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AHHOTALUA
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THE REGISTER OF CHILDREN’S PATIENTS WITH CYSTIC FIBROSIS IN THE RYAZAN REGION: REGIONAL FEATURES

ANNOTATION

To study the possibilities of effective monitoring of the quality of specialized medical care for children with cystic fibrosis of the Ryazan region.
Patients with cystic fibrosis are an important cohort from the group of orphan lung diseases that require adequate and timely therapy. Thanks
to the systematization of accounting for information about the nature of the manifestations of the disease, complications, treatment received,
and features of diagnostic signs, it became possible to accumulate data for calculating the survival rate as a criterion for the effectiveness of
therapeutic tactics. The presented data indicate the important role of both the regional register of patients with cystic fibrosis and the national one,
which is necessary to optimize the analysis of the condition of patients with cystic fibrosis and the care provided to them.

Keywords: cystic fibrosis, cystic fibrosis transmembrane conduction regulator, children’s patients, registry, mutations, orphan diseases.

BBeaenune: B Pazanckoif obmactu paHee He MPOBOAMIOCH
CHCTEMaTHYECKUX UCCIIEIOBAaHMM 110 MyKOBUCIIUIO3Y y jeredd [1].

Hean ncesienoBaHNA H3yYHTH BO3MOKHOCTHI( peKTHBHOTO
MOHHUTOPHPOBAHHS KAa4eCTBA OKAa3aHUS CHeLHATH3HPOBAHHOI
MeIHUHHCKOH MOMOIM JeTAM ¢ MyKoBHcUHI030M B Psa3zaHckoii
obmacru.

Martepuan M MeTOAbI HCCJIENOBAHHUS: TPOAHAINZUPOBAHBI
JTaHHBIE PETHUCTpa AETel C MYKOBHUCHHIO30M B Ps3anckoit obmacti
3a 2021 roa. Mykosucuuno3 (MB) unu kucrosusiii pubpos (cystic
fibrosis) — ayTocomHO-penieccuBHOE 3abolieBaHue, 00yCIOBIEHHOE
MyTalMsIMH B T€HE MYKOBHCLUHAO3HOIO TPaHCMeMOPaHHOro
peryasitopa mpoBogumoctu (MBTP; cystic fibrosis transmem-
brane conductance regulator — CFTR). Benencresue myranuit B rene
HapyIIATCs CUHTE3, CTPYKTYpa 1 (yHKIMs Oesika TpaHcMeMOpaHHOR
[IPOBOAMMOCTH. B pesyiabrare MyTaluu IHPOUCXOAUT HapylIEHHE
OasaHca MEXIy CeKpelHei KIIKOCTH 1 abcopOImeit MOHOB HATPUS U
XJIOpa, COKpalleHre 00bema IIOBEPXHOCTHOM XUIKOCTH, YTO TIPUBOUT
K YBEJIHUYECHHUIO BA3KOCTH XKMIKOTO CEKpeTa dK30KPHUHHBIX Kene3 [4-
18]. I'eneTnueckuii nedekT NPUBOAUT K HAPYIICHUSIM NPAKTUYECKU
BCEX OpPraHoB M cucteM opranusma comnsHoro MB [1,3]. C 2011 rona
B Poccuu Hauaro BeneHue ®enepaibHOTO perucTpa JnL, CTpajatonx
JKH3HEYTPOKAIOIIUMH  XPOHHYECKHMH  NPOrpeccHpyIOHMH
penkumu  (opdaHHBIMHM) 3a00JICBAaHUSMH, TPUBOIAINIUMHU K
COKpAILCHUIO  NPOJODKUTEIBHOCTH  JKM3HM TpaXIaH WM X
WHBAJIMIHOCTH — 3TO NEPCOHU(UIMPOBAHHBI CHHMCOK MNALUEHTOB

¢ JMaHHbIMH 3a0oneBaHusMu [2]. Psa3anckas o6macTe BKIOUCHa B
peructp ¢ 2013 roxa. B peructp nanmMeHTOB ¢ MYKOBHCIMIO30M B
2021 r. ObITM BKJIIOYCHBI JaHHBIE 17 MAlMEeHTOB JETCKOTO BO3pacTa
HAIIEr0 PeruoHa.

Pesyabrarni: CpesHuii BO3pacT naiueHToB cocrasui 9,1 Jer,
OJTHAKO JMamna3oH BapbupyeT 2 10 18 ger. Pacnpenenenue mo momy
MPaKTHYECKN OJJMHAKOBOE: 9 1eBoUEK, 8 MaIBUMKOB.

JInarHocTHYECKni MOUCK 1 MOHUTOPUPOBaHKE 3a00JICBaHUS
CKJIa/IbIBACTCS M3 CJICLYIOLIMX ACIEKTOB: HEOHATAlIbHBI CKPUHMHT
+ perecT Ha MMMYHO-PEAKTHUBHBIA TPUIICMHOIEH, I[OTOBBIH TECT,
FEHETHYECKOE TUIMPOBAHUE, OLEHKA CTENEHH CHIDKEHUS (yHKUIMU
TIOJDKEITYIOUHOM JKene3bl (ITaHKpeaTnueckas ajacrasa kaja), oleHKa
(ynkym BHenmHero nprxanus (OBJI), pentreHoBCKas KOMIBIOTEpHAS
tomorpadust snerkux (1 pas B 2 roaa), MOHHUTOPUHI MHMKPOOHOTBI
JbIxatenbHbIX myTel (1 pas B 3 mMecsua, npu CHHErHOHHOW MH(EKIINN
1 pa3 B Mecs1), cTeatopes B konporpamme [3].

Cpenn mnanuentoB Pssanckoii obmactu 18% nmereili He
MIPOXOJIMIIM  HEOHATAIBHBIA CKPMHMHL, YTO OTOIBHMHYJO BO3pacT
MMOCTAHOBKM JIMarHo3a B cpeqHeM Ha 4 roga. OqHako cpennuii Bo3pact
JIMarHOCTUKY 3a00JIeBaHus B HACTOALIEE BpeMs 3TO JeTH 10 1 rona
(82%), B OTNIMUMHM OT MPEBIYIINX JIET, Koraa B 63% ciywaeB quarHo3
ycTaHaBIMBacs rnocie 12 Mec oT poxJieHus: peGeHKa.

Ha2021roxy Bcex neteii(100%) mpoBeieHO FeHOTHITUPOBAHME.
[lepBast myTauus BbIsIBIEHA y BCEX, BTOpasi BhIsIBIeHA B 82% ciydaes.

2015

fiK F508del
Bp 2020 290X
Bu 2010 F508del
Bl 2013 F508del
Ba 2008 F508del
Be 2008 F50Bdel
[+ 2016 F508del
Oy 2011 F508del
Man 2013 CFTRdele2,3
Mop 2016 F508del
Moc 2012 F508del
Pa 2018 F508del
Cy 2005 F508del
Ta 2017 CFTRdele2,3
Xa 2018 F508del
xn 2004 CFTRdele2,3
lile 2015 F508del

F508del

TAENLIH
R347H MAFHMA
W1282x Tamensii
Fa0Edel TrmeziA
F503del Tasenbid
CFTRdele2,3 TAENLI
F5Dadel TAmenbli
W1282R Tasensid

Hekazectho
51196% TastenbiA
CFTRdele2,3 TrsEnsI
- HewssecTHD
CFTRdele2,3 TamiemH
W1282R Tamensii
. Hewasectio
L13&ins MArxud
2043deiG TasensH

Pucynoxk 1. Pacnpenenenue myrauuiit MBTP y nauuenToB aerckoro Bospacra B Pasanckoii o6sactu.
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B 3aBucuMOCTH OT TMHA MYyTalMU BBIICISIOT TSKEJIbIH U
MSTKHH reHoTHI. B Haiem peruone npeo0iaiaroT IeTH ¢ TSKEIbIM
renoruroM (88%), 4To orpezaenseT MporHo3 3a0oIeBaHusl.

Haubonee pacnpoctpaHeHHOW MepBoil MyTarmell sBiseTcs
F508del (76%), uto cornacyercs ¢ JaHHBIMH OOIICHAMOHAIBHOTO
perucrpa MB.

HccnenoBanue naHkpeariyecKkoi diacTasbl Kaja, Kak Mapkepa
MaHKpeaTuyeckoi HexocraroyHocTH nposoauioch 100% nanueHTo

B MRSA

B Pseudomjnas
aerugenosae

HAIIIeTo peruoHa, y 6osbuHcTBa (77%) BBISIBICHA TSDKENAs CTEIEHD
HapyIICHUH U TT0Ka3aHa 3aMeCTUTEbHAs Tepanus epMEeHTaMH.

Ormpezenienne  (YyHKLMM BHEIIHErO JBIXaHUS TPOBEICHO
9 manuenTaM, y 3 u3 HUX BbIgBIeHO cHmkeHne ODB1 u ®XKEJIL,
OCTQJIbHBIC ~ KOMIIEHCHPOBAHBbI [0  PECHUPATOPHOI  (hyHKLMH.
MukpoGuosiornueckuii neif3ax y NauMeHTOB € MYKOBHUCLMI030M
npencTapieH Ha puc.2. CiaenyeT OTMETUTh, YTO B HAIlIeM PETHOHE HET
BbIceBoB Burchodelia cepacica.

B XpoHu4yecKoe
nHUuMpoBaHUE

H VIHTEpMUTTUPYIOLLAA
nHdeKumns

M MNepBMYHbIA BbICEB

PucyHok 2. Pe3y1bTaThl MUKPOOHOJIOTHYECKHX BbICEBOB Y MALMEHTOB ¢ MYKOBHCIHA030M.
Hanunuue ocinoxknenuii MB BoisiBiieHo y 14 nauueHToB, npeodiaaaer pacnpocTpaHeHHbI# MOJINNO03 HOCA, PelKe alIepruiecKui
OpoHxoJierouHslii acneprusies jgerkux (ABJIA), cunapom ncesgo-baprrepa, uuppo3s nedenu. OXxBat MeANKAMEHTO3HOH Tepanueii mo
JAHHBIM PErHOHAJBHOIO0 PerucTpa npeacTaBjieHsl B Tadauue 1.

m ABJ1A
w C-m lNcespo-bapptepa

).

m Lnppos neyeHun
® [Tonunel HOCa

Pucynok 3. KosinuecTrBeHHbIE MOKA3aTeJH HAJTUYHA ocjioxHeHHit MB cpean nanueHToB geTckoro Bo3pacra Pasanckoii o6acru.

Taosauna 1.
OcHOBHbIE HATIPABJIEHUS TePaNUH

Bapuant Tepanuu % NAUHEHTOB, MOJYYAIIMX JAAHHDBIH BH] JIeYeHHsl
3amecTuTeNnbHas Teparus: MaHKPeaTHH B MUHUMHUKpoc(epax 98%
Wuransuun Jlopaasa anbda 100%
BuramuHoTepanus 100%
YpconezokcuxoaeBas KHCI0Ta 100%
Kunesureparnus 100%
I'mnepronndeckuii pactBop NaCl uHTANIIIOHHO 100%
CunmnuHr nutaHue 86%
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Hanmmune  vHQUUUMpoBaHMsS ~ CHHETHOWHOM  MaJIOYKOH, BoiBoasl:
METHLMUTMHPE3UCTEHTHBIM  30JIOTUCTBIM  CTA(UIOKOKKOM Tpedyer Benenue peructpa naineHToB ¢ ophaHHBIMU 3a001€BaAHUSMH,
MEPONpPHUATHIL 110 3pajuKanuy Bo3Oyuresns. [1py nepBuyHOM BbICEBE B YAaCTHOCTH €  MYKOBHUCLMIO30M, IO3BOJISIET  OCYIUECTBISTH
P. aeruginosa 00si3aTeNbHbI IPOrpaMMbl aHTHOAKTEPUAILHOW TEpaliii  CTATHUCTHYECKYI0 00pabOTKy NaHHBIX Kak I0 pPEerHoHaM, Tak U B
C TIPHOPUTETOM Ha WHTAISIMOHHBIA MyTh BBEACHUS (KOMMCTHMH M olmepoccuiickoM MacmTale, 4To BIEYET 3a CO00M BO3MOXKHOCTH
TOOpaMMIMH 11 nHraxsauuid). O01was 1015 NalMEHTOB, MOJIYYalOMX — ONTUMHM3ALMU  JICYeOHO-IMarHOCTUYECKUX ~ MEPONpPUSTHH  Juis
MHTAJSIOHHBIE aHTHOMOTHKN — 23%, M3 HUX TOOpaMHUIMH Hepe3  yBEIMUYEHUs MOKa3aTeNs BBDKUBAEMOCTH.

HeOynaiizep — 76%, konucTuH uepes HeOynaiizep — 2 1%. Heobxonnmoit JlaHHBIE PErMOHANBLHOTO pErucTpa MalUeHTOB JETCKOro
Tepanueit aHTHOAKTepHAIBLHBIMU TpenaparamMu, Kak CUCTEMHO, TaK U BO3pacTa ¢ MyKOBHCIMI030M COIVIACYIOTCS C JaHHBIMH (peiepaibHOro
MHTASIMOHHO, oxBadeHbl 100% Hy)marommxcs. perucTpa, 4To CBUJAETENBLCTBYET O HAJJIEXKAIIEM YPOBHE KOHTPOJIS

Tpancnnantanuum oprasos B 2021 rony nanueHtaM HE 3@ JIaHHOM NaToJorveil, CBOEBPEMEHHOCTBIO M aJI€KBATHOCTBIO Kak
[IPOBOAMIIKCE, TAPTETHYIO TEPAIHIO HE MOJTyYallH. JIMArHOCTUKH, TaK U JICYCOHBIX TAKTHK.
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