbIi IIEHTP UMEHH aKa-
nemuka H.IT.BoukoBa» (1990—2015) H.M.KanpaHoB; pyKOBOAMTENIb HAYYHO-KJIMHUYeCcKOro otaesia Mykosuciunoza PIBHY «MI'HILI um. akan.
H.I1.boukoBa» ¢ 2015 r. mo Hactosiee Bpemst E.W.KonapartseBa; Benymne Hayunsle cotpynHuku A.}O.Boponkosa, B./l.11lepmaH; Ha Bropom
maaHe (cieBa HarpaBo) — HayuyHble cotpynHuku E.K.Kekaiite, T.KO.MakcumbrueBa, FO.JI.MenbsiHOBCKasi, cTapiiyie HaydyHbIe COTPYIHUKH
C.A.Kpacosckuii, A.D.30np0uHoBa, B.C.HukoHoBa

Figure. Employees of the Research and Clinical Department of Cystic Fibrosis of the Academician N.P.Bochkov Federal Medical Genetic
Academic Center (2019): in the foreground (from left to right) — Manager of the Russian Cystic Fibrosis Registry M.A.Starinova; Head of the
Scientific-clinical Department of Cystic Fibrosis of FSBSI named after Academician N.P.Bochkov (1990 — 2015) N.I.Kapranov; Head of the
Scientific-clinical Department of Cystic Fibrosis of FSBSI named after Academician N.P.Bochkov; From 2015 to present E.I. Kondratyeva; Leading
researchers A.Yu. Voronkova, V.D. Sherman; in the background, from left to right — research assistants E.K.Zhekaite, T.Yu.Maksimycheva,

Yu.L.Mel'yanovskaya, senior researchers S.A.Krasovskii, A.E.Zod'binova, V.S.Nikonova

KOHCYJIFTUPOBAaHUM MalleHTOB ¢ MB B aMOyaTOpHBIX
YCJIOBUSIX COBMECTHO C COTPYAHMKAMU OTIEJIEHUST HOP-
MUPOBaHUS Tpylda MEIUIIMHCKUX paboTHMKOB De-
JIEPAILHOTO TOCYIapCTBEHHOIO OIOJKETHOTO Y4YpeXk-
neHnst «lleHTpaJdbHBIM HayYHO-MCCICIOBATEIbCKUMA
WHCTUTYT OpraHU3alluM U WHMOpMaTU3aALMUU 3APaBO-
oxpaHeHUsl» MuHHUCTepcTBa 3ApaBooxpaHeHus Poc-
cuiickoit @enepauuu (3aBenmylomas — Mmpodeccop
M.A.MBaHoBa). binaromapst moaydeHHBIM pe3yJbTaTaM
pa3pabaTbhIBalOTCsS] HOPMAaTHBHbBIE NTOKYMEHTHI, perjia-
MEHTHUpYIOIIMEe paboTy Bpaueli-CcrnenaJucToB MpU OKa-
3aHUU aMOYJIaTOPHOI TTIOMOIIN TTAITUEHTaM.

3a mepron paboTHl HAyYHO-KIMHUYECKOTO OTHelia
MYKOBMCLIMA03a 3allUIIeHbI 22 KaHaunatckue u 10 moxk-
TOPCKUX MUCCEPTALIMA, MTOATOTOBIeHBI 10 MOHOTpadmi,
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