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UMT - wnHpekc maccol Tena

KT - koMnbloTepHas TomMorpadus

MB - mykoBucumaos

O®B; - 06BbeM POPCMPOBAHHOIO BblAOXa B NEPBYIO CEKYHAY
MK - noaxenynoyHas xenesa

NMCB - nnKoBasi CKOPOCTb BblAoXa

CONO - cnHApPOM AMCTanbHOW MHTECTMHANbHOW 06CTpYyKLUMK

OXEJ1- hopcmpoBaHHas XXU3HEHHAs EMKOCTb Nerkmnx

CF - cystic fibrosis (MykoBucumaos)

CFTR - Cystic Fibrosis Transmembrane conductance Regula-
tor (perynatop nposoanMocTu 6enka)

eTcsd OAHMM U3 Haubosiee U3Yy4EeHHbIX MOHO-

reHHbiX 3a0osieBaHuii ¢ BCTpeyaemMocTbio B PD
1:8788 HoBOpOXAEHHbIX, B AMepuke u cTtpaHax EC
1:2500-3000 [1, 2]. leHeTu4yeckuii nonumopdPnsm
npeacrtasneH 6onee yem 2000 BapnaHTOB HyKJI€O-
TUOHbIX NocnepoBartenbHocTen B reHe CFTR. U3 Hux
352 BapuaHTa ABNSAIOTCSA NaTOreéHHbIMU, TO €CTb Bbl-
3bIBaloT pa3sutue MB [3].

BHaCTosm.l,ee Bpems mykoBucumaos (MB) sena-
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C 90-x ropoB XX Beka Npon3BeAeHO YCIOBHOE pas-
neneHne CFTR myTtauuii Ha VI knaccoB, ncxoas us crte-
NEHN HapyweHnsa GYHKUMKM X0PHOro kaHana. Myrta-
umm -l knaccoB cuUnTalOTCS «TSXKENbIMU» (B OCHOBHOM
3TO HOHCEHC-MyTauuum, MyTauum CO COBUIFOM paMKu
CUYUTbIBAHUSA, KPYNHbIE MNEepPecTpPoOnkn reHa, HeKoTopble
MyTauum cnnamcuHra nu MMCCEHC-MyTauumn), oetepmMmum-
HUPYIOT Pa3BUTUE BbIPAXEHHOW 3K30KPUHHOW HepocTa-
TOYHOCTU noaxenynodHom xeneaol (MX). Mpu myTaumsax
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IV-VI knaccoB (B OCHOBHOM MWCCEHC-MYyTaLMN U Hapy-
LEeHMe MexaHM3mMa CrnjanCcuMHra) oTMedyaeTcs «MSArkmnim»
deHoTun 3aboneBaHMs B OTHOLLUEHMU COXPAHHOCTU
bdyHkunm MX [4, 5].

BaxHO oTMeTUTb, 4To B reHe CFTR yxe obHapyxe-
HO HEMasoe KOANYEeCTBO MyTauui C HU3KOM 4YacTOTOM
BCTPEYAEMOCTU, B OTHOLUEHUU KOTOPLIX 3aTPYAHU-
TenbHa OUEHKa CBA3U «FeHOTUN — peHOoTMN». TONbKOo
4acTb M3BECTHbIX MYTAHTHbIX anfenen accounumpoBa-
Ha C KOHKPETHOW KIIMHUYECKON KapTuHoW. OTaenbHble
MyTauum MOryT xapakTepu3oBaTbCs NOANMOPDOU3IMOM
KIMHUYeckux nposieneHuin. Camas rnaBHas «3aragka»
Takoro, Kasanocb Obl, M3y4eHHOro 3aboneBaHus, Kak
MYKOBUCLUMA03, COCTOUT B TOM, YTO FEHOTMUM HE Mo-
3BOJIIET OQHO3HAYHO OMPEfENNTb TAXECTb TEYEHUS U
NMPOrHO3 00NIE3HN Yy KaXaoro KOHKPEeTHOro 60JIbHOrO.
Mexay TeM Mbl XMBEM B 3Py OTKPbLITUA N BHEOPEHUS
TapreTHoOM Tepanun — npenapaTtos, BOCCTaHaBNMBalO-
wmx eyHkumio CFTR-npoTenHa (KOppeKkTopbl, MOTEeH-
unaTopbl, KOMOVMHUPOBAHHbIE NpenapaThbl), MO3BONSAIO-
LMX BbI3biBaTb 06paTnumMoe passutune Gpubposa nerkux,
NoAXeNyAoOYHOM Xenesbl, HOpManM3oBaTb NoKasaTenun
BEHTUNALMOHHON DYHKUMM nerkmx. o gaHHbIM perun-
cTpa 60bHbIX MykoBucumao3om B CLUA 3a 2018 roa,
MPOLEHT nauMeHToB, nony4yaowmx Meakadtop (Kanu-
neko), nocturaet 66,4 % (ot 30 775 6onbHbix B CLUA
66,4 % cocTtaensetr 20 434 yenoek), TesakadTop/
MBakadTop (Cumpeko) 44,8 % (13 787). Nputom 4TO
6a3uncHyto Tepanutio B Buae AHasbl nonyyaoTt 91,9 %,
VHranaumMoHHbl To6pamuunH — 70,2 %, runepToHuye-
ckuii pactBop — 73,4 % [6]. B Poccuiickon denepa-
LN NPUMEHEHME TapreTHOM Tepanmu HOCUT eanHUNY-
HbIA Criopaguyeckuii xapaktep, ¢ y4eToM OTCYTCTBUS
oduumanbHO 3apPerncTpuMpoBaHHbIX MNpenapaTtoB Ha
TepputTopun PD, BLICOKO CTOMMOCTU AaHHbIX nekap-
CTBEHHbIX CPEACTB M HE4OCTAaTOYHOW AOCTYMNHOCTU re-
HETUYECKO ANArHOCTUKN.

Takum 06pa3om, ABNSETCSA akTyallbHbiM NPOBeaAeHne
MOJIEKYNIAPHO-FEHETNYECKON ANArHOCTUKN, BKJIOYAlO-
wen nonck Hambonee 4yactbix CFTR-MyTaUNA 1 MUHOP-
HbIX BAPUAHTOB reHa ¢ NoMoLLLbI0 MeETOAA CEKBEHNPOBA-
HUs. N3yveHne deHoTuna 3abonesaHuns, B KOPPeENaLmm
C HOBbIMW BapuaHTamu reHa CFTR, npenctaBnseT Te-
OpPEeTMHECKNI N NPaKTUYECKNIA MHTEPEC HE TONbKO ONd
dopMMpoBaHMSA ONPEAENIEHHOr0 MPOrHo3a, HO U Ansd
noabopa BapMaHTOB NevyeHnsl, fanbHeNWero BHeapeHns
1 pa3paboTkm TapreTHon Tepanun MB.

MpencTaBneHbl pe3ynbTaTbl BbISBIEHUS YETLIPEX pa-
Hee He onumcaHHbIx MyTauui CFTR |-l knaccoB MeToa0M
BbICOKONPOU3BOAUTENBHOIO  CEKBEHMPOBAHUA, NpPO-
BeEeHHOro y neten ¢ MB, HabniogaloLWNXCs B KIVHUKE
Poccuinckoro HaunoHanbHOro nccnenoBaTeibCkoro Mme-
OMUMHCKOro yHmeepcuteta um. H. W. Muporoea, n coot-
HeceHUss GEHOTUNMYECKMX NPOSIBIIEHUI 3a60/1eBaHUS C
reHoTUNoMm.

Martepuan n wmetoabl. [lpoBegeHO peTpocnek-
TUBHOE uccnefoBaHMe 00pa3LoB KPOBM 4 MauneHToB,
KoTopble Bownu B rpynny 191 pebeHka C MyKOBUCLM-
nosom, noggeprwmuxca OHK-gmnarHocTtuke. lMaumeHTsb
NPOXoAnnn nevyeHne B POCCUICKON OETCKOM KAUHUYe-
ckon 6onbHuue PHAMY um. H. W. NMuporoea B nepuof ¢
2014 r. no Havano 2017 r. icxoaHO nauyeHTbl He nme-
N NOATBEPXAEHHOr0 reHeTU4eckoro auarHosa. 3abop
6nomatepuana (nepudepunyeckas KpoBb) MPOBOAMIN
Ha 6a3e POKB. N'eHomHyto AHK nauvieHToB BbIOENSN N3
06pa3sLoB LeNIbHOW KPOBMW, apXMBUPOBaHHOW B BrobaH-
Ke HaumoHanbHOro MeauunHCKOro NccnegoBaTenbCko-
ro UeHTpa akyLlepcTBa, M’MHEKONOrn 1 NepUHATONIOrnmn

um. B. N. KynakoBa, C NOMOLLbIO KOMIJIEKTA peareHToB
«[MPOBA-IC-TEHETUKA» (OHK-TexHonorusa, Poccus).
[ns onpepeneHns Hanbonee pPacnpoCcTpPaHEeHHbIX MyTa-
unii B reHe CFTR “cnonb30Banu KOMMIEKTbl peareHToB
«['eHeTVKa HacneacTBeHHbIX 3abonesaHnii. MykoBucum-
003 CKpuH» 1 «[eHeTrka HacneacTBEeHHbIX 3a60neBaHNA.
MykoBucungos — peakme mytaumm» (OHK-TexHonorus,
Poccus). KomnnekTbl peareHToB paspaboTaHbl Oas
onpeneneHns 8 (F508del, CFTRdele2,3, 2143delT,
1677delTA, N1303K, 3849+10kbC>T,E92K, W1282X) un
16(2184insA,G542X,S1196X,R334W,394delTT,3944del-
GT, 3821delT, 2789+5G>A, 621+1G>T,2183AA>G,
L138ins,R117H, 604insA, 3667insTCAA, R553X,K598ins)
BapUaHTOB MyTauuin B reHe CFTR. NMonck peakux v Ho-
BbIX BapnaHToB CFTR NnpoBOANAY METOAO0M BbICOKOMPO-
M3BOAMTENIBHOrO CEeKBEHMPOBaHWA Ha nnatdopme lon
Torrent TM (Thermo Fisher Scientific, CLUA). Llenesble
yyacTku Bkoyvanu B cebs kogupywowme obnactu (27
39Kk30HOB reHa CFTR), NHTPOH-3K30HHbIE rpaHuLbl 1 00-
nacTb NpomoTepa reHa. B cnyyasx, ansg KoTopbix naTto-
reHHble MyTaummn He Obinn onpeaeneHsl MNLP-meTonom,
Obl0 NpoBeaeHO uccrnegoBaHue reHa CFTR mMeToOom
BbICOKONPON3BOAUTENIbHOIO CEKBEHNPOBAHUS.

Pe3ynbTaTthl. B pesynbTaTe CekBeHunpoBa-
HUS Yy NauMEHTOB OblM BbISBNIEHbI YeETbIpEe paHee
HEe onucaHHble MyTaumm reHa CFTR: c¢.4093delA/
p.Lys1365Argfsuc.4078delG/p.Val1360Phefs (my-
Tauum caoBura pamkm  cuuTbiBaHus), c.1132C>T/p.
GIn378Ternc.2455G>T/p.Glu819Ter  (HOHCEHC-MyTa-
LMKN) NATOreHHOro 3HavyeHus. HoBble BapnaHThbl BbiSiBIIE-
Hbl B reTePO3MroTHOM COCTOSIHUM B COYETaHUN C OLHOW
13 4acTbIX MyTaumi reHa. JaHHble BapmnaHTel CFTR 3ape-
rMcTpMpoBaHbl HaMK B 6a3e AaHHbIX niatdopmel LOVD.

WTak, onsg npoBefeHus accoumauum mMyTauuin, Bbl-
SIBMIEHHbIX d€ NOVvO C KIWHUYECKMMU MPOSIBAEHUSMN,
npuBoasTcs deHoTunnyeckme ocobeHHocTn 4 peTein ¢
MOEHTUOULMPOBAHHLIM B XO4€ WUCCNeAOBaHUSA TeHOTU-
MoMm.

PebeHok Y. 8 neT, reHeTuyeckuini puarHos -—
CFTRF508del/c.1132C>T. MykoBucumgos, cMmeLuaHHas
popma. XpOHNYECKUI MOJINMO3HbIA PUHOCUHYCUT, He-
rpepbIBHO-peunanBupyoLiee Te4eHne. benkoBo-aHep-
retuyeckast HeA4oCTaTOYHOCTb 3 CTEeNEeHU.

JnarHo3 ycTaHOBIEH NO NONIOXNUTENIbHBIM pe3ynbTa-
Tam HeoHaTanbHOro ckpuHuHra B 2010 rogy. Xnopuapbl
nota — 110 mmonb/n, pekanbHaa anactaza <15 Mkr/r.
C nepBOro rofa Xu3HW nonyyaet 6asncHylo Tepanuio
MB - [JHa3sy, 3amecTuTenbHyl0 Tepanuio naHkpearnye-
CKMMM 3H3uMamm 13 pacydeta 2000 ELO/kr/npuem nuwm
(1000 EA Ha 1 r xupa). HaumHaa ¢ Bo3pacTta 12 mecs-
LLeB — YaCTble BPOHXMTbI N HECKOJIbKO 3MM3040B NMHEBMO-
Hu. C BO3pacTa 2 neT — XpOoHUYeckuii BhiceB Pseudo-
monas aeruginosa 10*8 KOE/ms, He noaBeprawLwmnincs
apaavkaumn Konuctumeratom Hatpust 1 Tobpamuum-
HOM.

HaunHaa ¢ BO3pacTa paHHeEro AeTcTBa OTMevaeT-
ca 3agepxka B GU3NHECKOM Pas3BUTUU, BbIPAXKEHHbIN
HYTPUTUBHBIA geduumTt. B 8 net — UMT - 11,6 kr/m?
(<3-ro nepueHTunsg), macca tena — 15,7 kr, poct -
116 cm (macca Huxe 3-ro nepueHTuns, pocT — 3-i nep-
ueHTUNb). He ypaeTcsa yny4ywmTb COCTOSIHME MUTAHUSA
nyTeM TrUNEepKanopuyecKnx SHTEpPasbHbIX CMeECen 13
pacyeta 150 kkan/100 mn. OT arpeccuBHbIX METOL0B
HYTPUTMBHOM NOAOEPXKM pebeHOK M MaTb KaTeropu-
YeCKN OTKa3blBAOTCA HA MPOTSXKEHUN HECKOJbKUX NeT.
CTpagaeTt XpPOHNYECKUM NOAMMAO3HBbIM PUHOCUHYCUTOM,
C peunamBupyloLWmMM TeveHneM. NpoBeaeHsbl 2 NoMNaK-
TOMUN C BPEMEHHBIM 3P DEKTOM.
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Ha KT opraHoB rpygHon KneTkm otmeyaeTtcs gudoys-
HbIi UHTEPCTULNANbHBIN NHEBMOPUNOPO3, MHOXECTBEH-
Hble BapMKO3HblIE N KUCTO3Hble BPOHX03KTa3bl. Mo pe-
3ynbTatam CNMPOMETPUN — BbIPAKEHHbIE PACCTPONCTBA
BEHTUNAUMOHHOM dyHKUMK nerkux — OPB; — 54 % ot
posmxHoro (0,61 n), ®XEJ - 79 % (1,03n), MCB - 47 %.

B Bo3pacte 8 net nonydaer 35 kancyn KpeoH
10 000 EA/cyTkn (4.000 EO/kr/npuem nuwm), Ha doHe
Yyero oTMevaeTcs KOMMneHcaums NaHkpeaTUyeckoro cra-
Tyca.

Y pebeHka nmeeT MecTo Tsaxxenoe TedeHne MB, ¢ He-
o6xoaMMocTbio npoBeaeHns 4-5 kypcos 14-21-gHeB-
HOM B/B aHTMOaKTepuanbHOW Tepanum; HEBO3MOXHO-
CTblO A0OUTbLCS 3paauKaunm ncesgoMoHanHom Gnopbl
WHransguMoHHbIMU NOJIMMUKCUHOM U TOOpamMunLMHOM;
NPOrpeccupyoWmrM CHUXEHMEM MokasaTenen cnu-
POMETPUN; BbIPAXKEHHLIM AePUUUTOM HYTPUTUBHOIO
ctatyca; GopMMUPOBaAHMEM XPOHNYECKON AbIXaTENbHOMN
HepocTaTodHocTU I-1l (SpO2 npu o6ocTpeHun <89 % B
rnokoe).

PebeHok E. 9 nert, reHeTMyeckuini puarHos -—
delF508/c.4093delA. MykoBucumaos, cmeLwaHHas pop-
ma. XpoHuyeckasi naHkpeaTnyeckass HeJoCTaTOYHOCTb.
MykoBucunao3-accounnpoBaHHbIN UMPPO3 MeYeHu C
CUHAPOMOM BHYTPUNEYEHOYHOV MOPTaibHOM rMnepTeH-
3umn. CUHAPOM ANCTasIbHON UHTECTUHAlIbHOM 0OCTPYK-
unn.

JunarHo3 ycTtaHoBNEH Ha 1-M roay XW3HU Ha OCHO-
BaHWM XapakTEPHOM KIIMHNYECKOWN KapTUHbI B BUAE CUH-
opoma Manbabcopbuum — cTeatopeu, nonmdekanuu.
Xnopuapl nota (no Nbécory — Kykky) — 70 mmornb/n. de-
kanbHaa anactasa <100 mkr/r. C 4 mecsaues nonyyaer
6asucHyio Tepanuio MB. MonekynspHo-reHeTmnyeckas
OnarHocTuka B BUAe rnoucka 24 Hambonee 4acTbiX MyTa-
unii B reHe CFTR npoBefeHa B BO3pacTe 2 NeT — BbISB-
neHa del F508 B retepo3nroTHoM cocTtosiHun. C 3 net —
XpPOHUYeckui BoiceB MSSA, ¢ 7 neT — Stenotrophomonas
maltophilia.

C 5 net — nporpeccupytowee MB-accoummpoBaHHOEe
nopaxeHue neveHn ot pubposa F2 no METAVIR oo ¢pop-
MUPOBAHUS LMPPO3a NeYeHn C CUHOPOMOM BHYTpUMe-
YeHOo4YHOW nopTanbHoOM runepteH3un (F4 no METAVIR,
knacc A no Yannpg — MNbto). OTMevaeTcs ymepeHHas uu-
TONUTMYECKAs U MUHMMaJIbHAs XoJfiecTaTuyeckas ak-
TBHOCTbL — AJIT — 146 ME/n, ACT — 176 ME/n, I'-I'TMN —
42 E/n, WD - 419 ME/n. MHO - 1,070, npoTpoM6uH no
KBuky — 91 %, nokasarenun ounnpybuHa, anb0ymmnHa — B
npepenax Hopmbl. onyyaet HaumHasa ¢ 12 mecsues
XXN3HU ypcoae3okemxonmneryto kmcnoty 30 Mr/kr/cyTku,
XNUpPOpacTBOPMMbIE BUTAMWUHbI B PEKOMEHA0BaHHbIX 4S5
6onbHbIX MB 0031pOBKax.

Takxe y pebeHka MMEET MeCTO peuuanBUPYIOLLNIA
CWUHAPOM [OUCTaNbHOW WHTECTMHANBLHOW 06CTPYKLMN
Ha MPOTAXEHUN BCEN XU3HW (601 B XUBOTE, 3amnopsl,
nanbnMpyemMblin AUCTasbHbIA OTAes ileum), B CBA3KU C 4EM
nonyyaeT aueTunumcTenH 20 Mr/Kr/cyTku per 0s, nonna-
TUIEHT KON 1 NAKTyN0o3y Npu 3aaepxke cTyna >48 va-
COB.

Co CTOpPOHbI OPOHXONEro4YHor cuctemol — 0060-
CTPEeHUs1 XpoHu4veckoro OpoHxuTa 1-2 pasa B rog.
B 2018 roay — anu3on NeBOCTOPOHHEN CermMeHTapHOM
NMHEBMOHUM ¢ dpopmMmupoBaHnemM prubpoartenekrasa A3bly-
KOBbIX CErMeHTOB. Nony4yaeT no 2 kypca 14-aHeBHON B/B
aHTUBaKTEPUNbLHOW Tepanun B roj,.

Mokasatenu cnupomeTpun — OPB — 97 % o1 gonx-
Horo, ®XEJT - 95 %. Ha KT opraHoB rpygHoi KneTkn oT-
MeyaloTcs dokanbHble o4ary NHeBModnbpo3a, MHOXE-
CTBEHHbIE TPAKLUMOHHbIE BPOHX03KTa3bl 060UX NErkunx.
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B Bo3pacte 9 net nonydaet 20 kancyn KpeoHa
10 000 EO/cyTtkm (2000 EO/kr/mpuem nuwm). UIMT —
15,5 kr/mM? (mexay 25 u 50 nepueHtunamu). Poct -
127 cm, macca — 25 kr (Macco-poCTOBbIE MokasaTenm
Mexay 25-m n 10-m nepueHTUAAMN).

PebeHok B. 17 net, reHeTuyeckuii guarHo3 — CFTR-
dele 2,3/c.4078delG. MykoBucLunuaos, cmeLluaHHas pop-
Ma. XpOHUYECKWUI MoIMMNO3HbIM PUHOCUHYCUT. durbpo3
reyeHu, MyKkoOBUCLA03-aCCOLIMMPOBAHHbINA.

3aboneBaHne 3anoao3peHo B Bo3pacte 9 neTt Ha
OCHOBaHUM PeuVanNBUPYIOLLNX BPOHXUTOB C OTXOXAE-
HMEM CKYAHOW rHOMHOI MOKpPOTHI (2 pa3a B roa) 6es
NPU3HAKOB [bIXaTeNbHOW HEeAO0CTaTOYHOCTU, CUHAPO-
Ma manbabcopbumm — Nepuoamnyecku BUOVMOM cTe-
atopen Ha GOHe npumema XMPHOM nuwn. Xnopuabl
nota — 60 mmonb/n, pekanbHaa anactasa <100 mkr/r.
B noceBe MOKpPOTbl — poCT MSSA, 0QHOKpPaTHbIN BbICEB
Pseudomonas aeruginosa nnockui wramm B 2017 rogy
(NnpoBeneHa apagukaums UHransauMoHHbIM TobpamMmnum-
HOM U uunpodnokcaumHoMm BHYTPbL). C MOMeHTa ycTa-
HOBJEHMA AnarHo3a nony4vaet JHasy, 3amMecTuTenbHyo
aH3nMoTepanuio. B Bo3pacTte 17 neTt pocT nogpocTtka
cocTaBnseT 166 cm (10-1 nepueHTUnb), macca — 46 kr
(<8-ro nepuentung), UMT — 17 kr/m? (Huxe 3-ro nep-
ueHTuns). Mokadatenun cnupometpun: OPB; — 57 % ot
nomkHoro, @XEJT - 64 %, NCB - 63 %. Ha KT opra-
HOB rpPyaHON KNETKN OTMEYaeTCs PEeHTreHoNornyeckas
KapTVMHa WHTEePCTULMANbHOro nHeeModunbposa, MHO-
XECTBEHHbIX UWAMHAPUYECKUX OPOHX03KTa30B. [MaH-
KpeaTnyeckuii ctaTtyc naumeHTa — nogpocTok nonyyaet
25 kancyn Kpeona 10 000 E4/cyTkmn (1000-1500 EAO /kr/
nPUeM NnLLN).

YacTtoTta 060CTPEHUIN XPOHMHYECKOTO THOMHOIO GPOH-
xuta 1-2 pasa B rog ¢ Heo6xoaMMOCTbO 14-OHEBHOrO
B/B Kypca NpoTUBOMUKPOBHOI Tepanuu.

dopmumposaHme MYKOBUCLINA03-aCCOLUMMPOBAH-
HOro Gunbpo3a MneyvyeHu, ONarHOCTUPYEMOrO Ha OCHO-
BaHVW Y/IbTPA3BYKOBOW OMArHOCTUKWU, HEnpaMor ana-
CTOMETPUN NeYveHun, oTMedaeTcs ¢ nepuoga nybeprara
(13-neTHero Bo3pacrTa).

PebeHok H. 15 net, reHetnyeckuin gnarHo3s — CFTR
del F508/c.2455G>T. MykoBucumaos, cmeLllaHHas ¢op-
ma. XpoHudeckasi naHkpeartnyeckasi HeoCTaTtO4HOCTb.
LBYCTOPOHHUV XPOHUYECKNV MOJINMO3HO-IHOVHbINA ra-
mMopuT. DubpPOo3 neveHu, accoummpoBaHHbIi C MyKOBUC-
LMO030M.

KnuHuyeckas maHudectauus 3aboneBaHns ¢ BO3-
pacta 2 neT: MHOXECTBEHHble 3nM304bl OPOHXUTOB,
NMHEBMOHUS; nepuoamnyeckas creatopes 6e3 BUAMMBbIX
oTcTaBaHuin pebeHka B Gpr3N4eCckoM pasBuTum, 6e3 Hy-
TPUTUBHOIO gedunumnta. o MecTy XmnTenbcTea NPoOBeaeH
noToBbI TecT no MbcoHy — Kykky — 90 mmonb/n (no-
NIOXUTENbHBIN pe3ynbTaT). [eBoyka HanpaBneHa B ne-
onatpudeckoe otaenenme PAOKB ona noarteBepxaeHus
aunarHosa. CogepxaHune dekanbHoOM anacrtasbl-1 B cTyne
<50 mKr/r, HayaTa 3aMecTUTENlbHas Tepanns naHkpeaTn-
yeckumn dbepmeHTamn. B HacTosLee BpeMs, B BO3pac-
Te 15 net, nauymeHTka nony4yaet 40 kancyn 10 000 Kpeo-
Ha/cyTkn, UMT coctaenset18 kr/m? (25-i nepueHTusb,
pocT 165 cM — mexay 50-M 1 75-M nepueHTunsMun, Bec —
49 xr — mexay 50-M n 25-M nepueHTUNaMN).

C 10-neTHero Bo3pacTa OTMEYAETCA XPOHMYEecKas
Burkholderia cepacia complex-accounMmMpoBaHHas WH-
dekuma pecnmpaTopHoro TpakTa. Yumcno obocTtpe-
HUN XPOHMYECKOr0 THOMHOro OPOHXMTA HEe MPEeBbILLAET
2 pasza B roa, npoxoauT 14-gHeBHbIE KypCbl KOMOUHNPO-
BaHHO NPOTUBOMMUKPOOHOM TEpanmn B YCIIOBUSIX CTaL M-
OHapa. B nepuop pemuccumn nosyvyaeT MHransuMOHHYI0
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Tepanuio TnamdeHnKon rmunHaT aueTUILNCTeMHATOM,
MeponeHemom, nepopanbHO Ko-Tpumokcason, MuHo-
LIMKIIVH.

CTpagaeTt XpPOHUYECKUM MOMNO3HO-FHOMHBIM PUHO-
CUMHYCWUTOM; NMOSIMN3KTOMUM He nNpoBoamiock. Monyyaet
Tonuyeckne nHTpaHasansHble NKC kypcamu.

K 15-neTHemy BO3pacTy pebeHOK ya0oBNeTBOPUTESb-
HO nepeHocuT duanyeckme Harpysku, SaOp B nokoe
coxpaHsieTca B npenenax 97-98 %, npu 060CTPEHUsxX
OpoHxoneroyHom natonorum — 93-94 %.

MokazaTtenu cnnpomeTtpun — PXEJ1 77 % oT A0NXKHO-
ro, O®B; — 56 % oT [O/IKHOrO (BblpaXXeHHbIe HapYyLUEeHNSs
OpPOHXMANBHOM NPOXOAUMOCTIN Ha POHE NErkoro CHUXe-
Husa OXEJT).

Ha KT opraHoB rpygHon knetkm — doKanbHbIA He-
rpy6bii MTHEBMODUOPO3, LMANHAPUYECKME U eJUHNYHBbIE
BapUKO3Hble OPOHXO3KTa3bl 060X NErKnX.

C 18 net pgmarHoctmpoBaH MB-accoumnpoBaHHbIN
dunbpo3s neveHu, F2 no knaccudukaunm METAVIR.

B 2015 roay nposegeHa JHK-amnarHocTtuka, BoigBne-
Ha F508del B reTepO3MroTHOM COCTOSIHUM 1 NO Pe3yJib-
TatamM CeKBEHMPOBaHUS onpeaesieHa He onucaHHas My-
Tauma ¢.2455G>T/p.Glu819Ter (NOVEL), oTHocsaLascs
K I-1l knaccam myTtauui reHa CFTR.

B Tabnuue npomemMoHCcTpupoBaHa BapunabesibHOCTb
KJIMHNYECKOW KapTUHbI MYKOBMCLMA03a, pas3BmMBatoLLas-
CS1 NpU pasHbIX reHeTu4yecknx BapnaHTax reHa CFTR.

3aknyeHne. Takum o06pasom, npeacTaBIeHO
KIMHN4YecKoe MHOroo6pasne U reTeporeHHoCTb Tako-
ro zaboneBaHusl, Kkak MykOBMCUMAO3. PasButne «Ts-
XEenoro» reHoTMna BO BCEX 4YeTbipex Ccly4dasx onpe-
henseTca CTPYKTYpor MyTauuii (HOHCEHC-MyTaumun u
MyTauuncOBUrapamMkmCHUTbIBAHUS OTHOCATCAKMYTaLMAM
| knacca) n NOATBEPXAAETCH KIMHUYECKOM KapTUHOM
nebioTta 3ab6oneBaHUs 1 0OBbEKTUBHBIMUM AAHHBbIMM, yKa-
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Tabnvua
KnuHunyeckunin nonnmopdpusm mykoBmcumnao3a y getem
C HOBbIMM NaToreHHbiMmu Bapuantamu reHa CFTR

deHoTUNMyeckmne
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Lumu.
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