Kum C.C. u dp. TeHorunuueckue u GeHOTUITMYESCKHE XapaKTePUCTUKK B3POCIbIX MalneHToB ¢ MB B Pecniyonke Kaszaxcran

https://doi.org/10.18093/0869-0189-2026-36-2-208-216 ‘ M) Check for updates

[eHOTMNKUYECKMe N (PeHOTMNUYECKNE XapaKTePUCTUKH
B3POCNbIX NaLMEHTOB C MyKOBMCLMAO30M B Pecnybnuke

KasaxcraH
C.C.Kum', H.10.Myxamosa', E.JI. Ameauna®? >, bI.XK.Kenxcebaesa’, A.C.Pamanxys’

! Hekommepyeckoe aiuonepHoe o0imectso «Memumunckuii ynusepeuter Actana» Mumucrepcrsa 3apaooxpanenus Pecnyomuku Kazaxcran: 010000, Pecnyomika
Kasaxcran, Actana, yn. beiiourummk, 49A

' QenepanbHoe rocynapcTBennoe Oioketroe yupexenue «Hayuno-nccne0BaTebCKuii HHCTHTYT myibMoHo0rH» DeneparbHOro MemKo-0HOI0rIecKoro
arenrctsa Poccimiy: 115682, Pocens, Mocksa, OpexoBbiii Oy:bBap, 28

3 TocynapcTeHHOe KOMMYHATbHOE NPENpHATHE HA NPaBe X034iiCTBEHHOT0 Beenns «MHoronpouibHas ropoxckas 0ombauma No 1» akiMaTa roposa ACTaHbL:
010000, Pecmyomixa Kazaxcran, Acrana, mpocnekt Paxmvxana Komkapoaesa, 66

Pesome

Myxkosuciuno3 (MB) — HacnencTBeHHOe MYJIBTUCUCTEMHOE 3a00JieBaHUE, XapaKTepU3yeMoe MPOrPeCCUPYIONINM TOPaKeHUEeM JbIXaTeIbHOM
U nuiueBapuTesabHoii cucteM. B Pecriyonuke Kasaxcran maHHble 0 B3pocibIX MauueHTax ¢ MB orpaHuyeHsbl, a B OTCYTCTBME HALMOHATIBHOTO
perucTpa CUCTeMHas OLIeHKa KIMHUKO-(DYHKIMOHATBHBIX XapaKTepUCTUK ITOM KOTOPTHI 3aTpyaHeHa. Llemblo uccnenoBaHus sBASIIOCH MPe-
CTaBJICHUE TEHOTUITMYECKNX U (HEHOTUITMYECKUX OCOOEHHOCTel B3pochbix manueHToB ¢ MB B Kaszaxcrane. Matepuainl W MeTOIbI.
[MpoananusupoBaHbl JaHHbIE B3pocibiX (18 et u crapiue) mauueHToB (1 = 29) ¢ MOATBEPXKACHHBIM AMarHo30M MB 13 pa3nuuHbIX PernoHOB
Kazaxcrana 3a 2024 r. O1ieHMBaIUCh KIMHUYECKUE, AHTPOITIOMETpUIeCcKe, DYHKIIMOHAIbHbIE, Ta00paTOPHbIE, MUKPOOUOIOTUIECKIE U MOJIe-
KYJISIPHO-TEHETUYECKKe MapaMeTpbl B COOTBETCTBUU C IMpoTokoiaMu EBpomeiickoro perucrtpa 00nbHbIX MyKoBucLuro3oM (European Cystic
Fibrosis Society Patient Registry — ECFSPR). Pesynbrarel. CpenHuii Bo3pacT MauMeHToOB cocTaBui 23,3 rona, MearaHa Bo3pacta YCTaHOBISHUS
nuarHosa — 9 jiet. MiHmeke Maccehl Tesia ObLT HUKe 1esieBbIX 3HavyeHuii (19,17 kr / M?). DK30KpMHHAs MaHKpeaTHyecKas HeTOCTATOYHOCTD BhISIB-
neHa 'y 80 % maumeHToB ((bekaabHas MaHKpeaTndyeckas aacrasa-1 < 200 MKT / T), IPEeMMYILIECTBEHHO Y JIUII C «TspKeabiMu» reHotunamu CFTR.
Mytauust F508del BoisiBiieHa B 45 % amnencit. Y 72,4 % nalMeHTOB OIpeIe/IeHbl «TsKeble» TeHOTUIIbI, aCCOLMUPOBAHHBIE ¢ OoJice paHHEe
NIMAaTHOCTUKOM, HU3KMMHU MOKa3aTesSIMA aHKPeaTUuecKoi GyHKLMK U BBICOKMMU YPOBHSIMU XJI0pUA0B noTa. CpeaHee 3HaueHUe oobema hop-
CMPOBaHHOTO BbIIOXA 32 1-10 cekyHjty coctaBuiio 60,7 % . npu 3ToM y 35,8 % MalMeHTOB OTMeyYanach TsKesas WK OYeHb TsKesast OGPOHXM-
ajibHast 00cTpyKImst. XpoHndeckast uHbekmst Pseudomonas aeruginosa BoisiBiieHa y 69 % narmenroB. Havano tepanu CFTR-Monystopamu
y OOJIBIIMHCTBA OO0JIBHBIX COMTPOBOXKIATOCH CHUKEHUEM YaCTOThI 00OCTPEHU 1 TOTPEOHOCTU BO BHYTPUBEHHOW aHTUOAKTEpUAIbLHON Teparuu.
3akimouenue. B3pocibie nanmentsl ¢ MB B Ka3axcTaHe XxapakTepu3yloTcst O3IHEN JMarHOCTUKOM, CHUXKEHUEM HYTPUTUBHOTO CTaTyca U pecrim-
paTopHOI (DYHKIIMH, a TAaKKe BBICOKOI yacToToil oboctpeHunii. MHTerpatms naHHbix B ECFSPR siBisieTcst KJIIOYEBBbIM 111aroM K Pa3BUTHIO CHC-
TEMHOIi TOMOIIIM 1 onTuMu3anuu tepanuu MB B Kazaxcrane.

KmoueBbie cioBa: mykoBucimno3, CFTR, renorurn, ¢gpenorumn, moaynstopsl, EBporneiickuii peructp 6oabHbIX MykKoBucinao3oM (ECFSPR),
KaszaxcraH.
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Abstract

Cystic fibrosis (CF) is a hereditary multisystem disorder characterized by progressive damage to the respiratory and gastrointestinal systems. Data
on adult patients with CF are limited in the Republic of Kazakhstan (RK), and the lack of a national registry makes it difficult to evaluate the clinical
and functional characteristics of this population. The aim was to present the genotypic and phenotypic characteristics of adult patients with CF in
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the RK. Methods. Data from 29 adult patients (18 years and older) with a confirmed diagnosis of CF from various regions of the RK for 2024 were
analyzed. Clinical, anthropometric, functional, laboratory, microbiological, and molecular genetic parameters were assessed according to European
Cystic Fibrosis Society Patient Registry (ECFSPR) protocols. Results. The mean age of patients was 23.3 years, and the median age at diagnosis was
9 years. BMI was below the target values (19.17 kg/m?). Exocrine pancreatic insufficiency was detected in 80% of patients (fecal elastase < 200 ug/g),
predominantly in those with “severe” CFTR genotypes. The F508del mutation was detected in 45% of alleles. “Severe” genotypes, associated with
earlier diagnosis, low pancreatic function, and high sweat chloride levels, were identified in 72.4% of patients. The mean FEV, value was 60.7%
predicted, with 35.8% of patients experiencing severe or very severe airflow obstruction. Chronic Pseudomonas aeruginosa infection was detected in
69% of patients. Initiation of CFTR modulator therapy was associated with a reduction in the exacerbation frequency and the need for intravenous
antibiotic therapy in most patients. Conclusion. Adult patients with CF in Kazakhstan are characterized by late diagnosis, decreased nutritional status
and respiratory function, and a high rate of exacerbations. Data integration into the ECFSPR is a key step toward developing systemic care and
optimizing CF therapy in the country.

Key words: cystic fibrosis, CFTR, genotype, phenotype, modulators, European Cystic Fibrosis Society Patient Registry (ECFSPR), Kazakhstan.
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MyxkoBucuuno3 (MB) — 3To MoHOTeHHOE 3a00JIeBaHNE,
00YCJIOBJICHHOE MAaTOTeHHbIMY TeHEeTUYeCKUMU BapUaH-
tamu reHa CFTR u xapakTepu3yeMoe MPorpecCupyonmum
MMOpakeHNEM MHOTUX OPTaHOB U CUCTEM, B IIEPBYIO OUe-
peab — TSKEJIOUW MaTOJIOTUEN peCHIUMpPaTOPHOTO TPaKTa
Y CHCTeMBbI TUIleBapeHus. B mocaenHue roasl B cTpaHax
3anagHoit EBponibl u CeBepHOIl AMEpUKU MPOU301IES
dyHIaMeHTaTBHBIN ITPOPHIB B IUATHOCTUKE U JICUCHUN
MB, npeBpaTUBILINI 3TO HEKOTAA CMEPTEJIbHOE I€TCKOE
3a00JIeBaHUE B YIIPaBIsSIEMOE XPOHUYECKOE COCTOSIHUE
B3pociibiX. OMHUM U3 pelarolnX (pakTOpoB 3TOrO ycrexa
CTaJI0 MHOTOJIETHEE BeJIcHIE HAlIMOHAIBHBIX U EBporteii-
CKOTO perucrpa 00JbHBIX MYKOBUCIIUI030M (European
Cystic Fibrosis Society Patient Registry — ECFSPR) [1].
HakoruieHHbIe 3a AeCATUIETUST JaHHbIE MO3BOJIUIIN CIIe-
IMaJINCTaM CUCTEeMaTU3UPOBATh CTAaHIAPTHI TepaIlnu,
aIeKBAaTHO OLEHUTDH 3((HEKTUBHOCTh HOBBIX METOIOB
JIEYEHUST U OOBEKTUBHO OLIEHUBATh PUCKU OCTOXKHEHUI.

B Hacrosiee Bpemst Pecniyoninka Kaszaxcran Haxoautest
Ha 3Tare CTAHOBJICHUST KOMITJIEKCHOI CUCTEMBI TTOMOIIN
601bHBIM MB. B oTCyTCTBME HALIMOHAJILHOTO PErMCTPA
nauueHToB ¢ MB B KazaxctaHe 3aTpyaHeHbI yYeT Malu-
€HTOB U pacyeT NOTPeOHOCTU B CrieUaTM3UPOBAHHON Me-
JTUIIMHCKOI TTOMOIIHN TamyeHTaM 3t1oit rpymibl. C 2023 T,
KIMHUKO-(DYHKIIMOHAIBHBIC XapaKTEPUCTUKHU B3POCITBIX
o6osibHBIX M B BKitoueHsI B 6a3y naHHbix ECFSPR. OT1o
COTPYIHUYECTBO C MEXHALIMOHAIBHBIM PETUCTPOM SIBJISI -
€TCsI BaXKHBIM IIIarOM, TIO3BOJISTIOIIM BHEIPHUTD 3arlaTHbIin
OITBIT CUCTEMHOTO MOHUTOPHHTA OphaHHBIX OOJIC3HEIA.

B ctpanax LlenTtpanbHoii A3uu, Bkitouast KazaxcraH,
ony0JIMKOBaHHbIE TaHHbIE 0 M B orpaHuyeHsbl, nccieno-
BaHMII C y4aCTHEM B3POCIIBIX MTAIIMEHTOB MTPAKTUUECKHU
HeT [2—6].

Llenbro nTaHHOTO MCCIeIOBaHUS SIBISIOCH ITPEACTaB-
JIeHWE TeHOTUITMYECKUX U (PEHOTUTTUYECKUX XapaKTepr-
CTUK B3pocbix 6oibHbIX MB B KazaxcTaHe, moiayyeHHbIX
B cootBeTcTBUM co ctaHmapramu ECFSPR.

MaTepMan bl U MeTOAbI

[IpencraBiaeHbl JaHHBIE B3pOCHBIX (1 = 29; BO3pacT —
18 net u crapiue) nayeHToB ¢ MB 13 pa3nuuHbIX peru-

oHoB Pecnyonuku KazaxcraH ¢ moaTBep>kaeHHbIM 1uar-
Ho3oM MB coriacHo MeXIyHapOIHBIM KOHCEHCYCHBIM
crannaptaM [7]. Ilpencrasiensl nanubie 3a 2024 r. I[Tpo-
aHATM3UPOBAHbI KIIMHUYECKIE, TCHETUIECKIE, aHTPOIIO-
MeTpuJecKre, QYHKIIMOHATbHBIE, MUKPOOMOIOTUICCKIE
XapaKTePUCTUKU KOTOPTHI.

Pesynerarthl

B3pocibie maimeHTsl (7 = 29; My>kurH — 13) ¢ ycTaHOBJIEH-
HbIM nuarHo3om MB Ha6monatores B 10 u3 20 agMuHuC-
TpatuBHBIX equHuI KazaxcraHa (17 obiacrteit u 3 ropoma
pecryomkaHcKoro 3HaueHus) [8]. bonbiast yacTs marueH-
ToB ¢ MB npoxxuBatoT B ropoaax Anmatsl (# = 7) u AcTaHa
(n=15), B [1aBnonapckoii (n = 4), TypkectaHckoit (n = 4),
AxTiobuHCKoI (1 = 3) 1 AGaiickoii (n = 3) obnactsix. 1o ox-
HoMmy naueHTy ¢ M B nposkuBarot B CeBepHo-Ka3zaxcraH-
ckoit, Boctouno-Kazaxcranckoii oonactu, B Kocranaiickoit
obactu U AMMaTUHCKOI obsacTu (puc. 1).

CpenHuii Bo3pacT IaleHToB cocTaBuia 23,3 roga
(min — 16, max — 45 net), menuana — 21 rog. CpeaHuii
BO3pacT yCTaHOBJIeHUs AuarHosa coctaBuia 12,07 roma
(min — 0,5, max — 43 ronga), menuana — 9 (3; 15) ner.

CruemyeT OTMETHUTD, YTO TOJIbKO Y 3 (10,34 %) mauvieH-
TOB nrarHo3 MB Obl1 ycTaHOBIIEH B Bo3pacTe 1o 1 roxa,
y 10 (34,48 %) — 1-7 net, y 7 (24,14 %) — 8—12 ner,
y 4 (13,8 %) nauuenram — 13—18 ner; y 5 (17,2 %) nauu-
eHTOB nuarHo3 MB 0b11 Bepudumuposan nocie 20 jeT;
y 3 MaliyeHToB ¢ AuarHo3oM M B, ycTaHOBIEHHBIM TOCIIE
30 siet, BISIBJICHBI «MSITKUe» TeHOTUIIbI (3849+ 10kbC>T/
R668C, F508del/L1335P u F508del/D1152H), xapakTe-
pHU3yeMbIe IPEUMYIIECTBEHHO PECIIMPATOPHOM TTATOJIOTH-
eif [9]. ¥ 1 manmenTa ¢ myrammeit D1152H, oTHOCsIIIEH -
Csl K MyTallUsIM ¢ BapuabeJbHbIMU KIMHUYECKUMU T10-
cnenctBusimu 1o 6aze CFTR2, nuarHo3 M B yctaHoBiieH
Ha OCHOBaHMM XapaKTEPHBIX KIIMHUUYECKUX TTPOSIBICHUIA
1 TIOJIOXKUTEJIBHOTO pe3yIbTaTa IIOTOBOTO TeCTa.

CpenHee 3HayeHue nHaekca Macchl Tena (MUMT)
B3pOCJ/bIX MauueHToB ¢ MB cocrasister 19,17 xr / m?
(min — 15,03, max — 24,19). Mennana UMT — 19,20
(17,58; 20,56), uro HUXKeE LieIeBbIX 3HAUeHUI 22 KT / M2,
PEKOMEHIOBaHHbIX 7151 B3pocibix ¢ MB (puc. 2) [10, 11].
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Puc. 1. PacnipenesnieHue B3pOCIbIX MALMEHTOB C MyKOBUCIIMI030M 10 perrioHaM Pecry6nku Kazaxcran
Figure 1. Distribution of adult cystic fibrosis patients by regions of the Republic of Kazakhstan
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Puc. 2. [TokazaTenu nHAEKCa Macchl TeJla Y B3pOCIbIX MALUEHTOB (7 = 29) ¢ MyKOBUCLIMI030M

IMpumeuanne: UMT — unnexc Maccol Tena.

Figure 2. Body mass index values in the adult patients (n = 29) with cystic fibrosis

[laHHble nabopaTopHbIX MCCNeA0BaHNN

st ananmsa pe3yabTaToB oToBoro Tecta (HaHnomakr)
ObUTM TOCTYITHBI AJaHHBIE 26 mamueHToB. CpeagHuil ypo-
BEHb IIPOBOAMMOCTH MOTOBOM XXMIKOCTU SKBUBAJIEHTEH
65,4 (min — 32, max — 136) mmosb / 11, MequaHa — 65 (53;
93) mmoub / 1. Y 10 (38 %) mauueHTOB pe3yiabTaT I10-
TOBOro Tecta cocTaBui > 80 mmoub / 1,y 11 (43 %) —
50—79 mmonnb /1,y 5 (19 %) — < 50 mmonb / 11 (puc. 3).

[To naHHBIM KOPPESLIMOHHOIO aHajliM3a BbISIBJIeHA
yMepeHHas npsiMas cBsi3b (r = 0,41) Mexay TSXKeJIbIMU
MYTalUsMU U YPOBHEM XJIOPUIOB MOTOBOU XUIKOCTH;
y naiueHToB ¢ TspkesbiIMu CFTR-MyTanmsiMu otMevaror-
cs1 6oJiee BbICOKME YPOBHHU XJIOPUAOB MOTa — B CPEIHEM
108,8 mMomb / 1. ISt «MSITKUX» MyTallMii XapakKTepHO
OoJiee JeTKoe KIIMHUIEeCKOe TeueHue 3a00ieBaHust 1 00-
Jie€ HU3KUI YyPOBEHb XJIOPUIAOB MOTOBOM KUIKOCTU —
65,1 mmoub / 11 (p = 0,06).
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Puc. 3. TTokaszareu XJIOPUIOB IMOTA Y B3POCIBIX MAIIMEHTOB (1 = 26) ¢ MmyKoBuciao3oM (HaHnomnakr)
Figure 3. Sweat chloride levels in the adult patients (n = 26) with cystic fibrosis (Nanoduct)
[IpoBeneH aHaM3 JAaHHBIX UCCIIEAOBaHUS (PeKaTbHOM Tabauua 1

MMaHKpeaTudeckoit amacraspl-1 (I19-1) y B3pocisIx maim-
eHToB ¢ MB. Jl151 aHanu3a ObUIM JOCTYIHBI PE3YabTaThl
25 maimeHTtoB. CpenHuit ypoeHb [19-1 coctaBui 119,13
(min — 0,36, max — 628,33) mxr / r. VI3 25 nanuenrton y 20
(80 %) yposennb I19-1 B kane coctabisii < 200 MKT / T, 4TO
MOATBEPXKAAET SK30KPUHHYIO HEMOCTATOUHOCTD MOIXKETY-

Aaseavhas wacmoma zenemuuecKux 6apuanmos
CFTR y 63pocavix b6oavhbix (n = 29) myKosucuuoo3zom
6 Pecnybauxe Kazaxcman

Table 1

Allelic frequency of CFIR genetic variants in the adult
patients (n = 29) with cystic fibrosis in the Republic

JOYHOI Xese3bl. Y 5 (20 %) maleHTOB OTMeqacs ypo- of Kazakhstan
BeHb [19-1 > 200 mxT / 1. OOpamaet Ha cebs BHUMAaHUE, MyTauus ‘ n (%)

470 4 13 5 marmeHToB ¢ ypoBHeM [10-1 > 200 MKT / T nMe-

0T «Msirkue» resoTurbl CFTR (3849+10kbC>T/R668C, | Fooodel 27 (45,00
1677delTA/3849+10kbC>T, F508del/D1152H u E92K/ 1677delTA 4(6,67)

E92K, uT0 00yCIIOBIMBAET OTHOCUTEIHFHO COXPAaHHYIO R1066C 2(3,33)

(DYHKIIMIO TOIKETyTOTHOM XKeJIe3bl. E02K 2(339)

PesynbraThl MOIEKYISIPHO-TEHETUYECKOTO UCCIIeI0Ba-

HUsI OBITN TTOJIYYEHBI Y BeeX 29 TMallMeHTOB, ONpeae/IeHbI Va6 2(333)
reHeTUYeCKre BapUaHThl UM MyTalluU B O0EUX aJIIesIX. 2143delT 2(3,33)
[1pu ananuze renorunos CFTR nokazaHo, yto y 19 na- 189842T>C 2(3,3)
LIMEHTOB ObL1a BosgBiieHa myTauus F508del, y 11 (37,9 %) :

2184insA 2(3,33)
MaLKEHTOB B TETEPO3UTOTHOM COCTOSHUM, Y 8 (27,6 %) —
B TOMO3UTOTHOM cocTOosTHUM. Y octanbHbiX 10 (34,5 %) G542X 1(167)
MMALIMEHTOB BBISIBJIEHBI TEHOTUIIBI C IPYTUMU TTATOTEHHbBI- 3667ins4 1(1,67)
MM FeHEeTUYECKUMI BapuaHTaMU. S1196X 1(1,67)

OnpeneneHa auiebHasg yacrora: F508del — 27 (45 %)

. H1054D 1(1,67)
aJuIeIIeid.

YacTtoTra BHISIBJIEHUS [TATOTEHHBIX TEHETUUECKUX Ba- 3849+10kbC>T 1(1,67)
PUAHTOB Obla CJIEAYIOICH: R553X 1(1,67)
* 4(6,67 %) paza — 1677delTA; D1152H 1(167)
* 2(3,33 %) paza — R1066C, 2143delT, 1898+2T>C, :

V392G, 2184insA, ¢.274G>A; W ()
* 1o 1 (1,67 %) pasy — 17 reHeTUUYECKUX BapUaHTOB: c.4111_4113dupGAA 1(1,67)

3667ins4, 3849+10kbC>T, CFTR d612,3, G542X, L1335P 1(1,67)

H1054D, L1335P, N1303K, R668C, R792X, R553X, P 1 (167)

c.4111_4113dupGAA, D1152H, S1196X, E1371dup, ’

L1335P (Ta6m. 1). CFTR del2.3 1(1,67)

V 8 (27,59 %) v3 29 maluveHTOB BBISIBIICH «MSTKUN» R792X 1(1,67)
reHotun CFTR,y 21 (72,41 %) — «tstxenbiit» (Tabm1. 2). 3849+10kb C>T 1(1,67)

[IpoBenmeH cpaBHUTEIBHBIN aHAIN3 KaXIOIo Iapa-

MeTpa MEXIY I'PYMIIaMU C «<MATKUM» U «TSKEJIbIM» Te- E1371dup 1(1,67)
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Tabauua 2

«Mzaekue» u «<msaxceavie» cenomunvt CFTR y e3pocavix
00abHbIX (n = 29) myKosucuyudozom 6 Pecnybauxe
Kazaxcman

Table 2

“Mild” and “severe” CFTR genotypes in the adult patients
(n = 29) with cystic fibrosis in the Republic of Kazakhstan

«Msirkuity «TsKenbli»
1677delTA/3849+10kbC>T F508del/F508del (7)
3849+10kb C>T/R668C F508del/N1303K
R792X/ H1054D R1066C/c.4111_4113dupGAA
F508del/ L1335P F508del/2143delT (2)
F508del/D1152H F508del/1898+2T>C (2)
1677delTA/V392G (2) F508del/G542X
E92K/E92K F508del/1677delTA

CFTRdele2,3/2184insA
F508del/2184insA
R1066C/E1371dup
F508del/R553X
F508del/S1196X
F508del/3667ins4

HOTUIIaMU. Y JIUII C «TSIKEJAbIM» TEHOTUIIOM OTMEYEHbI
OoJiee HU3KMe Mokasarenu [19-1, Bo3pact ycTaHOBIEHUS
IMaTHO3a 1 0oJiee BEICOKME MTOKA3aTeJIM IIOTOBOTO TeCTa.
Hwuskuit ypoBeHb [1D-1 1 BbICOKUiT ypOBEHb XJIOPUIOB
I10Ta B IPYIINE C «TSKEJIbIM» TEHOTUITOM CBSI3aH C TEM,
YTO JAHHBII TEHOTUIT XapaKTepU3yeTCst CHUKEHHOM TaH-
KpeaTUIeCcKoi (pYHKIIMEH W TTOJTHBIM OJIOKOM XJIOPHBIX
KaHajoB. [1alieHTaM B IPYIITIE C «TSKETbIM» TeHOTUTIOM
nuarHo3 MB Obl1 ycTaHOBIIEH B O0Jiee paHHEM BO3pacTe,
BEPOSITHO, B CBSI3U C 0oJjiee XapaKTEePHOUN KJIMHUYECKOM

KapTUHOI B paHHEM JETCTBE IO CPAaBHEHUIO C MallMeHTa-
MM C «MSITKUM» TeHOTUIoM. [TokaszaTenn, oTpaxaroiiue
TSKECTh OpOHXMaAIbHOM 00CcTpyKLMKU (00beM (hopcupo-
BaHHOTO BblIOXa 32 1-10 cekyHny (OPB,), hopcuposaH-
Has XXu3HeHHas eMKocTh jerkux (P2KEI)), He umenn
3HAYMMBIX OTJIMYMIA MeX 1y rpymnmnamu (tadi. 3).

OreHKa pecnupaTopHON QYHKINU (CITMPOMETPHSI)
npoBeAeHa y 28 malueHToB, y | manueHTa CIupoMeTpus
He MPOBOIMJIACH B CBSI3U C TSKECTbIO cOCTOsIHUS. [1pu
aHaju3e Mnokasaresiell CIMPOMETPUU BBISIBJICHbI CIETY-
IOLIME Pe3ysIbTaThl: cpenHee 3HadyeHue OPB, B rpynme
cocrauno 60,7 % (min—21,1% ., max—94 %
(puc. 4, Tabn. 4).

V 39,3 % nanueHToB OTMEUeHA YMEPEHHO BbIpaXKeH-
Hast GpoHXMalibHast o6cTpyKuus, y 35,8 % — Tsokenast
1 OYCHB TSDKENasI, YTO CBUACTEIbCTBYET O 3HAUMTEIbHOM
HapylieHur OpOHXMAJbHON MPOXOAUMOCTHU B UCCIETY-
€MOIi KOropTe U MOXET aCCOLIMUPOBATHCS C BHICOKUM
pUCKOM 00OCTpeHU 1 ocjioxkHeHuit M B.

IIpoBeneH aHanM3 NaHHBIX caTypallMy reMOIrJIO0MHA
KucaoponoM y nauyeHtoB ¢ MB B Kazaxcrane. Y 31,03 %
00cIeT0BaHHbBIX OOJIbHBIX BBISIBJIEHO CHUXEHUE caTypa-
uun < 90 %, 4TO COOTBETCTBYET KPUTEPUSIM THIIOKCE-
MUYECKOI nbIXaTeJbHO#W HemoctatouHoctu (JAH), mpu
9TOM Y 2 MallMEHTOB PEeruCTpUpPYeTCs KpailHe TsoKeast
runokcemust (72 % v 87 % mipu AbIXaHUM KOMHATHBIM
BO3IYXOM), YTO CBUAETEIBCTBYET O KIMHUICCKU 3HAYM -
MBIX HapyIICHUSIX Ta3000MeHa B MCCIICMyeMOI TPYIIIIE.

ﬂ.OJ'[)K.)

OcnoxHeHus MyKoBUCLMA03a

I1pu ananu3e yacToThl OcjioXKHeHUT M B BhIsSIBIIEHO clie-

LyroLiee:

+ 2(6,9 %) nauuenTa ctpagarot MB-3aBucuMbIM caxap-
HBIM I1abeToM;

* 5(17,2 %) — MB-accolrnpoBaHHBIMU ITOPAKEHUSIMU
MeYeHu;

* 9(31,03 %) — xponuueckoii JIH.

Tabau
CpasnumeavHolil anaau3 nokasameneti mexcoy epynnamu «mseko20» U <msxicei020» eenomlzltzzz
Table 3
Comparative analysis of average indicators between the groups with “mild” and “severe” genotypes
MNokasatenb ‘ «Tskenbi» reotun (n = 21) «Msirkui» reHotun (n = 8) p
00B,, % 60 £28 7239 0,4064
OXEN, % 68,5+244 781+33,8 0,827
Carypaums, % 932+39 90+£6 0,04593
Xnopuab! nota, Mmonb / n 106,7 * 36,2 81,7175 0,01906
M3, mkr /1 12,7 (4,8; 37,5) 356,7 (108,4; 506,8) 0,03096
UMT, kr [ m? 17,97 £1,98 18,43£2,2 0,6151
Bospacr, rogp! 20 (18,79; 22,83) 19,5 (18,18; 33,57) 0,2476
Boapact ycraHoBneHums anaryo3a, rofbl 81165 20,8+1338 0,005308
Hanuume Cl, n (%) 2(9,52) 0(0) 0,5362
WHdpuumpoanme Pseudomonas aeruginosa, n (%) 13(61,9) 7(87,5) 0,6214
Hanuume umppo3a, n (%) 5(23,8) 0(0) 0,1304
Hannuue xpoHnyeckoi abixaTenbHON He[ocTaTouHOCTH, N (%) 5(23,8) 4 (50) 0,2108

Mpumeyatme: OGB, — ofbem hopcuposaHHOro Bbifoxa 3a 1-10 cekykay; GXKEN - dopcuposarHas xu3HeHHas eMkocTb nerkux; M3 - naHkpeatuyeckas anacrasa; MMT - uHaeKe Macchl Tena;

C[l - caxapHblit auaber.
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Puc. 4. TTokazarenun oobeMa (opCHPOBAHHOTO BbIIOXA 32 1-10 CEKYHIY Y B3POC/IBbIX MALIMEHTOB ¢ MyKOBUCLIMI030M (1 = 28) B Pecnyoiuke Ka-

3aXCTaH
[Mpumeuanue: OPB, — 06beM HOPcMPOBAHHOTO BbIIOXA 32 1-10 CEKYHILY.

Figure 4. Forced expiratory volume in 1 second values in the adult patients (» = 28) with cystic fibrosis in the Republic of Kazakhstan

Tabauua 4
Cmenenbv maxcecmu GpoHXUAAbHOU 00CmMpyKuuU
¥ 63pOCAbIX NAUUEHINO0E C MYKOBUCHUUOO30M

Table 4

Severity of bronchial obstruction in the adult patients with

cystic fibrosis
CreneHb 06CTPYKLNM 00B,, % n (%)
OvueHb Tskenas <30 5(17,9)
Tskenas 30-49 5(17,9)
YMepeHHas 50-79 11 (39,3)
Jlerkas / otcyTcTBYET 280 7(25,0)
Bcero 28 (100)

Mpumeyatme: OGB, — ofbem hopCHPOBaHHONO BbifoXa 3a 1-10 CekyHaY.

Cpenu nmopaxeHuil medyeHu y 1 mamueHTa BbISIBJIEH
LIMPPO3 TIEUEHU C MTOPTaAJbHOM runepreHsueii, y 3 — MB-
aCCOLIMIPOBAHHBIC TTOPAXKEHUS TICYCHH C XOJIECTa30M.

Y nmauueHToB ¢ MB, 0ClIOXHEHHBIM caXapHbIM
n1abeTOM M acCOLIMUPOBAHHBIM IMOpPaKeHUEM Ieye-
HU, BBISBJIECH «TsoKelblii» reHoTMn CFTR F508del/
F508del, F508del/2143delT, F508del/c.1766+2T>C,
F508del/1677delTA, F508del/2184insA.

M3 9 manuneHToB ¢ OCJI0XKHEHUEM B BUIIE XPOHUYECKOM
OH «raxensiii» renotun CFTR BoisgBien y 5 (57,1 %)
(cm. Tabm. 3).

MuxkpoOHBbIit TIeii3aK AbIXaTebHbIX MYTeH y MalueH-
ToB ¢ MB xapakrepu3oBajicsi BLICOKOI pacipoCcTpaHeH-
HOCTBIO P, aeruginosa, BuisiBiieHHoit y 20 (69,0 %) mauyeH-
TOB, METULIWJIIMH-IYBCTBUTEIbHBIN Staphylococcus aureus
obHapyxeH y 3 (10,3 %), METULIMJUIMH-PE3UCTEHTHBIIA
S. aureus — y 4 (13,8 %) nauueHToB. Stenotrophomonas

maltophilia onpenenenay 1 (3,4 %) nauueHra, HeTyOep-
KyJie3Hble Mukobakrepuu — y 1 (3,4 %).

06ocTpeHus MykoBUCLMA03A

ITo naHHBIM aHaM3a YaCTOTHI JIETOYHBIX 000cTpeHuit MB

BBISIBJICHBI CJIEIYIOIINE OCOOCHHOCTH:

* CcpemHee YKCIo 000CTPEeHMI B IIPEACTaBICHHOM TPYIIIe
nmauueHToB cocTaBuiio 2,03 odocTpeHust B rox (min —

1, max — 6);

* y 8 malueHTOB 3MU30/10B 000CTpeHuit 3a 1 roja HabI10-

IeHUs He 3a(pUKCHPOBaHO.

Heob6xoamMo oTMeTUTh, 4TO B aHanu3upyemom 2024 r.
Ha0JII01a7I0Ch 3HAYUTEIbHOE CHUXKEHHE YaCTOThI 000-
CTPEHUI B cpaBHEHUM C mpeabiaymum 2023 r., koraa
cpemHee YMCIIO 000CTPEHMI COCTaBUIIO 4,52 B TOII.

CHIDXeHMe 9acTOThl 000CTPEHMI CBI3aHO C HAYaJIOM
npuema CFTR-MonynstopoB y 19 nanuenros. B ananu-
3UpyeMoil BbIOOpKE MallMEHTOB HauboJiee YacTbie 000-
CTPEHMST HAOMIOMAIUCh TIPU XPOHUIECKOI pecImmpaTop-
HoMt mHbeKMK P. aeruginosa v BbIpakeHHOM OpOHXMAITb-
HOI 0OCTpYKLMU. BhIsiBIeHa CTaTUCTUYECKU 3HAUYUMas
3aBucuUMOCTb (p = 0,054) mexny HanuuueM P. aeruginosa
U 4aCcTOTOU 00OCTPEHUIA.

[IpoBeneH aHanu3 YyKMciaa THEW MPUMEHEHUS BHY-
TpUBEHHOI aHTHOakTepuanbHoit Tepanuu (ABT) B rof
y B3pociibix nauueHToB ¢ MB B Kazaxcrane. CpeaHee Ko-
JINYECTBO JHEU TPUMEHEHUS] BHYTPUBEHHBIX aHTHOAKTE -
puanbHbIX IpenapatoB (ABIT) B rox cocraBuiio 16,0 npu
MUHUMaJIbHOM 3HaueHnu 0, MakcMMaibHOM 76, Menna-
Ha — 10 ngHeit (0; 20). Y nu11, mojayvyaroux BHyTPMBEHHYIO
ABT > 30 gHeii B romny, oTMe4eHBI HU3KUI ypoBeHb UMT
(B cpenHem 17,81 xr / M%) 1 HU3KHKE MMOKa3aTe I (DYHKIUN
BHEILHErO AbixaHus (cpeanuit OPB, — 53,23 %).
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NeyeHne mykoBucLMA03a

B 2024 r. 78,8 % naiueHTOB IOJIydaiu HOpHa3y ajibga,
56,0 % — 6ponxoqmiaraTopsl, 18,0 % — MHTaIALMOHHbBIE
[JIIOKOKOPTUKOCTEpOU b, 47,0 % — runepToHUYECKUiA
pacTtBop HaTpus xiopuaa. Buyrpusennass AbT npumeHs-
nach y 64,7 % nauueHToB, nepopaibHbie ABIT —y 41,2 %,
uHransuroHubsie ABIT — y 62,9 %. [TankpeaTuyeckue
dbepmenTsl onydanu 73,5 % naiuveHToB, ypcone30KCu-
XOJIeBYIO KUCIIOTY — 35,3 %, XupopacTBOpUMEIE BUTa-
MUHBI — 44,1 %. Jluuib y 14,7 % nalueHTOB PEryIsIpPHO
nposoauiack pusnorepanus, 19,6 % HyXIanuch B 111~
TEJILHOM KUCIIOPOJOTEPATTUH.

B 2024 r. y nauueHTtoB ¢ MB oTrmeueHo ymMepeHHOe
CHIDKeHME 00beMa 0a3MCHOM Tepamuy M0 CpaBHECHUIO
¢ npenbiayiuM nepuoaoM. Haubosee 3ameTHOE yMEHb-
1eHue 3aDMKCUPOBAHO B YACTOTE MTPUMEHEHUS BHYTPU -
BeHHO# ABT, (puzuoTepanuu u KucaopoaoTepanuu. ITo
OoTpaXkaeT CHIKEHUE YaCTOThI 000CTPEHMI 1 YMEHBIIIe-
Hue ciydaeB JIH. Otmeuaercst TeHASHIMS K CHIDKEHUIO
00beMa MeIMKAMEHTO3HOM U HeMeIMKaMeHTO3HOM Te-
parmu y B3pOCJIbIX MaleHToB ¢ MB B cpaBHeHMM ¢ TIpe-
IBIIYITUMY TOIAMHU JIeUeHUs. DTa TCHACHIIUS MOXET
OBITH CBSI3aHA C HAYAJIOM TapreTHOM Teparmu BOCIIPO-
n3BeneHHBIM TpexkoMmoHeHTHBIM CFTR-MoayasgTopom
anekcadakrop / te3akadrop / uBakadrop (Trilexa®,
Tuteur S.A.C.I.LF.I.A., ApreHTniHa), MpOBOINMOI1 BITEpP-
BbIe ¥ 19 manmeHToB MccaeayeMoil Tpymnibl. TapreTHast
Tepanusi, BocctaHaBauBasa ¢yHkuuio CFTR-06enka,
CITOCOOCTBYET YJIYUIIEHUIO MYKOIIMJIMAPHOTO KJIUPEH -
ca 1 pocTy pecriupaTopHoit pynkunu [12, 13]. Ciaemyet
OTMETHTbD, UTO IMATOTEHETUUECKOE JICUCHNE B YCIOBUSIX
peabHOU KIIMHUYECKOM IMPAKTUKU COITPOBOXIAIOCH BbI-
HYKICHHBIM CHIUKEHHUEM HO3bI 10 ¥ Ha Tiepron 2—4 Mec.
1 BBIHYKIICHHBIM IIEPEPHIBOM B TepaAITMU y 7 TTAIIMEHTOB
Ha 2 Mec. B CBSI3U C OTCYTCTBHMEM Tipeniaparta. [laTore-
HeTU4ecKasl Tepanusi MpoBOIUIaCh BMECTe ¢ 0a3UCHOM
Teparmeii, YT0 COOTBETCTBYET MEXKIYHAPOIHBIM KITMHU -
YyeCcKUM peKoMeHaauusM [7].

O6cyxaeHue

Hacrosiuee nuccinenoBaHue npeactanisieT OO0 nepBoe
CHCTEMaTU3MPOBAHHOE OMMCAHNE KIIMHUKO-(YHKIINO-
HaJIbHBIX, Ta00OPATOPHBIX U MOJIEKYISIPHO-TEHETUYECKUX
ocobeHHocTel B3pocbix nauueHToB ¢ MB B Kazaxcra-
He. CorylacHO IMOJYYeHHBIM TaHHBIM ITPOAEMOHCTPHUPO-
BaHbBI BEIPAXKCHHBIC OTJIUYMS HALIMOHAIBHON KOTOPTHI
OT MonyJisiuuii B3pocibix oaeit ¢ MB B ctpanax EBpo-
TbI, YTO, BEPOSITHO, OOYCJIOBJIEHO OTCYTCTBUEM CIIel1a-
JIM3UPOBAHHBIX LIEHTPOB M B, HeOHaTaIbHOTrO CKPUHUH-
ra Ha MB, no3aHe#l IMarHOCTUKOU U OrpaHUYEeHHBIM
JIOCTYIOM K BBICOKO(D(PEKTUBHOI MaTOreHeTUIEeCKO
Teparuu.

OnHOI 13 KIFOYEBBIX 0COOCHHOCTE! McCIenyeMoit
TPYTIIIBI SIBJISIETCS TIO3MHUI BO3pacT BepUbUKAIIUHN T~
arHosa, MeauMaHa KOTOpPOIo cocTaBuia 9 JieT, 4To cylie-
CTBEHHO MpEBBILIAET aHAJIOTUYHbBIN MoKa3aTeab EBpo-
nieiickoro peructpa (< 1 roma) [11]. D10 3aKOHOMEPHO
oTpaxkaeTcsl Ha (DEHOTHIIe B3POCBIX MAIIMEHTOB U CO-
MPOBOXIAETCsl 0OJiee BBICOKOM YaCTOTOM pecnupaTop-

HBIX 000CTpeHUI 1 ocoXHeHui TeueHust MB. TTo3gHsisa
JIMarHOCTHKA TIPUBOIUT K (POPMUPOBAHUIO HEOOPATHMBIX
CTPYKTYPHBIX U3MEHEHUH B JIETKUX M XpoHMUYeckoi JIH
B MOJIOZIOM BO3pacTe.

HyTpuTuBHbIi CTaTyC MaleHTOB XapaKTeprU30BasCs
cHkenreM UMT: meguana UMT cocraBuia 19,2 kr / m?,
YTO HIXKE LIeJIEBbIX 3HaYeHUI 22—23 Kr / M?, peKOMEHI0-
BaHHBIX JIJIS B3pOCJIbIX MalMeHToB ¢ M B, 1 3aMeTHO ycTy-
naet naHHbIM EBporneiickoro peructpa [11]. deduuur
MAaccHhI Tejia U OeJIKOBO-3HepreTuIecKast HeloCTaTOYHOCTh
Y B3pPOCJIBIX MAllMeHTOB ¢ M B TpanuiimoHHO accoumpy-
I0TCSI ¢ OoJiee OBICTPHIM CHIDKEHHEM (DYHKIIUU JIETKUX,
MOBBILIEHHOW YacTOTON MH(MEKLIMOHHBIX 000CTPEHUIA
W XYIIIUM TIPOTHO30M, UTO MOATBEPKIACTCS U Pe3yib-
TaTaMM HACTOSIIIETO UCCIICIOBAHNS.

Bricokast most maleHTOB CO CHMKEHHBIM YPOBHEM
¢exanbHol [1D-1 cBUAETENLCTBYET O MpeodIagaHUN K-
30KPUHHO ITAHKPEaTUIECKON HEOCTATOUHOCTH Y TTAllH-
€HTOB C «TseKeNbIM» TeHoTurioMm CFTR. O0HapyXeHHast
CBSI3b MEXKIy TUIIOM MYTallMii M CTEIICHBIO HaPYIIICHUS
MaHKpeaTUu4yeckoil (yHKUIUU COOTBETCTBYET NaHHBIM
MEXIYHAPOIHBIX UCCIIEIOBAHNI, TIPU STOM MOTUEPKU-
BaeTCs 3HAYMMOCTb TCHOTUITMPOBAHUS [UTSI IIPOTHO3a Te-
yeHUs 00JIC3HU M TUTAHUPOBAHUS MEPOIIPUSITUI TI0 HY-
TPUTUBHOM MOJAEPKKE MALIUEHTOB.

DyYHKIIMOHATTEHOE COCTOSTHYE IBIXaTeIbHON CUCTEMBI
y 00CJIeIOBaHHBIX MTALIMEHTOB XapaKTepHU30BaIOCh IeTpa-
JIauunei pecrmupaTopHOi (PyHKIIUM CO 3HAYUTETbHBIMU
o6cTpykTBHBIMU M3MeHeHusaMu 1 JIH v 30 % o6cneno-
BaHHBIX MTAIlMEHTOB. B Ka3axcTaHCcKoOIT KOropre malmeH-
TOB OTMEYaeTCsI 0oJIee TSKeJI0e TIopakeHre OPOHXOJIeT0q-
HOW CUCTeMBI 110 CpaBHEHUIO ¢ TaHHbIMU EBpomneiickoro
perucTpa, 4To, BEpOsITHO, CBSI3aHO C MO3IHEH TMarHOCTU-
KO 1, KaK CJIEACTBUE, INTUTETbHBIM HEKOHTPOJIUPYEMBIM
TeuYeHUEeM 3a00JIeBaHUsI, OTCYTCTBUEM CBOEBPEMEHHOM
CIIeLIMAIN3UPOBAHHON TepaInu.

MuxkpoObuoaorudyeckuii mpo@uib B3pOCIbIX Malu-
eHToB ¢ MB B Ka3axcraHe xapakTepusyeTcsl BEICOKOM
YaCTOTOI XpOHUUECKOTo NHpUIMpoBaHus P. aeruginosa
1 METUIIWITUH-PE3UCTEHTHBIM S. aureus TI0 CPAaBHEHUIO
¢ naHHeIMM EBporneiickoro perucrpa nauueHToB ¢ MB,
YTO MOXKET OBITh CBSI3aHO C HEIOCTATOUHO 3(PHEKTUBHOM
W30JISIUEH allMeHTOB APYT OT Apyra U paboTe 1o IIpe-
JMOTBPAIIEHUIO TIEPEKPECTHOTO MHMOUIIMPOBAHMS B TIPe-
JBIAYLIME TOMBI.

YacToTa 1eroyHbIX 000CTPEHUH, MOTPEOHOCTH BO BHY-
TpuBeHHOU ABT HaxogaTCs B TeCHOM B3aMOCBSI3U C 10~
KazaTeJasIMU JIETOYHOU (DYHKIIMY U HYTPUTUBHOTO CTATy-
ca. braromapst mosydeHHbIM pe3yibTaTaM MOATBEPKACHA
MMOTeHINATbHAS KIIMHIYecKasT 3(D(EeKTUBHOCTh TPOMHOM
IMaTOTCHETUYECKOM Tepalni B CHIDKEHUU 00beMa CUM-
MTOMATUYECKOTO JIeueHUs y nmauueHToB ¢ MB.

B KazaxcraHe oTMeyaeTcsi TMIIoAMarHoCcTuKa v mo3i-
HsIs1 AMarHoctuka M B, 4To 00ycClIOBIEHO OTCYTCTBUEM
HEOHATaJIbHOTO CKPUHUHTA, HEAOCTATOUYHOU MH(POPMU-
POBAHHOCTBHIO MEIUIIMHCKUX PAOOTHUKOB.

Oepanuuenus uccaedosarus: HeOObIIONH 00bEM Bbl-
OOpKU, YUET JTaHHBIX TOJILKO B3POCIBIX MTALIMEHTOB HE MO-
3BOJISTIOT JIeJIaTh OOIIE BBIBOIBI O KIIMHUKO-(PYHKITIO-
HaJIbHBIX OCOOEHHOCTSX BCEM MOy 601bHBIX M B
B Kazaxcrane.
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3aknioyeHue

Hons B3pocibix 6oabHbIX MB B Pecniyonuke Kazaxcran
HEeBeJIMKA, UX KIMHUYECKUU CTaTyC XapaKTepu3yeTcs
MO3IHEe NTMarHOCTUKOM, 3HAUMTEJbHBIM CHUXKEHUEM
(GYHKIIUY JIETKUX W HYTPUTUBHOTO CTaTyca, BHICOKOM
yacToTON MH(beKInu P. aeruginosa, TETOUHBIX U BHEJE-
TOUHBIX OCJIOXKHEeHMUI. HeoOXomnuMbl TOTTOTHUTEIbHBIC
YCUIUS [UTS YAYYIIeHUS TPOrpaMMBbl IUarHOCTUKHU U Jie-
yeHust MB B cTpaHe.

[IpoBeneHHasT MOJIEKYISIPHO-TeHETUYECKasI TUATHO-
CTUKa Bcex B3pochbix jitoaei ¢ MB B KazaxcraHe no3so-
JISIeT MHULMMPOBATh MAaTOTEHETUIECKYIO TEPATNIO Y 3TOM
TPYIITBI TTALIMEHTOB.

Vuyactue B pabote EBpormneiickoro peructpa 00JbHbIX
MB (ECFSPR) saBastercs BaxKHBIM IIIarOM Ha IMyTH CTa-
HOBJIEHMSI KOMITJIEKCHOM CUCTeMBbI TOMOIIM 60J1bHbIM MB.
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