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1. HopmaTuBHBIE CCBIIKH
B Hacrosmen nuccepranyy UCNOJIb30BaHbI CCHUIKM HA CIEAYIOIINE CTaHAAPTHI:

1) Konekc Pecniyonuku Kazaxcran «O 3JOPOBBE HAPOJA 11 CUCTEME
3APABOOXPAHEHMUSA ot 7 uronst 2020 roma Ne 360-VI 3PK;

2) Tlporokon «MykoBuciumo3» ot 19 anpens 2019 roma Ne63;

3) XenbcUHKCKasi Jekiapaims BcemupHOW MeIuuHCKONH —Accoluaiuu
«ITUYECKUE TMPUHLMIBI TPOBEICHUS MEIULUUHCKUX UCCIEIOBaHUM C
y4acTHEM YeJIOBeKa B KauecTBe CyObeKTay, mpuHsaTa Ha 18-oi ['enepanbHOi
Accambnee BMA, Xenbcunku, Gunnsgaaus ot uroHs 1964 rona;

4) Tlpuka3 MuHHCTpA 3IPAaBOOXPAHCHUS U COLMATIBHOTO pa3BUTHA PecryOunku
Kazaxcran «0O06 yrBepxkaenuun Ilnana mnpoBeneHHsl TeleMEIUIUHCKUX
KOHCYJIbTAallUd U BUJCOKOHCYJIbTALlU B OPTaHU3aLUAX 3PABOOXPAHECHUS
oT 26 uroHsa 2015 roma Ne 519;

5) «TpeboBanus K coaepKaHuiO, O(GOPMIICHUIO M 3alUTe MarucTepCKOM
JTUCCEPTALIMU U MTPOEKTay, MPOTOKOA OT 19 centsadps 2024 roma Ne20;

6) « Standards for the care of people with cystic fibrosis; establishing and
maintaining health» Journal of Cystic Fibrosis 23 (2024) 12-28;



2. Onpenesienust

B Hacrosimeil guccepTaliid UCIHONB30BaHbl TEPMUHBI CO CIEAYIOIIUMU
OTpPEeICTICHUSIMU

XpoHuueckoe MHGEKIMs IpIXaTenbHbIX myTed — 50% wim Oosblie moceBOB
MOKPOTBI, COOpaHHBIX B nocieanue 12 mec. (Miau xota 0b1 4 mocesa 3a 3TOT NEPHUO/)
MOJIOKUTEIbHBI [1];

Nutepmurtupyromas uHpEKIUs AbIXaTeNbHbIX myTe — meHee 50% MmoceBoB
MOKpPOTBI, COOpaHHBIX B MocieHue 12 Mec. monoKuTenbHsl [1];

«Tsoxenas» myrtaruss CFTR — myramuu 1, 11, 1II u VII xnmaccos, kotopsie
NPUBOAAT K MOJIHOMY WU TMOYTH MOJHOMY MPEKpalleHUI0 (QYHKIUU XJIOPHOTO
KaHasa [2];

«Msrkas» mytamus CFTR — myramum IV, V u VI knaccoB, y KOTOpbIx
coXpaHseTCsl ocTaTouHasi PYHKIIUS XJIOPHOTO KaHana [2];

MenuuuHCKUM PEerucTp - CUCTEMa perucTparuu  OOJbHBIX  JaHHBIM
3a00JIeBaHUEM C JAJIBHEHIIIMM MOHUTOPUPOBAHUEM WX >KHU3HEHHOTO CTaTyca,
uH(OpMaIMK O JICUEHUH, OOBEKTUBHBIX XapaKTEPUCTUK COCTOSIHUS 3a00JIeBaHUS
[3];

[ToaTBepxkaeHHBIN AUArHo3 «MyKOBUCIMI03» - TUArHO3, MOJATBEPKICHHBIN B
COOTBETCTBHUH CO CICIYIONUM Kputepusmu [4]:

1) JIByKpaTHBII MOJOKUTEIBHBIN MTOTOBBINA TECT:

® XJIOPUIBI > 60 MMOJIB/JI;
W
® IIPOBOJAMMOCTH TT0Ta > 80 MMOJIB/II;
W
® XJIOpUIBI > 60 MMOJIB/JT + MPOBOIUMOCTD 1MoTa > 80 MMOJIB/JI.

2) OmHOKpaTHBIH IOTOBBIA TECT ¢ XioopuaamMud > 60 MMOJB/IT WK
poBoUMOCTh ToTa > 80 mmounp/n m JIHK-aHanu3 ¢ ogHUM WU IBYMS
UACHTU(PUIIMPOBAHHBIMU FeHeTHYecKuMU Bapuantamu B reHe CFTR.

3) OgHOKpaTHBIM TOTOBBIH TeCT ¢ xjopuaamMud > 60 MMOJB/I WK
IPOBOJUMOCTh ToTa > 80 MMOJB/T M TIOJIOKHUTEIBHBIH PE3yIbTaT
HeoHaranbHOTO cCKpuHuHTa (MPT— 1 > 70 ur/mu; UPT — 2 > 40 ar/mn).

4) OmHOKpATHBIM IOTOBBIM TeCT ¢ XxjopugamMud > 60 MMOJB/I WK
IIPOBOJIMMOCTH ITOTa > 80 MMOJIB/JT M KIMHUYECKast KApTHHA C XapaKTEPHBIMU
CHMIITOMaMH MYKOBHUCIIH/103a.

5) 3HaueHue XJIOPHIOB B MOTOBOM TecTe < 60 MMOJIB/J WK TPOBOJUMOCTD
nota < 80 MMOJIb/TT 1 HalTmuue 2 U3 4 CICAYIOMHUX KPUTCPHEB:

e JIHK-amaym3 ¢ omHUM WIH JABYMS HACHTU(HUIIMPOBAHHBIMHU
F€HETUYECKUMHU BapUaHTAMU, BBI3bIBAIOIIMMU MYKOBHUCITHI03;

® [I0JIOKUTENbHBINA pe3ysibTaT HeoHaTanbHOro ckpuHunra (UPT-1 > 70
Hr / mu; UPT-2 >40 Hr / mn);

® [I0Ka3aTeib Pa3HOCTH TPaHCOMUTEIHATBHBIX (Ha3aIBHBIX)
MOTEHIINAIOB, TTOATBEPKAAIOIINN JUATHO3 MYKOBHUCITHI03;



® KIIMHUYECKas KapTHHA, c XapaKTEPHBIMU CUMIITOMaMH
MYKOBHCIIU034;

AnnenbHas 4acTOTa - 4YaCTOTA BCEX AJUIEIIEH ONPEIEIIEHHOTO JJOKYCa U KaXI0r0
U3 HUX B OT/ICTLHOCTH B TCHHOM ITyJIe TaHHOW TomysiuH [ 5].

[ToToBast mpoOa — 3TO 1a0OPATOPHOE UCCIETOBAHUE, TO3BOJISIOLIEE ONPEACIIUTD
KOJIMYECTBO MOHOB XJjiopa B more. Ha cerogusiuiHuil neHb siBisieTcss HauOouee
MH()OPMATUBHON METOJMKON M MIPOBOJUTCS C MEPBBIX JHEH KU3HU [6];

PecniupaTopHas pyHkus — QyHKIMS JETKUX, 00eCeurnBarOINil BEHTUIISLHUIO,
KpOBOOOpalleHne 1 ra3000MeH [7];

HyTpuTuBHBIN CTaTyC — 3TO KOMIUIEKC KIMHUYECKUX, aHTPOIIOMETPUUECKUX U
1a00paTOpPHBIX MOKa3aTesel, XapaKTepU3yIOIHUX KOJUYECTBEHHOE COOTHOIICHHE
MBILICYHOM M JKUPOBOI Macchl Teja namuenTa [8];



3. O003HaYCHUA U COKPALLCHUA

B mHacrosimed auccepraliMM  HMCIOJB30BAHBI TEPMHUHBI CO  CIEAYIOIIUMH
ONPEACICHUSIMU:

BO3 — BcemupHas opranuzanus 31paBOOXpaAHEHUS

I'KII na IIXB — T'ocygapctBennoe Kommynanwshoe I[Ipennpusitue Ha Ilpase

X0341UCTBEHHOTO Benenus

KKT — xemya04HO-KUILIEYHBIA TPAKT

NUMT — unnekc Maccel Tena

MB — mykoBUCIIHA103

HAO — HanmonanbsHO€ akIIHOHEpHOE OOIIECTBO

O®BI1 — 06beM GhopcupOBaHHOTO BBIZI0XA 32 1 CEKyHAY

I15 — nmaHkpeaTuyeckas snacrasza

PK — Pecnybniuka Ka3zaxcran

CJ1 — caxapHblii 1uadet

OXEJI — dopcupoBanHas KU3HEHHAS €MKOCTb JIETKUX

XJIH — xpoHn4deckas apixareiabHas HEJOCTaTOYHOCTh

CFTR — Cystic Fibrosis Transmembrane Regulator
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5. BBeaenue

AKTYaJIbHOCTb:

MyxkoBuciuno3 (MB) — 3To reHeTHdeckoe, HacjieayeMoe MO ayTOCOMHO-
pelecCUBHOMY THITYy, 3a00J€BaHHME, KOTOpOE IMOpakaeT B HaWOOJbIIECH CTENeHU
JBIXaTEIbHYIO CUCTEMY U XKEJTyI0YHO-KUIICUHbIH TpakT [9].

MB sBnsiercst opdannbsiM 3a0oneBanueM. Beaymiyro pons B maroreHese MB
urpatot mytanuu reia CFTR, BbI3bIBaromue HapyiieHue paboThl XJIOPHOrO KaHaia
AMUTETUATBHBIX KIETOK W (OPMHUPOBAHUE BA3KOIO O0OE3BOKEHHOIO CEKpeTa
OOJILIIMHCTBA HK30KPUHHBIX jkene3 [9]. B pesynaprare HapylieHUs BBIPaOOTKH
OpOHXHUATLHOIO CEKPETa Pa3BUBACTCS XPOHUUECKUN OPOHXUT, CTOMKasi OpOHXHaTbHAs
OOCTpYKIIMSI, BO3HMKAIOT MYKOUJHBIE TIPOOKHM B JbIXaTEIbHBIX MYTAX C
dbopMupoBaHUEM, MHOKECTBEHHBIX OPOHXO0IKTA30B, YTO MOXKET MIPUBECTH K PA3BUTHIO
XpOHUYECKOHN awixaTenbHOM HemoctarouHocTH (XJIH) - uMeHHO oHa ompejensier
TSDKECTh COCTOSIHUS W JeTanbHOCTh 90-95 % Oonpupix [9]. Takxke, momMuMo
OpOHXO0JIETOYHOM CHCTEMBbI, B MAaTOJOTHMYECKUN MPOIECC BOBJICKAIOTCS U JPYrue
CUCTEMBI, Takue Kak xenygouHo-kumeuynbli TpakT (OKKT) c¢ mnposiBaenusimu
BHEIIIHECEKPETOPHON HENOCTATOYHOCTH  MOJKEIIYJOYHOM  JKeJie3bl, XOJIecTasa,
OMJUTMApHOTO IHMPPO3a TEUYeHH, OCIIKOBO-dHEpreTndyeckoi Hemocrarounoctu [10],
TaKX€ UMEET MECTO MOPAKCHUE BEPXHUX JbIXaTEIbHBIX MYTEH B BUJIE XPOHUYECKOTO
PUHOCHHYCHUTA U MoJumno3a Hoca [11], MouenonoBoii cucteMsl B BUAE OOCTPYKTHUBHOM
a300CTIepMHH, THITOTOHAIM3Ma, BEAYIIHe K My»X)CckoMy Oecrutonuto [12].

C uenpio ynydllleHHs KadecTBa BEJEHUS, AMHAMUYECKOTO HAOIIONCHUS H
KOHTPOJISI COCTOSIHHSI MAIMEHTOB, a TaKK€ ONTUMHU3ALUM 3aTpaT Ha BEJICHHE
nanueHToB ¢ MB Bo MHOTHX CcTpaHax Mupa ObUTH CO31aHbl pErUCTPHI MalueHToB ¢ MB
[13].

MenuuuHCKui peructp — 3P GeKTUBHBI HHCTPYMEHT B PyKaxX MEIUIIMHCKOTO
COO0IIIeCTBa, TMO3BOJSIOMINA MOHUTOPUPOBATH TEUCHHE XPOHUUYECKHUX COIHAIBHO
3HAYMMBIX 3a00JeBanui. JlnHaMuueckoe Habo1eHNe, COOp TaHHBIX, KOHIICHTpAIIHs,
aHaNMM3 W JMHAMUYECKasl OIIEHKAa MEIUIIMHCKON WH(OpMAIUU MO3BOJSIOT JIy4Ie
MOHATh COCTOSIHHE TMAIlMEHTOB, OIEHUTh A()PEKTUBHOCTH MX JICYCHHS W CO3/1aTh
HanOonee H(dQeKTHBHBIC OOIICHAIIMOHAIBHBIE MOJEIN BEJCHUS OSTOW TPYIIIBI
naneHToB. Hawmbonee KpymHBIMU SBISIOTCA MEXKHAIMOHANBHBIN EBponeiickuii
peructp MB, cymectByronuii ¢ 2008r. [14], 1 camblii nepBsii - CeBepoamMepruKaHCKU A
peructp MB, co3nannsiii B 1966r [15].

[Tonuo# undopmaruu o nanuentax ¢ MB B Pecny6nuke Kazaxcrane (PK) ner,
B CBSI3M C OTCYTCTBHEM HAUMOHAJIBHOTO peructpa namueHtoB ¢ MB. Ilo manHeM
neanaTpoB HalmOHAIIBHOTO LEHTpA MeAUATPUU U AETCKOU XUPYPTHUH, 3aHUMAFOIIUXCS
npobiemoit MB, manueHnTckol opraHu3anuu, 9uciao 6oasHeIX MB Ha nexadbps 2023
roaa cocrasisino 208 cayuaes. 13 208 cayuaes MB HacunTeiBaeTcs 35 nmauueHToB B
Bo3pacte 16 yer u crapme ¢ BepuduiupoBanubiM auaraozom MB. B PK, B cBsi3u ¢
MO3JAHENW JAWAarHoctTukon MB, OTCyTCTBMEM €IMHOTO UEHTpa, 3aHUMAKOLIAMCS
npoonemoit MB, cuctemMaTndeckux JaHHBIX O MarMeHTax ¢ MB B e1uHOM peructpe,
MIpOrpaMMBbl IEPEX0ia MAIUEHTOB OT MEANATPOB BO B3POCIYIO MPAKTUKY UH(GOPMALIUU
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0 B3pocibiX 00apHBIX MB kpaiine Mano. OTCyTCTBHE CUCTEMATU3MPOBAHHBIX JaHHBIX
00 3TOil rpynme OOJBHBIX TaKXKe 3aTPyJIHSET IUIAHUPOBAHUE PECYpPCOB CHCTEMBI
30paBOOXpAaHEHUSA A amMOyJIaTOpPHOTO u CTaLlMOHAPHOTO BEJICHU,
MEJIMKAMEHTO3HOI'0 00€CIeUeHHsI, pea0MIIMTALlUOHHBIX [TPOTPaMM.

Heab uccaexoBanusi:
OueHuTh KIMHUYECKUE, 1a00paTOPHbIE U MHCTPYMEHTAJIbHbIE XapaKTEPUCTUKH
nanueHToB ¢ MB 16 net u crapuie ¢ popmupoBanrem 0a3bl JaHHbIX 11 PK.

3agauu uccaea0BaHUA:

1) M3yunTh KIMHUYECKHE OCOOCHHOCTH TeueHus MB y mamnuentoB 16 yet u
crapuie B PK;

2) N3yunth OCOOECHHOCTH XPOHHYECKOW PpPECHUPATOPHON HHPCKIUU Y
naureHToB 16 net u crapure B PK;

3) BbIsiBUTH 0COOEHHOCTH T€HETHYECKOro Mpoduis y MalueHToB 16 jeT u
crapiue B PK;

4) Co3znatb 0a3y gaHHbBIX MaipeHToB ¢ MB 16 jer u crapiie B PK;

OO0BeKT uccae10BaHuA:
MB y nauuenToB 16 net u crapiie B PK

IIpeamer uccaeaoBanus:
[TarimeHTHI ¢ MOATBEPAKACHHBIM AUarHozoM MB 16 net u ctapie.

MeToabl HCCJI€I0OBAHUSA
1) JlaHHble aHaMHE3a:
e MecTo nNpoKUBaHHUS;
Bo3spact noctaHOBKHM TMAarHo3a;
KomnuecTtBo 060CTpeHMit B TOI;
KonnuecTBo mHEH mpuMeHEHNs BHYTPUBEHHBIX aHTUOMOTUKOB B TO/T;
KosnmuecTBo 1HEN, TPOBEACHHBIX B CTALIMOHAPE B TOJ;
e Hanuuue ocnoxuennit (C, uuppos, X 1H);
2) AHTpPOTIOMETPHYECKOE MCCIIEA0BaHUE:
e Ilox;
e Bo3zpacr;
e Pocrt;
e Macca Tena;
e Uunekc maccol Tena (MMT);
3) JlabopaTopHOe HCCIeIOBaHUE:
o MoneKkynIsipHO-TEHEeTHUYECKOE UCCIIEOBAHNUE;
e [loToBas npooba;
o dexkanbHas MmaHkpeatudeckas snacrasza (119);
® MukpoOHOIOTHYECKOE HUCCIIEI0BAHIUE MOKPOTHI,
4) VHCTpyMEHTAIEHOE HCCIICIOBAHUE:

11



e CnupomeTpus;

e [lynbcokcumerpus;
5) Cosznanue 0a3bl ganubIx (Microsoft Excel);
6) Cratuctuueckas o0padboTka gaHHbBIX (R);

ba3a npoBeaeHus HAYYHBIX HCCIEJOBAHMM:

['ocynapcTBeHHOE KOMMYHaJIbHOE MPEANPUATHE HA MpaBe XO3AMCTBEHHOTO
Benenus (I'KII na IIXB) «MHuoronpoduibHas ropojckas 6onsHuia Nely, akumara r.
AcraHa.

HayuyHnast HOBH3HA HCCIeIOBAHUA:

1) Brepsbie npoaHanu3upoBaHbl 0cOOCHHOCTH TeueHus MB y manmenToB B PK
16 net u crapuie;

2) OmpenesneHbl 0COOCHHOCTH TeHeTHYeCKOoro mpoduis 601pHBIX MB B PK;

3) BrnepBbeie co3mana 0aza aius (DOPMUPOBAHMS HAIMOHAIBHOTO PETHCTpPA
nanueHToB 16 net u crapuie ¢ MB B PK;

IIpakTHyeckas 3HAYUMOCTD:

1) CucremaTH3UpOBaHbl JaHHBIC B3POCibIX manueHtoB ¢ MB B PK mo3Bosut
MOHHUTOPHUPOBATH TeueHUE op(haHHOTO 3a00JIeBaHUS;

2) COop, KOHIEHTpAIUsA, aHaIM3 MEIUIMHCKOW HH(POPMAIMK IO3BOJUT
co3nath Hambosiee 3(P(HEKTUBHYIO OOIICHAIMOHATBHYIO MOJICNb BEIACHUS
00abHBIX ¢ MB;

3) VaydmieHue IUIAHUPOBAHHMS PECYPCOB 3APaBOOXPAHEHUS IS BEICHUS
namueHToB ¢ MB;

4) Co3nmanue 0a3bl MALMEHTOB IMO3BOJIMT B JAJBHEHIINM MPUCOCTUHUTHCS K
MEKHAIIMOHAJIBHBIM PETUCTPaM;

OcHOBHBIE 110J105KeHN S, BBIHOCHMbIE HA 3aIIUTY:

1) Knuaunuecku ocobennoct MB y mamuenToB 16 et um crapmie B PK
XapaKTEePU3YIOTCS TAKEIBIM TE€UEHHUEM C YacThiIMU MB-accollumpoBaHHBIMU
OCIIO)KHEHHSIMU, HU3KUMU TOKA3aTEISIMU PECIUPATOPHOHN (D YHKIINH, HU3KUM
HYTPUTUBHBIM  CTaTyCOM, YaCThIMH OOOCTPEHUSIMU, TpeOyIOIUMU
IIPOJIOHTUPOBAHHOM aHTHOAKTEPUATILHOMN Teparnu;

2) BospmmHCTBO areHToB ¢ MB 16 et u ctapiie B PK nmeror xporudeckoe
UHOQUIIMpOBAHUE  JbIXaTeNBHBIX ImyTe  Staphylococcus aureus wu
Pseudomonas Aeruginosa;

O0beM U CTPYKTYpa TUCCEPTALUM:

Juccepranus U3noxkeHa Ha 74 cTpaHHUIlaX MAlIMHOMUCHOTO TEKCTa U COCTOUT
13 BBeAEHUs, 0030pa IUTEPATYphl, MaTepUaia U METOJOB, PE3yJbTaThl COOCTBEHHBIX
WCCIIEIOBAHUM, 3aKIIFOYEHHUs, BBIBOJOB, NPAKTHUYECKHMX PEKOMEHJAINM, CIUCKa
WCIIOJIb30BaHHON JHUTEpaTyphl, 3 mnpwioxkeHul. bubnamorpaduueckuii ykazatelnb
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COCTOMT M3 75 UCTOYHUKOB, U3 HUX D Ha PYCCKOM sI3bIKe U 70 HAa MHOCTPAHHOM SI3BIKE.
Pabota nnnroctpupoBana 22 tabnuuamMu v 24 pucyHKaMHu.

Anpodanus quccepTanum:

OCHOBHBIE MOJIOKEHUS PAOOTHI JOJI0KEHBI:

1) Ha 1 PecnyOnuKaHCKOM HaydHO-TIpakTHYecKoM (hopyme «MyKOBHCIIUI03:
HacTosIee BpeMs U Oynyuee», 6 mapra 2023 rona, r. AcraHa;

2) na X koHrpecce «VIHHOBAIMOHHBIC TEXHOJOTHMH B PECHUPATOPHOMN
Menuuuae», 19-21 oktsa6ps 2023 roaa, r. Acrana;

3) B ECFSPR 2023 Annual Data Report, 2023r.;

4) Ha | HaIMOHAJILHOM KOHIPECCE MO HACJIEICTBEHHBIM 3a00ICBAaHUSIM JICTKHX
C MEXIYHapOAHbIM yyactuem, 26-28 ampens 2024 roma, 1. CaHKT-
[leTepOypr;

5) Te3uchl B COOpPHHKE CcTaTell «AKTyajbHbIC BOIPOCHI MEPBHYHOW MEIUKO-
CaAaHUTApHON TIOMOIIM: COBPEMEHHBIC TEHACHIIMU, MPOOJIEMBbI M TMYTH HX
peuenus», 16-17 mast 2024 rona, r. ActaHa;

6) mocrepubiii goknan «Clinical characteristics of adult cystic fibrosis (CF)
patients in Kazakhstan» na 47 EBponeiickoii koHepeHIIMH 1O
MYKOBUCHMA03Y, 5-8 utons 2024 roay, r. ['nasro;

7) nocrepubiit nokian «CFTR gene variants in the group of adult cystic fibrosis
patients in Kazakhstan» wna 47 EBpomneiickoit KoHGEpPEHIHH IO
MYKOBUCHMA03Y, 5-8 utons 2024 roay, r. ['nasro;

8) Tesucel B mpuiaoxkeHuu K kypHany «Journal of Cystic Fibrosis», Tom 23,
nononHeHnue 1, ctpanuna 127-128, urons 2024 rona;

9) Tesucel B mpuioxkeHuu K xypHany «Journal of Cystic Fibrosisy», Tom 23,
nonoiHeHue 1, ctpanuna 77, uronb 2024 ronaa;

10) wma XI kourpecce «VHHOBAIMOHHBIC TEXHOJOTHH B PECIHHUPATOPHOM
MeauIuHe, 24-26 okTa0ps 2024 rona, r. AcraHa;

11) wna XII xonrpecce «VHHOBAIMOHHBIC TEXHOJOIMH B PECIHUPATOPHOI
Menuiuue», 17-19 anpens 2025 roaa, r. ActaHa;
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6. O030p uTEpaTypbI
6.1. BBenenne

MyKoBHCIIUZI03 — OSTO TE€HETHYECKOE, HacjeayeMoe II0 ayTOCOMHO-
peleCCUBHOMY THITY, 3a00J€BaHHUE, KOTOPOE BBI3BIBAET CHUCTEMHYIO TUCHYHKIUIO
AK30KPUHHBIX JKEJI€3, TopaXkas MPEUMYIIECTBEHHO AbixareabHyto cuctemy u JKKT
[16]. MB siBnsietcst op(haHHBIM MOHOTEHHBIM 3a00JIEBaHUEM, BbI3BAHHBIM MYyTAIllUSIMU
reHa Cystic Fibrosis Transmembrane Regulator (CFTR), uto nHapymaer paboty
xsopHoro kanana CFTR u nmpuBoauT x (popMHUpPOBaHUIO BA3KOIO OOE3BOKEHHOIO
cekpera OOJBIIMHCTBA JK30KPUHHBIX kene3 [17]. Takum obGpazom MB sBisiercs
3a00J€eBaHUEM MYJIbTUIUCIUIUIMHAPHBIM, TPEOYIOIIUM BHUMAHUS TEAUATPOB,
MyJIbBMOHOJIOTOB, TaCTPOIHTEPOJIOTOB, SHJIOKPUHOJOTOB, OTOPHUHOJIAPUHTOJIOTOB,
HYTPHUIIMOJIOTOB, aHAPOJIOTOB U JPYTUX CHEIUAIUCTOB.

3aboneBaemocTh MB paznuuaeTcs B pa3HbIX OTHHUYECKUX rpynmnax. B
HacTosiiee BpeMs uzBectHo Oosee 1000 marorennbix BapuantoB rera CFTR [9]. Otu
BapUaHTHI JICTATCS HA 7 KJIACCOB MyTaIlui B 3aBUCUMOCTH OT UX BIUSHUS HA () YHKIIHIO
Oenka u TsbkecTh  (eHoTruma. MyTtanuum  kimacca 1 BKIIIOYAKOT — KOJIOHBI
PEeXKJICBPEMEHHON TEPMUHAIIUHU, YTO MPUBOJUT K OTCYTCTBUIO WM 3HAUYUTEIBHOMY
camkenuto BeipaboTkn CFTR [18,19]. MyTtanuu kiacca 2 npuBOAsT K HAPYIICHHON
J0CTaBKe OeiKa ¢ MOCJIeAYIOIMM pa3pylIeHUEM U HE JOCTHKEHHEM KIJIETOUHOU
mMemOpansl [20]. MyTtanuu Kinacca 3 BBI3BIBAIOT HAPYIICHHE OTKPHITHS KaHajaoB [18].
MyTarmu knacca 4 CHIDKAIOT IPOBOUMOCTh KaHAJIOB, BIHsisl Ha QyHKIHIO Oernka [18].
MyTtanuu kinacca 5 u3MmeHsroT uncieHHocTh O0enka CFTR [18]. Myranuu kimacca 6
IPUBOAAT K CHIKeHHUI0 cTabuibHOCTH KaHaioB CFTR ¢ mocnenyromeit cHUXEHHOM
AKCIIpeccue K anukaibHo mMemOpane [18]. Mytamuu kiacca 7 XapakTepusyercs
orcyrctBueM marpuyHord PHK. Ilonnmanne MexaHU3MOB JAE€JCHUS MYyTaluid Ha
KJIAacChl HMMEET pelIaroliee 3HauyeHue Mg pa3paOOTKM  MHIWBHUIYaTbHBIX
TEPANEBTUYECKUX CTpATETHil il NManueHToB ¢ MB, OCHOBaHHBIX Ha KOHKPETHOM
nedekTe, BBI3BBAHHOM KaX<IbIM THIIOM MyTaiuu [21].

3a mocneaHee IecATHIIeTHE TII00aNBHBIN ypOBEeHB 3a00ieBacMocT MB moka3zan
TEHACHIMIO K YBEJIMYCHUIO, 00JIee BEPOSITHO Oarogaps BHEIPEHUIO HEOHATALHOTO
CKpUHUHTA W YIYYIICHUIO BbIsiBIeHUs 3aboneBanus [22]. Kpome Toro, crpareruu
paHHE! NUAarHOCTHKU M MPOQPUIAKTUKH TaKHe KaK CeMEWHOEe KOHCYIbTUPOBAHHE U
TECTUPOBAHME CHUOCOB Yy BBISABICHHBIX NalMeHTOB ¢ MB, Tak e moBIusAiO Ha
snaemuoioruto MB [23].

[TosiBnenne wmonynstopoB CFTR B mocnennee necsTuieTHe MNPUBENIO K
3HAYUTENIbHOMY KJIMHUYECKOMY Iporpeccy B jiedennu MB, mpemnaras nanueHtam
MEPCOHATM3UPOBAHHOE JIEUYCHUE, MOTCHIMAIBHO Moauduimpyromee 3aboneBaHue
[24], koTopoe MeHsieT iporuo3 naueHToB ¢ MB [25].

Ha xadectBo Bemenus MB, oxka3zamo Ooinbllioe BIHSHHE CO3JaHHUC
HAallMOHAJIBHBIX W  MEXIYHapOAHbIX peructpoB. Peructper MB  coxepxar
nH(popMaiuio o remMorpadgruuecKux 0COOCHHOCTSIX, TCHETUUECKUX MYTAaIUSIX, THOCE,
KJIIMHUYECKUX MPOSIBIICHUSIX, HAJIMYUU OCIIOKHEHUM, MEAUIIMHCKUX BMEIIATENbCTBAX,
o0beme Tepanuu. CUCTEMBI 3APABOOXPAHEHUS B Pa3HbIX CTPAHAX, HCIOIb3YS
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HallMOHAJIbBHBIE perucTpsl MB, ycnemHo aaanTUpYHOT TakTUKY BEICHHMSA K
KOHKpETHBIM TipobieMam MB cBoeit ctpane [13]. [loMuMO JTOKaIbHOTO YIyUIIEHUS
BEJICHUSI B CTpaHEe, 3TH PEruCTpbl OOJEryaroT MEXAYHApPOJHbIE COMNOCTaBIICHUS,
BBIBIISASL Pa3iinuvs B II0KA3aTeNsAX BBDKMBAEMOCTH M METOAAX JIEUYCHMs, YTO B
KOHEYHOM HTOI€ CIY)KUT OCHOBOH Mg OyAylIMX HCCIAEAOBAHUN M MPOEKTOB IO
MOBBIIICHUIO KauecTBa BeAeHus MB [13].

N3yuyenue renermyeckux BapuantoB reHa CFTR, nmpuMeHeHHne cCOBpeMEHHBIX
METOJOB JHATHOCTUKH, BHEAPEHUE MATOTEHETHYECKOM Tepanmuu U CO3JaHUE
HAallUOHAJIBHBIX PETUCTPOB MO3BOJWJIO YBEIUYUTH MPOAOJDKUTEIBHOCTh KU3HU
nanreHToB ¢ MB. Cpennuii Bo3pact nauneHToB ¢ MB B cTpanax 3anagHoit EBponsl u
CeBepHOil AMEpUKH CETOAHS COCTaBiAeT OKO0JIO 30 JIET, 4TO CBHUJETEIBCTBYET O
3HAYHUTEIIBHOM IPOrpecce B AMarHoctuke u BeaeHun MB [13].

6.2. DnuaeMunoJI0rusi MyKOBHCIIHI03a

3aboneBaemocTh MB BapeupyeT BO BceM MwHpe, NMpUUeM camasi BBICOKas
PacIpoCTPaHEHHOCTh CPEJM €BPOICOUJIOB, B TO BpeMsi Kak B Asuu u Adpuke
nokazatenu Huxe [26]. B EBponeiickoM peructpe B 2022 roay 3aperucTpupoBaHo 47
650 maruentoB ¢ MB, Torja kak B ctpaHax A3uM OMUCAHO TOJILKO 5 349 manueHTos,
Opu 3TOM MO IEeHTpaidbHOM Asum u bnmwxHemy BocToky OBUIO TIPEIOCTaBICHO
HaWMEHbIIIEE KOJMYECTBO HH(OpPMAIIUU, B CBA3HM C OTCYTCTBHEM HAIMOHAIBHBIX
peructpoB mnamuentoB ¢ MB [27,28]. Ilo omenkam, B apaOCKuX cCTpaHax
pacnpoctpaneHHOCTh MB cocrtaBisier oT 1 ciydas Ha 2560 HOBOpPOXIEHHBIX 10 1
ciydas Ha 15 876 denosek. [Ipu 3ToM cpegHEe 3HaUEHNE BBKMBAEMOCTh 3HAUUTEITHLHO
HIDKE, YeM B EBPOINEHCKUX CTpaHaxX, YTO, BO3MOXHO, CBSI3aHO C 3al037aJIoN
JTMAarHOCTUKON M OTpaHUYEHHBIM JIOCTYIIOM K COBpeMeHHOMY JjedeHuto MB [29]. B
€BPOTICOMTHBIX MOIMYIAIUIX YacTOTa Cpeild HOBOPOXKAEHHBIX MB konebnercs ot 1:3
419 B CIIA no 1:2500 B Benmuko6putanuu u 1:4700 B Utanuu. Paznuuus 3aBUCAT OT
ATHUYECKOTO TIPOUCXOXKACHUS W KOd(DPHUIIMEHTa KPOBHOTO pOJCTBA. Tak, mocie
MPOBEJICHHOTO MCCJIEIOBAaHUS BBICKA3aHO MPEIOI0KEHNUE, YTO YBEIMUYCHUE CIy4acB
THArHOCTUPOBAHHOTO MB y HOBOpOXIE€HHBIX B MTannu CBSI3aHO C JIECATHIETHEHN
murpanuedr u3 Anbanumu. OcoOEHHOCTBIO AJIOAHCKOW TOMYJISLIHUHM  SIBISCTCS
colMalibHAsl M3OJSALMS OT JAPYTHUX COOOIECTB C BBICOKON YaCTOTOW JHIIOTaMHBIX
OpakoB, MHOpUIWHTA W, COOTBETCTBEHHO, YBEIMYEHHUEM YACTOTHI BCTPEUAEMOCTH
myranmn B TeHe CFTR [30]. Bcrpewaemocte MB cpenn HOBOpPOXIEHHBIX Y
eBponeonioB coctapisieT B cpeaHeM 1:2 500 HoBopoxkaeHHbIX, U B 2020 romy npu
yuciienHoctd OonpHBEIX MB B CIIA 38,804 mamueHTOB OOJBITMHCTBO M3 HHX
COCTaBWJIH MTPEJICTABUTENH eBpoIielickoi packl [31,32].

B Kazaxcrane Ha xonen 2024r 3apeructpupoBano 224 nanuenta ¢ MB, Takum
oOpa3om pacnpoctpanéHHocts Ha 100,000 Hacenenus coctasiset 1,118 [33].

I'enernyeckue UCCIIEIOBAHUS BBISIBUIIH HECKOJIBKO HauOoee
pacnpocTpaHeHHBIX TeHeTHdeckuX BapranToB reHa CFTR, takux xak F508del, 1525-
1G>A, G542X, S549N, R117H. Hawmbomee pacnpocTpaHEHHOW BO BCEM MHPE
sapisiercs myTamus F508del [34,35]. OgHako 9yacToTa IreHETHYECKUX BAapHAHTOB B
HEKOTOPBIX CTPAHAX CHJIBHO OTJIMYAETCS OT ONMMMCAHHBIX TEHJACHIMI. Tak B KHTaMCKON
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MOMYJSIMU ONpPEAENIEHbl IPYTUe XapaKTEpHbIE F'€HETUYECKUE BapUAHTHI, TAKHE KaK
G970D u D979A, onu umeroT 0osiee BBICOKYIO YAacTOTY ajuielield MO CPaBHEHUIO C
esponeiiiiamu  [37]. HccnemoBaHus, mpoBelneHHbIe B Poccum,  BBIABHIN
MEXITHUYECKUE pa3nuuus B BapuaHTax reHa CFTR, a Takke pa3nuuus B yacToTe
Opyrux Mmyrtanui, Takux kak W1282X u 1677delTA, cpeau pa3HbIX STHUYECKUX FPYIII
[37]. UccnenoBanust B FOkHOM A3uM, B KOTOPOM NPUHUMAIN TaKHE CTPaHBI, Kak
WNunus, Wpan, Ilakucran, Illpu JlaHka, Taxxke BBIABUINA XapaKTEPHBIM CIEKTP
BapuantoB CFTR, Bxmouas F508del, 1525-1G>A, G542X, S549N u npyrue
MaTOT€HHbIE MYTallMu, PaclpOCTpaHEHHbIE BO MHOTUX cTpaHax FOxHoil A3uu, 4TO
NOTYEPKUBAET pa3Hoo0pa3rue reHeTHYEeCKOro Janamadra, ocoOeHHOCTH Teuenus MB
B KaX<;JioM peruone [34].

Ocobennoctu renorunoB CFTR B3pocabix mauuentoB ¢ MB B Kazaxcrane
U3y4eHbl MaJo.

Bce 310 cBUIETENBCTBYET O BAXKHOCTH MOHUMAHMS TEHETUYECKUX BAPUAHTOB B
NOMYJSIUAX JUIsl TIOBBIIIEHUS] TOYHOCTH JIMArHOCTUKH, MEPCOHATU3UPOBAHHOTO
JeueHus 3a00IeBaHKs B 3aBUCUMOCTH OT reHotumna [18,38].

6.3. Knnanyeckue 0CO0EHHOCTH MYKOBHCIMI03a

[Topaxxenue nerkux npu MB siBisieTCs TJIaBHOW MPUYUMHOKW CMEPTHU MALlMEHTOB.
B pe3ynbraTte HapylIEHHOW CEKPELNU CIIU3U SK30KPUHHBIMU JKEJI€3aMU, ITOBBIIIAETCS
BSI3KOCTh OpPOHXMAILHOTO CEKpEeTa, BO3HUKAIOT MYKOMJIHbIE MPOOKU B JBIXaTEIbHBIX
NyTSX, Pa3BUBAETCS XPOHUUYECKUM OpPOHXUT, CTOMKas OpoHXHajgbHash OOCTPYKIuS,
bOopMUPYIOTCST MHOXKECTBEHHBIE OPOHXO03KTa3zbl C JajbHEHIIMM  pa3BUTHEM
IbIXaTeIbHOW HEAOCTATOUYHOCTHU, KOTOPAast ONPEAEIISIET TAKECTh COCTOSIHUS U SIBISIETCS
npudnHoi cMepTH B 90-95% ciyuasx [9]. [lo nanusim EBponeiickoro perucrpa okoso
1.1% ot Bcex mereit U 5.5% oOT Bcex B3poCibIX NanueHToB ¢ MB Haxonarcs Ha
IIOCTOSTHHOM ~ KHCJIOPOJHOM mojjepxke. BaxHoi mnpobiemoit MB  sBisercs
XpOHHMYECKass MH(EKIUsA, BhI3bIBacMasi TAKMMH BO30yauTenssMu Kak Staphylococcus
aureus, Haemophilus influenzae u Pseudomonas aeruginosa. Ilo gaHHBIM
EBpomnelickoro peructpa okoiyio 35% nauueHTOB UMEIOT XPOHUYECKOE HOCUTEIBCTBO
Pseudomonas aeruginosa [14], koropas SBISETCS 3HAYUTCIBHBIM (PaKTOPOM
YTSDKEIIEHUSI COCTOSIHUE MalMeHToB ¢ MB.

OnHrM U3 3HAUYMMBIX [OKAa3aTele, OTPaKaIOIIMX CTENEeHb I[OPaAKEHUS
Oponxoneroynoii cucrembl ipu MB, siBnsiercs O®B1. Ha tpaekropuro cHMKEHUS
O®B1 BIMAIOT T€HOTHUIT MAalMEHTa, BO3pacT HAa MOMEHT MOCTAaHOBKH JIMArHO3a,
XpOHHYECKass pecnuparopHas wHpeknus (Hammuue Pseudomonas aeruginosa),
COCTOSIHUE TMOKEIYyJ0UHOM kene3bl, ypoBeHb UMT, MB-accounupoBanusiii CJl, a
TaKXe€ 3KOHOMHYECKUI YPOBEHb B CTPaHE MTPOKMBAHUS MTAlIUEHTA. B nepByro ouepeas
Ha ckopocTh cHkeHuss ODBI1 3nauntenbHO BimseT reHotrn CFTR y manueHToB
MB: npu «Ts5Ke10M» T€HOTHUIIE CMEPTHOCTH BBIIIIE JIa’Ke MPHU 00Jiee paHHEM JIUarHo3e
n Havajie sedeHus [39]. OgHako ecTh HCCieAOBaHUE, KOTOPOE IMOKA3bIBACT, UYTO Yy
MalKMEeHTOB, Y KOTOPBIX IMarHO3 ObLI MOCTaBlieH B Bo3pacte 10 10 jet, HaOmonaercs
oosiee ObicTpoe cHmkeHue ODBI1, yem y manueHToB, y KOTOPBIX JUArHOCTUPOBAJICS
MB B0 B3pociioM Bo3pacTe. ABTOPBI HCCIIEIOBAHUS CBA3BIBAIOT JAHHBIC PE3YJIbTATHI C
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HAJIMYUEM Y B3pPOCIBIX MALWEHTOM, TAaK Ha3bIBAEMbIX, «MSITKUX» MYTalWH,
CONPOBOKJAMIINXCS MEHEE BBIPAKECHHBIMU KIMHUYECKHMHU IPOSIBICHUAMHU U
MEHBbIIIEN yacToTO ocnokHeHnii MB [38]. TeM He MeHee, ecTh IpsAMasi KOppeEsiuus
MEXKIy II03JHUM BO3pPaCTOM IIOCTAHOBKHM JMAar€Ho3a W HAJIWYHAEM pPa3JInYHBIX
ocnoxaenuit MB [40-42]. Tak e Hanuuue XpoHuueckoi mHpekuu Pseudomonas
aeruginosa y marmueHToB ¢ MB oOKa3biBaeT 3HAUYMTEIBHOC BIIMSHUC HA CHIDKCHHE
O®BI1. HccnemoBanue mnokazano, 4TO y ManueHToB ¢ MB mnocne ycnemHon
spaluKaIlMOHHON Tepanuu Ps. aeruginosa otMeuaeTcsi 6ojiee 3aMeIJIEHHOE CHUKEHUE
O®BI1 no cpaBHeHHIO C TAallMEHTaMU C XpOHHUYecKOoN wuHbekunuerd Pseudomonas
aeruginosa [43]. Hunskuit ypoBenb UMT y mamuenToB ¢ MB Takxke BiausieT Ha
camkenre ODBI. [Ipu atom cam no cebe UMT MokeT HEeTOUHO OTpakaTh COCTOSTHUE
NUTaHUA MAIUEHTOB ¢ MB, MOCKOJIBKY ITPU 3TOM HE YUUTBHIBAIOTCS TAKHE IMOKA3aTEIIH,
KakK cOoCTaB Teja, Tak o0ezxupeHHas macca tena (FFM) nuMeer pemaroiiee 3HaueHue
st noanepxkanus Gynkuuu jgerkux. Cumwkenne UMT y nanmentoB ¢ MB cBs3ano ¢
Ne(UIKUTOM MBIIIEYHON MACChl TeJla, YTO MOJYEPKUBAET BAXKHOCTh OLICHKH COCTaBa
TeJa 3a NMpejeaMu nHaeKca Macchl Tena [44]. MccnenoBanus mokas3bIBatOT, YTO CyXas
macca tena (LBM), a ne UMT, cunphee koppenupyet ¢ ODBI1, ocod0eHHO Yy MOJIOABIX
moaeH, ctpagaroimux MB, 1 nogyepkuBaeTcs BAXKHOCTh yueTa 00€3)KMpPEHHOM MaccChl
npu olieHKe PyHKIUY JeTkuX y nanueHToB ¢ MB [44—-48]. CnenyeT Tak:ke OTMETHUTb,
YTO Yy MalUeHTOB ¢ TsokesbiM reHotunoM CFTR u3 ctpan ¢ HU3KUM ypOBHEM J0X0/a
HaOmonaercs 6omnee OpicTpoe cHkeHrne ODPB1 [39,49]. ConmaibHO-9KOHOMUYECKHE
YCIJIOBHSI, B TOM YHUCJIE COLHAIBHO-3KOHOMUYECKAs JENPUBALINS HA MECTHOM YpPOBHE,
UTpalOT BAXHYIO posib B Ucxonax MB y nereii: y mrofel, mpoxXuBaoImux B Oosee
HeOJIaronoayyHbeiX pailonax, ypoBeHb O®BI1 cHmkaercs, a JeroyHbie 000CTpeHUs
yBenuuuBaroTcs [49]. Huskuil ypoBeHb 10X0/1a CTpaHbl IPUBOAUT K OoJiee MO3IHEeH
JTUATHOCTUKE MW  OTCYTCTBHEM  IIOJIHOIIEHHOM Tepamuu HEOOXOAMMOW s
MOJIHOLIEHHOT0 BesieHusi MB. D1y pe3ynbraThl NOJYEPKUBAIOT BAXKHOCTh YCTPAHEHUS
SKOHOMUYECKUX AUCHPONOPUUNA I YIAYUIIEHUSI COCTOSHUS 3[0POBbS MAILIUEHTOB C
MB.

Hpyroii Hamboyiee dYacTod CcHCTEMOW, cTpanaromeii npu MB, sBasercs
KenmynouHo-kumednbid  TpakT. [uchynkmmss CFTR mpu MB, mnpuBomur «
HK30KPUHHOW  HEJOCTaTOYHOCTH  IOJKETYJOYHOM  JKele3bl, Malibabcopouuu
MATATEIbHBIX BEIIECTB, MallbabcopOuu >xupos [10,50]. Jlebunut 6eaxkoBoii YHEPTHI
OPUBOAUT K 3aMeAjieHHuI0 Habopa Macchl Tella M pocTa manueHtoB ¢ MB ¢
MIOCIEAYIOIIUM YXYIIIEHUEM KIMHUYECKUX HMCXOIO0B. bpasuibckoe ucciaenoBaHue
MOTYEPKUBAET BaXKHOCTH a/IEKBAaTHOTO MOTpebyieHust Oenka y manueHToB ¢ MB mns
YIYyUYIIEHUS aHTPONOMETpUYecKUX napameTpoB [51]. Huskuil HyTpUTUBHBIN CTaTyC
npu MB cBs3aH ¢ 0oJsiee BBICOKMMH MOKA3aTEIsIMU CMEPTHOCTH, YTO MOJYEPKUBAECT
HEOOXOIMMOCTh 3aMECTUTEIIPHONW Tepanmuu MaHKpeaTUYeCKUMHu (pepMEeHTaMH st
CHW)KCHHS MOTEPh KUPHBIX KUCHOT U KOoHTposst UMT [52]. Cnenmanu3upoBaHHBIC
BBICOKOKAJIOPUHHBIE MPOAYKTBl C BBICOKUM COJEpKaHUEM Oelka OKa3aJncCh
3 PEeKTUBHBIMU B KOPPEKIIUU COCTOSIHUSA MUTAHUS NanueHToB ¢ MB, uto onpenenser
BOXXHOCTh HMHIAWBHUIYAJIbHONH JIUETONOTMYKCKON moaaepxkku [53]. Ilpu3Haku
MOPAXEHHS KEINYJNOYHO-KUIIEUYHOro TpakTa npu MB BkIIOYalOT, U3MEHEHHS B
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KHUIIIEYHOW MHUKPOOUOTE, KOTOPHIM MOXKET MOBIUATH HA POCT, MUTAHUE, KAUYE€CTBO
KU3HU U AbixaTenbHylo ¢pyHkuuio [10,54]. Mukpobuom kumeynuka npu MB urpaet
PELIAIONIYIO POJIb B PETYJIMPOBAHUU PAOOTHl MHOTMX OPraHOB U cucTteM. Mukpoonom
KHIIIEYHHUKA YYaCTBYET B BRIPAOOTKE arleTaTa, KOTOPbIA HEOOXOAUM JJIsl JIUTIOTeHEe3a U
MeTaboM3Ma X0JeCTEpUHA B OPraHu3Me, a TAKKE YJaCTBYET B METa00JIN3ME KUPHBIX
KUCIOT. BnocinenctBun B JIaHHOM — HMCCIEOBAaHUS  Yy4Y€Hble  OOHApPYXWIU
MOJIOXKUTEIbHYIO KOPPEISIHUOHHYIO CBSI3b MEXIY CHIKCHUEM YHMCICHHOCTH psija
Oaktepumii, Takux kak Parabacteroides, Enterococcus u Escherichia, u yBennuenue
KOJIOHHM3AIlMU B KOJIOHM3allMU OpOHXOJIErOYHO# cuctembl Pseudomonas aeruginosa.
Tak e y4eHble BBIABUHYJH TEOPUIO, YTO MPU aKTUBHOM BOCHAJIUTEILHOM IPOIIECCE,
4acTh TMATOTE€HHON (JIOPHI MOTYT TEpEMEIIaThCsl 4epe3 MOPTAIbHBIM KPOBOTOK C
NOCJIENYIOIIEM Pa3BUTUEM BOCIAJIEHHUS B IIEYEHU. B CBOIO o4epenb BOCIAINUTENIbHbBIE
MPOIECCHI B KUILIEUHUKE CHUXKAIOT BCACBIBAHUS BUTAMHUHA I, 4TO HA MIPSAMYIO BIMSIET
Ha IUIOTHOCTh KOCTeH. Bce 93T0 00BSACHAET B3aUMOCBSI3bh MTOPAKEHUS KUIIIEYHUKA TIPU
MB ¢ 0CclT0’KHEHUSMH CO CTOPOHBI JIETKUX, IEYEHU, KOCTEU U MOKEITYJOUHON HKEIIE3bI
[54].

VY GonpmuHCTBa ManueHToB ¢ MB pa3BuBaeTcs Takke MAaTOJOTHS BEPXHHUX
JBIXaTeIbHBIX MyTeH, TaKhe KaK XPOHHYECKHH PUHOCHHYCHT, MOJHIO3 Hoca [11].
MyTtanuu B rese, jexaiue B ocHOBe MB, mpuBOAMT K pa3BUTHIO BOCHAJCHUS U
MUTpaIUy HEUTPOPUIOB B SMUTEIMN BEPXHUX JIBIXaTCIBHBIX MyTeH, runeptpoduu
CJIM3UCTON 00OJOYKM HOCAa W TAa3yX, MOJUINO3y HOCOBBIX MMa3yX, 3aCTOI0 IUIOTHOTO
CeKpeTa B Ma3yxax, YTO B CBOIO OYepe/lb CIOCOOCTBYET KOJIOHM3AIMU MATOT€HHBIX
BO30yauTeNneH, Takux kak Staphylococcus aureus u Pseudomonas aeruginosa [11,55].
VY nanueHtoB ¢ MB MOXeT BO3HUKaTh HEMPOCEHCOpPHAs TYrOyXOCTb, MPUYMHAMHU
KOTOpPO#  SIBJISIFOTCSI, HEOOXOAMMOCTh YacTOTO IPUMEHEHHS OTOTOKCHYECKUX
aHTHOMOTHKOB [56].

MB MoXxeT Takke NPUBOAUTH K CHIDKCHHIO PENPOAYKTUBHOW (YHKIIHH
nanyeHToB. Y MyxduH ¢ MB omnpenensercss oOCTpyKTHBHAs a300CTEPMHUS H3-3a
OOCTpYKIIMH, HEJIOPA3BUTHS WU OTCYTCTBHS CEMSBBIHOCAIIUX MpoTokoB. [Ipu MB
BBICOKA TAaK)K€ pPacIpOCTPAaHCHHOCTh THIOroHagusmMa — 10 32,7% [12,57,58].
XKenmmuel ¢ MB Toxe cTankuBaroTcs ¢ MpoOjeMaMu PerpoTyKTUBHOTO 3I0POBBS,
TaKUMH KaK CHIDKEHHE (EepTHIBHOCTH, KOTOpoe Oojee BEpOsSTHO BBI3BAHO
HapylIeHueM HWOHHOTro OamaHca mnepBukanbHOM ciusu [58]. Hecmotps Ha 2TH
0COOEHHOCTH, MalMeHTKH ¢ MB UMeoT HopManbHYIO CEKCYATbHYIO (PYHKITUIO, MOTYT
BBIHAIIMBATh OEPEMEHHOCTh. JTO MOJYEPKUBAET HEOOXOIUMOCTH KOMIUIEKCHOTO
neyeHuss OonbHBIX MB, BKIIOYAOIIETO KOHCYJIBTUPOBAaHHWE IO BOMIPOCAM
CEKCYaJIbHOT'O M PENPOAYKTUBHOT'O 310POBBSI.

Knunnueckne xapakrepucTuku mnanueHToB ¢ MB  wuMmerT jnokanbHbIe
ocobennoctu. MccnenoBanus mokasaiy, 4TO y ManueHToB ¢ BapuantoMm rera CFTR
L138ins, moctaTouno yacto BcTpewarommMmces B Poccuiickoit @enepanmn, 0ocOOCHHO
Ha Cpennem VYpaine, HaOmogaeTcss MO3AHSS JUArHOCTUKA, MYXCKOe OecIuioaue,
OCCCUMIITOMHASI ~ TUIEPIH3UMEMHUS]  TMOJKETYJTOYHOM  Kejae3bl M pas3IMuHbIe
pecriupatopubie nposiBieHus [59]. Kpome Toro, mccimemoBaHume, NPOBEICHHOE B
HOxHOM enepanbHOM OKkpyre Poccuu, BBISIBUIIO U IpyTHE Pa3nyus 10 CPABHEHUIO C
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OCTaJbHBIMM peruoHamu Poccuu, Takue Kak BBICOKas JOJIS B3POCHBIX MAlMEHTOB,
HHU3KHUE MTOKA3aTEeNIM BO3pPACTa MOCTAHOBKY JIMArH03a, YTO CBUJETEIIbCTBYET O BBICOKOM
HAaCTOPOXXEHHOCTH CIICL[UAJIMCTOB, 4€M B Ipyrux peruoHax Poccuu, HO HU3KUU
MoKa3aTenb CpeaHero Bo3pacta mnauueHtoB, O®Bl wu BBICOKOW 4YacTOTOU
Pseudomonas aeruginosa. Taxxe oTMedaeTcs BBICOKas [JOJII TE€HOTHIIOB
F508del/neF508del B CraBpononsckom kpae u Pecnyomuke Kpweim, uTo Oosee
BEPOSATHO CBA3aHO C MPOKUBAHUEM IPEICTABUTENICN KAaBKA3CKOW HAIIMOHAJIBHOCTH B
nanHbix peruonax [60]. WccnemoBanusi, mpoBeaeHHble Ha Kumpe, oneHuBaiu
KOPPEALIMOHHYIO CBS3b MEXKY TEIJIOBBIM BO3JCUCTBUEM KIMMaTa M YXYAILICHUEM
KJIIMHUYECKOTO COCTOSIHUSI TIAIIMEHTOB, U pe3yJbTaTaMu Ja0opaToOpHbIX aHaIu30B. [1o
pe3yiabTaTaM UCCIEOBAHUS YETKON KOPPESIUOHHON CBSI3M OOHAPYKEHO HE OBbLIO.
[61]. OnHako aHaIOTHUYHBIC UCCIIEIOBAHMS, TIPOBEICHHBIC B KpbIMy, MOKA3bIBAIOT, YTO
KIIMHUYECKUE XAPAKTEPUCTUKU MAlMEeHTOB ¢ MB MeHsJIUCh B 3aBUCUMOCTH OT
KIMMaThudeckux 30H. Haubonee OnaronmpusitHbie pe3ynbTaThl 1o gaHHBIM ODBI1 u
OXXEJI HaGmroanuch y )KUTENEH CTEMHOr0 peruoHa u3-3a TeIUION MOTObl U HU3KOU
BIaxHOCTH. MccnegoBarenu mpearnoiaraloT, 4To TEMIas KPyrJorogdyHas Moroja,
HU3Kass OTHOCHUTEJIbHAS BJIAXKHOCTh M CTaOWUJIbHOE aTMOC(EpHOE JaBIECHUE CTEIHBIX
palioHOB OKa3bIBAIOT OoJiee OJarompusTHOE BO3JICHCTBHE HA maiueHToB ¢ MB, dyem
MOBBIIICHHAs! KPYIJIOTOJIMYHAS BIA)KHOCTh MOPCKOTO KJIMMAaTUYECKOrO0 pailoHa WU
0OJIBIIIOE KOJIMYECTBO OCAJIKOB, TIepernajbl TeMIepaTyp U aTMochepHOTO JaBJICHUS B
IpEeATOpHBIX paiioHax [62]. [To maHHBIM HaIlMOHANBHBIX peructpoB ¢ 2015 mo 2019r.
naiueHTel ¢ MB Bo ®paHiuyn uMeEIOT 3HAYUTENBHO OoJiee BBHICOKHE IOKa3aTelu
BbDKHMBaeMocT — 65,9 mer mo cpaBHeHuro ¢ Abctpanueit, Kanagoit m Hooit
3enmanaueit — 53,3-54,8 yer, uTo aBTOPHI OOJiee BEPOATHO CBSA3BIBAIOT C OOJBITUM
IIPOILICHTOM TpaHCIJIAaHTAIMK JIETKUX U MEHBIIIeH JoJiel cMepTel manueHToB ¢ MB 6e3
TPAHCIUIAHTALIUU JIETKUX Ha (OHE HAIMOHAIBHOW MPOTrpaMMbl IKCTPEHHOU
tpancmiantanuu Jgerkux 2007 roma [13]. YV kuralickux manueHToB ¢ MB
HAO0JIIOIAI0TCSl HETUITMYHBIE CUMITTOMBI JIETOYHBIX MH(GEKINI 1 MEeHee BbIPa)KEHHBIN
TUCTICITUYECKAN CUHIPOM M0 CPAaBHEHHUIO ¢ manueHTamu u3 EBpornsl. MccnenoBarenu
CBSI3bIBAIOT JIAHHBIN PE3YJIbTAT ¢ YHUKAIBHBIM criekTpoM MyTtanuii CFTR, Takue kak
p.Gly970Asp, c.1766+5G>T, p.llel023Arg umn ¢.2909G—A [63,64]. pyroe
HCCIIEIOBAHUE IMIOKA3aJI0, YTO Yy KHUTAaUCKUX NauueHTtoB ¢ MB mo cpaBHeHuio ¢
eBporeiiniaMmu HabmoaeTcsi 0ojiee BHICOKOE PacCIpOCTPAHEHHOCTh aJUIEPTHYECKOTO
OpOHXOJIETOYHOTO  acmepruiuiesa W Oojee HU3Kas YacToTa AK30KPUHHOUN
HEJIOCTATOYHOCTH TOKETYTOYHOM JKene3sl [65].

Oco6ennoctt MB y B3pocnbIx manueHToB B Kaszaxcrane 10 HACTOSIIETO
BPEMEHU HE ObLIN U3YUYECHBI.

6.4. U3MeHeHNe TeYeHUS MYKOBHCIIM/I032 B COBPEMEHHBIX YCJI0BHAX

B nocnegnee necsatunerne «nopTper» manueHToB ¢ MB B Mupe 3HaYMTEIBHO
W3MEHWICS 32 CYET BHEAPEHUS HEOHATAIIBHOTO CKPUHUWHIA, [PUMEHECHUS
MaToreHeTuYecko Tepanuu B Buae moxayisitopoB Oenka CFTR, ucnonb3oBanus
HAIIMOHAJIBHBIX U MEXXAYHAPOIHBIX PETUCTPOB. biaromapst BHEAPEHUIO MOLYISATOPOB
TPAaHCMEMOPAHHOTO PEryJsATOpa MPOBOJUMOCTU XJIOPa B COBPEMEHHYIO MPOTPaMMy
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neyenuss MB, oTmedaercs 3HauMTENBHOE YiIydllleHHE (YHKLIMH JIETKHX, KayecTBa
’KU3HU, HyTPUTUBHOTO CTATyCa, NOBBIIIEHUIO (PEPTHIIBHOCTH y HaleHToB ¢ MB, kak
pe3yJIbTaT IPUPOCT MeAUaHbl BbkUBaeMocTu 10 53 et B CIIIA o gaHHBIM perucrpa
nanueHToB @onna MB [66]. Takxke o Mepe yBeaIudeHHs TPOJ0JKUTEIbHOCTH KU3HU
MAlMEHTOB OTMEYAaeTCsl YBEIMYEHUE 4YHUCla CONYTCTBYIOIIMUX 3a00J€BaHMUIA,
CBS3aHHBIX CO CTaplIMM BO3pAacTOM, TaKME€ KaK caxapHblid Auaber, apTepuaibHas
rUNepTeH3usi, HoBooOpazoBaHus u apyrue [67]. OOpamaer Ha ce0s BHUMaHHUE TOT
¢dakT, yTO B OOJBIUIMHCTBE CTPAH C HAJIAXKEHHOU cucTteMmoi BeneHuss MB orMmeuaeTcs
npeoOiajaHle B3pOCIOro HAceleHHUs HajA JACTCKUM. OTa TEHJACHLHS CBA3aHA C
HaJIM4YMEM Ka4YECTBEHHOW CETHU LIEHTPOB 10 OKAa3aHUIO MOMOIIH ITpyu MB HE TONbKO 115
JeTeil, HO W JJs B3pOCIbIX TNauuMeHToB [68]. B cBA3M ¢ yBenMueHUEM
OPOJOJIKUTEIBHOCTA KU3HM TMalueHToB ¢ MB ocoboe BHHMMaHHMe yaenseTcs
IporpaMMe Nepexoa MalueHToB U3 MeINaTpUIecKol mpakTuKU. Kak MOXHO paHbIie
HAYMHAETCA TOJArOTOBKA IMMAllMEHTa K CaMOCTOSATEIBHOMY BEICHHUIO U KOHTPOJIIO
COOCTBEHHOT0 3a00JI€BaHUsI C COOTBETCTBYIOIIMM KOHTPOJIEM U OI[EHKON CO CTOPOHBI
cneruanuctoB o MB [69]. Vensiercss 00iblI0€ BHUMaHUE COTPYIHUYECTBY MEXKTY
NEeJUAaTPUYECKUMU W TEPANEBTUYECKUMHU  MEIMIIMHCKMMHU  OpraHU3alUsIMH,
3aHUMaronmmMcs npobiremoit MB, tak kak 3T0 o0OecreyuBaeT Mpolecc Nepexoia Bo
B3POCIIYIO KIIMHUYECKYIO TipakTuky [70].

Takum oOpazom MB sBisieTcss camMbiM pacnpoOCTpPaHEHHBIM Op(aHHBIM
3a00sieBaHUEM C W3BECTHBIMU KJIINHUYECKUMU, 71a060paTOPHBIMH,
MHCTPYMEHTaJIbHBIMU U3MEHEHUAMH. DTH U3MEHEHHSI MOTYT OBbITh IMArHOCTUPOBAHbI
HE TOJBKO B JETCKOM BO3pacTe, HO U BO B3pociaoM. COOTBETCTBEHHO AuarHos MB
MOXET ObITh BepUUIHUPOBAH B Pa3JIMYHBIX BO3PACTHBIX Kareropusax. Ha
CETOJHSIIHUMN JIeHb OCTAIOTCS HEM3YyYEHHBIMH KaK KIMHHYECKOe, (QYHKIHOHAIBHOE
coctossaue MB B PK, Tak ero renerndeckue ocooeHHocTH. Takke OTCyTCTBYeT 0a3za
naHHbIX manueHToB ¢ MB B PK, xotopas mo3Bosimna Obl OIEHUTH KIMHHUYCCKHE
kaptuHy MB ¢ jpanpHEWIIMM TIJIJAHUPOBAHUEM PECYPCOB [UJIA  BEIECHUS HTOrO
3a0o0seBaHusl.
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7. OcHoBHAasI YaCTh
7.1. In3aiin ucciaeaoBaHus

Jluzaitn ucciegoBanus: nomnepeunoe uccinenoBanue (Pucynok 1).

JlaHHO€ WCcleoBaHME TMPOBEACHO B BHJIE OJHOMOMEHTHOro cbopa
uH(pOpMaIMM TAIMEHTOB, TAKMX KakK IMOJ, BO3pacT, MecTa MpPOXKHUBAaHUS, BO3PACT
MOCTAHOBKM JIMAarHo3a, KOJWUYECTBA OOOCTpEHHW B TOA, JHEH MNpPUMEHEHUs
BHYTPUBEHHBIX aHTHOAKTEpHUAJIbHBIX MPENaparoB, JICUEHUs HA YPOBHE CTalMOHAapa,
HaJIM4YMEe OCJIOXHEHUMU, Pe3yJIbTaTOB MOJEKYJISIPHOIO-T€HETUYECKOTO UCCIEI0BaHNUS,
MOTOBOM  mpoObl  HA  coaepXaHUE  HMOHOB  Xxjopa, (ekanpHOi  [1D,
MUKPOOHOJIOTUYECKOTO UCCIIEI0BAHMS MOKPOTHI M PE3yJbTaTOB MHCTPYMEHTATbHBIX
UCCJEIOBAHMUM, TaKMX KaK CHOUPOMETpHUS, MYJIbCOKCHUMETpUs, C  ULEJbIO
XapaKTePUCTUKH 3TOM TPYMIbI MALUEHTOB.

Onpoc nanueHToB 16 et u
CTapiie ¢ MOATBEPKIEHHBIM
nuargozom MB

n=35
Hoarnmcanue OTka3 oT yyacTus B
WH(POPMUPOBAHHOTO HCCIEI0BAHNH
corjacHs Ha y4acTHE B
HCCIIeIOBAaHUH
n=27
Co6op nemorpapuvecKux,
Bxirouenue manueHToB ¢ AHAMHCCTHYICCKHX,
MB 16 net u crapiie B AHTPOIIOMETPUYIECKUX,
HCCIEN0BAHNE KJIMHUYECKHX JIaHHBIX
n=27

N

OreHka nosy4eHHbIX
71ab0paTOPHBIX U
WHCTPYMEHTAIBHBIX JaHHBIX

®opmupoBanue 6a3bl
JTAHHBIX

Cratuctudeckas oOpaboTka
MOJIyYEHHBIX JTAHHBIX

Pucynox 1 — Jluzaiin ucciaeqoBaHus
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7.2. MaTtepuaJjibl 1 METOAbI HCCJICIOBAHUS

IManmmenTol. O0BEKTOM HCCIEIOBAHUS SIBWINCH IanueHTsl ¢ MB 16 netr u
crapuie B PK.

B nccnenopanre BKIFOYAINCH NALMEHTOB € 16 JET U cTapiie B CBSI3U € TEM, YTO
B 00IIEMUPOBOM MpakTUKE BeneHuss MB cylmecTByIOT npaKkTHKa BeICHHs TAlUEHTOB
BO3pacToM 16-17 1€T COBMECTHO € MEIUATPAMH.

CBeneHus 0 MalMEHTax JJiA BKIOYEHUS B MCCIIEJOBAaHUE OBLIM IMOJIYYEHBI U3
CIEAYIOINUX MCTOYHUKOB: HallMOHAIBHBINA LEHTP NEIUATPUU U IETCKOW XUPYpPIUH,
JAHHBIE O B3POCIIBIX MALMEHTAX, HAOIIOAAIOIINXCA Y HAYYHOTO PYKOBOAUTENS JaHHOU
paboThl, ITUTENBHO BeAyllei 3Ty rpymmy 0o0jbHbIX, OOIECTBEHHOIO0 00beIMHEHUS
«/letn-uHBamuasl  OOJbHBIE  MYKOBHCIIMJO30M», IIOCJ€ YEero MpOBOJMJIICS
UHAUBUAYAJIbHBIN OMNpPOC MAalMEHTOB C OOCYXIEHHUEM JeTajell HCCIeAOBaHMs C
NOCJEAYIOMIMM TOJANUCAaHUEeM HWH(GOPMHUPOBAHHOTO COTJIacMsi Ha Yy4acTHE B
UCCJIEOBAHNUU.

Kpurepusimu BKIHOYEHHS TAMEHTOB B UCCIIEJOBAHUE SABIISUIUCH:!

1) manueHThl ¢ MOATBEPKICHHBIM Tuarno3om MB;

2) maieHThl 16 JeT u crapiie;

3) noanucaHHOE HHPOPMUPOBAHHOE COTIIACHC;

Kpurepun uckinroueHus:

1) OrcyTcTBHE MOAMUCAHHOTO HH()OPMUPOBAHHOTO COTJIACHS;

2) Bospact mnaamie 16 Jer;

3) OTka3 OT y4acTusi B HCCJICIOBAHUY;

O,IIO6p€HI/I€ HUCCIICOAOBAHUA IIOJTYYCHO B JIOKAJIBHOM KOMHUTCTC IIO OMOdITHKE

Hexommepueckoe akmmnonepHoro ooOmectBa (HAO) «MeauimHCKuii yHUBEPCUTET
Actana» Nel0 ot 01.03.24r.

Ha nexabpp 2023 rona nosyuena uadopmanus o 208 mamueHTax, u3 KOTOPBIX
23 Owutn crapmie 18 mer. Ilammentsl B Bo3pacte 16-17 neT SABIAIOTCA TPYHIO
Mepexo/1a BO B3POCIYIO MPAKTUKY U TOJDKHBI HAOIIOIaThCS COBMECTHO TIEANATPAMU U
B3poCibIMU crienuanuctaMu o MB. B ¢Bs3u ¢ 3TM naHHas nepexoHas rpymnmna Tak
K€ BOIILJIA B UcclieqoBaHue. Takux manueHToB HacuuThiBaeTcs 12 yenosek (Pucynoxk

2).
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H B3pocisie
m16-17 set

®/Jlo 16 seT

Pucynok 2 — Pa3nenenue nanuentoB ¢ MB 1o Bo3pactHbiM KaTeropusim B PK

PacueTr noctoBepHOI BHIOOPKH MAIIMEHTOB U3 IeHEpalbHOW BBIOOPKH HE ObLI
MIPUMEHHM B CBs3M C TeM, uTo B PK uncno nanuenToB 16 net u crapiue cocrtaBiseT 35
YeJIOBEK, U Bce 35 MalreHTOB ObUIH MPUTIIAIIEHBI 17151 UCCIIeI0BAHMS.

[loce otOopa yYacTHMKOB WCCIENOBAHUSA, MOAXOIAIIUX [0 KPUTEPUIM
BKJIIOUEHHMsI, Oblla HaOpaHa rpynmna u3 27 TNanuMeHToB. 8 manueHToB U3 35 He
nojanucani HGOPMHUPOBAHHOE COTJIACHE YUYacTHs B UccieoBaHuU. BeceM nmanuentam
u3 27 NpOBOIUIIOCH MOJEKYJIsIpHO-TeHeTHnueckoe uccienoBanue (100%) u Bcem
MIPOBOJMIIOCH UCCIEA0BaHUS XJIOpu0B ToTa (96,3%).

bazoit nposenenus uccnenoBanus seisuioch ['KII na [TXB «Muoronpoduibhas
ropojickast 6onpHUIA Nely, akumara 1. AcTana.

BonpmmHCTBO JaHHBIX OBUIO COOpaHO BO BpeMsI OYHBIX OCMOTpPOB Ha 0ase
UCCIICIOBAHUS, a TAaKXE IOCPEICTBOM OYHBIX BBIC3AHBIX KOHCYJbTALMH, WIH
JUCTAHIIMOHHO NTOCPEICTBOM TEJIEMEIULIMHBI B IPUCYTCTBUU YYaCTKOBOI'O TEPAIIEBTA.

Bcem manuenTaM Bo BpeMsi KOHCYJIbTAIi Oblla MpOBeeHa MyJIbCOKCUMETPHS,
CIIMPOMETPHSI, U3MEPEHUE POCTa U Beca, noacuer MMT.

CO6op nHbOpMaIMK YIACTHUKOB HCCIIEIOBAHUN MPOBOIUTCA ¢ HOsIOps 2023 1o
nexadps 2024r.

[locne monydeHus pe3yabTaTOB CTATUCTUYECKOTO aHaln3a 0a3a JTaHHBIX
nmanueHToB OblIa copmupoBaHa Ha ocHoBe Microsoft Office Excel B coorBeTcTBHM
co crangaptamu EBpormeiickoro peructpa mnamueHToB ¢ MB. 3a  OCHOBBI
dbopmupoBanus 0a3bl B3ATH cTaHAApThl EBponeiickoro peructpa, tak kak Kasaxcran
oTHocuTcsi K EBpomnelickoMy peruoHy corjacHo pachpeneiieHnto EBporneiickomy
peruoHaabHOMYy Oropo BecemupHoii opranu3aiuu 3apaBooxpanenus (BO3) [71].
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7.2.1. MeToabl HCCJICIOBAHUSA

1) Knunnueckue: cOop nmemorpaduyeckux JaHHBIX, JaHHBIX aHaMHe3a
(BKJIIOUYAst HACJIEACTBEHHBIN) U Kano0;

2) undopMamysi 0 pe3yibTaTaXx IMOTOBOTO TECTa, MPH HEOOXOAUMOCTH —
OBTOPHOE MPOBEJEHUE TOTOBOI'O TECTA

3) aHTpONOMETpUYECKOE HCCIeIoBaHue (POCT, Macca Teja);

4) ¢u3MKaNIbHOE HCCAeA0BaHUue (BHU3yajdbHOE WCCIICOBAHNE, IaIbIIaIus,
HNEePKYyCCHsl, ayCKYJIbTalus);

5) u3MepeHHe TMOKa3aTeNell JKU3HEHHO-BAXHBIX (QYHKIUI: TepMOMETpHS,
4acTOTa CEpJACYHBbIX COKpAILEHUHM, 4YacTOTa bIXaTENbHbIX JIBH)KCHHH,
apTepuaibHOE JIaBJICHUE;

6) MyJIbCOKCHUMETPHS;

7) OIlEHKAa pe3yJabTaTOB JIa0OpPATOPHBIX HCCICAOBAHUHA (OOIICKIMHNYECKUN
aHaIM3 KpPOBH, aHAJIM3 MOYM, OMOXMMHUYECKHUI aHau3 KpOBH, (pexarbHas
NaHKpeaTH4ecKas 3jacrasa);

8) cnimpomeTpus;

9) oreHKa pe3yJbTaTOB MHCTPYMEHTAIBHBIX MCCICIOBaHUN (peHTreHorpadus
JETKUX, KOMITbIOTEpHAst TOMOTpadusi TPYJHOM KIETKH U JIp. B COOTBETCTBUHU
C KIMHUYECKUMHU PEKOMEHIALUIMM) - TIPU HAJTMYUK JAHHBIX (IomycKaeTcs
UCIOJIb30BaHUE JAHHBIX, MIOJYYEHHBIX 3a ITOCJIETHUMI ron);

10) omenka oapimiku 1o mkajie MRC;

11)  cGop uHbpoOpMaIMK O paHEe IMOJydaeMOM JIedeHHH (3a mociegHue 12
MECSIEB C  YKa3aHMEM KOJIMYECTBA  IPOBEACHHBIX  KYpCOB
aHTHOAKTEpHUATILHOM Tepanun);

7.2.2. Metoauka coopa aHaMHe3a

[ToMrMO OOIIETPUHATHIX MPUHIIMIIOB cOOpa aHaMHE3a MAIlMeHTOB MPH cOOpe
aHAMHECTUYECKHUX JIAaHHBIX Y MalMeHToB ¢ MB mpoBoamics onpoc HaclIeICTBEHHOCTH
110 TOPU3OHTAIbHBIC JIMHU, @ UMEHHO HAJIMYUE y MalKueHTa OpaTheB U CecTep, B TOM
YHCJie IBOIOPOJIHBIX, OpaThs, CECTPHl POAUTENICH, )KUBBI TU OHU B JAHHBI MOMEHT,
MMEIOT JIU KaKHEe-JTM00 YacThIe PECTUPATOPHBIC WIIH KUTIICYHBIC MPOSIBICHUS, Te(UIIUT
MaccChl TeJa, €CIIM OHU YMEPJIH, TO B KAKOM BO3PAcTe, CBA3AHO JIU 3TO C KaKOW-IHO0
OpOHXOJETOYHOW WM KWIIeyHOW maronoruedt. Ilpu yrouHeHunm aHamHe3a
3a00eBaHUsl YTOUYHSAETCA TAaKXKE BO3pPACT TMEPBBIX MPOSBICHUNA CHMITOMOB
3a0oeBaHms, BO3PACT MOCTAHOBKU JUATHO3a, KOJTUYECTBO OOOCTPEHHI B TOJ, B TOM
qHUClie  KOJWYECTBO OOOCTpEHWi, TpeOYIOmUX MNPUMEHEHUS BHYTPUBEHHBIX
aHTHOAKTEpHUANIBHBIX TPENapaToB M KOJUYECTBO JHEH, MPOBEJACHHBIX Ha YPOBHE
CTaIoHapa.

7.2.3. MeToauka co6opa J1a00paTOPHBIX JAHHBIX

N3 naGopaTopHbIX HCCIEIOBAHUN K aHATTU3Y BKJIIOYAIUCH CICAYIOIINE IaHHbIE:
71a00paTOPHBIN JTaHHbIE, TPU OMOILU KOTOPBIX MOATBEPAWIN JuarHo3 MB, a umeHHO
notoBass mpo0a Ha coJep)KaHHE XJIOPUAOB MOTa W MOJIEKYJISIPHO-TEHETHYECKOE
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uccnenqoBanue CFTR, a Ttaxxke JaHHble maHKpeaTHYECKOM »dracTa3bl Kaia,
MUKPOOHOJIOTMYECKOT0 aHaJIN3a MOKPOTBHI.

[Ipu c6ope moTOBOM MPOOBI YUYUTHIBAIUCH JAHHBIE C TPUMEHEHHUEM METOOB
TATPOBAHUSI WM POBOJUMOCTH.

[lonoxuTenbHOW TOTOBOM NPOOOM CUUTAIOTCA TMOKa3aTelnu: Uil MEeToAa
tuTpoBanus 60 u Oonee MMOIb/N, A npoBoauMocTd — 80 u Oojee MMOJIb/J,
norpanuynbie 3HaueHus: 30-59 mmonws/n u 50-79 MMoOnB/n IS TUTPOBAHMS H
ITPOBOJIMMOCTH, COOTBETCTBEHHO.

[Ipu cOope naHHBIX MOJIEKYJISPHO-TEHETUYECKOTO UCCIEAOBAHUS YTOUYHSIOCH
Hanuuue obenx u3BecTHhIX MyTanuil B reHe CFTR. B cooTBeTCTBUU € MOJyYEeHHOU
uHpopMaIel OIEHUBAJCA TEHOTUI, a HMEHHO «MSTKUI», «TSKEIbI» WIn
«HeusBecTHbI. Tspkects reHotuna CFTR MmoxHo onpeaenuts Ha ocHoBanuu CFTR2
(Clinical and Functional Translation of CFTR) — a3T0 onnaiin-0a3a qaHHBIX, KOTOpas
OpelocTaBiIsieT MHGOpPMAIMI0O O MyTalMsIX TPaHCMEMOPAHHOIO PpEryssiTopa
nposoaumocT (CFTR) u cumnTomax, CBI3aHHBIX C KOKJ0M U3 MyTaluu.

C uenpl0  BBIABICHUS XPOHUYECKOM OSK30KpUHHOW  HEIOCTATOYHOCTH
MOJKETYTOYHON >KeJe3bl COOMpaNuCh JaHHbIE O HAJIWYUU aHalu3a (eKaJIbHON
naHKpeaTu4eckoi anacrassl. PesynpraT Boile 200 MKr/tT siBisietcst Hopmoi, 100-200
MKTI/T - YMEPEHHO-JIeTKasi CTeNeHb 9K30KPUHHON HEJA0CTATOYHOCTHU TOJKETYJOUHON
xene3pl. Pesynprar Hmxe 100 MKr/r - TsbKenas  CTENEHb  AK30KPUHHOM
HEJOCTATOYHOCTH IOKEITYTOYHOM JKEIIE3BI.

C 1enplo BIABIEHUS 0COOEHHOCTH XpOHUYECKUI nH(peKInK y nanueHTos ¢ MB
B PK npoBoguiics c60p JaHHBIX MHUKPOOMOJOTHYECKOIO MCCIIEOBAHUS MOKPOTHI C
JNaJIbHEUIINUM OIPEAEICHUEM XPOHUYECKOI0 UM HUHTEPMUTTUPYIOLEM HOCUTEILCTBE
orpeieIeHHON NH(EKLINN.

7.2.4 MeToanka u3MepeHHsi HHAEKCA MAacChl Tejia

Wunexc maccel Tena (MMT) — 910 BenunHa, KOTOpas OTPayKaeT COOTHOIICHHE
Macchl Tejia 4eJoBeKa u ero pocta. OH moMoraeT onpeeanuTh, HACKOJIIBKO Macca Telia
COOTBETCTBYET HOpPMeE, TrJe HopMalbHbIM siBisiercs WMMT 18,5—24,9 KI/M?;
u36b1TouHBIM — UMT 25,0-29,9 kr/m?; osxupernem — UMT >30,0 kr/m? [72].

OnHako B JAHHOM MCCJIEOBAaHUU HCMOJIb30BAINCH 1IE€JICBbIC 3HAUYCHUSA Y
narueHToB ¢ MB: juist sKeHIMH - 22 Kr/M?, 1718 My»uuH - 23 kr/m? [73]

PaccuutreiBaeTcs o dopmyiie:
NMT = Bec (xr) : poct? (M?)

Bec mammenta wu3MmepsieTcss TpU TOMOIMM MEIUIIMHCKUX BECOB CTOSI B
BEPTUKAILHOM TIOJIOKEHUU 0€3 OJIekKIbl, aKCECCyapoB B yTpPEHHEE BpeMs 0
MOTPEOICHHSI THIIIH.

PocT marimenTa u3MepsieTcst mpu MOMOIIN MEAUIIMHCKOTO POCTOMEpA.

Metoauka u3MepeHus pocTa MnaiueHTa:
1) u3MepsITh POCT CIIEyeT B yTPEHHEE BpEMSI;
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2) TpU U3MEPEHUU POCTA MAIIMEHT CTOUT, PABHOMEPHO OMHPAsCh HA 00€ CTOIIBI,
MATKH COEUHEHBI BMECTE, KOJIEHU PA30THYTHI;

3) 3aTBUIOK, JIOMATKH, STOAMIIBL, MISITKU KAaCAKTCS POCTOMEDPA;

4) TuIeYw OMYIICHBI, TOJIOBA PACTIONOKEHA IO CPEMHHON JTMHUY;

5) nuHUs, COeAMHSIONIASI HAPYXKHBIN YroJ I1a3a U IEHTP HAPy>KHOTO CIYXOBOTO
IPOX0Ja, PacHoJI0KEHA TOPU3OHTAIIBHO;

7.2.5. MeTonuka nposeaeHus MyJbCOKCUMETPUH

Jis  WccrnefoBaHWsS — HACHIIEHHWS  KPOBH  KHUCIOpPOAOM  (caTypaiuu)
MCTIOIH30BAICS MTOPTATUBHBIN MYJIBCOKCUMETP.

[lynbCOKCUMETpUST — HEWHBAa3WBHBIH METOJ W3MEPEHHUs MPOIEHTHOTO
collepKaHUsl OKCUIeMOIJIOOMHAa B apTepuaibHOW KpoBu (caryparuu). [lpuHimn
paboThl TyNIbCOKCHMMETpa OasupyeTcss Ha aHaliu3e TMOTJIOMEHUS KpacHOro u
MHPPAKPACHOTO M3IIYYEHHUSI TeMOTJIOOMHOM KPOBU. Y CBS3aHHOTO M HECBSI3aHHOTO C
KUACIOPOJIOM  T'eMOIJIOOMHAa  pa3Hble  CBETOBBIE  CIEKTphl.  [lymbcokcumerp
«ITPOCBEUYMBALCTY MATKHE TKAHU MaJbIla M YIaBIMBACT Pa3HUILY B IMOTJIOMICHUH CBETA.
HcTouyHnKaMu H3IIy9eHUsT B IYJIbCOKCUMETPUYECKOM JaTYUKE SIBISFOTCS JBa
BCTPOCHHBIX CBETOM3ITYYAIOMIMX AUOAA. M3mydaemblii UIMH CBET NMPOHUKAET CKBO3b
MSITKUE TKaHW M TMPUHUMAETCS (POTOMPUEMHUKOM, OT KOTOPOT'O pEe3yJbTaT 3aMepa
nepenaeTcs BBIYMCIUTENBHOMY OJIOKY (Mukpompoueccopy). Ilyiabcokcumerp, Kak
IpaBUjIo, BKIHOYAET B CeOS BBIYUCIUTEIbHBIN (KOMIBIOTEPHBIN) OJOK U
CHEIUATU3UPOBAHHBIN JaTYUK, GUKCUPYIOUTUICS Ha NaNblIe MAIMEeHTA.

TexHuKa BBIIOJHEHUS

1) Tlepen mnpuMeHeHHWeM NpUOOpa CHayalla TMPOBEPSICTCA YPOBCHb 3apsija
OaTapew;

2) Ilocne BrirodeHHs mpuOOpa BBDKUAAETCS HECKOJBKO CEKYHI, IS
OKOHYAHUS CAMOTECTUPOBAHUS MyJTLCOKCUMETPA;

3) Jatuuk 3aKperuisieTcs Ha majblie Tak, 9To0bl (puKcaIusa Obliia HaaSKHOM, a
W3TUIITHEE J1aBlIEHHE OTCYTCTBOBAJIO;

4) Ilnst wWccnemoBaHUS BBIOMpANCS JIFOOOH manery ¢ YUCTOH HOT'TEBOU
IJIACTUHKOM;

5) UYepes 5-20 cekyn, ocjae TECTHPOBAHMS Ha JIUCIUICE TOSBIISIINCH JaHHbBIS
10 HACBHIIIICHUIO KPOBU KUCIOPOJOM (CaTypally) U 4acTOTa MyJIbCa;

6) [MonmyueHHBIN pe3yJabTaT caTypanuu (PUKCHUpPOBAJICS B KapTe 00CIeIOBaHUS
y4aCTHUKA,

7.2.6. MeTonuka npoBeaeHusi CIMPOMETPUHU

UccnenoBanre QyHKUIUM JETKUX MPOBOJAMIOCH MPHU MOMOILIA MOPTATUBHOIO
koMmmbroTepHoro cnuporpada «Microlaby» (CareFusion), BenukoOpurtanusi.

Cnupomerpuss — caMmblii pacHpOCTPAHEHHBIM M BaXXHBIM METOJ OLIEHKHU
pecrnupaTopHo (QYyHKIMM Yy MAIMEHTOB C MYKOBUCHMI030M. KirtoueBbIMU
CIIUPOMETPUYECKUMH BEIUYMHAMHU SIBISIOTCS (POPCUpPOBAHHAS KU3HEHHAsT €MKOCTb
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nerkux (DXKEJI) u obvem QopcupoBanHoro Beimoxa 3a l-to cekynay (ODBI1).
[lokazarenu ¢pynkuuu BHemHero apixanus (OBJI) — OXKEJI u
ODBI1 — u3MepsArOTCS B JUTpaxX, HO BBIPAXKAIOTCS, Yallle BCETO, HE B aOCOFOTHBIX
BEITMYHMHAX, a B TIPOIICHTHOM OTHOIIIEHUH K TaK Ha3bIBAEMBIM «IOJDKHBIMY 3HAYCHUSIM
(%moiK.). DTO BEIWYUHBI, XapaKTepHbIC MJIs 3J0POBBIX JIOJIEH TOro e IoJa,
BO3pacTa, pachl ¥ poCcTa — HOPMabHBIC TOKA3aTEN! IS JAHHOW MOIMYJISALINH.

O®Bl mis MB wumeer NpOrHOCTUYECKOE 3HAYEHUE, IMOATOMY B JAHHOM
MCCJICIOBAaHUH MCIIOIB30BAJICS TO

[Ipu mpoBeneHNN CIUPOMETPHUH COOJIIOIAIH CIEAYIONIME CTAaHAAPThI (CChUIKA
Ha CTaHIApPT TPOBEJCHUS CHUPOMETPHUH OT EBpomeickoro pecrnupaTopHOTO
coobmecTna [74].

1) u3MepeHHs MPOU3BOIUIH B IMOJIOKESHUH OOJBLHOTO CHJIS;

2) ucclie0BaHKUe MTPOBOIMIIN B TICPBOM MOJOBHHE JHS HATOIIAK;

3) mepen BHIMOJIHEHUEM MTPOOBI OOIBHOIO TIATEILHO HHCTPYKTHPOBAJIH;,

4) KaKJbli TECT BBIMOJIHSIHN JI0 MOJYUCHHUS TPEX MAKCUMAIbHBIX MM OJU3KHX

10 3HAYCHHIO PE3yJIbTATOB C TOCICYIOIINM BEIOOPOM HAMTYUIITUX U3 HUX;

J1i1st onpeiesieHus BBIPaXKEHHOCTH OPOHXUATBHONW OOCTPYKIIMH UCIIOJIB30BATACh
Kiaccuukaims TsHkecT OpoHxuansHoi o0cTpykiuu no GOLD.

Knaccudukarus oporxuanbaoi ooctpykiuu mo GOLD (2023) [75]:

| — nérkas, ODBI1 > 80% oT I0KHOM BETUYHHEI,

Il — cpennetsixénas, 50% < ODPB1 < 80% n0MKHON BEIUYUHBI;

Il — msoxémas, 30% < ODB1 < 50% 10/KHOM BEJIMYNUHEI,

IV — xpaitne Tskénas, OPB1 < 30% unu < 50% 10mKHON BEIWYMHBI B
COYETAHUHU C XPOHUUYECKOU AbIXaTEIbHON HEJOCTATOYHOCTHIO;

7.2.7. MeToabl cTATHCTHYECKOH 00paboTKHU

Cratuctuyeckas o00paboTKa TMOJYYEHHBIX JAaHHBIX TPOU3BOJWIACH Ha
nepcoHajgbHOM KoMmmbloTepe Ha ocHoBe «Microsoft Office Excel».

O6paboTKa pe3yabTaTOB UCCIEAOBAHUS MPOBOIUIACH METOJOM OMHUCATEIHHOM
CTaTUCTHUKHU.

Jnst  cratuctudeckoir  oOpabOTKM  J@HHBIX  WCIIOJIB30BAIMCH  TaKHe
MareMatudeckue GopMyIIbl Kak: CpeIHIE, MUHIUMAJIbHbIE, MAKCUMAJIbHbIC 3HAYCHUS,
MeauaHa ¢ ykazanuem 25% u 75% kBaptuiieid 1 0hOpMIIEHBI CIEAYIOMUM 00pa3oM —
M (xBl; kB3), rne M — Menuana nokazatensi, kBl — 25% kBapTwib, kB3 — 75%
KBapTHJIb, YACTOTA B a0COJIIOTHBIX M MPOIICHTHBIX 3HAYEHUSAX KaK B OOIIEH BHIOOPKE,
TaK U BHYTPHU Bo3pacTHBIX rpymm 16-17, 18-29, 30-39, 40-49 net, HO B CBSI3M C TeM,
4yTO B Bo3pacTHOM rpynime 40-49 net Bcero 1 manMeHT, Mpu CTAaTUCTUYECKUX pacueTax
JIaHHAs BO3pacTHas rpynmna oObeamHeHa ¢ rpynmoi 30-39. Takke BBIYHCISICS
kputepuii koppensiuuu [Iupcona. Kpurepuit [lupcona — 310 mapaMeTpru4eCcKuil METOT
CTAaTUCTUKH, MO3BOJIAIONINN OMPEACIUTh HATUYUE WU OTCYTCTBUE JIMHEHMHOW CBA3U
MEXJy JABYMSl KOJIMUECTBEHHBIMU T[OKAa3aTeNISIMU, a TaKXe OIEHUTh €€ CUJIy U
CTaTUCTUYECKYI0 3HAYMMOCTh, KOTOpPbIA O(OpPMIIEH Kak I, COBMECTHO C YPOBHEM
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3HAYUMOCTH, KOTOpBIM o¢dopmiieH Kak p. JloCTOBEpHBIM ypOBEHb 3HAYMMOCTH,
KOTOPBIM MO3BOJUT TOYHO TOBOPUTH O HATUYUU KOPPEISIIUOHHOM cBsi3u p<0,05. [dns
OLICHKH CWJIBI KOPPEISLHUOHHON CBSI3M HCIOJB3YIOT KPUTEPHUM, COTJACHO KOTOPBIM
abcoutoTHbIe 3HaUeHUs 1 < (0,3 CBUIETEILCTBYIOT O CcJIab0M CBsA3M, 3HaYeHus r oT 0,3
no 0,7 - o cBsi3U cpeaHel TeCHOTHI, 3HayueHust r > 0,7 - o cuibHOU CBsI3u. Jld
ONpENENICHNUs] Pa3HUIBl MEXIAYy HOPMAJbHO pPACIHpPENECICHHBIMUA MOKA3aTeIsIMU
ucnosb3oBaics t-kputepuit Crotogenta Cp + CO, rue Cp — cpeansis apudpmernyeckas,
CO — crangapTHOE€ OTKIOHEHHE, P — YPOBEHb 3HA4YMMOCTH. Jlisi omnpeneneHus
Pa3HUIBI MEXKy HE HOPMAJIbHO PACHpPEIeICHHBIMU MTOKA3aTEIIMU UCIOJIb30BajCs t-
kputepuit Yamua Me(S95), rne Me — menuana, S95 — nucnepcus 95%, p — ypoBeHb
3HAUMMOCTH. J{1s ompeneneHus pasHULBl MEXAY OTHOCHUTEIBbHBIMHU IOKa3aTEIsIMU
MEX/1y HOPMaJIbHO paclpeeIeHHbIM MOoKa3aTelsIMu ucnoib3oBaics f-rect duiepsl
(n, %), rae n — abCOMOTHOE KOJMYECTBO MOKa3aTeNs, % - OTHOCUTEIbHOE KOJIMYECTBO
NoKa3aTens, P — YPOBEHb 3HAYUMOCTH. JIOCTOBEpPHBIM YPOBHEM 3HAYUMOCTH
cuntaercsa <0,05.

7.3. Pe3yabTaThl HCCJI€I0BAHUS
7.3.1. 'eorpajgmueckue JaHHbIE

[Ipoananu3upoBaHbl JaHHbIE 27 TTaliueHToB ¢ MB.

IIpn npoBeneHuM aHanM3a MPOKUBAHMS NALMEHTOB pa3HbIX pernoHax PK
nosiydaeHo ciexayroiee (Pucynok 3): 6ombinas yacTh nanueHToB ¢ MB npoxuBaiot B
ropojie AnMaTel — 7 TAIMEHTOB, 4 MalMeHTa MPOKUBAIOT B AOalickol 00J1acTu U B
[laBnomapckoit ob6mactu, 3 mamueHTa MPOXKUBAIOT B ropojge AcrtaHa — 3 U B
AKTIOOMHCKOM oOsacty, 2 manueHta B JKaMOBUICKOH 00JacTH M HaWMEHBIIEe
KoJnuecTBO mnanueHToB ¢ MB mpoxuBaior B CeBepHo-Kazaxcranckoil, BoctouHo-
Kazaxcranckoit o6mactu, B Kocranaiickoii obmactu u B Typkecranckoi ob6mactu — 1
NalMEHT, YTo TpeacTaBieHo Ha Pucynke 3. B apyrux 10 u3z 20 agMUHUCTpAaTUBHO-
TEpPUTOPHUATIBHBIX eAuHHUIIaX iepBoro ypoBHsa PK nmamuentos ¢ MB Bo3pactom ot 16
JIET ¥ cTapiie He 0OHApYKEHO.
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3.7%

3.7%
H AsaMaThbl 3.7%
B Adaiickast 00.1.
@ ITaByoaapckasi 00.1.
H AcTaHa

B AKTIOOMHCKAS 00J1.

Pucynok 3 — Pacnipenenenue nmamuenToB ¢ MB no pernonam PK

@ KamoOblIcKas 00.1.
ECKO

EBKO

HpI/I MNPOBCACHUA  KOPPCIALMOHHOIO aHalln3a pPCTUOHOB  IIPOKUBAHUA
MmanueHTamMu € APYruMu IapamMeTpamMiu CBS3EH HE O6Hap}’)KCHO, C CBiA3HM C 4YCM B
MMOCJICAYIOIIHUX aHAJIN3aXx l"COl'”pa(i)I/I‘ICCKaH O0COOEHHOCTD MaUCHTOB HC YUHUTBIBAJIACh.

7.3.2. Du3uKaJIbHO-aHAMHECTHYECKHE JaHHbIE

N3 27 nmanueHToB, BKJIIOYEHHBIX B HCCIIEIOBAaHUE, OOJBIIMHCTBO COCTABUIIH
KEHITUHBI — 15, My>xunH ObL10 12, uTO OTpaskeHo B Pucynke 4.

E My:KYMHBI

B K eHIMHBI

Pucynok 4 — I'enepHoe pacrpeeneHue nauueHtos ¢ MB
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IIpoBenen ananu3 Bo3pacra nanueHToB ¢ MB, KOTOpbI IMOKa3ail, 4To CpeIHUuN
BO3pacT nanueHToB — 22.3 roaa (MuH. — 16 net, makc. — 43,3 roga), a meauana — 20
(17,5; 23,7) ner (Tabauua 1). Ilpu 3TOM B mOJAPOCTKOBOW BO3pacTHOM rpymme 16-17
net Haxomutes 9 (33,3%) manmenTtoB. bonbinas yacTh ManyMeHTOB, a UMEHHO 15
(55,56%) manueHTOB, HAXOAATCS B BO3pacTHOM rpymme 18-29 ner. Jlanee Bo3pacTHas
rpynmna 30-39 ner npencrtasnena 2 (7,4%) manuentamu. Beero 1 (3,7%) mauueHTt
HaxXoAuTCs B Bo3pacTHOM rpymre 40-49 ner.

Tabmuma 1 — Ananu3 Bo3pacra namnueHToB ¢ MB

Bo3pacT nanueHToB
Kon-Bo Cpeansas Mwun 25% xkBaptuns Meauana 75% xBaptuiabr Makce
27 22,3 16,0 17,5 20,0 23,7 43,3

ITpoBeneH aHanu3 Bo3pacta MOCTAHOBKHU JUAarHo3a y nauueHtos ¢ MB 16 ner u
ctapme. CpeHUi BO3pacT MOCTAaHOBKU auarHos3a coctaBui 11,44 rona (Mun. — 0,5
rojaa, makc. — 43 roga), a meauana — 9 (3;15) ner (Ta6auma 2). Meauana Bo3pacta
NOCTAaHOBKM JHMarHo3a y B3pociibIX nanueHtoB ¢ MB mo nmanneiM EBpormeiickoro
peructpa coctasiset 0,93 (0,17; 7,42) rona [14], xorma B PK cocraBnser 9 (3;15) ner.
JlanHblii pe3ynapTaT MOXKHO OOBACHUTH HanmuuueM B EBpome HeoHaTalIbHOIO
ckpunuHra rno MB, korga B PK ckpuHUHT HOBOpO)I€HHBIX 10 MB oTCyTCTBYET.

Tabmuma 2 — AHanu3 Bo3pacTta IMOCTaHOBKH JIMarHo3a y manueHTos ¢ MB

Bo3pacT noCTAHOBKHU THATHO32
Kon-Bo Cpennsas Mun 25% xBapTuiab Meanana 75% kBapTuiab Makce
27 11,44 0,50 3,0 9,00 15,0 43,00

Pa3ngenenue Bo3pacTta MOCTAaHOBKM JHMAarHo3a, HUCIOJIB3YIOIIME B PETHCTPaxX
[13,14,74], Ha BO3pacTHBIE TPYIIIBI «I0 3 MECALIEBY», «OT 3 MecsIeB 10 18 mem», u «18
JIET U cTapuie» K JaHHOW KOropTe MallueHTOB HE MIPUMEHHM, B CBSI3H C TeM (haKTOM,
yto B PK He npoBoAUTCS CKPUHUHT HOBOPOXAEHHBIX HAa MB. OnHako, Kak Moka3aHo
Ha Pucynke 5, otmeuaercs, uro 2 (7,4%) mnauueHtam pguarHo3 MB  Obun
Bepudunuponan a0 1 roxa, 9 (33,3%) nanuentam quarao3 MB ObUT BBICTaBJICH /10
Bo3pacta 7 net, 7 (13,69%) nanuentam — no 12 ner, 4 (14,8%) naunentam — 10 18 net
u niocne 20 net auarno3 MB Obu1 Bepudunmposan y 5 (18,5%) nauueHTos.
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OOpamaer Ha ceOs BHHUMaHHE, YTO TMAIMCHTHI, KOTOPHIM BEPHUQPHUIIUPOBAIICS
nuarHo3 noz:xe 30 jgeT, UMEIOT «MsITKhe» MyTalruu, Takue kak 3849-+10kbC>T/R668C,
F508del/L1335P u F508del/D1152H, MeHee BblpakKeHHbIE KUILIEYHbIE MPOSIBICHUSI.
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Pucynoxk 5 — Bo3pacTt noctaHoBKHU JuarHo3a naiueHToB ¢ MB 16 ner u crapiie

[IpencraBnsieTcs KIMHUYECKUN cllydyall mauueHTkn ¢ MB, koTopoit B Bo3pacrte
43 rona BriepBble ObUT BBICTABIIEH AMarno3 MB.

Kiannuveckuii cay4yai Nel:

ITamuentka b, 43 rona.

IlepBble cHUMOTOMBI OTMEUaeT C paHHEro JnercrBa. lIporpeccupoBaHue
3a0o0eBaHusl OTMEYAeT MOoclie pOoAOB, B Bo3pacte 22 JeT, Korja MalyeHTKa Havasa
OTMEYaTh OABIIIKY TPH 3aHATHU (PU3KYIbTypoil. YacTele 3MU301bI TaltMOpHTa, IO
MOBOAY 4YEro MpoBoAWIach MyHKIUs mazyx. B Bospacte 30 jmer oTMeuaer 3mu304
JETOYHOTO KPOBOTEUEHHUsS, TOTJIA K€ BEpPUPUIMPOBAHBI OpPOHXOIKTa3bl. B
MOCJEAYIONIEM OTMEYaeT SIH30/bl KPOBOXapKaHbs, B MocleaHue 2-3 roga 1o
HECKOJIBKUX pPa3 B MECHAL, KPAaTKOBPEMEHHbBIC, MPOXOISIIME CaMOCTOSTEIbHO. B
nocieaHue 2-3 roja 0OTMeUYaeT NPOrpecCUpOBAHUE OJBIIIKHA. B 3TOM roay BeIcesics B
Mmokpote Staphylococcus aureus. Havyaiia WHTaJIAIAN COJIEBBIX PACTBOPOB C MOJIOKHUT
sbdexTomM B BUAEC yIydIIEHUS JpeHaka MOKpPOTHL. AHTHOaKTepuaiabHas TEparus
4acThIMU KypcaMH — C TIOJIOXKHUTEIbHBIM 3¢ ¢deKToM, B mocieanue 2-3 rTojaa
MpaKkTUYEeCKU MOCTOsIHHO. HacliencTBEHHOCTh: y cecTpbl peOeHOK yMep B Bo3pacte 4
MecsneB, 3akiaoueHne MykoBucuunaos. llo gamneiM KT OI'K  (aBycTopoHHue
pactpocTpaHeHHbIE OPOHXO0IKTA3UN), XJIOpH Ikl ToTa (79 MMOIB/1).

JlaHHOM manueHTKe B Bo3pacTte 43 roja BIepBbie ObLT BHICTABICH AuarHo3 MB,

HaIlpaBJIeHa Ha J1000CIEI0BAaHUE B BU/IEC MOJICKYJISIPHO-T€HETHUECKOr0 HCCICAOBAHMS,
BoIsiBIICH «MArkui» renotunn CFTR — F508del/D1152H.
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JIaHHBIM KIMHUYECKUN Clly4all NOAYEPKUBAECT, YTO IPU HAIIMYUU NPOSBIICHUN,
XapakTepHbIX a1 MB, Takue Kak dYacTble WH(EKIMOHHBIE BOCHIAIUTEIbHBIC
3a00J1eBaHUsI OPOHXOJIETOYHON CUCTEMBI, OpOHXOIKTaTUUYECKasi 0O0JIe3Hb, KaXeKCHs,
HE00XO0IMMO MPOBOUTH 1000cIe0BaHuE Ha npeameT MB HecmoTtps Ha TO, uTo MB
ABIIAETCS OpPAaHHBIM 3200JIEBAHUEM.

[locnie mpoBeIeHHOTO KOPPEIALIMOHHOTO aHaiu3a 1o [Iupcony BbISIBUIIOCH, UTO
BO3pacCT MOCTAaHOBKH JUArHO3a UMEET CUJIbHYIO MOJIOXKUTEIbHYIO CBSI3b C BO3PACTOM
nanueHToB (Tabnuua 3), 4To TOBOPUT O TOM, YTO OoJee MONOALIM nanueHTam ¢ MB
Bepu(ULUPOBAJICS TMAarHO3 HAMHOTO paHblle, yeM 0ojiee BO3PACTHBIM MAlMEHTAM.
JlanHble pe3yabTaThl MOT'YT KOCBEHHO TOBOPUTH O OOJIbLIEH HACTOPOKEHHOCTH U
MH(GOPMHUPOBAHHOCTH MEIMIIMHCKOTO MepcoHalia o Auarnoze MB B HacTosiiiee Bpems,
4yeMm 710 3Toro. Takke JaHHbIEe PEe3yJbTaThl MOKHO OOBSICHUTh HATMUUEM «MSTKHX)»
reHotunoB CFTR, 4To mo3Bonuiio maruenTam 10KUTh 10 Bo3pacta ctapiie 30 et 6e3
BepUPUIMPOBAHHOTO JAMATHO3A.

Tabmuma 3 — KoppensimoHHbIil aHaIu3 Bo3pacTa MOCTAaHOBKYU JUArH03a MalueHTOR C
MB

IToxka3areinb r p

Bo3zpact 0,75 <0,001

[IpoBeneHa olleHKa HYyTPUTHUBHOTO cTaTyca nauueHToB ¢ MB 16 ser u crapiie
B PK mocpenctsom ananmza MUMT. Ilpu anamuze UMT BBIABHIIUCH ClEQYIONIME
pesynbTathl: cpeaauii UMT y nmanueHToB 1aHHOM BBIOOpKHU cocTaBui 18,34 (MuH. —
13,89, makc. — 24,49) xr/m?, a meauana — 17,92 (16,56;19,2) kr/m?, Kak NMOKa3aHO B
Tabmune 4. Takum 00pa3oM, €CiIu y4ecTh, YTO HOpPMaJIbHBIA mokaszatenb UMT mis
narrenToB ¢ MB coctaBisieT 22 Kr/M2 IS JKEHIMMH 1 23 Kr/M? st MYXYUH U3 27
MIPAaKTUYECKU BCE MALMEHTHI, @ UMEHHO 26 (96,3%) manmentoB ¢ MB 16 net u ctapiie
B PK umeror UMT Huxe HOpMBI, Mest OETTKOBO-2HEPTETUIECKYIO HEIOCTATOYHOCTbD,
u Tosbko y 1 (3,7%) myxxunnsl UMT B HOpMe (Pucynok 6, 7). Ilo JTaHHBIM
EBpomneiickoro peructpa meauana MMT y B3pocasix manueHtoB ¢ MB cocrasiser
22,6 (20,5; 25) xr/m? [14]. B PK panublii nokasarens coctasiser 17,92 (16,56;19,2)
KI/M?.

Ta6muna 4 — Ananmuz UMT y nanuentos ¢ MB

UMT (xr/m?)
Kos-Bo Cpeansass Mun 25% xBaptuiabs Meauana 75% xkBaptuiabs Makc
27 18,34 13,89 16,56 17,92 19,2 24,49
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Pucynok 6 — UMT y sxenmiun ¢ MB 16 net u crapie
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Pucynok 7 — UMT y myxuus ¢ MB 16 ner u crapuie
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[Ipu JETanbHOM aHANIU3€ CUTyalMu KpaiiHero Huskoro UMT — 13,89 kxr/m?, y
MAlMEHTKH TaKXe OTMEeYaeTcsl HU3KUW ypoBeHb (ekanbHoil [19 — 94,19 Mkr/n u
«1spxenpi»y reHotunn CFTR - F508del/F508del, 9To 0OBICHAT TSKECTH COCTOSIHHS
MAlMEHTKH B BUJE BBIPAXKEHHOW OEIKOBO-3HEPIeTHYECKOW M IMaHKPEATHYECKOU
HEJJ0OCTaTOYHOCTH.

[Ipu neranbHOM aHanM3€ €IUHCTBEHHOI'O MAIMEHTa, Y KOTOPOro HOpMaIbHBIH
UMT — 24,49 xr/m?, o6pamaer Ha ceOs BHMMaHHE TOT (AKT, YTO y My*KIHUHBI
OTMEUaeTCcsl HU3KUN ypoBeHb (pexanbHOU [ID — 40 MKI/T ¥ U3BECTHBIN TOJIBKO OJIHA
myTanus rena CFTR — F508del. MonekynsapHo-reHeTHYecKoe n000cieIoBaHiEe Ha
npenmMet Bropoid myTtanuu rena CFTR npoBeneHo He ObLI0.

[locne nmpoBeAEeHHOTO KOPPEISLUMOHHOrO aHanu3a no Ilupcony noctoBepHOro
YPOBHSI 3HAYUMOCTH KOPPESLHUOHHON CBS3M C BO3PACTOM MALMEHTOB U BO3PACTOM
MMOCTAHOBKHM JHarHo3a He BeiaBiacHO (Tabauia 5).

Tabmuma 5 — Koppensiimonnsiit ananus UMT nanuentos ¢ MB

IToxka3areinb r p

Bospact nocranosku | -0,07 | 0,726
IMardosa
Bo3zpact -0,01 | 0,956

[IpencraBnsieTcs KIMHUYECKWNM ciiydall manvueHTkn ¢ MB ¢ BbIpakeHHOMN
OCITIKOBOM PHEPTETHYECKON HEJJOCTATOYHOCTHIO.

Knunnuyeckuii cayqaid No2

ITamuentka E, 21 ron.

XKanoObl Ha Kaiienab ¢ BBIACICHUEM TPYIHOOTICISIEMON MOKPOTHI CIM3UCTO-
THOMHOTO XapakTepa, OBIIKY YCWIMBAIOUIAsiCa Tpu (HU3UUYECKON Harpyske,
CHIDKCHHME almeTHTa, 00Ias cj1adbocTh.

N3 anamMHe3a: cuMOTOMaTHKa C PaHHEro BO3pacTa € MPOTPECCHPOBAHHEM
pECHIUPATOPHBIX ~ CUMIITOMOB,  AbIXaTe€JbHOW  HEAOCTaTOYHOCTU.  J(narnos
MYKOBHUCITH/103a BBICTaBJIeH B 9 neT, moarBepxkaennon mytamuu F508del/F508del.

B MokpoTte nmocTosHHO BhiceBaeTcsa Pseudomonas aeruginosa 10,

IIpu ocmotpe: UMT — 13,89 kr/m?, carypanus — 93% B 1OKOE, HalbLbl B BHJIE
«OapabaHHBIX MAT0OYEK». PeKoMeH10BaHA PETYISIPHOE TPUMEHEHUS TOTTOTHUTEITHEHON
KHCIIOPOAHON MOAACPKKU MPHU (HU3UIECKON HArpy3Ke.

JlaHHbIE KJIMHUYECKUU Cllydae [IOKa3bIBa€T BAXXHOCTh MOAAECPKAHUS
HYTPUTUBHOIO CTAaTyCa NallME€HTa B BUJE MPABUIHLHON OpraHU3alNK PEKUMA MTUTAHMUS,
¢uznueckol aKTUBHOCTH, KOHTPOJsS o00beMa © CcocTaBa TWHIIH, MOA00pa
JOTIOJIHUTENbHONW OEJNKOBO-KaJIOPUIHHOTO MUTAHUS, MOAXOASIIUX JJIsl MAlMEHTOB C
MB, nonbopa anexkBaTHOW 3aMECTUTENbHONU (PEpMEHTATUBHOU Tepanuu. Takxke 3TOT
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KIIMHUYECKU cliydall oTpaxkaeT BhusHue HWMT Ha pgpixatenbHyt0 (YHKIUIO
OpOHXO0JIETOYHOUM CUCTEMBI U B LI€JIOM Ha TSXKECTh MaI[UEHTA.

Takum oOpazom y mnanuentoB ¢ MB 16 mer u crapme B PK ormeuarorcs
CIeyIOIIMe KIMHUYECKUE OCOOEHHOCTH: NpeoldsajlaHhe MOJOJI0r0 BO3pacra —
88,89% manueHToB HaxXo4sATCS B BO3pacTHOW rpymme a0 30 Jier, Mo3IHUIM BO3pacT
MIOCTAHOBKM JMAarHo3a B BHUJI€ MEJIMAHbl JaHHOTO MoKa3arens — 9 JeT U CHUKEHHBIN
HYTPUTUBHBINA CTATyC B BUJE YacTOW OEIKOBO-PHEPreTUYeCKON HEJOCTATOYHOCTH —
96,3% maueHTOoB.

7.3.3. JlanHble J1a0OPATOPHBIX HCCIACAOBAHUM

[IpoBeneH aHanu3 JaHHBIX XJOPUIOB MOTOBOM >KUAKOCTHU. [Ipu nuarHoctuke
MB 65110 IPOBEACHO UCCIeIOBaHKE XJIOPUI0B ToTa 25 u3 27 manuentaM. CpenHuii
YPOBCHB XJIOPHUIOB MOTOBOH XuaKocTh coctapister 104,76 (mun. — 59, makc. — 228)
MMOJIB/1, a Meauana — 106 (81,5; 119). U3 25 nanueHToB, KOTOPHIM OBLIO MPOBEICHO
uccienoBanue xjopusioB nora 'y 19 (76%) ypoBeHb XJIOPUAOB MOTA BbIIIE HOPMBI, U Y
6 (24%) nmanueHTa OTMEUaJCcs MOTPAHUYHBIA YPOBEHb XJIOPUIOB TOTa. [larmeHToB ¢
HOPMAaJIBHBIM YPOBHEM XJIOPUJIOB ITOTA HE OTMEUYAJIOCh.

O6pamiaet Ha ceOst BHUMaHUE, YTO y 4 13 6 MAIMEHTOB C TOTPAHUYHBIM YPOBHEM
XJIOPUAOB IIOTOBOM KUAKOCTHU B TEHOTHUIE HMEETCS «MATKas» MyTalus:
3849+10kbC>T/R668C, F508del/L1335P, F508del/D1152H u E92K/E92K - wu
TOJIBKO y 2 TIAIIUEHTOB C «TSDKETBIMU» MyTalusaMu, TakuMu kak F508del/N1303K u
F508del/F508del oTmeuascst morpaHUYHbIA YPOBEHb XJIOPHIOB MOTOBOM KUIKOCTH.

[Tocne npoBeneHHOro KOPPENIALMOHHOr0 aHanu3a no [IupcoHy BBISIBUIIOCH, YTO
YPOBEHBb HOHOB XJIOPA B TOTOBOM XKUJKOCTH UMEET YMEPEHHYIO OTPULIATEIBbHYIO CBSI3b
BO3pacTOM TOCTAHOBKHM auarHo3a. JlaHHBIM pe3yibTaT Oojee BEPOATHO CBS3aH C
HaJIM4YUEM Yy MAlMEHTOB, KOTOPHIM B IMO3JHEM BO3pacTe MOCTaBWUIM Auar{Hos MB
CMSATKHAX» MyTalnui. I «MATKAX» MyTallMi XapakKTepHO KIMHUYECKHU O0Jiee JIETKOe
KJIMHUYECKOEe TeUYeHHE 3a0o0JieBaHMsI U Oojee HU3KUN ypOBEHb XJIOPHUIOB MOTOBOM
xunkoctu. Koppemsauuonnesie cBsizu ¢ UMT u BO3pacToM MNAaUMEHTOB HMMEKOT
HEJI0OCTOBEPHBIN ypoBeHb 3HaunMocTH (Tabmnmia 6).

Tabnuna 6 — KoppensiunoHHsIi aHau3 XJI0pUI0B MOTOB NanueHToB ¢ MB

IToka3arteJn r p

Bo3spacT nocranosku | -0,49 | 0,011

JMarHo3a
NUMT 0,08 0,698
Bo3spact -0,30 {0,137
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[IpoBenen aHanu3 JAaHHBIX (PEKAJbHOM MMAHKPEATHYECKOW 73ilacTas3bl Y
nanueHToB ¢ MB 16 ner u crapme B PK. U3 27 nmauuentoB aumpb y 21 Obuin
pe3ynbTarhl aHanu3a (exanbHoU I13, B CBs3M ¢ yeM aHaIU3 JAHHBIX MPOBOJIUTCA
cpeau 3tux 21 mamuentoB. Cpennuii yposens I19 cocraBun — 119,13 (mun. — 0,36,
Makc. — 628,33) Mkr/r, a Meauana — 23,2 (4,3; 72,3). Y3 21 naruenTtoB b y 4 (19%)
nanueHToB yposeHb [I9 B kane Obutl B HOopMme, y 17 (81%) mauueHTOB oTMevaeTcs
BBIPAKEHHO-CHIKEHHBIA ypoBeHb 110 (Pucynok 8). Takum o0pa3oM MOXHO CHENaTh
BBIBOJI, 4TO JaHHble 17 W3 21 manMeHTOB CTpaAalr0T XPOHUYECKOW 3IK30KPUHHOMU
HEJIOCTATOYHOCTBIO TOJKENYIOYHOMN Kemne3bl. [[alueHToB ¢ yMepeHHO-CHU)KEHHBIM
ypoBHeM [ B kasie HE oT™MeUaeTcsl.

OOpaiaer Ha ce0s BHUMaHUE, YTO Bce 4 MalMeHTa, y KOTOPbIX OMpenesnsercs
HOpMaJIbHBIN ypoBeHb (pekanbHoi [13, umeror «markue» myrtamnuu B reHotune CFTR,
takue kak 3849+10kbC>T/R668C, 1677delTA/3849+10kbC>T, F508del/D1152H u
E92K/E92K.

® Hopma

H YMepeHHO-CHMKeHHAS

O BrIpa:KeHHO-CHUKEHHAS

81%

Pucynok 8 — Pacnipenenenue nanuentoB ¢ MB mo yposaio [19

Ananu3 ypoBHs [ID mo BO3pacTHBIM TpyIaM IMOKa3al, YTO HauOOJbIIAs
pa3HUIAa MEX]y HOpPMaJIbHbIM YpOBHEM [ID M BBIpa)KEHHO-CHUKEHHBIM YPOBHEM
HaOJroMaeTcst B BO3pacTHHIX rpymnmnax 18-29 ner u 16-17 ner. B Bo3pacTHO# rpytime
30-39 ner paszuamma coctasisier 1:1, a B Bo3pactHoii rpymnme 40-49 neT enMHCTBEHHBIN
PECIIOHJEHT UMEET HopMalibHbIN ypoBeHb [1D B kane (Pucynok 9).
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" Hopma ™ BpIpaseHHO-CHUKEHHAS

Pucynok 9 — Pacnipenenenue nanueHToB ¢ MB ¢ HOpMalIbHBIM U BBIPaKEHHO-
CHIKEHHBIM ypoBHEM I3 mo Bo3pacTHBIM rpymnmnam

[Tocne mpoBeIeHHOTO KOPPENAILMOHHOTO aHaiu3a no [IMpcoHy BBISIBICHO, YTO
YPOBEHb HMOHOB XJOpa B IMOTOBOM JKUAKOCTH MMEET YMEPEHHYIO OTPUIATEIbHYIO
KOppENALIMOHHYI0  CBiI3b ¢  ypoBHeM [IID kanma. [laHHoe  OTHOIlIEHUE
MPEINOI0KUTEIBHO CBSI3aHO C TEHOTUIIOM MalueHToB. [Ipeanonaraercs, 4To NalueHT
C «TSIKEIBIMY» TEHOTHIIOM UMEIOT 00JIee BRICOKHE YPOBHHU XJIOPUIOB HATPHS B TOTOBOM
KUJKOCTU U Oosiee HU3KUM ypoBeHsb [19D kana.

Koppensiumonnusie cBa3u ¢ MMT, Bo3pacToM NanMeHTOB W BO3PacTOM
MTOCTAaHOBKH JUArHo3a MMEIOT HEJJOCTOBEPHBIN YpoBeHb 3HaunMocTu (Tabmuma 7).

Tabnuna 7 — KoppensunoHHblii aHanu3 pexaabHOM MaHKpeaTuueCcKOn AmacTasbl
nanueHTos ¢ MB

Iloka3arteJn r p

Bo3spacT nocranosku | 0,37 0,096

JMarHo3a

NUMT 0,30 0,183
XIT -0,58 | 0,008
Bospact 0,24 0,305

IIpn ananu3e AaHHBIX MOJIEKYJIAPHO-TEHETUYECKOIO UCCIEAOBAHNS BBIBIICHO,
YTO JAHHOE UCCIEN0BaHMs ObLIO MPOBEAEHO BeeM 27 mauueHtaM. M3 27 naiueHToB y
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24 manueHToB ObUIM M3BECTHHI MyTallUd B 00€UX aJIeNsiX U Y 3 — TOJIBKO B OJHOM
aienu. Takum 00pa3oM KOJIMYECTBO MYyTalluid M3BECTHBIX MOCJIE MOJEKYISPHO-
reHeTuyeckoro uccieaoanus 51 u3 54 (94,4%) (Pucynok 10).

E U3BecTHBI 00€ MyTAIlHH

B M3BecTHA 0IHA MYTallHH

Pucynox 10 — M3Becthrie u Hem3BecTHble MyTaru CFTR y nanmentos ¢ MB

N3 24 manmentoB ¢ MB, y KOTOpBIX OBLIM BBISIBJICHBI 00€ MYyTaIlMU ITOCIIE
MPOBEICHHSI MOJIEKYJISIPHO-TEHETHUECKOTO HccleaoBanus, 10 MyTanuii sBISIOTCS
F508del B rerepo3urorHom monoxenuu, 6 myraumii - F508del B romo3urorHom
nosokenuu u 8 — He F508del myrarnuii (Pucynoxk 11).

B F508del rerepo3urora
B F508del romo3urora

E He F508del

Pucynok 11 — Xapakrepuctuka mytaunii CFTR y nanuentos ¢ MB
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N3 54 amneneit 27 mauumentoB — 25 (50%) sBustotcs myrtamnuen F508del,
mytanus 1677delTA Boisinena 4 (8%) paza, myrauuu c.1766+2T>C, 2143delT,
E92K, V392G, 3849+10kbC->T u 2184insA BcTpeTHiaach B JaHHOW BBIOOPKE IO 2
(4%) paza, u myrarmmun CFTRdele2,3, G542X, H1054D, L1335P, N1303K, R1066C,
R668C, R792X nc.4111_4113dupGAA B 1aHHO# BIOOPKE BCTPETUIIUCH OJHOKPATHO
(2%) (Tabmuma 8).

Tabnuua 8 — KonuvecTBo 1 yenbHbIN BEC BBISIBICHHBIX MyTallMi Y PECIIOH/IEHTOB

AJleIbHasi 4acTOTA

MyTanun Yacrora (%)
F508del 25 46,30
1677delTA 4 7,41
c.1766+2T>C 2 3,70
2143delT 2 3,70
E92K 2 3,70
V392G 2 3,70
3849+10kbC->T 2 3,70
2184insA 2 3,70
CFTRdele2,3 1 1,85
G542X 1 1,85
H1054D 1 1,85
L1335P 1 1,85
N1303K 1 1,85
R1066C 1 1,85
R668C 1 1,85
R792X 1 1,85
c.4111 4113dupGAA 1 1,85
D1152H 1 1,85
Heu3sBecTHEBIE 3 5,56

N3 24 nanueHToB, KOTOPbIE UMEIOT 00€ BEpU(UIIMPOBAHHON ajuiesiu, 8§ UMEIOT

«msarkniiy regotun reHa CFTR u 16 manueHTOB MMEIOT «TSDKEIBI) TeHOTHII T'e€Ha
CFTR (Tabmuma 9).
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Tabnuua 9 — I'enotunel CFTR, pazneneHHble Ha «MATKUN» U «TAAKETBIA»

«MATKun» «THaKeIbIN»

1677delTA/3849+10kbC>T, | F508del/F508del (6),

3849+10kb C>T/R668C, F508del/N1303K,

R792X/ H1054D, R1066C/ c.4111_4113dupGAA,
F508del/ L1335P, F508del/2143delT (2),
F508del/D1152H, F508del/ ¢.1766+2T>C (2),
1677delTA/V392G (2) F508del/G542X

E92K/E92K F508del/1677delTA

CFTRdele2,3/2184insA
F508del/2184insA

ITocne paznenenust NallMEHTOB HA T€HOTUIIBI, IPOBEJEH CPABHUTEIbHbBIN aHAIN3
KaXJI0T0 MapaMeTpa MEXIy ABYMs TPYIIaMy I'€HOTUIAMU C ONPEICIICHUEM YPOBHS
3HAYMMOCTH pa3HOCTH. [[aliueHThl, HAXOASAIIUECS B FPYIIE C CTSKEIBIM» TEHOTUIIOM,
UMEIOT OoJiee HU3KHE MoKa3aTeNu, Takue Kak [13 v Bo3pacT NOCTaHOBKYU MarHo3a, HO
OoJiee BBICOKHE IOKa3aTelld, TaKUe KaK caTypalus TeMOIVIOOMHA KHCIOPOIOM U
xyiopuzioB nota. Huzkuii ypoens [13 u Beicokuil ypoBeHb XII B IpyIine ¢ «TSKETbIM)
TEHOTUIIOM CBSI3aH C TEM, YTO JAHHBI TE€HOTUIl XapaKTEPU3YETCS CHUKEHHOM
NaHKpeaTH4ecKoi (hyHKIMEH U yallie ¢ BHICOKUM YPOBHEM MOHOB XJIOPUIOB B TIOTOBOM
KuAKOCTH. [larmeHTam B TpyIIe ¢ «TSKEITbIM» TEHOTUIIOM BEPUPUITUPOBAIIN TUATHO3
MB B Oomee panHeM Bo3pacTe, Oojee BEpOATHO B CBSA3M C Oojiee SIPKUMH
KJIMHUYECKUMU U (DYHKIIMOHATBHBIMU MPOSBICHUSMHU IO CPABHEHUIO C MAIIMEHTAMH,
KOTOPbIE UMEIOT «MSATKHID TeHOTUI. OcTaabHbIE TOKAa3aTEIN UMEIOT HEJOCTOBEPHBIN
ypoBeHb 3HaunMocTH (Tabmuma 10).

Tabnuna 10 — CpaBHUTENBHBINA aHATN3 CPEIHUX MTOKA3aTeNIed MEXKIy IpyIaMu
«MSITKOTO» U «TSKEJIOr0» reHOTHIIa

ITokazarens «Tsaxenpii» reHotun | «MATKUi» T€HOTHN | P - 3HAYEHHUE
(n=16) (n=28)

ODBI1 (%) 60 + 28 72 + 39 0,4064

DXKEJT (%) 69,4 + 244 72,1+ 33,8 0,827

Caryparnus (%) 94 + 3,9 90+6 0,04593

XJIopHUabl TOTA

(MMOITB/IT) 116,7 + 36,2 81,7+ 17,5 0,01906

382,17
1D (Mxkr/1) 11,16 (4,49, 36,5) (108,4, 516,88) 0,03096
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Oo6octpenus (n) 4,29 +1 98 6,14+ 27 0,08983
VMT (xr/m?) 17,97 +1,98 18,43+ 2,2 0,6151
BospacT (Jier) 20 (18,79, 22,83) 19,5 (18,18, 33,57) 0,2476
Bospact nocras

nuarxosa (JieT) 8,1+6,5 20,8 +13,8 0,005308
Hanuuue CJI (n,

%) 2 (12,5%) 0 (0%) 0,5362
Hannuue

Pseudomonas

aeruginosa (n, %) | 13 (81%) 7 (88%) 0,6214
Hamnuue nupposza

(n, %) 5 (31%) 0 (0%) 0,1304
Hanuuue X/IH (n,

%) 8 (50%) 6 (75%) 0,2108

Taxum ob6pazom marnuentsl ¢ MB 16 netr u crapme B PK umeror cnemnyronue
KJIIMHUKO-JTa00paTOpHbIE OCOOCHHOCTH: BCE TAIMCHTHl MMEIOT YPOBEHBb XJIOPHIOB
NOTOBOM KUJIKOCTH BBIILIE HOPMBI, @ UMEHHO 76% MMEIOT MOBBILICHHBIN ypoBeHb X1,
a 24% nanveHTOB — MOTPAHWUYHBIA YpPOBEHb XJIOPHUAOB MOTOBOW XKUIKOCTH. 81%
naieHToB ¢ MB 16 u cTapiie uMeroT BhIpaKEHHO-CHI)KCHHBIM YPOBEHBb (PeKaIBHOM
I13, 4TO rOBOPHUT O YACTOM XPOHUUECKOM MAHKPEATUUECKOW HEJOCTATOYHOCTU CPEar
B3poCbIX manueHToB. Takke mamueHTtel ¢ MB 16 ner u crapmie B PK umeror
CIICAYIOIIHNE MOJIEKYJIIPHO-TEHETHYECKHE 0COOEHHOCTH: ajuiesibHas yactora F508del
— 46,3%. [pyrue yactbie MmyTanuu sBistoTcs 1677delTA, ¢.1766+2T>C, 2143delT,
E92K, V392G, 3849+10kbC->T u 2184insA.

7.3.4. JlanHble HHCTPYMEHTAJBLHBIX HCCIe10BAHUM

[IpoBeaeHO cniMpoMeTpUUYECKOe UccieoBaHue y 25 marueHnToB ¢ MB 16 net u
crapmie B PK. 2 mamueHtam crnupomeTpusi HE MPOBEIECHA B CBA3U C TSAKECTHIO
cocTosiHUsl. B nmanpHelinieM ObUT MPOBENEH aHANW3 AAHHBIX 25 CIIHPOMETPUYECKUX
HCCJIEIOBAHUM.

[Ipu mpoBeneHUHM aHanM3a NAHHBIX MPOBEACHHBIX CIUPOMETPUN BBISIBICHBI
CIeaylolue pe3yabTarhl: cpeaHee 3HadeHne O®BI1 mpeacraBieHHONW TPYMIIbI
MaIMeHToB cocTaBmi 62,9% npu MUHUMaILHOM 3HaueHUU 22,3%, MaKCUMaJIbHOM —
107%. IIpu sTOM MeauaHa gaHHOTO MOKa3aTens coctaBmia 57 (36,5; 89) % (Tabnuma
11, Pucynok 12). IIpu conocraBieHnu NOJIyYeHHbIX TaHHBIX nanueHToB ¢ MB B PK ¢
nanHeiME EBpomeiickoro peructpa obpamiaeT BHUMaHHE HATWYUsi 00Jee BBICOKOTO

YpOBHS Me€JWaHbl y ManueHToB EBpomeiickoro permona, KOoTopelii coctasisier 79,1
(58,6; 95,4) % [14].
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Tabnuua 11 — Ananuz O®BI1 y nauuentoB ¢ MB

ODB1 (%)
Kon-Bo Cpeansas Mwun 25% xkBaptuas Meauana 75% xkBaptuiabr Makce
25 62,9 22,3 36,5 57 89 107
120%
107%
0,
100% 0420
888895 0700%
081.9%
80% 769 8%
62%
609
% 490/0,;00/(510/(52“/452"/0
42%
40%
30931%81%
69
223957 %%
20% I I I
0%
= 0®B1, %

Pucynok 12 — Beanuuna O®B1 y namuentoB ¢ MB 16 net u crapiie

[Tpu ananuze cpennero O®B1 Mo Bo3pacTHBIM TpymnnaM ObUIO BBISIBICHO, YTO
cpennsis BenuunHa ODBI1 B Bo3pactHoil rpynme 16-17 ner cocraBusier 78,6%, yuTo
ABIIIETCS HauOOJIbIIIeEe 3HAYEHUE CPEId BCEX BO3PACTHBIX TIPYIII, BKIIOUECHHBIX B
uccnenoBanue. B Bo3pacthol rpynmne 18-29 net cpenuss senuunna OPB1 cocrasnsier
64,1%. Haumenbiias cpenusas sennunHa OPB1 npeactaBieHa B BO3pacTHOM IpyIine
30-49 net — 34,3%. JlanHbie pe3ynbTaThl MOKa3biBaeT, 4To namueHTsl ¢ MB B PK BO
B3POCIIOM BO3pacTe UMEIOT OoJiee BhIpakeHHOe cHMkeHne ODBI1, yem manueHTs B
6omee monoaoM Bo3zpacte — 16-17 et (Pucynok 13).
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Pucynok 13 — Cpennee 3Hauenue O®PB1 (nporeHT q0KHON BEJIMUUHBI) TIO
BO3PACTHBIM KaTETOPHUSM

[Ipu aHanu3e cTeneHu TSHKECTH OPOHXUATBHONW OOCTPYKIIMK oOpariaeT Ha cels
BHUMaHUe, 4To y 10 mamuentoB ¢ MB 16 net u crapiie BbisiBIIeHa OpOHXHATbHAsS
OOCTpYKITUS JIETKOM CTENeHH, 7 MalUeHTOB — OpOHXWAbHAS OOCTPYKIHS CpeIHei
CTereHd, S5 marueHToB ¢ MB orMeuaeTcss OpoHXHanbHasi OOCTPYKIUS TSDKEIOW
cterieHy u 3 manueHTta ¢ MB BepudummpoBaHa OpoHXHanbHast OOCTPYKIUS KpaifHe-
Tspkenoi crenenu (Pucynok 14).
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m<30% m30-49% m50-79% m80>%

Pucynok 14 — Pacnpenenenue naiueHToB no creneHb cHukeHuss OOB1 y
nanueHTos ¢ MB
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[locne nmpoBeeHHOr0 KOPPENSUOHHOTO aHanu3a 1o [IupcoHny BBIABIEHO, YTO
ypoBeHb ODBI umeeT yMEpeHHYIO OTPULIATENIBHYIO CBSI3b C BO3PACTOM IAllUEHTOB.
OTO TOBOPUT O TOM, YTO IO MEpE B3POCIEHUU MALMEHTOB ITOKA3aTEIX JIETOYHOU
(YHKUIMU yXYAIIAIOTCS, YTO BHOCUT CYIIECTBEHHBIN BKJIaJ B 00Jiee TAKEI0€ TeUEHUE
MB y B3pocIIO¥ IpyIIIbI AUEHTOB.

Koppensaimonnsie cesizu ¢ UMT, Bo3pacToMm nocraHoBku auarHosa, XII u 110
MMEIOT HEJIOCTOBEPHBIN ypoBeHb 3HaUUMMOCTH (Tabnuma 12).

Tabmuma 12 — Koppensiuonnsiit anaimn3 ODB1 nanuento ¢ MB

IToka3aTennb r p
Bospact nocranosku | -0,34 | 0,096
JIIarHo3a

UMT 0,08 0,689
XIT 0,97 0,345
15 -0,05 10,854
Bo3spact -0,60 | 0,002

[Ipu mpoBenennu ananusa qanHbix OKEJI nmokaseIBaeT, 4To cpeaHee 3HAaUEHHE
@®XEJI B mpencTaBieHHON rpymne MauueHTOB cocTaBwi 69% mpu MHUHHUMaIbHOM

3HaueHun 30%, makcumanbHoM — 110%. Ilpu 57O MenmaHa JAHHOTO TOKa3aTess
cocrasuna 72 (51,5; 85,5) % (Tabnuua 13, Pucynok 15).

Tabmuma 13 — Ananuz ®XKEJI y naniuenToB ¢ MB

DIKEJII (%)
Kon-Bo Cpeansas Mwun 25% kBaptuinb Meauana 75% xkBapTuiabr Makce
25 69 30 51,5 78,6 85,5 110

44



120%
0%

10d97-5%

100% 949/95%
90%
78.6%9%7 9980Y80YB1%
80%
64996%
60% o2 8%
510/(52"/(52%
44.6%
0,
30%
0

u @XKEJ

X

Pucynok 15 — Yposens @XKEJI y martuentoB ¢ MB 16 net u crapiie

ITpoBenennbiii ananu3z ®XKEJI mokaszan, uyto cpeanee 3HaueHue DXEJI B
BO3pacTHOM rpynne 16-17 net coctaBnsier 83,9%, sBissICh HAUOONIBIIUM 3HAYCHUEM
y nanueHToB ¢ MB, BkitoueHHBIX B uccnenoBanue. B Bo3pactHoit rpymme 18-29 ner
cpennee 3HaueHue DXKEJI cocraBnger 70,2%. HauMmenswluas cpegHee 3HAUYEHUE
OXEJI nabmonanace B BozpacTHoi rpymme 30-49 ner, coctaBuB 42,0%. [lanHble
pe3yabpTaThl TOKa3biBaeT, uro nauueHtsl ¢ MB B PK Bo B3pociiom Bo3pacte
MPEICTABIAIOT cO00M Oosiee TsHKEN0e TEYSHHE, YEM MAIMEHThl B MOJIOJIOM BO3pacTe
(Pucynok 16).

JlaHHBIE pe3yJIbTaThl IPOAEMOHCTPUPOBAIN aHAIOTNYHYI0 TuHAMUKY PIKEJI n
O®BI, cBUIETEIBCTBYIONIYIO O YXYIIICHUH JIETOYHOW (HYHKIUU Y marueHToB ¢ MB
[0 MEpE B3POCICHUU, SBISIOMIMMCS OCHOBHBIMU Kputepuem TteueHne MB 'y
narueHToB 16 net u crapme B PK. CHnxenue neroqHor pyHKITUU B LIETIOM SIBIISIETCS
OJTHUM M3 BaXKHBIX MIOKA3aTeJICH TAKECTU IO MEPE B3POCIICHUS MManueHTos ¢ MB.
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Pucynok 16 — Cpenunee 3nauenue OXKEJI (mpouieHT 10KHOW BETUYHHBI) 110
BO3PACTHBIM KaTETOPHUSIM

[Tocne mpoBeneHUs KOPPEIALMOHHOTO aHanu3a no IIupcoHy BBISBIEHO, YTO
BennunHa OXKEJI umeetr ymepeHHY0 OTpULIATENBHYIO CBSI3b C BO3PACTOM MAllUEHTOB.
DTO IEMOHCTPUPYET, UTO YEM IMALMEHT B3pOCIee, TEM XYK€ MOKA3aTEIU JIETOUHOU
byHKUIMHU, onpeessoliee 0oJee TAKEI0e COCTOSIHUE MAIIMEHTOB B3POCIION TPYIIIBI C
MB. Takxe BenuunHa ©@XKEJI umeeT yMepeHHYI0 OTPULIATENILHYIO CBS3b C BO3PACTOM
MOCTAHOBKHM JIMarHo3a, TO €CTh YeM paHblle namnueHtam ¢ MB Bepuduimposamu
nuarHo3om MB u Hawarta coorBeTcTBYrOwIas tepamnus, teM Bbime y HUX OXKEJI u
nonbie coxpansercss jeroyHas Qyukuus. Bemmumna ®XEJI umeer cuibHyio
MOJIOKHUTENbHYI0 CBs3b ¢ ODBI1, tak kak ODBI saBisieTcst yacThio HOPCUPOBAHHOTO
o0wveMma jerkux (Tabmuua 14).

Tabmuma 14 — Koppensuuonnsnii anaim3 OXKEJI nanmerator ¢ MB

Iloka3arteJn r p
Bo3spacT nocranosku | -0,47 | 0,038
JIMArHO3

UMT 0,10 0,392
XI1 0,26 0,212
IS -0,21 0,854
ODBI1 0,93 <0,001
Bospact -0,61 |0,001
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[IpoBeneH aHanm3 JaHHBIX CaTypallyd FEMOTJIIOOMHA KUCIOPOAOM Y MAIMEHTOB
¢ MB 16 ner u crapmie B PK. Ilocrne nmpoBenenus ananusa y nanueHToB ¢ MB
BBISIBJICHBI CIICIYIOIIME OCOOCHHOCTH: CpeIHEee 3HAaueHHe caTypalud TeMOTrJIOOnHA
KHca0pooM coctaBmia 93,04 (mun. — 80, make. — 99) %, a meauana — 94 (89;97) %
(Tabmuua 15, Pucynok 17). Takum oOpazom u3 27 marnueHTOB OoJibIllasi 4acTh, a
umeHHo 14 (52%) nanuentoB ¢ MB uMeEOT ypoBEeHBL caTypaluu TeMorjioOuHa
KuciopoaoM Huke HopMmbl, umes XJIH. V 13 (48%) nmauuentoB ¢ MB carypanus
reMoryioonHa kuciopojgoM Obuia B HopMme. OOpamiaer Ha ce0s BHMMaHuUE, 4TO 8
(29,6%) mnaumentoB ¢ MB 16 ner u crapmie HYXAAlOTCd B TMOCTOSHHOU
JOTOJIHUTEIBHON KUCIOPOIHON MTOAJIEPIKKE.

Tabnuua 15 — Ananu3 catypanuu reMorio0rMHa KUCJIOpoAOM y nanueHTos ¢ MB

Cartypauusi reMor;io0MHa KMcJI0POJA0M
Koa-Bo Cpeansas Mwun 25% xkBaptuinb Meauana 75% xBapTuabr Makc
27 93,04 80 89 94 97 99

5 g5 96 96 96 96

. 63030394 94
9 83 8g 89
g5 86 86
8
80

8

7

7

6

6

5
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ol

o

ol
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Pucynok 17 — Carypanus naimentoB ¢ MB 16 net u crapie

AHanu3 ypoBHsI caTypaldy reMOTJIOONHA KUCIOpOoaa 0 BO3PACTHBIM TPYIIIIaM
MOKa3aJl, YTO HOPMATBHBIN MMOKA3aTENh BCTPEUAeTCs TOJIBKO B rpymnmax 16-17 met — 6
(22,2%) u B Tpymme 18-29 mer — 7 (25,9%). B Oonee crapmmx rpymnmax y Bcex
nanueHToB ¢ MB ypoBeHb carypaunu HaxoauTcs HUke HOopMbl (Pucynok 18). Ilpu
ATOM OTMEYaeTcs, 4To B Bo3pacTHOU rpymme 16-17 mer 33,3% mnanuentoB ¢ MB
ctpagator XJIH, B Bo3pactHoii rpymnme 18-29 ner 53,3% ctpamator XJIH, a B
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Bo3pactHoit rpymnmne 30-49 net y Bcex namuentoB (100%) umeercs XJIH, uro roBoput
0 JIerpaJlaliiy caTypaluy reMorio0uHa KUCIOPOAOM C BO3PAaCTOM.

OOpamaer Ha ce0s1 BHUMaHHUE, YTO NAMEHTHI B Bo3pacTHOH rpynmne 30-49 ner,
ctpapatonme XJIH, umeror «wmsirkue» wmytanuu B reHorune CFTR, Takume kax
3849+10kbC>T/R668C, F508del/L1335P u F508del/D1152H, a Takxke no3gHuit
BO3pacT IMOCTaHOBKHU auarHo3a B 31, 36 u 43 ser.
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Pucynok 18 — Pacnpenenenue ypoBHSI CHUKEHHOTO M HOPMAJIBHOTO YPOBHS
caTypaluu reMorio0uHa KUCIopo/ia 1Mo BO3PaCTHRIM TpyIam

[Tocne npoBeneHHOr0 KOPPEIALMOHHOr0 aHainu3a 1o [ Iupcony BBIABUIOCH, UTO
YpOBEHb caTypalii TeMOIrIO0MHA HMEET YMEPEHHYIO TMOJOXKUTEIbHYIO CBS3b C
BennunHaMu OPB1 u ®XKEJI, yTo roBoputr 0 mpsiMOil B3aMMOCBSI3M CHUKEHHOM
(GYHKIMU JIETKUX U HU3KOM YPOBHE caTypaluu remorioOuHa. Takke oTMmeuaercs
yMepeHHas MOJIOKUTENIbHAS CBS3b caTypaluu reMoriioonHa kuciopojaom ¢ UMT, To
€CTh MAIMEHTHI C OOJBIINM YPOBHEM caTypalfeil TeMorio0nHa KUCIOPOAOM, UMEIOT
n BbicOKOe 3HaueHue HWMT. VYmepeHHyr0 oOTpunarenbHas CBs3b caTypalnuu
reMorjao0rMHa KHCIOPOJAOM OTMEYaeTCs C BO3pacToM ManueHToB ¢ MB u Bo3pactom
IIOCTaHOBKM AuarHosa MB.

Koppensiunonnsie cBsizu ¢ XII u [ID wuMeOT HEIOCTOBEpPHBINM YpOBEHb
3HaunmocTH (Tabnuua 16).

Tabnuna 16 — Koppensimonnasi aHaliu3 caTypariy reMorJIoOOnHa KUCTIOPOIOM Y
nanueHTos ¢ MB

Iloka3arteJn r p

UMT 0,4 0,037
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Bo3spact nocranosku | -0,63 | <0,001
IMar”Hosa

XI1 0,31 0,122
I -0,25 10,589
ODB1 0,49 0,013
OXKEJ 0,47 0,020
Bospact -0,60 | 0,001

Taxum o6pazom 60% nanuentoB ¢ MB 16 net u crapuie B PK nemonctpupyot
CHI)KEHHYIO pecnupaTtopHylo ¢pyHkuuio B Buje cHmxeHHo ODPBI1 u OXKEJIL. 40%
MaIMEHTOB CTPAJIal0T OPOHXUATBHON 0OCTPYKITUEH Jerkoi crenenu, 28% maueHToB
— OpoHxHabHOW o0OCTpyKIMel cpeaHed crtenenu, 20% TaAIMEHTOB CTPaaaroT
OpoHXHaTbHON OOCTpYKIMEH Tspkenod crerneHn U 12% marueHToB CTpajaroT
OpoHXHaTBLHON OO0CTpYKIIMEN KpalHe-Tsokesnon ctenenu. Y 52% manuedToB ¢ MB 16
ner u crapuie B PK wumeror X/IH, u3z Hux 29,6% Haxomdarcs Ha MOCTOSHHOM
JOTIOJTHUTEIIBHON KUCIOPOIHOU MOAJEPIKKE.

7.3.5. OC/10)KHEHUsI MYKOBHUCIIH/103a

[Ipu ananuze (QuU3MKAIBHBIX, JTAOOPATOPHBIX U MHCTPYMEHTAIBHBIX JaHHBIX
BBISIBJICHO, 4TO U3 27 marueHToB: 2 (7,4%) crpanaror MB-accouuupoBanusiMm CJI, 5
(18,5%) — MB-accouuupoBanHbIM 1uppo3om neuern u 14 (51,9%) — umeror X1H
(Pucynox 19).

OOpamaer Ha ce0s BHMMaHME, YTO Yy BCeX NalueHToB ¢ MB, y KOTOphIX
BepU(DHUITUPOBANTKCH TaKUe OCJIOKHEeHUs, kak MB-accomuupoBannbsiii CJ] u 1uppo3
reyeHn nmeetrcs «rsokenbiiiy reHotunl CFTR, takne kak F508del/F508del, F508del/
c.1766+2T>C, F508del/2184insA. 13 14 manmeHTOB, KOTOPHIE UMEIOT OCJIOKHCHHUE B
Bune XJIH, 57,1% - umerot «rsoxenyto» renotun CFTR.

[lo nanubiM EBpomeiickoro peructpa y mamueHtoB ¢ MB 3a 2022r. MB-
acconuupoBanHbli  CJ] BcTpeuaetcss y 28% B3pociblX nOanueHToB, MB-
aCCOLMMPOBAHHBIM IUPPO3 NeYeHU BcTpeyaercs y 29,2% B3pociblX MALMEHTOB U
4,4% B3pocibix nanreHToB ¢ MB B EBporie Haxo1sITCsl Ha KUCJIOPOIHOM MOIEPIKKE.

bonee nuskas wactora CJI u uwuppo3a mnedenu B PK, yem mno paHHBIM
EBpomnelickoro peructpa 0ojiee BEpOSITHO CBSI3aHHO C 0o0Jiee JITUTEIbHBIM CTa)KeM
3aboneBaHneM u 00s1ee BEICOKUM YPOBHEM CPEIHETO Bo3pacTa manueHToB ¢ MB — 22,3
roga [14]. Onnako B PK oTmeuaetcst Gosiee Bbicokmii ypoBeHb XJIH. DT0 MOXHO
OOBSCHUTH 0OoOJlee paHHUM BO3PACTOM TIOCTAHOBKH JIMarHO3a, IPOBOJUMBI
COOTBETCTBYIOILIEH TEpanueid, MO3BOJISIONIAS COXPAHUTH JIETOUHYIO (DYHKIMIO TOPa310
JIOJIBIIIE.
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Pucynok 19 — Paznenenue narmentoB ¢ MB no Hanmmuuro MB-accorumnpoBaHHBIX
OCJIOKHEHHUM

[To mpeocTaBIeHHBIM TaHHBIM aHAJIM3a MOCEBBI MOKPOTHI HA MATOJIOTHUECKYFO
¢opy u3 27 maieHToB BbIABICHO 1 XpoHHUeckoe uHdpuuuposanue Staphylococcus
haemolyticus, y 1 manuenrta ogHokpatHoe BeiceBanue Staphylococcus haemolyticus, y
6 MalMeHTOB OTMEYaeTcs XpoHmdeckoe uHpuimposanue Staphylococcus aureus,
OJHOKpaTHbIM BbiceB Staphylococcus aureus otMevaercss y 7 TAIMEHTOB,
Achromobacter Spp. OmHOKpPaTHO B MHKpPOOHMOJOTHYECKOM AaHaIM3¢ MOKPOTHI
oTMeuasics y OJIHOTO maiuenTa, Staphylococcus pneumonie ogHOKpaTHO OTMEYAICs Yy
2 marmentoB, Candida albicans B MokpoTe oTMedanach OTHOKPATHO y 6 MAIHEHTOB U
y OJIHOTO OTMeuaeTcs xpoHudeckoe mHpuuuposanue Candida albicans, y oxnoro
nalMeHTa B~ MHKPOOMOJIOTHYECKOM  HMCCIACIOBAHUM  MOKPOTBI  OOHApYKCHBI
HeTyOepKyIE3HbIE MUKOOAKTEPHH.

Xponunueckoe nHdpumupoanue Pseudomonas aeruginosa y 20 naruenTos. Y 7

nareHToB Pseudomonas aeruginosa B moceBe MOKPOTHI He oOHapyskeHa (PUCyHOK
20).

50



EEcTh

EHer

Pucynok 20 — Paznenenue naruenToB ¢ MB 110 Hanu4uio XpOHUYECKOTO
HocuTenbcTBa Pseudomonas aeruginosa

AHanu3 HaJaU4Ks XPOHUYECKOT0 UH(PUITUPOBAHUS TI0 BO3PACTHBIM TpyMIam
BBISIBWJI, YTO B BO3pacTHOW rpymme 16-17 ner 66,7% nauuentoB ¢ MB umeer
XpoHuueckoe nHbuirpoBanue Pseudomonas aeruginosa. B Bo3pactHoii rpymme 18-
29 ner — y 80% mnanuentoB ¢ MB, a B Bo3pacTHO#l rpynne 30-49 ner — y 66,7%
NalMeHTOB MMEIOT XpoHWYeckoe uHpuuupoBanue Pseudomonas aeruginosa
(Pucynok 21). Jlanable pe3yibTaTbl TOBOPST HE TOJIBKO O YACTOW BCTPEUAEMOCTH
Pseudomonas aeruginosa, Ho ¥ 0 TCHJCHIIMU K €r0 YBEJIUYCHHUIO 10 MEPE B3POCICHHSI
MalKUEeHTOB.
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PI/ICYHOK 21 — PacnpeneﬂeHHe MMAaIfMECHTOB C MB ¢ XPOHHYCCKHUM HH(l)HIIHpOBaHI/ICM
ABIXATCIIBbHBIX HYTeﬁ Pseudomonas aeruginosa IO BO3pPACTHBIM I'pYIIIIAM

Taxkum oOpazom maruentsl ¢ MB 16 ner u crapmie B PK xapakrepusyrorcs
yacTeiMi M B-acconuupoBaHHbBIMU OCNIOKHEHUAMU, Kak CJ] — 7,4%, nuuppo3 neyeHu —
18,5%, XJIH — 52%, B Tom umnciie WH()EKIMOHHBIMH OCJIOXKHEHHSMU B BHJIC
XpoHUYecKkoro mHouimposanus Pseudomonas aeruginosa — 74% wu Staphylococcus
aureus — 22,2%. 29,6% mnamuentoB ¢ MB, crpagaromue XJIH, HaxomsTcs Ha
MOCTOSTHHOM JIOTOJIHUTEIbHON KHUCIOPOIHOM TOJIJIEPKKE.

7.3.6. bponxoJierounnie 000CTpeHMsI

[Ipu mpoBeneHun aHanu3a MaHHBIX 000CTpeHM marueHToB ¢ MB 16 ner u
crapme B PK oTmeuarorcs cnemyromue OCOOCHHOCTH: CpelHee KOJIMYECTBO
000CTpeHHUIA B IPEICTABICHHOMN TPyIIE MAIMEHTOB cocTaBuil 4,52 000CTpeHUiA B TOJ
IIpU MUHUMAaJIbHOM 3HaueHuu 1, MmakcumanbHoM — 10. [Ipu 3TOM MenuaHa gaHHOTO
nokasarens coctasuna 4 (2,5; 6) (Tabnuna 17, Pucynok 22).

OOpamaer Ha ce0s BHUMaHUE, YTO ManueHThl ¢ MB, xoTopsie oTMeuaroT
obocTpeHrne OpPOHXO-JIETOYHBbIE OOOCTpPEHHUS MEHee 5 pa3 B roj MMEIOT OOJBIIHMA
ypoBerb UMT — 18,8 kr/m2, catypanuu reMorsioonaa Kuciaopoaom — 95,5% u ODB1
— 76,7%, Torma kak mamueHThl ¢ MB, KOTOphie OTMEYarOT 00OCTPEHHE COCTOSHHUS
O6onee 5 pa3 B roa xapakrepusyrTtcs ypoBuem MMT — 17,7 xr/m2, catypanuu
remorioouna kucimopoaoM — 90,3% um ODBl1 — 54,7%. JlaHHbIE pe3yabTaTHI
MOKAa3bIBAIOT B3aUMOCBSI3h (DYHKITUU JIETKUX, HYTPUTUBHOTO CTaTyca nmarueHToB ¢ MB
C TSKECThIO XPOHUYECKOTO OPOHXO0JIETOYHOTO Tpoliecca.
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Tabnuua 17 — Ananu3 BEIOOPKM IO KOJIMYECTBY OPOHXOIETOYHBIX OOOCTPEHHI B roj

AHaJIN3 KOJIHYeCTBA 000CTPEHUH B IO
Kon-Bo Cpeansas Mwun 25% xkBaptuas Meauana 75% xkBaptuiabr Makce
27 4,52 1 2,5 4 6 10

6 6 6 6 6.6 6 6 6
4.4 4 4
333 3§ B
2 2 2 NL.gFT
1....1-"‘1"'

Pucynok 22 — KonuuecTBo OpOHXOJIETOYHBIX 00OCTPEHH B roj y manueHToB ¢ MB
16 et u cTapiie
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[Tocne nmpoBeneHHOI0 KOPPEISIIUOHHOrO aHan3a 1o [Iupcony BBIABUIIOCH, YTO
KOJM4YECTBO 00OCTPEHMI B TOJl UMEET YMEPEHHYIO OTPHUIIATENIbHYIO KOPPEISAIUOHHY IO
cBs3b ¢ ypoBHeM catypanuu, ODB1, ®XEJI, uro roBopuT 0 B3aUMOCBSI3U JIETOYHOM
(GYHKIUU C TSOHKECThIO KIMHUYecKoro TeueHuss MB. Takke oTMeuaeTcsi yMepeHHas
MOJIOKUTEIIbHAS CBA3b C BO3PACTOM MAlMEHTOB, BO3PACTHOM IIOCTAHOBKH JHWArHO3a
MB, 4dTOo TOBOPUT O BaXXKHOCTH CBOECBPEMEHHOW BEpH(PUKAIMH JUATHO3A.
Koppensiuuonnsie cBsizu ¢ UMT, XII u IID uMeOT HEIOCTOBEPHBIM YPOBEHb
sHaunMocTH (Tabnumalg).

Tabnuna 18 — Koppensimonnast aHam3 OpOHX0JIETOYHBIX 00OCTPEHUM B TONT Y
nanueHTos ¢ MB

IMoka3aTesb r p

Carypammst -0,56 | 0,003
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Bospact nocranosku | 0,58 0,002
IMar”Hosa

UMT -0,28 10,162
XIT -0,29 0,150
I 0,73 0,456
ODB1 -0,49 |0,037
OXKEJ -0,50 |0,011
Bo3spact 0,59 0,001

[IpoBeneH aHanM3 4acTOThl MPUMEHEHHUsI BHYTPUBEHHOW aHTHOAKTEpUATbHOM
Tepanuu B roJ y nauueHtoB ¢ MB 16 netr u crapme B PK. Iloka3aHo, yto cpennee
KOJIMYECTBO JHEH MPUMEHECHHI BHYTPUBEHHBIX aHTHUOMOTHUKOB B TOJl Y TIAIIMEHTOB C
MB cocraBuino 40,1 npu MuHnManbHOM 3HaueHuu 0, MakcuMasibHOM — 112. [Ipu sTom
MeJIMaHa JaHHOTO TokaszaTens cocrtaBuia 38 (14; 60,5), uro otoOpaxeno B Tabmure
19, Pucynke 23.

OOpamaer Ha ceOsi BHUMaHue, 4TO MalueHTsl ¢ MB, kKoTopble MpUMEHSIOT
BHYTPUBEHHbIC aHTHOAKTEpHallbHbIE mpernapaThl MeHee 30 nHeld B roa HMMEIOT
oonpmuii ypoBeab UMT — 18,89 kr/m2, caTypanuu reMorjioOMHa KHUCIOPOJIOM —
94,5% n O®B1 — 76,31%, Toraa kak maiueHTsl ¢ MB, KOTOpbI€ B TOJl IPUMEHSIOT
BHYTPUBEHHbIC aHTHOAKTepuaIbHbIe Mpenaparsl 30 gHEl u 0ojiee 0TMEYAOT YPOBEHB
UMT - 17,81 kr/m2, catrypauuu remorijobuna kuciopogom — 91,86% u OOBI1 —
53,23%. JlanHble pe3yNbTaThl MOKA3bIBAIOT B3aWMOCBSI3b (YHKIMH JIETKHUX,
HYTPUTHBHOTO CcTaTyca ManueHToB ¢ MB ¢ morpeGHOCThI0O B aHTHOAKTEpUATIBHOM
Tepanuu.

Tabmuma 19 — Ananu3 npuMeHeHNs BHYTPUBEHHBIX aHTHONOTUKOB B TOJT

KonnuyecTBo 1Heil BHyTPMBEHHBIX AHTUOMOTHKOB B I'0J]
Kon-Bo Cpeansas Mwun 25% kBaptuinb Meauana 75% xBapTuiabr Makce
27 40,1 0 14 38 60,5 112
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Pucynok 23 — KonudecTBo qHElH MPUMEHEHUH BHYTPUBEHHBIX aHTUOUOTHUKOB B TOJT Y
nanureHToB ¢ MB 16 ner u crapiie

o

[Tocne nmpoBeIeHHOrO0 KOPPEISUUOHHOIO aHain3a no [IupcoHy BBIABIEHO, YTO
4acToTa NMPUMEHEHUS BHYTPUBEHHOW aHTHOAKTEpUANIbHOW TEpanuu B TOJ HUMEET
YMEPEHHYIO OTPHUIATENBHYIO KOPPEISIMOHHYIO CBSI3b C YPOBHEM cCaTypalUH, YTO
TOBOPUT O B3aMMOCBS3M JIETOYHOM (YHKIHMH C TSOKECThIO manueHtoB ¢ MB.
OtmeuaeTcst yMepeHHas MOJOKUTETbHAsS CBSI3b C KOJIMYECTBO OOOCTPEHHI B TOJ, YTO
TOBOPHUT O TOM, YTO MpU 00OCTPEHUSIX MAlKUEeHTh ¢ MB npuMeHsIoT BHYTpUBEHHbIE
aHTHOAKTEepHUaNIbHBIE TpernapaThl. Takke OTMEYaeTcs YMEPEHHasl IMOJOXKUTEIbHas
CBSI3b C BO3pPAcTOM MauueHToB ¢ MB, 4To roBopuT, 4yTo mauueHThl ¢ MB, KOTOpBIE
HAXOJSITCA B B3POCIOH TpymIe, NMPUMEHSIOT BHYTPUBEHHBIC aHTHOAKTEpHAIbHBIC
mpenaparsl yaiie, Y4eM B MJIQJIIINX BO3PACTHBIX Tpymnmax. Takke oTMevaeTcs: ciadas
orpunarenbHas cBia3b ¢ XII. Koppensuuonnsie csizu ¢ UMT, O®PB1, OXEJI,
BO3pPAacTOM MMOCTAHOBKHU AuarHo3a u I1D uMeroT HeqoCcTOBEpHbBIN YPOBEHb 3HAUUMOCTH
(Tabmuma 20).

Tabnuna 20 — Koppensiuonnas aHaJIn3 KOJIMYECTBA JHEH BHYTPUBEHHBIX
aHTUOMOTHKOB B TO/] y anueHToB ¢ MB

Iloka3arteJn r p
Carypanus -0,44 | <0,001
Bo3spacT nocranosku | 0,22 0,269
IHarHo3a

UMT -0,16 0,430
XI1 -0,03 |0,011
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15 0,00 0,096
O®B1 -0,59 | 0,096
OXEJ -0,52 | 0,038
O6ocTpenus 0,65 0,002
Bospact 0,45 <0,001

[IpoBeneH aHanM3 KOJIMYECTBA JHEH JICUEHUS B CTAlMOHAPE B rOj y MAlIUEHTOB
¢ MB 16 net u crapmie B PK. CrieryeT oTMETUTB, YTO aHAMHECTUYECKH OOIBIITUHCTBO
NaIlMeHTOB TPU OOOCTPEHHH COCTOSHUS MPUMEHSIOT BHYTPUBEHHbBIE aHTHOMOTHKU
MPEUMYIIECTBEHHO aMOyJIaTOPHO, YTO MOBJIUSIO HA PE3yJIbTaThl KOJIUYECTBO JTHEH,
MPOBEJICHHBIX B CTallMOHApE. BBISBIEHO, UTO CpeHEE KOJTMYECTBO JIHEH B CTAI[MOHAPE
B TOJl B MPEACTABICHHON TpyMNMe MalMeHTOB COCTaBWI 15,2 mpu MHUHUMAIBHOM
3HaueHuu 0, makcumanbHOM — 40. [Ipu 3TOM MeMana TaHHOTO MTOKA3aTelisl COCTaBUIa
14 (10; 24,5) %, uro oroOpaxeHno B Tadswuie 21, Pucynke 24.

OO6pamaer Ha ce0s BHUMaHHUE, YTO MarueHThl ¢ MB, KoTophie NpoXoasr
JeYeHue B cramuoHape meHee 13 nmHel B rox umeror Oousbmiuii ypoBeHb ODB1 —
65,34%, xorma mauueHTel ¢ MB, KOTOpple B roj NPUMEHSIOT BHYTPHUBEHHBIE
aHTHOaKTepUualibHbIC MpenapaTsl 13 gHel u 6osee B roa otMedaroT ypoBeHb ODBI1 —
60,35%. JlanHbBIE pe3yIbTaThI MOKA3BIBAIOT B3aUMOCBS3b (DYHKITUHU JIETKUX MMAIUEHTOB
¢ MB ¢ noTpe6HOCThIO B CTAIIMOHAPHOM JICUCHHH.

Tabmuma 21 — Ananu3 BRIOOPKH 1O KOJIUYECTBY JTHEH B CTAIlMOHAPE B TOJT

KosnuecTBO q1HEH B cCTalMOHAPE B IO/
Kon-Bo Cpeansas Mwun 25% xkBaptuinb Meauana 75% xkBapTuiabr Makce
27 15,2 0 10 14 24,5 40
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Pucynok 24 — KonudecTBo AHEH B cTallMOHApE B TOJ y nmarueHToB ¢ MB 16 net u
crapiuie

[Tocne mpoBeeHHOTO KOPPENISIIIMOHHOTO aHanmu3a 1o [TupcoHy BBISIBICHO, YTO
KOJIMYECTBO JHEW JICUCHHWS B CTAl[MOHApE HE WMEIOT OCTOBEPHBIN YpOBEHB
3HAYMMOCTH CO BceMU Toka3arensamu (Tabmnuia 22).

Tabnuma 22 — KoppensiimoHHasi aHalli3 KOJIUYeCcTBa JHEH B CTallMOHAPE B TOJ Y

naiuenTos ¢ MB

IToxka3areJn r p
Caryparus 0,08 0,677
BospacT nocranosku | 0,03 0,865
JUarHo3a

NUMT 0,06 0,780
XII 0,08 0,699
115 0,03 0,909
ODBI 0,04 0,857
OXKEJI 0,08 0,706
O6ocTpeHus 0,98 0,322
Bospact -0,14 0,489
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Hueii ¢ npumenenueM | 0,32 0,103
BHYTPHBEHHBIX
AHTUONOTUKOB

Taxkum obpazom nanuentsl ¢ MB 16 ner u crapmie B PK umeror cnenyroniue
KIIMHUKO-1a0opaTopHble 0COOEHHOCTH: 74% HMMEIOT XPOHUYECKOE HOCHUTEIBCTBO
Pseudomonas aeruginosa u YacTtoe KOJMYECTBO OOOCTPEHHMH B BHIC MEIUAHBI
o0ocTpeHwuii — 4 pa3 B IO/, 4aCTO€ MPUMEHEHNE BHYTPUBEHHBIX aHTHOAKTEPHATBLHBIX
IpenapaToB B BUEC MEIUaHbl JAHHOTO MOKa3aTens — 38 JHEi B TOJ U YaCThIX CIy4aeB
JedeHus 000CTpeHUl B cTallMOHApe B BUJE MEAMAHBI JAHHOTO ToKa3aTens — 14 nHei
B TOJ, YTO TOBOPHUT O 4YacTOM XpOHWYECKOM uHpuimpoBanuu Pseudomonas
aeruginosa ¥ TSXKeCTH 00IIEro KIMHUYECKOTO COCTOSTHUH MAI[MeHTOB.
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8. 3akouenue

MyKOBHCIIUI03 ~ SIBIIETCSI ~ CaMbIM  pPAaCOpPOCTPaHEHHBIM  Op(aHHBIM
3aboneBaHreM B Mupe. SBAsSACH caMbiM YacTO BCTpeYaeMbIM Op(PaHHBIM
3a0oneBanuemM, MB mnpencraBiaser coOoil akTyajabHyH0 MpoOjeMy Jii CHCTEMBbI
3IpaBOOXPAHEHUS U OOIIECTBA B LIEJIOM.

Hauunonanenyro xaptuny nauueHToB ¢ MB ompenenser cpeanuil Bo3pact
MalKMEeHTOB, BO3PACT MOCTaHOBKYU aAuartos3a, UMT, pecnuparopHas GyHKIUs, 4acTOTa
obocTpeHul, B TOM 4YHCJE MPUMEHEHUM BHYTPUBEHHBIX aHTHOAKTEPHATbHBIX
nmpenaparoB M TOCIHTANM3allMK, OCJHOXKHEHWM, Takux kKak X/H, MB-
accouuupoBanHbli CJ[, MB-accounMpOBaHHBIM LHUPPO3 MEYEHU, XPOHHUYECKAS
OEJIKOBO-2HEPreTUIecKas HEJIOCTATOYHOCTb, XPOHUYECKAs AK30KpUHHAas
HEJIOCTAaTOYHOCTh MOJXKEITYIOUHOM KEJIE3bl, XPOHUUECKOE HOCUTEIILCTBO MATOTCHHOMN
¢bophl, Tak KaK UMEHHO OHU HAMPSMYIO BIUSIOT Ha KAYECTBO U MPOJAOIKUTEILHOCTD
YKU3HU TTalueHToB ¢ MB.

Pannee B MeauIIMHCKUX MyOJMUKAIUSAX JaHHBIE O B3pociibix 0oibHBIX MB B PK
OTCYTCTBOBAJIH.

O6pamaer Ha ce0s BHUMaHUE TAaKXKE€ OTCYTCTBHE MPEEMCTBEHHOCTU MEXKITY
e MaTPUIECKUM M B3POCIIBIM 3TATIOM JICUCHHS OOJIbHBIX.

B cBs31 ¢ 3TUM 11€J1bI0 HAIIETO UCCIIE0BAHUS SIBUJIACH OIIEHKA KIMHUYECKUX U
(GYHKIIMOHAIBHBIX 0COOCHHOCTEN B3pocibiX nanueHToB ¢ MB B Kazaxcrane.

Taxxe nproOpeTEH yCIENHbIN OMBIT COBMECTHOTO HAOJII0ICHUS MTeIUaTpaMH U
nyJIbMOHOJIOTamMu nanueHToB ¢ MB B Bo3pacte 16 — 18 ner kak stam nepexoaa u3
NEAUAaTPUIECKON BO B3POCIYIO KIMHHUKY.

Kak moka3piBaeT aHaiau3 IOCTYNHBIX 3MUAEMUOJIOTHYECKUX cBeAeHuil, B PK
npeobnanaroT nanueHTsl ¢ MB nerckoro Bo3pacra — 89% manueHTOB HaXOIATCS B
BO3pACTHOM Tpymme 10 18 JeT, 4To TOBOPUT O KpalHE HU3KOM BBI)KUBAEMOCTH
OonbHBIX. Jlpyroil HeMajaoBaXHOW OCOOCHHOCTBIO SIBISETCS TO3AHUN BO3pacT
nocTtaHoBKkH auario3 MB — 9,0 net. HyrputuHsIiil ctatyc nmamuenToB ¢ MB 16 et u
cTapiie SBIsSETCS CHWXEHHBIM — 96,3% mnanuentoB ¢ MB crpagaror OGenkoBo-
SHEPreTUYECKON HEJOCTATOYHOCTHIO.

Knunuko-nabopaTopHoe mokazaTenu JeMOHCTPUPYIOT, UTO Y BCEX MAIUEHTOB C
MB 16 net u crapuie B PK xyopuasl moTa Bblllie HOPMaJIbHBIX NTOKa3aTeIeH, U3 HUX
24% manueHToB OTMEYAIOT NOTPAHUYHBIA YPOBEHb XJIOPUIOB NOTa, 76% MalnueHTOB
MMEIOT MOBBILIEHHBIA YPOBEHb XJIOpUAOB mnota. 81% mnamuentoB ¢ MB crpagator
XpPOHUYECKON NAHKPEATUIYECKOW HEJOCTATOYHOCTH.

[Tpu ananuze pecnupatopHoid GpyHKIMHU nanueHToB ¢ MB 16 net u crapiie B PK
oTMeuaeTcsi yactas OponxuanbHas oOcTpyknusa. 40% mammentoB ¢ MB crpamaror
OpOHXHWATBLHON OOCTPYKIIMEH Jerkoi crermeHu, 28% marueHToB — OpOHXHAIBHOM
obctpykumeit cpemgHedt crerneHn, 20% ManMEHTOB CTpPajalOT OpPOHXHUAIBHOM
oOcTpykImeit Tspkenmod creneHu W 12% cTpagaroT OpOHXHMANBHOW OOCTpYKITHEH
KpaitHe Tspkenou creneHu. Takxke 52% mamuentoB ¢ MB 16 mer u crapme B PK
crpamator XJIH, w3 Hux 29,6% HaxogaTcs Ha IOCTOSIHHOM JIOTOJHUTEIBLHOU
KUCJIOPOJTHOW MOJIJIEPIKKE.
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[Tammentet ¢ MB 16 ner u crapme B PK wame crpagaror takumu
ocioxkHeHuamu, kak MB-accomuupoBanubsii CJI — 7,4%, MB-accouunpoBaHHbIN
uuppo3 neueHn — 18,5%, XAH — 52% wu3 Hux 29,6% HaxomsTcs Ha MOCTOSHHOU
JOTIOHUTENIBHON  KHUCJIOPOJAHOM  TNOIJEPKKE, XPOHUYECKOE HH(HUIIMpOBaHUE
Pseudomonas aeruginosa — 74,1% u Staphylococcus aureus — 22,2%.

[loMmumMO OCNOXHEHHMH, OTMEYaeTcsi 4YacTble OOOCTPEHHUS XPOHHUYECKOIO
OpoHxoJyieroyHoro mporecca — B cpeagHeM 4,0 pa3 B roa, ¢ NOpUMEHEHUEM
BHYTPUBEHHBIX aHTHOMOTUKOB — B CpeaHeM 38 JHEW B roay WU rocrnuTaiu3aiuil — B
cpenHeit 16 nueil B roxy.

[ToMrMO BBIIIEYKA3aHHBIX XAPAKTEPUCTUK, MCCIEAOBAHUE BBIIBWIO 18
paznmuunbix MmyTanuii CFTR y maruentoB ¢ MB 16 net u ctapiie, u3 koropsix F508del
oOHapyxkeHa B 46,3% asmenei, 4TO MO3BOJISIET TOBOPUTH O TEPCIEKTUBHOU
() PEKTUBHOCTU TPUMEHEHUS TAPTETHOM MAaTOTC€HETUUECKON Tepanuy MOyJISTOPAMHU
CFTR, uTo B CBOIO OUY€pe/ib MO3BOJIUT YIAYUIIUTh KIMHUYECKYIO KAPTUHY MAIUEHTOB
¢ MB B PK. Jlpyrue BbisiBIeHHble moOBTOpstonuecs wmyrtauuu: 1677delTA,
€.1766+2T>C, 2143delT, E92K, V392G, 3849+10kbC->T u 2184insA.

N3 pe3ynpTaToB KOPPEIALMOHHOTO aHAJIN3a BhISIBJIEHBI 3HAUUMBIE ITPEAUKTOPHI,
a ummenHo HMT, carypamusi remornoOWHa KHCJIOPOJIOM, BO3pacT MOCTaHOBKHU
nuarnosa, O®B1, ®XXEJI, Bo3pacTt naueHnTa, KOTOpble HEMOCPEICTBEHHO BIUSIOT Ha
TSYKECTh COCTOSIHUS MAIMEHTOB, UX BBKUBAEMOCTb U KAYECTBO >KU3HMU.

B pamkax maHHoro uccienoBaHus co3/laHa 0a3a JaHHBIX ManueHToB ¢ MB 16
JIET ¥ CTapllie B COOTBETCTBUH CO CTaHAApTaMHu EBpoIeicKkoro perucrpa nauueHToB C
MYKOBHCIIUZ030M.

[IpoBeneHHOE uCCAENOBAHUE TAKXKE BBISBUIO ps TEHACHIMUH, KOTOpPbIE
TpeOyIOT NajdbHEHIIero M3ydyeHus Ha OOJIbIIIEM YHKCJIE PECHOHJIEHTOB, HAIpuUMep
U3YUYCHHUE MYTalliid, HE BXOJSIIME B PAJI YaCThIX MyTalui, Takue Kak c.1766+2T>C,
2143delT, E92K, V392G u 2184insA; yduTbhiBasgs XPOHHUYECKYIO PECIHUPATOPHYIO
uHpeknuo, wMukpodsopa mnamuentoB ¢ MB B PK  TpeGyer nerampHOrO
000CIIEeIOBAaHUsA; YUYMUTHIBasg OTCYTCTBHE KaKUX-THOO KOPPEISAIUOHHBIX CBS3EH
KOJIMYECTBA JIHEM B CTallMOHApE W 3HAYMMYK pasHully Haumuuss MB-
ACCOIMUPOBAHHBIX OCIOKHEHUN MEXKAY “TSHKEIBIM~ U “MATKUM’’ T€HOTHIIOM TpeOyeT
noobOcienoBanus Ha Oosnbineld koropre mamueHToB ¢ MB. Takke menecoobpasno
OLICHKA TMIOJYYEHHBIX pE3yJbTaTOB B JUHAMUKE B 3aBUCUMOCTH OT o0BbeMa
MpUMEHSIEMON Tepanmud W B JAWHaAMUKEe Ha (OHE TIPUMEHEHHS TapreTHOU
MaTOTE€HETUYECKON TepATIHH.
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9. BLIBOABI

1)

2)

3)

4)

Knuanyeckumu ocobeHHocTsIMU nanueHToB ¢ MB 16 et u crapuie B PK
ABJISIIOTCS: TO3JHSISA IOCTaHOBKa auarHo3a — 9,0 Jyier; BbICOKasg 4acToTa
OCJIO)KHEHMSI: XPOHUUYECKOU OEJIKOBasi-PHEPreTUUYECKOM HEA0CTATOYHOCTH —
96,3%, XIH — 52%; Hu3kue nmokazareian pecnupaTtopHoil (GyHKIHHU B BUJE
CHWKeHHOW Menuanbl mnokazarenss ODBI — 57%; uacteie oOocTpeHus
XPOHUYECKOTO OpOHXO-JIerouyHoro npouecca — 4,0 pa3 B roj, AIUTEIbHOE
NpUMEHEHHE BHYTPUBEHHBIX AHTUOMOTUKOB — 38 HEH B ro1y;
Oco6eHHOCThI0O XpOoHUYEeCKONW MH(ekuit s narueHToB ¢ MB 16 et u
crapiie B PK siBisiercst wacroe HocutenbcTBo Pseudomonas aeruginosa —
74,1%, Staphylococcus aureus — 22,2%;

Oco0eHHOCThI0 TeHeTHYeCcKoro npoduis nanueHToB ¢ MB 16 et u crapiie
B PK sBnserca wactas BcTpeuaemocTh MyTtauuu F508del — annenpHas
yactota 46,3%. [pyrue wyacteie mytamuu: 1677delTA, c.1766+2T>C,
2143delT, E92K, V392G, 3849+10kbC->T u 2184insA. Bcero HaiineHo 18
myTtaruii CFTR;

brina co3nana 6a3za qanHbix naimeHToB ¢ MB 16 et u crapiie B PK, kotopas
BKJIIOUAET B ce0sl aHTPOMOMETPUUYECKHE JIaHHBIE, MOJI, BO3PACT MAalUECHTOB,
BO3pAacT NOCTAHOBKH JINATHO3a, YPOBEHb HOHOB XJIOPA B TOTOBOM KHJIKOCTH,
nokasaresu (pexaabHOM MaHKPEaTHYECKOMN 3I1acTa3bl, JaHHBIE MOJIEKYJISIPHO-
TFeHEeTHYECKOr0 MCCIeOBaHusl, pecnupatopHoi (yHkiuu, Hanmuuue MB-
ACCOLIMMPOBAHHBIX OCHOXHEeHUH, Takux kak CJI, uuppo3 neuenu, XJIH,
MUKpPOOHMOJIOTHYECKYI0  XapaKTEPUCTHKY  PECHUpPAaTOpHON  HHDeKIuwu,
KOJIMYECTBO OOOCTpEHUN B TO0J, KOJWYECTBO JHEH C MPUMEHEHUEM
BHYTPUBEHHBIX aHTUOMOTHUKOB U JTHEW TOCTIUTATIU3AIINN;

61



10. IlpakTHYecKue peKOMeH AU

1)

2)

3)

4)

5)

ChopmupoBana 0aza JaHHBIX MAIIMEHTOB C MYyKOBUCIHMAO03a 16 JeT u
cTapiie, KOTopas MOXeT ObITb PpPEKOMEHJOBaHa JUIsl  CO3JaHUs
HannoHaneHOro perucrpa nauueHToM ¢ MyKoBUCIUI030M B PK;

[Ipy Hanuuyuu y TMANUEHTOB YacTblX HWHQPEKIHOHHBIX MOpPaXEHUU
OpOHXOJIETrOYHOM CUCTEMBbI, HATMYKsI OPOHXO03KTa3UH, CHUKEHHON QyHKIUU
NOJKETYJOYHOM  xene3bl, Huzkoro HWMT, HeoOXonuMo mnpoBeieHue
JOTIOJTHUTENIBHOTO UCCIEI0OBaHMs B BHJI€ MOTOBOM MPOOBI U TUAarHOCTUKH
reHa CFTR y manueHToB pa3HbIX BO3PACTHBIX FPYIIIL;

JUist paHHeW JUAarHOCTUKM MYKOBUCHHUI03a W YMEHBIIEHHUH YacCTOThI
TSKEJIOT0 TEUEHUsI U OCIOKHEHMH, 11eieco00pa3Ho BHEIPEHUE CKPUHUHTA
HOBOPOKJICHHBIX Ha MYKOBHCIIM]I03;

HeoOxonumMo  BHeApeHHE  COBMECTHOTO  BEIEHMSI  MALMEHTOB  C
MYKOBUCIMJI0O30M B Bo3pacte 16-17 ner mneauaTtpoB M B3POCIBIX
CHEIHUATUCTOB JIJISl AUHAMUYECKOT0 HaOJII0IeHUS

BHenpenue MynbTHAMCHMIUIMHAPHOTO TOAXO0JIa BEICHUS TAI[UEHTOB C
MYKOBHUCIIAI030M, BKJTFOUAIOIIIHE ydactue MyJIbBMOHOJIOT A,
racTPOd’HTEPOJIOTra, PeadMIINTONIOTa C PACIIMPEHUEM MEPEYHS CIEeIMaINCTOBR
10 HEOOXOIUMOCTH,
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13. Illpunoxenue b
NudopMupoBaHHOE coTyiacue MalMeHTa Ha y4acTHe B UCCIIEIOBaHUH

NH®OPMHUPOBAHHOE COI'JIACHUE

(COI'TACHUE HA OBPABOTKY IIEPCOHAJIBHBIX TAHHBIX U
CBEJEHUMU, COCTABJIAIOIIINX BPAYEGHYIO TAUHY)

Hasanue uccnenoBanus: « Kinuanyeckue u GyHKIMOHAJbHbIE 0COOCHHOCTH
TeYEeHUs MYKOBHCIHI03a Y nanueHToB B PK»

PykoBonurens uccnenoanus: Mykaroa Upuna IOpreBHa

OTBeTCTBEHHBIN HccienoBarenb: MykaHoB Acer MyparoBu4

Bcest nonyuennas nuadopmanus ctporo KoHQUASHIIMANIbHA U Pa3rIallleHuIo He
HOJIJIEHKHT.

JlomoHUTENbHYI0 HH(POPMALIUIO O XO€ UCCIEI0OBAHUS MALUEHT MOXET MOJYyUUTh
no tenedony: +77015359679, +77075350473

Cy0beKT nepcoHAJbHBIX JAHHBIX:
damMunus, uMsi, OTYECTBO:
Anpec:

JIOKyMEHT, yI0CTOBEPSIIOIIUA TUYHOCTD:
Cepusi, HOMED
JaTa BbIAAYH
BbIJIABLINW OpraH
Howmep xoHTakTHOTO TenedoHa: +7
nanee — «CyOBbeKT MepCOHAIBHBIX TaHHBIX» WIH «CyOBEKT.

YnoaHoMoYeHHBIH IpeacTaBuTe b Cy0beKTa NePCOHATBHBIX TaHHBIX
(HacTosIIMA pa3jiest «2» 3anoJIHsIeTcsl B cJIydyae, ecJiu corjacue Ha 00padoTKy
NnepcoHAJbHBIX JaHHBIX Cy0beKTa JaeTcs YNOJIHOMOYEHHbIM MpeIcTaBuTeIeM
Cyo0bekTa):

damunms, uMmsl, OTYECTBO:
Craryc npeacTtaBUTeNs:
Anpec:

JIOKyMEHT, yI0CTOBEPSIOIINIA JIUYHOCT:
Cepust, HOMeEp
JaTa BbLAAYU
BbIJIABIIINW OpPraH
Howmep konTakTHOTO TenedoHa:

S momyuni MUCHhbMEHHYIO M YCTHYIO MH(OPMAITHIO O TeNISIX, 3aa4ax, XapakTepe
MPEACTOSIIIEr0 KIMHUYECKOTO HCCienoBaHus. MIMen BO3MOXKHOCTb 00CYIUTH C
HCCIIEIOBATENIEM BCE HHTEPECYIOIINE MEHS BOIPOCHI U MOJYYUTh Pa3bICHEHHUS IO
HUM.
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JIoOpOBOJIBLHO COIIAIIAIOCH PUHATH YYACTHE B KIMHUYECKOM HCCIIEJOBAaHUH,
M3BEILIEH, YTO UMEIO MPABO OTKA3aThCs WX B JIIOO0H MOMEHT MPEKPATUTh y4acTUe B
JAHHOM HCCIIEIOBaHUU, HE OOBSCHSS MPUYUH CBOETO PELICHUS.

CornaceH BBINIOJIHATh UHCTPYKLUHU, JOOPOCOBECTHO COTPYIHUYATH C BPAuOM -
HCCIIE0BATEIEM U HEMEUIEHHO COO0IIaTh EMY O JIF0OO0T0 poa U3MEHEHHUAX CO
CTOPOHBI MOETO 310POBbSI U CAMOYYBCTBHS.

CornaceH ¢ TeM, 4T0 HH(pOpMaLIUsl, MOJYyYEHHas B X0J1€ KIMHUYECKOTO
UCCleIoBaHus, Oy/IeT UCI0JIb30BaThCs B HAy4HbIX Lesix. CornaceH Ha
Npel0CTaBICHUE MOUX NIEPCOHATBHBIX JaHHBIX, UX 00pabOTKy U corjlacue Ha
nepeayy CBeJICHUH, COCTaBISIOIMX BpaueOHYyI0 TallHy (B COOTBETCTBUU CO CTaTbeW
11 3axona Pecnyonuku Kazaxcrtan ot 21 mas 2013 roga Ne94-V “O nepcoHanbHbIX
JAHHBIX U UX 3alUTe”, U cTaThed 2 3axkoHa Pecnyonuku Kazaxcran «O 310poBbe

Hapojia u cucteme 3apaBooxpanenus Kogekc Pecyonmku Kazaxcran ot 7 utons
2020 roma Ne 360-VI 3PK.»).

O0padoTka nepcoOHAIBHBIX JAHHBIX H CBEICHUH, COCTABISIIONIAX BPa4eOHYIO
TauHy:

JI0OpOBOJILHO MPEAOCTABIISIIO CBOM TIEPCOHANBHBIC TaHHBIC, COCTABIISIONINE
BpaueOHyI0 TallHYy, K KOTOPBIM OTHOCSTCS (DaMHIIMs, UM, OTYECTBO; AaTa POXKJICHNUS;
JTaHHBIE TOKYMEHTA, YI0CTOBEPSIONIEr0 TUYHOCTD, [10JI, KOHTAKTHAs MHGOpMAaIus,
HOMepa JUIsl MOOUIIBHOU CBSI3U, MECTO KUTEICTBA; MECTO PETUCTPAIIMH; CBEJCHUS O
3aHITOCTH, OMOMETPUYECKHE NIEPCOHATILHBIE TaHHbIE, aHAMHE3; TAHHBIX
CTaHAapTU3UPOBAHHBIX OMPOCHUKOB M LKA, TUArHO3; CBEJEHUS 00 OpraHu3almsx,
OKa3aBIIUX MEIUITMHCKUE YCIYTH; BUJ OKa3aHHOW MEIUIIMHCKOW ITOMOIIIH;
PE3yNbTATHl AMATHOCTUYECKUX HHCTPYMEHTAIBHBIX U JIA0OPATOPHBIX HCCIIEOBAaHUH,
00beM pUHUMAEMOH Tepanuu U ee 3PGEeKTUBHOCTH; a TAKXKE JTIIOObIC UHBIC TaHHBIC,
KOTOPBIE MOT'YT MOTPEeO0BATHCS Bpauy-HCCIIEIOBATENIO B CBSA3H C MOCTABICHHBIMHU
IEJISIMU TIPOBOJAMMOTO MCCIICIOBaHUSI.

IMoanucn

[Tomyunn moANMMCaHHBINA U JaTUPOBAHHBIN SK3EMIUISIP HHPOPMHUPOBAHHOTO COTJIACHS
YYaCTHUKA UCCIICIOBAHUA.
[Tonnuck yyacTHUKA UCCIEOBAHUS
JaTa

HonTBepmna}o, qTo0 HOI[pO6HO OOBSICHUIT OcJab, KIMHUYCCKOI'O HCCIICA0BaHMUA
Y4aCTHUKY HCCICAOBAHUA.

HOI[HI/ICB OTBCTCTBCHHOI'O MCCJICOOBATCIIA

JgaTra
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[TonTBepxaato, YTO MHOKO 3aCBHJIETEIBCTBOBAHO OOBSICHEHUE, JAHHOE BPaYOM-
HCCJIEeI0BATEIEM YUYACTHUKY UCCIIEA0BAHUS, U (PAKT MOAMHCAHUS
MH()OPMHUPOBAHHOTO COTJIACHS.

@®.1.0. He3aBUCHUMOTO

CBUJIETEIS
[loanuchs HE3aBUCUMOT'O CBUAETENS aata
[loanuch pyKOBOAUTENS UCCIAEIOBAHUS naTa
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14. Ilpnaoxenne B
Pemenne JlokansHoro komurera no bunostuke HAO «MeaunuHCKun
YHuBepcuTeT ActaHa»

«ACTAHA MEJIMLIMHA YHUBEPCUTETD KeAK
Jlokanan el Buoyrnkaabik KoMHTET

Pemenne JIKB HAO MYA Nel0

3acenanue Ne 4 Jlata (JUM/T) 01.03.2024 r.
Haspanne —mnporoxona:  «Knmumueckne u  yHKUMOHAIBHBIC OCOOCHHOCTH  TCYCHHS

MYKOBHCLIH/103a Y TTAlHEeHTOB B PK»

OCHOBHOIT HCCIIEIOBATE!Ib: Mykaunos Acer, wmaructpant | TroAd OOY4YCHHA 110
CICUHAIBHOCTH «MeHIHHa» HAO «MeHUMHCKHIT
YHuBepcuter Acranay
HAO «Memupsckuii ynusepcnTeT ACTaHa»
PaccMOTPCHHBIE 3JIEMEHTBI | TIpHIIOKEHBIY | He npuIoKeHs!
IlepBuHuHOE paccMOTpeHHe |
Pemenne: | 0106peHo
Ne. I"onocosanue wiekos JIDK peLiCHHE

(0] Pexk | IIP | HP

1 | Paxmerosa Benepa CameToBHa

2 | KamanGekosa ['ynbHapa MaparosHa v
3 | Kycynosa I'yab3upa KenkeesHa N
4 | Jdepbucammna I'ynbMupa AXMaInHOBHA v
5 | dypcos Poman AsnekcanipoBuy

6 | Mykarosa Mpuna lOpseBHa

7 | bazaposa AHHa BHKEHTHEBHA

8 | Causkuna Haranss BnaaumuposHa \
9 | XKycynosa I'yabHapa Jlapreposta N
10 | Basaposa I'ynemupa CenlioBHa

11 | Kypmanaes Asamar CaliHoBHY N

12 | Joaros Asiekceit AJICKCeeBHY
13 | Koxaxmeror Caken KaifpysuinHoBHY
14 | IllykupGekosa Anma Bopanbexosna

15 | Mysnnaxmeros Meiipam CefirkaHOBHY N
IMpusevaine: O - Oao6peno; Pex — O10GpEHO € PEKOMCILIAUHAMIL [P- Iostopnoe pacesotpenne; HP — He pexomenaosaio

[Ipuusitoe pewenne:
Ono6puTh NpoBeIeHHE HCCACA0BAHMA.

Moanuce: )

Zh ol
3amecturens Ipeaceaarens JIKb HAO MYA Cekperaps JIKbE HAO MYA
PhD, nouent KamanGekosa I'.M. Ayesxanosa [".H.
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