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Pe3rome. MyKOBHCHIUAO3 3TO IIHPOKO PACIPOCTPAHEHHOE TEHETHUYECKH OOYyCIOBICHHOE
3aboseBaHue BO BceM Mmupe. CymecTBYIOT perHOHaIbHBIE OTJIMYUS CPEed MAaIlMEeHTOB, 00OYCIIOBICHHBIE
pacrpoCTpaHEHHOCTHIO ONPENIEIICHHBIX TeHETUUYECKUX BapUaHTOB 3a00JIeBaHUs, OpraHU3aIMel OKa3aHus
MEIULIMHCKOW TOMOIIM ¥ BO3MOXHOCTSIMH JHAarHOCTUYECKHX MEPONPUATHH ¥  JOCTYIHOCTBIO
JIEKApPCTBEHHOW TEpaIuu.

KuroueBsble cioBa: mykoBucuuno3, CFTR, peructp, euenue.

Resume. Cystic fibrosis is a common genetic disorder worldwide. There are regional differences
among patients due to the prevalence of certain genetic variants of the disease, the organization of
medical care, the possibilities of diagnostic measures, and the availability of drug therapy.

Keywords: cystic fibrosis, CFTR, registry, treatment.

AKTyaJbHOCTb. MyKOBUCIIUI03 (KUCTO3HBIM (Pubpo3) — 3TO ayTOCOMHO-
pelLecCCUBHOE HACEICTBEHHOE 3a00IeBaHNE, XapaKTepU3yoIIeecss HapyleHueM QyHKIUH
BCEX 3K30KPHUHHBIX JKE€JI€3 U, KAK CIEICTBUE, MOPAKCHUEM KU3HEHHO Ba)KHBIX OPTAHOB U
CHUCTEM, M3 KOTOPBIX OINpPEICISIONIYI0 pOJb B PAa3BUTUM PAaHHEH WHBAIUAU3ALUWAHN U
JETaJbHOCTH WrpaloT MOpa)XEHUs OpraHoB JAbIXaHus W mnuiieBapeHus. [lo naHHBIM
PecnyOinkaHCKOro LEHTpa JETCKOM MYyJbMOHOJIOTMM U MyKoBucuuao3a 3a 2023 rons
Hallel cTpaHe npoxuBaet 152 pedbeHka ¢ MyKOBUCIIUIO30M.

Heab: npoaHain3upoBaTh 0OCOOEHHOCTH MYKOBHCLMI03a y AeTell B PecrmyOinke
benapycsk (nanee — Pb) B cOBpeMEeHHBIX YCITOBUSX.

3agaum:

1. IIpoBecTn aHaIN3 FEHETUYECKUX, AHTPOTOMETPUUECKUX, MUKPOOHOIOTUUECKUX,
KIIMHUYECKUX JAHHBIX U MPOBOJMMON TepaNuu y JeTel ¢ MyKOBUCIIU1030M B Pb.

2. IlpoBecTn CpaBHUTEIbHBIM aHaIN3 JaHHBIX B Pb co cpemHnmu MupoBBIMH
MOKa3aTesMHU.

Marepuanasl u Meroabl. Paborta mnpeacTtaBisier co00OM aHamu3 JIaHHBIX
peCIyOIMKaHCKOTO PErucTpa JIeTe ¢ MyKOBUCIIUI030M. B nccrienoBanue BkiroueHo 152
pebeHKa ¢ yCTaHOBJIEHHBIM JJUAarH030M MyKoBHUCIU03 Ha 31 nexabps 2023 roga. B padore
Takke ObuT ucnonbzoBan «Peructp EBpomneiickoro O6mectBa Kuctoznoro @ubdposa 2023
rona» (nanee — PEOK®-2023).

Pe3yabTartsl u ux oocyxaenue. B Pb na 2023 ron 3apeructpupoBano 152 peGenka
¢ MyKoBUCHMA030M. CpegHuil BO3pacT YCTAHOBJICHMS AWarHos3a coctasiisieT 1,6 Jer.
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MenuaHna ycraHoBieHHs guarnosa cocrtasuina 0,3 roga. ns cpaBHenus B Poccuu cpennuit
BO3pacCT yCTaHOBIICHUS nuarHo3a paseH 0,9, B Ykpaune -2, B Jlutse -3,2, B JlarBun-0,8, B
[Tonpme -0,7 (puc. 1).
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Puc. 1 — Cpenuuii Bo3pacT ycTaHoBieHus nuarnosa B Pb u crpanax OmmwkHero 3apy6exbs (Poccus,
JlaTBus, JIutea, [lonbma, Ykpanna)

Oxsar uccnegoBanuss JIHK nHa pacnpoctpanennsie myrtamuu reHa CFTR B Pb
coctaBun 100%. 22,1% wmytanuii B reHe CFTR ocranuce He BbIsABIEHHBIMHU, B 53,5%
CJIyyaeB BbISIBIICHBI ObUIM 00€ MyTainuu, B 24,5% ciiy4aeB - TOJIbKO ojHa myTtanus. [Ipu
BBISIBJICHUU OJIHOTO MATOT€HHOT'O BapyaHTa WM OTCYTCTBUU PACIPOCTPAHEHHBIX MyTaIluH,
KOTOPBIE BXOJSIT B TUAarHOCTUYECKYIO TMaHElb, JalbHEUIIass JUarHoOCTUKA MPOBOJUTCS 3a
CYeT COOCTBEHHBIX CPEACTB ManueHTa (poautenei). B cTpanax OnuxHero 3apyOexbs
MIPOIICHT HE BHISBJICHHBIX MyTalluii MeHblle, ueM B Pb. D10 cBsA3aH0 ¢ pa3HbIMU oAX0AaMU
Y ATAMTHOCTHIO TOMCKA MYTAaIlUil.

Haubonee pacnpocrpanennoit myrauueit rena CFTRB Pb sBaserca F508del. Ee

amenbHas yactota coctaBisieT 50,6%. Pexe BcTpeuarommecs Bapuantel: CFTRdele2,3 —
8,7 %, 2184insA- 7,1%, N1303K — 3,2 %, W1282X- 1,3%, G542X — 0,6%.

320%_ 1:30% __0,60%  gF508del

7,10%
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Jduarp. 1 — AnnenpHas 4yacToTa MyTallMi y MallMEHTOB I€TCKOro Bo3pacta B Pb

B Pb 17% neBouek u 21% ManbuukoBB Bo3pacte 2-17 JIeT ¢ MOATBEPKICHHBIM
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JMAarHO30M MYKOBHUCLHJIO3 HMMEIOT JOePUIUT Macchl Tela (MHIEKC CTaHJIapTHOTO
OTKJIOHEeHUs 110 Z-score< - 2.0). Jlnanazon nokazareins Z-score y nereii Pb B Bo3pacte 25
net cocrasisier -1.0 + 0.7, B Bo3pacte 6—11 ner -1.8 + 0.0, B Bo3pacte 12—-17 ner -1.7 +0.1.
B ctpanax EBporibl mpoiieHT AeBOYEK B Bo3pacTe OT 2 10 17 jeT ¢ neuuuToM Macchl Tea
coctaBisieT 5%, ManbunukoB — 7%.

B pabote Obln OlleHEH MUKPOOMOIOTHYECKUN MPOo(Uiib peCIupaTOPHOrO TpaKTa B
PB. HaGnronaercs mpeobnaganne XpoHUYecko cTaduiioKOKKoBbIA uHbekuu (61%) u
cuHernoino nndexunu (33%). Xponnueckoe HHGUIIMPOBAHUE JPYTUMU BO3OYAUTEISIMU
BcTpedaeTcs pexe: Burkholderiacepaciacomplex-4,5%, Haemophilusinfluenzae-9%,
Achromobacterspecies— 8%.

Jns cpaBHeHusT B TaOiulle NPEACTaBIEHBI IMOKAa3aTe MHUKPOOHOIOTHYECKOTO
npoduns y OOJIbHBIX MyKOBUCHHA030M B Poccuiickoit ®eneparuu (nanee — POD).
IIpouenTubie mokazatenu BbIceBOB Achromobacterspecies, Haemophilusinfluenzaeun
Burkholderiacepaciacomplex B PO Brinie, uem B Pb (Tabmn. 1).

Ta6a. 1. Mukpobuonorndeckuii Ipopuiib peCIMpaTOPHOTO TpakTa OOJIBHBIX MYKOBUCIHI030M B Pb u

PO
IIaToreHHbIN YacroTa BbiceBa B Pb YactoTa BbiceBa B PO
MHKPOOPTaHU3M
St.aureus 61% 58%
Ps.aeruginosa 33% 29%
H.influenzae 9% 16%
Achr. species 8% 11%
B. cepaciacomplex 4,5% 7%

B Pb nokazatens o6beMa opcupoBaHHOro Bbioxa 3a 1 cexkynay (nanee — ODB1)
HaxoauTcsa B auama3oHe 60-89%, meanana 80%. B P®D moxkazarens O®B1 maxogurcs B
nuamna3zoHe 79-105%, menuana 85%.

Bce nanuenTsl B Pb nonmy4daroT KOMIUIEKCHYO 0a3UCHYIO TEpANuio BHE 3aBUCUMOCTH
oT BbIsABICHHbIX MyTamui reHa CFTR. IlpemapaTel ypcoae30KCHXOJIEBOM KHCIOTHI
ucnone3yrorcsa B 80% ciydaeB, B cpelHEM B MHUpE JaHHBIM IOKa3areynbcocTasiseT 31%.
JInst exeHEeBHBIX MHTANAINN Ha MPOTSXKEHUM BCEHM KU3HU MallMeHTaMU HCIOJIb3YEeTCs
M30TOHUYECKUN U THIIEPTOHUYECKHAN pacTBOPHI HaTpus xjaopuaa. B Pb mamments! geTckoro
BO3pacTa UCHoJb3YyI0T 3,5% u 7% pacTtBopbl HATpUs XJiopuaa B 77% ciiydaes (B cpeHEM B
mupe — 58%). Wcnonp3oBaHue il MHTAISLIUOHHONW TEpanuu TIIOKOKOPTUKOCTEPOUJIOB
HeoOxoguMo 35%  mamMeHToB  JIETCKOro Bo3pacta (B CpeaHEM B MHpPE —
19%),0ponxonunaratopoB — 33% (B cpeanem B Mmupe —51%), aHTHOAKTEepHATBHBIX
npenapatoB — 29% (B cpennem B mupe —19%).C MyKOTUTHYECKON NENbIONAIUEHTHI
ucnons3yoT JJHK-a3y B 27% cnyuaeB (B cpeaneMm B mMupe —57%).Ilpu xpoHuueckom

1979



VYIK [61+615.1] (06) Axmyanvuvie npobremvl cogpemeHHou meduyunsl u gapmayuu - 2025
BBK 5+52.81 BEI'MY, Munck (07.05)
A43

ISBN 978-985-21-1865-1

MHQUIMPOBAHUM  JbIXaTENbHBIX IMyTed NATOT€HHOWM MHKPOQIOpON Ha3HAYAIOTCS
aHTHOaKTepHalbHbIE MTPEnapaThl IPYIIbl MAKpOIUAOB B 23% ciyudaeB (B CpelHEM B MUPE
—11%). Tsoxenoe TeueHue 3aboneBaHusl TpeOyeT IUTENHHOTO MPUMEHEHHS OpalbHBIX
ctepousioB B 3,5% ciyuaeB (B cpenHeM B mupe —2%).

B cpenmnem B Mupe TMOKazaTeld 4YacTOThl TMPUMEHEHHUS Pa3JIMYHBIX BHUOB
JIEKapCTBEHHON Teparuu COCTABJISIOT: ISl MPENapaToB YPCOAC30KCUXOIEBOU KUCIOTHI —
31%, niisi TUIEPTOHUYECKUX PACTBOPOB HaTpus xjopuna — 58%, sl MHTAISALUOHHON
Tepanuu TIIOKOKOpTUKOCTepouaamu — 19%, s OponxoaunsratopoB — 51%,
aHTuOaKkTepuanbHbIX mpemnapatoB — 19%, JHK-aza — 57%, anTuOakTepualibHBIX
npenapaToB rpynmnsl MakpoauaoB 11%, opanpHbIX cTeponsioB — 2%.

B crpanax EBponsl u CIIA Ha npotsbkeHun nociaeaHux 10 JeT aKTUBHO
ucnonszyercs (y 80% mDanMeHTOB JAETCKOrO0 BO3pacTa)laTOreHETHYEeCKas Tepamus
KOppPEKTOpaMHU U MOTEHIIMAaTOpamMu  pabOThl  XJIOPHBIX  KaHaloB  (TapreTHas
Teparnusi),koTopbie B Pecniybnuke benapych Ha JaHHBI MOMEHT HE 3apErUCTPUPOBAHBI.

TapreTHas Tepanus '

Ypcoge3okcuxonesasa KMCa0Ta ]

MneptoHuyeckuit NaCl ]

WHranAuMoHHble cTeponabl —————1 ) |:| PE
BpoHxoaunaTaTopbl ] '
AHTUBUOTUKMN UranALUMOHHblE — 1 ) |:| Mup
[OHK-a3a I
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Puc. 2 — Yacrora npuMeHEHMs! pa3IudHbIX BUJOB JIEKapCcTBEHHOU Tepanuu B Pb u B Mupe

BobiBOaBI:

1. B Pb naubonee yactoir myrauueit rea CFTR sBusercs F508del n nabmrongaercs
BBICOKMI mMpoleHT HeBbisiBIeHHbIX MyTanuii reHaCFTR  (22,1%), uro sBisieTcs
ocHOBaHueM i pacmmpenns nanenu JJHK-uccnenoBanus.

2. Cpeanuid BO3pacT yCTaHOBJIEHHsS auarHos3a 1,6 mer, a meamana—0,3 roma, 4To
conoctaBuMoO ¢ TaHHbIMUA «PEOK®-2023)».

3. B Pb HaGmnrogaeTcs 6osiee BBICOKHM IPOLIEHT J€TEN ¢ MyKOBUCIIUA030M, HMEIOLIUX
nedunut maccol Tena (19%), B cpaBHeHuu co ctpanamu EBporsl (6%).

4. Brices Achromobacterspecies, Haemophilusinfluenzae u
Burkholderiacepaciacomplex u3 npixatensHbix myTedt B Pb BcTpeuaercs pexe, uem B PO,
YTO MOKET CBUETEIbCTBOBATH O JIYUIIEM COOJIIOIEHUH CAHUTAPHO-3UAEMHOIOTUYECKOTO
peXHMMa KaK B CTALIMOHAPHBIX, TaK U B JOMAIIHUX yCIOBUSX.

5. Ilokazarenmn O®B1 y nmanueHToB ¢ MykoBucHH1030M B Pb H1ke,uem B PO.

6. BbIsSIBIIEHHBIE 3MTUEMUOIIOIMYECKUE OCOOEHHOCTH MYyKOBUCLHI03a Yy AeTei B Pb
YKa3bIBalOT Ha HEOOXOJMMOCTh HPHUHATHS YIPABICHUYECKUX PpEUIEHUH B BOIPOCAX
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