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KniHiyHa meguuuHa
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POJ1Ib TEHETUYHUX TA MEAUKO-COLIATIbHUX ®AKTOPIB
Y NEPEBIT'Y MYKOBICLUUAO3Y. KIMIHIYHE CMMOCTEPE>XXEHHA
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MykoBicungos — cnagkoBe ayTOCOMHO-pPELCUBHE
3aXBOPIOBAHHS 3 YPaXXEHHAM EK30KPUHHMX 3asos, Ta €
HanbinbLL NneTanbHMM 3aXBOPIOBAHHAM Y OCib eBpone-
oigHoi pacu. Yactota MyKoBicLuO03y BapitoeTbCs Big
1:8000 go 1:2000, a Tpueanictb xutTa Big 10 go
40 pokiB y pO3BMHEHUX KpaiHax. Npu4nMHOI MyKOBIC-
ungosy € baratoumcenbHi myTadii reHy MB, wo oby-
MOBIIOE KNiHIYHUI Nepebir 3axBoptoBaHHSA Big aTumno-
BUX CYOKMiHIYHMX hOpM OO MYKOBICUMA03Y 3 BAKKUM
nepebirom.

Ha cborogHiwHin geHb onucaHo Oinblwe 2000
MyTauin Ta 200 noniMopdiamMiB y reHi MykoBicuugoasy,
MyTauii y akoMy po3ginsioTeca Ha 6 knacis. MyTauii
1-3 knacis 6inbL rMMBOKO NOPYLUYOTb (OYHKLIIO TpaH-
cMembpaHHOro perynstopa MyKoBicLMAo3y, 00ymoB-
MIoI0Tb «BaXKi» opMn MyKoBicUMAo3y; MyTauii 4—6
KnaciB BigHOCATb OO0 «ApiOHMX» MyTauin Ta 06ymoB-
notoTe BinbL nerkuin nepebir 3axBoprOBaHHA Ta Moni-
MOpP@i3M KIiHIYHOT CUMATOMATUKM, BKAOYAKOYM aTuno-
Bi (bopMu MykoBiCLMAO03Y. Pi3HOMaHITHI KniHiYHi npo-
SIBU MYKOBICUMAO3Y 3anexaTb TaKoX Big reHiB-
MoamikaTopiB, 30KpeEMa reHiB, Ski MOOymMTb CTy-
NiHb ypaxeHHs nereriB. Mogudikauii reHiB o6ymoB-
NO0Tb CTYNiHb YYTNMBOCTI 4O KOMOHi3auii CUHBbOTHIN-
HOI Marnmn4yKkor, akTUBHICTb PePMEHTIB, AEeTOKCMKKaLLit0
€K30reHHUX pPeyvoBMH, peakuii daroynTosy y mManbyT-
HbOMY MiABULLYIOYM PU3UK PO3BUTKY BAXKKOrO ypadKeH-
HA NereHis Ta iHLWKX.

HaBepeHo 2 KniHIYHUX CMOCTEPEXEHHA fiTen 3
«BaXKUM» Ta «nerkum» nepebiramm MykoBicLMAO3Y
(BUNagoK 3 paHHBLOK MaHichecTauien LyKpoBOro fia-
6eTy y 8-piyHOI AnTUHM (3a AaHumMK niTepaTypy, LykK-
poBui giabeT acouinoBaHnin 3 MyKOBICLIMAO30M Y XBO-
pux oo 10 pokiB 3ycTpivYaeTbCa BKpam pigko), Ta sBuna-
Aok nerkoro nepebiry nereHesoi hopmu MyKOBiCLUAO-
3y Ha TNi NOpYyLWEeHHs 06MiHY CipKOBMICHMX aMiHOKMC-
noT, rinepromoumncTeiHemir).

MporHo3 gnst nauieHTiB i3 MyKOBICLMAO30M MOCTY-
MOBO NOKPaLLyeTbCs NPOTAroM HaraTtbox pokis, B OC-
HOBHOMY 3aBASKW paHHIN fiarHocTuui (HeoHaTanbHUN
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CKPWHIHT); OOCNIMKEHHAM, siKi HagalTb binbl NoBHe
YSIBNIEHHS NMPO MOSEKynApHO-6ionoriyHnin gedekT Lo
NexnTb B OCHOBI MYKOBICLMAO3Y, i NpM3BOAUTbL A0
HOBUX MiOXO4iB y NiKyBaHHi OAHOro 3axBOPHOBAHHS.
PaHHe BUABNEHHA aTunoBux OPM MyKOBICUMOO3Y,
3an06iraHHA BUMHUKHEHHIO YCKMaAHEHb 3axBOPHBaH-
HS, Ta po3pobka HOBUX MeTOAiB NiKyBaHHsSi 3Haxo-
OSTbCS Ha eTani po3BUTKY.

KnrwoyoBi cnoBa: mykoBicungos, nepebir, aitm,
MyTaLii reHis.

Bctyn. Mykosicunaos (MB) — cnagkoBe ayTocom-
HO-pEeLIMCMBHE 3axBOPIOBAHHA 3 YpaXEHHAM €eK30K-
PUHHKX 3ano3 [3, 15, 17], y Hacnigok 4oro yTBOpETb-
Csl CeKpeT MigBULLEHOI B'A3KOCTI, SKUA BUKIUKAE 0O0-
CTPYKLiIO BUBIOHNX NPOTOKIB Yy NereHsx, NigLwnyHKoBIn
3anoasi, KULWIKIBHWKY, MediHui, Wwo Beae Ao X yHKLio-
HanbHOI HegocTaTHOCTI Ta ¢ibpoay [8, 14, 19].

Yneplle 3axBoptoBaHHA Oyno onucaHo y 1936
poui weenlapcbkum negiatpoMm [Bigo ®daHKoHHI. Y
1989 poui BYeHi 3 KaHagn ta CLUA Bigkpunu ren MB
[5, 6, 13]. Yactota MB BapitoeTbcsl y pi3HMX KpaiHax
Ta 3anexuTtb Bifg ix couiansHoro cratycy: B CLUA Ta
BinbwocTi kpaiH €Bponu 1:2000 HOBOHAPOMKEHWX,
kpaiHax CHI — 1:8000 HoBoHapogxeHux [7, 15]. Tpu-
BaniCTb XWUTTA TaKOX 3aneXuTb Bif PiBHSA PO3BUTKY
CyCninbCTBa, HAsABHOCTI crneujianizoBaHnX LEHTPIB
Harnagy 3a Takumu nauieHtamu [2, 5, 18]. TpuBanictb
xutTa y CLUA, BenukobputaHrii nepesullye 40-pivHy
Mexy, ToAdi fK Yy kpaiHax JlaTuHcbKkoi Amepukn —
10 pokis [6, 13].

"en MB po3millyeTbcsa y cepeguHi 4OBroro nneya
7-i xpomocomu. Moro Ginkosuii NpoayKT — TpaHCMEM-
OpaHHui perynatop mykosicumaosy (MBTP) [6, 9]. BiH
€ MeMbpaHHUM KaHarnom AN akTUBHOI CeKpeLii NOHIB
XNOpy 3 KMiTUMHW [0 MNPOCBITY €K30KPUHHMX 3ano3
[16, 18]. MpuumHoto MB € GaratoumcenbHi MyTawiji
Bi4MOBIQHOrO reHy, Wo obymoBntoe KniHiYHUA nepebir
3aXBOPIOBAHHA Big aTUNOBUX CYOKMiHIYHMX cbopm A0
MYKOBIiCUMA03Y 3 Baxkkum nepebirom [11, 19].
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Ha cborogHiwHin geHb onucaHo 6Ginbwe 2000
myTauin Ta 200 nonimopdismie y reHi MB [2, 3, 9].
MyTauii y reHi MB posginsatoTbcs Ha 6 knacis:
1) 6nokytoui cuHTes 6inky MBTP;
2) nopyLuUyoYi NOro A03piBaHHs, a TakoX TpaHCMo-
pTYBaHHA 3 €HO0MNNasmMaTUYHOro PETUKYIyMYy A0 MEM-
OGpaHn eHpoTenianbHUX KNiTMH (MyTauis DF 508 €
HaMBINbLL PO3MOBCHOXKEHOD);
3) 6inok MBTP 3gaTteH gocsiraTv KIiTUHHOT MeM-
OpaHu Ta BOygoByBaTUCA OOT Hel, MpoTe npouec pe-
rynauii noro dyHkuii 3a gonomoroto AT® nosHicTo
NnopyLUYeETbCS;
4) 3MeHLUYeTbCA MPOBOAMMICTb MOHIB XMopy 3a
HopManbHOi nokanisauii 6inky MBTP y membpaHi Ta
npouecis perynsuir;
5) 3HMXYETBCS piBEHb CMHTE3Y HOpMarnbHoro 6in-
Ky MBTP;
6) pisHOMaHiTHa 3AaTHICTb TpaHCMeMOGpaHHOro
perynaTtopa 6inky MB perynioBaTu iHWi WOHHI kKaHanu
[1, 6, 9].
MyTauii 1-3 knacie 6inbw rmMnMboko MNopyLyTb
dyHkuito MBTP, obymoBntoioTe «Baxki» dopmn MB;
MyTauii 4—-6 knaciB BigHOCATb [0 «APiOHMX» MyTaLin
Ta obymoBntoloTh Binbl nerkuii nepebir 3axsoproBaH-
Hs1 Ta noniMopdiaM KMiHIYHOI CUMATOMATMKK, BKIOYa-
toun atunosi opmm MB [5, 11]. PizHOMaHITHI KniHiYHi
nposen MB 3anexaTb Takox Big TreHiB-
MoamdikaTopiB, 30KpeEMa reHiB, fKi MOOymMOTb CTy-
NiHb YPaXeHHS NnereHis:
— reHu knacy 2 ricrocymicHocTi (HLA-class 2);
—  TeHW cUCTeMM AeTOKCUKaLlii KCeHODIOTUKIB;
—  T'eH MaHHO303B A3yBanbHOro naktmHy (MBL);
—  reH cakTopy Hekposy nyxnuH (TNF);
— TeH cuHTasn okcudy asoty 1-ro Tuny (nitric
oxide synthase type 1);

— reHu cypdgakrtaHT-acouinoBaHux 6inkis A Ta D
(surfactant-associated protein A and D);

— TeH TpaHcdopmytodoro dhaktopy pocty Bl
(T6FB1);

— reH al-antutpuncury (AT-al);

— reH B-gedpeHsuHiB (B-defensing) [1, 6, 9].

Mogudikauii reHiB 06yMOBMOIOTL CTYNiHb YyTNu-
BOCTi 10 KOJIOHi3aLii CUHBOTHINHOK NMarnmn4kow, aKkTuB-
HICTb (PbepMEHTIB, AETOKCUKALLi0 EK30rE€HHNX PEYOBUH,
peakuii darountody y ManbyTHLOMY MiABULLYHOYM
PU3MK PO3BUTKY BaXKKOrO ypaKeHHs nerexis Ta iH. [10,
12, 18].

Hwxye HaBoOUMO 2 KNiHIYHUX CMOCTEPEXEHHA
LiTeN 3 «BaXKNM» Ta «nerknum» nepebiramm MB.

KniHiuHe cnocTepexeHHs Ne 1

HisunHka B., 15 pokis, nepebyBana nig Harnsgom
B KMiHiUi 3 5-piyHoro Biky 3 giarHo3om «MykoBicunaos
(reHotun: F508del), nereHeBo-kuLLKiBHMKOBA hopMma,
BaXXKWI nepeoir; XpoHiYHUIA Andy3HMI BPOHXIT; nowwmn-
peHi BpoHXxoeKTa3n; BTOPMHHA JlEreHeBa rinepTeHsis,
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nereHese cepLe; cepueBo-nereHeBa HefoOCTaTHICTD I
CTyneHs; uykpoBuin giabet, Baxka dopma; XpOHiYHa
naHkpeaTuyHa HeAOCTaTHICTb, BaXKOro CTYNEHs; Lu-
po3 neviHKn, MakpoHoaynapHa dopma; noprtanbHa
rinepTeHsis; rmnepcnieHiaM; BiACTaBaHHs B (Di3UYHO-
MY PO3BUTKY».

3 aHaMHe3y XuTTs Ta xBopobu BigoMoO, WO ANTK-
Ha HapOXeHa Bif APYroi BariTHOCTI, WO NpoTikana Ha
TNi 3arpo3n nepepvBaHHA. Neplla BariTHiICTb Oyna
nepepBaHa WTYy4YHUM abopToM 3a GakaHHsAM MaTepi.
Monorn nepwi B TepmiHi 33 TwxHiB rectauii. Maca
Tina guTuHM Npu HapomkeHHi 2400 r. [do rpyaen npuk-
nageHa Ha TpeTio goby, npoTe Big rpyaen BigMoOBIs-
nacs. N'ogyeanacs 3uifiXeHMM MOMOKOM A0 ABOX Micsi-
uiB. 3 nonorosoro GyauHky BunucaHa Ha 21 noOy.
Matu — 36 pokis, 3gopoBa. baTbko — 36 pokiB, CTpax-
[ae Ha BMpa3koBYy XBOpOOy ABaHAOUATUNANOT KULLIKA.

OuTnHa BBaXXaeTbCA XBOPOK 3 HAPOKEHHSA, KON
3'ABUBCS PSICHUN XXUPHUI cMmepAatoymn 6aratopa3oBuii
cTineub. Y BilUi 3 TMXKHIB AiarHOCTOBAHO 3aTskHa MHe-
BMOHisi, Micnsa sKOi Big3Ha4yanu MNOCTiMHMA HaB'A3MMU-
BMI CYXMI Kallerb.

Y Biui 8 micauiB BctaHoBneHun giarHo3 MB. ®ep-
MEeHTaTMBHa Tepanis naHKkpeaTMHOM BUABUIIACA Hee-
hEeKTUBHOIO: Big3Ha4Yanu Yacti 6poHxonereHeBi 3aroc-
TPEHHA, ANTUHA BigcTaBaB Y (PisMMHOMY Ta MCUXOMO-
TOpHOMY po3BUTKY. 3 3 PpoOKiB nepeBedeHa Ha
«KpeoH», oTpumyBana cumnTomMaTuyHe MiKyBaHHS,
aHTMbakTepianbHy Tepanito. CTaH ANTUHW NepioanyHO
noninwyeascs, NpoTe, BiA3Hayanaca CTillka renarto-
Meranis, Andy3Hi 3MiHK 3 BOKy MeYiHkK, NiOBULLEHHS
TpaHcaMiHas. Y 8 pokiB AiarHOCTOBaHO LMPO3 MEYiHKK,
nopTarnbHa rinepTeHsis. B uen xe 4ac 3'asunucsa noni-
ypid, noniguncia, HeBMOTMBOBaHE 3HWXKEHHS Macu
Tina Ha TN nigBuweHoro aneTtuty. [iarHocToBaHO
uykposuin giabet (LA). MNMpusHaveHa iHcyniHOTepanis
y BUrNSAI iHCYNiHY acnapTy, Ao03a SKoro konveanacs B
3anexHoCTi Bif, piBHA rnokosm Kposi Big 10 go 12 Opf,
Ha goby; iHcyniHy geTemipy — Big 6 4o 10 Of Ha goby.
Mepebir L xapakTepu3yBaBcs BiCYTHICTIO keToauu-
003y, 03HaK MIKpO- i MakpoaHrionarTii, pi3kux KonumBaHb
piBHS rntoko3un kpoBi. OgHak, 3BepTano Ha cebe yBary
noyacTillaHHsA 3aroCTPEHHS XPOHIYHOrO BPOHXITY mic-
NS BUHWKHEHHs L.

BpoHxoekTaTU4HI 3MiHM B NereHsx nporpecysanu.
HapocTana nereHeBo-cepLeBa HEAOCTATHICTb.

[Mpy oCcTaHHBOMY HaAXOMPKEHHI B MYNbMOHOIOTIY-
Hu ueHTp OIKJT cTaH AiBuMHKM Baxkun, Typbye Ha-
B'A3MMBUA  ManonpoayKTUBHUA Kallenb, 3aguLuka.
3HayHe BiagcTaBaHHA i3NYHOro PO3BUTKY HUXYe 3-ro
LeHTinsa (maca Tina — 37 kr, 3pict — 110 cm). BigcTae B
ctateBomy po3sutky (AX1, P2, Ma2, MO0). Yacrtota
anxaneHux pyxis — 28—-30 3a 1 xB, YyacToTa cepueBux
ckopoyveHb — 122-124 3a 1 xB. ApTepianbHUn TUCK
(AT) — 100/60 mm pT. cT. CaTypaLia KpoBi KUCHEM —
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96%. LWkipHi nokpmeu 6nigi, enemeHTn remopariyHoi
BMCUMKMN Ha HWXHIX KiHUiBkax. [ligLwKipHO->KMpoBui
Lwap pO3BUHEHWNA HELOCTaTHBLO, PO3MOAINEHNA PiBHO-
MipHO. 3BepTalTb yBary O3HaKu XPOHIYHOI FiMoOKCil:
nanbui y Burnsagi «bapabaHHWX nanuyok», HirTi —
«TOOVHHUKOBUX ckeneub». Crnv3oBa 3iBy poxesa.
Hocose guxaHHs BinbHe. pygHa knitka emdizemaro-
3HO po3ayTa, NepKYyTOPHO — fereHeBui 3BYyK 3 KOpobo-
YHUM BIOTIHKOM. AyCKynbTaTUBHO — AWXaHHSA PiBHOMI-
pHO ocriabneHe 3 060X CTOpPiH, BUCIYXOBYKOTbCA CYyXi
pO3CisiHi, a TakoX ApibHO- Ta cepegHbONYXUPLIEBI XpU-
N Hap ycieio noeBepxHer rnereHiB. Mexi BigHOCHOT
cepueBoi TynocTi: NnpaBa — Ha 2,0 cM Ha30BHi NpaBoi
binactepHanbHoM niHii, BepxHsa — Il pebpo, niBa — Ha
2,0 cM Ha3oBHi Big NiBOI CepeHbOKITHYNYHOI MiHii.
ToHu cepust puTMiYHi, npurnyLeHi. 2Knsit 36inbweHun
B po3mipax (OKpyXHiCTb — 83 cM), neyiHka BuCTynae
0o 8,0 cm Hmk4e Kpato nigpebep's, cenesiHka — o
15 cm. Crineub odopmnennin. Cumntom NactepHaub-
KOro HeratvBHuiA 3 000X cTOpiH. CevyoBMMNYCKaHHsI
BiNbHi, 6e36onicHi. [iypes gocraTHin.

[aHi pogaTKkoBMX OOCNIAXKEHD.

KniHiyHWIM aHani3 kpoBi: remorno6iH —128 r/n, epu-
Tpoumutn — 4,3 x 10"/n, petukynoumtn — 14%, Tpom-
GounTn — 39 x 10%n, neitkoumt — 4,5 x 10%n, eoau-
Hodbinn — 1%, 6asodinu — 1%, nanuykosaepHi — 3%,
cermeHTosAepHi — 76%, nimgountn — 16%, MoHOUM-
™ — 3%, LWOE — 3 mM/roa, Yac 3ropTaHHs KpoBi Nogo-
BXeHuUn Ao 6 xB 15 c. KniHiyHui anania cedi 6e3 0cob-
nuneocten. MikpoanbbymiH cevi — 20,17 Mkr/mn
(Hopma — 20 mkr/mn).

BakTepionoriyHMin  NociB  MOKPOTUHHA:  BUAINEHI
Pseudomas aeruginosa (5 x 10°mn), Staphylococcus
haemolyticus (nooguHoki  konoHii), rpubu pogy
Candida (5 x 10%/mn).

Konporpama: Mm'A30Bi BOflOKHa nepeTpaBneHi —
TPOXU, HENTPANBHUI XNP — MiCUAMK, NepeTpaBnioBa-
Ha KniTkoBMHa — Gararto.

Pesynbtatn ninokapniHoBoi npobu: 65 wmeks/n,
70 mekB/n, 75 meks/n.

Y OWTUHW BUSIBNEHa MyTalis reHa MyKOBICLigo3-
HOro TpaHcmembpaHHoro perynaropa — gensta F508,
LLIO XapaKTepu3yeTbCcs BaXXKUMMN HEHOTUNIYHUMU NPO-
sBaMMU.

bioximiyHe gocnigXeHHs KpOoBi: aKTMBHICTb anaHi-
HamiHoTpaHcdepasn (AJ1T) — 0,11 mmonb/rog:-n (Hop-
mMa — 0,06 mmonb/rog:n), akTUBHICTb acnapTaTtamMiHOT-
paHccepasn (ACT) — 0,11 mmonb/rog-n (Hopma —
0,06 mmonb/rog:-n), NokasHUK BMICTY [-ninonpoTei-
AiB — 30 oa. onTMYHOI WinebHocTi (Hopma — 35-55 of.);
BMIiCT xornecTtepuHy — 2,7 mmonb/n (Hopma — 3,15—
5,17 MMonb/n); akTUBHICTbL NyXHOi docdartasn —
6800 Hwmonb/c-n (Hopma — 1200—6300 HMonb/C:-f);
BMicT Oinka kposi — 61,2 r/n (Hopma — 65-85 r/n),
KpeaTuHiH kposi — 61,5 wmmonb/n (Hopma —
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44-88 mMmonb/n), cedoBuHa KpoBi — 4,2 MMOMb/CyT
(Hopwma — 1,7-8,3 mmonb/goby).

BmicT rntokosu kposi — 3,0-14 mmonb / 11, rniko3u-
nboBaHui remornobiH — 10,4% (Hopma — 6,0-8,3%).

YnbTpa3ByKOBE OOCHIIKEHHS YEPEBHOI MOPOXHU-
HW: nedYiHka 36inblweHa — Ha 6,0 cM HWX4Ye Kpato pe-
OepHOi Ayrv, Kpan 3akpyrfieHun, KOHTYypu ropoucTi,
CTPYyKTypa HeogHopigHa 3a paxyHOK opmyBaHHS
MHOXWHHWX BY3MiB MiABULLEHOI €XOreHHOCTi, BOPOTHA
BeHa poswupeHa go 13,5 mm, nepinoprtansHui ib-
P03, NEYiHKOBI BEHN — 6 MM, MarntoHOK 060X BEHO3HUX
cucTem pisko 30iaHeHn, AedhopMOBaHWUIA; MiALLYHKO-
Ba 3anosa noToBLleHa, ronieka — 27 MM, TinNo —
19 MM, XBICT — METEOPU3M, KOHTYPU YiTKi, EXOreHHICTb
nigBuLLIeHa, CTPYKTypa oAdHopigHa, cenesiHkoBa BeHa
Ha piBHi roniskn poswmpeHa Ao 11 MM, BU3HAYaTbLCH
aHacToMo3u; cenesiHka — 198x82 mmM, 3binblieHa (Ha
15 cM Hwk4e kpato pebepHoi ayru), ogHopigHa, cene-
3iHKOBa BeHa posLmpeHa Ao 15 mm.

Enextpokapgiorpama: cuHycoBa Taxikapgis, peno-
nsipisauifHi NoOpyLUIEeHHsT 4M3MeTabonNiYHOro xapakrepy
3a paxyHOK OCHOBHOIO 3aXBOPIOBAHHS.

[onnepoexokapgiorpadisi: BTOPUHHa nereHesa
rinepTeHsis.

Honneporpadis apTepin HMXHIX KiHLiBOK: aHriona-
Til HEe BCTaAHOBIEHI.

PenTtreHorpacpbis opraHiB rpyaHoi KniTuHu: nere-
HeBi Mons NigBuLLEHOI Npo3opoctTi. JlereHeBWiA Marnto-
HOK TSDKMCTUIA, AedOPMOBaHWI 32 paxyHOK ¢oibposy.
MpaBopy4 y HiXHbOMeEAianbHIA OiNsHUi — HErOMOreH-
He 3aTeMHeHHsi. KopiHb MpaBoi fereHi poswnpeHui,
[OCUTb CTPYKTYPHWI, NiBOi — Binblue 3a TiHHIO cepe-
AocTiHHA. CuHycn BinbHi. Cepue — B Mexax Hopmu,
KOHTYPU HediTKi. Ha Tni XpoHiYHOro 3axBOpOBaHHSA
OpoHxonereHeBoi CUCTEMM O3HaKM MpPaBobiYHOT NHEB-
MOHii.

Komn'toTepHa ToMorpadis opraHis rpyaHoi nopo-
YXHUHW: MHOXMHHI MOPOXHUHM 3 cepnonogibHnm o6ia-
kom giameTtpom 10-30 mm, ginaHku ¢ibposy, nepe-
Ba)XHO B BEPXHIX Ta HWXHIX Bigginax npaBoi nerei,
HEPIBHOMIPHO BUPaXeHi AiNAHKN YLiNbHEHHS nereHe-
BOI TKAHWHW 3a TUMOM «MaTOBOIO CKnax.

®yHKUIS 30BHIWHLOrO AuxaHHsa: XKEJT — 2,65 n
(Hopma — 4,33 n), O®B1 - 1,08 n (Hopma — 3,61 n),
OPB1/OXKEI - 66,2% (Hopma — 86,6%) .

KoHcynbTauis okynicta: nepegHi Bigainu, nepeno-
MIIOOMI cepefoBuLLa, o4He AHO 6e3 naTornorii.

Hapani y AWTUHW Ha TNi pi3KOro 3HMXEHHS KiNbKo-
CTi TPOMOOUUTIB BM3HaAYeHa LUSYHKOBO-KULLKOBA KpO-
BOTEYa, B 3B'A3KY 3 YMM [iBYMHKA NepeBeaeHa B ANTS-
Yye XxipypriyHe BiggineHHsa. [lMpoTe, nNpu NOBTOPHIN
LLNYHKOBO-KULLIKOBIN KPOBOTEYI BPATYBaTU [AiBYMHKY
He BOanocs.

OcobnuBicTio faHoro BMNagaKy € paHHa madidec-
Tauia U0 y 8-piyHOi XBOpoi Ha MyKOBiCLMOO3
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(3a paHumK niTepaTypw, LyKpoBWiA giabeT acouinosa-
Hu 3 mykosicumaosom (MBLIO) y xBopux go 10 pokis
3ycTpivaeTbcs BKpan pigko). [Ans paHHbOI AiarHOCTMKM
MBUJI cnig npoBoguTtu perynsapHe OOCHiAXKEHHS M-
KeMi4yHoro craTycy y BCix giTei, xBopux Ha MB, 3 mo-
MEHTY BCTaHOBIIEHHS AiarHoasy.

KniHiuHe cnocTepexeHHA Ne 2

Xnonuuk P., 4-x pokie, nepebyBaB Ha 06CTEXEHHI
B NyNbMOHONOrNYHOMY BigdineHHi 6aratonpodineHOro
cTauioHapy. NMpy HagxXomKeHHI MaTn AUTUHKU npea'saB-
nana ckapru Ha 3aknageHicTb Hoca, TpuBanuni Ka-
Wenb, YacTi MPOCTYAHI 3aXBOPHOBAHHS.

3 aHamHe3y XUTTS i 3axBOPIOBaHHS BiAOMO, LWO
OUTWHA Big TPeTbOl BariTHOCTI LUMSXOM eKCTpakopmno-
panbHOro 3anmigHeHHs, WO npoTikana Ha Thi 3arpoau
nepepvBaHHa B 1 TpumecTpi, Tpombodnebity
(nikyBaHHSA ppakcunapmHom). 1 BariTHICTb — LUTYYHUR
abopT 3a 6axaHHAM maTepi, 2 BariTHICTb — BUKUOEHb
Ha paHHiX TepMiHax. [onorn nepLwi B TepMiHi 39 Tnx-
HiB recTauii, Wnsaxom onepawii kecapeBoro po3TUHY.
Maca Tina gutuHn Npu HapomkeHHi — 4010 rpamis.
3akpuyas Bigpasy. Bunucanun gogomy Ha 10 goby B
3apoBinbHOMY CcTaHi. Pic i po3BnBaBcs BignoBigHO 40
BiKy. AnepronoriyHuin aHamHe3 He oOTsxeHun. Ma-
™M — 48 pokiB. batbko — 49 pokis, niksigatop YAEC.
AHamMHe3 0OTsKeHUI 3a MynbTudakTopianbHUMK Ta
OHKOJOT4YHUMK 3axXBOPIOBaHHAMN: TpOMOBOdnebiT BeH
HWXKHIX KIHUIBOK, AWCUMPKYNSATOpHA eHuedanonarTis,
OUCKIHE3iA )XOBYOBUBIOHMX LUNAXIB, BMPA3KOBa XBOPO-
6a 12-nanoi KWLWKK, BA3OMOTOPHWUIA PUHIT, B aHaMHe3i
XPOHIYHMIM BPOHXIT, paKk SE€YHUKIB, pak nepeamixypoBoi
3anosu. Y npababyci no maTepuHCbKin NiHii — nomep-
na AuTuHa B paHHbLOMY Billi (6e3 yTo4YHeHHS BiKy i npu-
YUHN).

MaTu BBaxae AUTUHY XBOPOIO 3 3-X PIYHOro BiKY,
Konwu nicnsa noyaTky BiABiQyBaHHA OWTAYOro OOLUKiMb-
HOro 3aknajy Big3Hayanucs 4acTti pecnipaTtopHi 3a-
XBOPIOBaHHA A0 8 pasiB Ha pik, 6poHxiT Ao 4 pasis
Ha piK, NMHEBMOHIS TPU4i NPOTArOM OCTaHHLOIO POKY,
PapuUHriTN, PUHITK, OTUT, KOH'IOHKTUBIT, BITpsiHA Bicna.
Y rpygHomy Bili Big3Havanucs 3anopw, enisogu énmc-
KY4Oro >XMPHOTO CTifNbLUA KalKonodibHOI KOHCUCTEHL.

Mpn HagoxomXeHHi B cneujianizoBaHe BiaAiNEHHSA:
CTaH AMTWHM 3a40BiNbHUA. CaMonodyTTa He nopyLue-
HO — XJTOMYUK aKTUBHWW, OOCTYMHUA MPOOYKTUBHOMY
KOHTakKTy. He nmxomaHuTb. Di3nyHnn po3BUToK cepen-
Hin 3@ Macol Ta 3pOCTOM, rapMOHINHWUA. TMigLwKipHO-
KUpoBa KMiTKOBMHA PO3BMHEHA A0CTaTHbO, PO3MnoAi-
neHa piBHOMIpHO. YactoTa amMxaHHsa — 24-25 B XBuUnu-
Hy. Mynbc 100-115 — 3a xBununHy. CaTtypauis KUCHI0 —
96—97%. ToHyC M'A3iB Ta Typrop TKaHWH 3a00BiNbHUNA.
Wkipa 6niga, BinbHa Big Bucunku. lMepuopbiTtanbHi
TiHi. Cnu3oBa 3iBy poxeBa, Bonora, yucta. lManbny-
I0TbCA NigwenenHi nimcgosyanu — Ao 1 cm B giameTpi,
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nepeaHbO- Ta 3a4HbOLIWIAHI, naxosi — go 0,5-0,7 cm B
niameTpi, pyxnuBi, HecnasHi, 6e3bonicHi. Hocoee gu-
XaHHS YTpyaHeHe, Cnu3oBi BUAiNeHHs. 'pygHa knitka
LUuniHaApuYHoOi doopmu. MNMepKyTOpHO — NereHeBun 3ByK
3 KOPOBOYHUM BIATIHKOM. AyCKYNbTaTMBHO BUCIYyXO-
BYETLCH XOPCTKE AnxaHHs. Mexi BiAHOCHOI cepueBoi
TYNOCTi B MeXax BiKOBOi HOpMU. TOHM cepLs pUTMIiYHI,
npurnyweHi. Asuk Bonorun, obknageHwn 6inMM Ha-
nboToM. XKuBIT M'AKkMiA, 4OCTYNHMI Nanbnawii, 6e36o-
nicHun. MeuviHka +1,5 cm Hwx4e kpato pebepHoi ayru,
Kpan enactuyHun, 6esbonicHuin. CTineub odopmre-
HWUIA, 6e3 NaTomnoriyHMX AOMIWOK (NepioguyHo Bia3Ha-
YyalTbCcsa enidogn 3anopis). Cumntom [NacTepHaubko-
ro HeraTMBHumM 3 06ox 6oki. CevoBunyckaHHS BifnbHe,
6esbonicHe. [liype3 agekBaTHUN.

[aHi pogaTKOBUX AOCNIAXEHD.

KniHiyHMi aHani3 KpoBi — B Mexax BiKOBOI HOPMW.
KniHiyHmin anania cevi — 6e3 ocobnusocTten. bioximiy-
He JocCnigXeHHS KPOBi: (PyHKUiOHanbHi Npobu neviHkn,
npoTeiHorpama, roctpodasoBi NoKas3HUKN — 6e3 3MiH.
IMyHOMoriyHe [OCHigKEHHS KpOBi: iMyHHa HegocTart-
HICTb 3a KNITUHHUM TUMOM. JOCNiIKEHHS HA MapKepu
BipyCHOI  iHdpeKuil meToaoM  iMyHODEPMEHTHOrO
aHanisy: noautueHi IgG oo kancugHoro Ginky Bipycy
EnwTenHa-bappa (BEB) (0,340 = K = 0,207) Ta
IgG po paHHbLOro aHTUreHy Bipycy EnwTenHa-bappa
(0,340 = K = 0,207). bakrepionoriyHun nocis i3 3iBy Ta
Hocy — Staphylococcus haemolyticum, Neisseriae 3
remoniTMyHMMKM  BRactmsoctamun,  Staphylococcus
aureus. 3 Hoca — Staphylococcus aureus, Bran-
hamella catarrhalis. Konporpama — m'a30Bi BonokHa
TPOXV NepeTpaBreHi, HeWTpanbHUN XUP MiCLSMMU,
nepeTpaentoBaHa KiiTKoBUHa —6arato. TpuncuH ka-
ny — aKTUBHICTb TPUMNCUHY B HOPMIi.

Pes3ynbTatn ninokapnuHoBoi npobu HaTpito NoTy,
npoBeaeHol TpMkpaTHo: 65 meka; 70 meka; 74,6 meka.

YnbTpasBykoBe AOCMIAKEHHS OpraHiB 4epeBHOl
NMOPOXHMHU: NeviHka +2,5 cm, nomipHuMn Xxonectas.
BeHn y Hopmi. BepTukanbHW KOCUIn po3Mip npaBoi
YacTkm — 95 MM, KOCUIM BepTMKanbHUIN PO3Mip NiBol
yactkm — 36 MM, KOCUMI NOMepeKkoBMn Po3Mmip niBoi
yacTkn — 24 mm. XKOBYHWUIA MiXyp — FIMOTOHIYHWI, CTiH-
Ka KOHTpacTHa, 3epHucrta. [ligwnyHkoBa 3anosa —
3EePHUCTICTb NapeHxiMun, MOMipHa Avnaravisi NpoTOK.

Exokapgiorpadis: BucHoBok: po3mipyn kamep Ta
CyOuH B Mexax HopMu. AHomarnbHa xopaa niBoro
wnyHouka. CkopoyyBarnbHa 3gaTHICTb Miokapaa 3ago-
BiflbHa.

Enektpokapgiorpama: BapiaHT HOpMW.

Komn'totepHa Tomorpadis opraHis rpygHoi nopoXx-
HUHW — BUSIBNEHO (PibpO3 HMXKHBLOI YacTkM NpaBoi ne-
reHi 3 MHOXXUHHUMW OpOHXOeKTazamMun 3 060X CTOPIH.

3 ornsgy Ha JdaHi NpoBedeHOro  OOCTEXEHHS
(aHamHe3s, pe3ynbTaTy NinokapniHOBOi Npobwu), AMTnHa
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HanpaBneHa A0 creuiani3aoBaHOro MeAWKO-reHeTuY-
Horo ueHTpy (ML) onsa nigTBepg)XeHHs AiarHosy my-
koBicunao3s. MNMpu obcTexeHHi B MIL: xnopuamn noty —
65,9 mmonb/n; romouuncTtein kposi — 10,97 MkmMonb/n
(Hopma po 5 mkmonb/n); donieBa kucnota — 3 Hr/Mn
(Hopma 4,6—-18,7 Hr/Mn); raMma-rnTaminTpaHcnenTu-
pasn — 18,84 Oa/n (Hopma < 18 Op/n); cevoBmHa ce-
Yi — 241 mmonb/n (Hopma 133-200 mmonb/n); nakrart-
aermpporeHasa — 423,32 Op/n (Hopma 0-345 Og/n).

ToHkowapoBa xpomaTtorpadisi amiHOKUCIOT KPOBI
Ta BYrNEBOAIB, PiBHi rMOKO3U, KpeaTMHOCHOKIHA3MN,
ce4yoBoi kucnotn, ACT, AT, 6inipybiHy, nyxHoi ¢oc-
aTasm, 3aranbHoro Ginka, KanbLito, MarHito — B Me-
Xax HOpMMU.

OTpumaHo pe3ynbTaT MOMEKYNSAPHO-reHeTUy-
Horo gocnigxkeHHsa B nabopatopii CYSTIC FIBROSIS
TEST XTAGR Cystic Fibrosis Assays (CLLUA) — BusiB-
neHa mytauia 711 + 1G>A.

MoegHaHHA HecnpuATnNMBUX bakTopiB, a came:
yacTi OpoHXonereHeBi 3axBOPHOBaAHHS, OOTSKEHWI
CiMEHUA aHaMHe3, NO3NTMBHA MinokapniHoBa npoba,
hibpo3Hi 3MiHM TpaxeobpoHxianbHOro Aepesa, BUSB-
neHa mytauia MBTP gossonuna BCTaHOBUTM OCTaTo-
YHWUW JiarHo3: MyKOBiCUMAO3, nereHeBa dopma, ner-
ki nepebir. MopyLlweHHs 0BMiHy CIpDKOBMICHMX amiHO-
KMCROT, rinepromoumcTeiHeMia. XpOHiYHUIN ageHoianT.
ApeHoigHi Beretadii 3 cT. [lepcuctupytoda BEB-
iHdbekuia. JlimdageHonartia. IMyHHa HegocTaTHICTL 3a
KNiTUHHMM TUNOM. AHOMarnbHa Xxopga niBoro Luny-
HOuKa.

JaHvi KkniHiYHWM Npuknag intocTpye BMNagok ne-
reHeBoi (hopMU MYKOBICLIMAO03Y, LLO NpoTiKae nig mac-
KO peuuavByOYOi pecnipaTopHOi nartonorii, 3 He
NopyLUEHOK OYHKLIE NiALLINYHKOBOI 3ar103u.

3aknyeHHs. PisHoMaHiTHI KniHiYHi nposen MB
3anexarb Big reHiB-mogudikatopiB, 30Kpema reHiB,
AKi MOAYNIOIOTL CTYMiHb YPaXeHHS nereHis (reHn kna-
cy 2 rictocymicHocTi (HLA-class 2); reHn cuctemmu
JeToKcuKauii KCeHOBIOTUKIB; reH MaHHO303B A3yBarlb-
Horo nakTtuHy (MBL); reH daktopy HeKkposy nyxnuH
(TNF); reH cuHTasm okcuay asoty 1-ro tuny (nitric ox-
ide synthase type 1); reHn cypdakTaHT-acouinoBaHNX
6inkiB A Ta D (surfactant-associated protein A and D);
reH TpaHcdopmyroyoro cakrtopy pocty Pl (T6FBL);
reH al-aHtutpuncuHy (AT-al); reH B-gedeHsuHiB
(B-defensing)).

Hanbinbw Baxkni nepebir MB, 3a3snyan, Big3Ha-
YaeTbCs 3a HasBHOCTI reHoTuny F508del. Llew reHo-

KniHiyHa meguuuHa

TMn 0OYMOBMIOE BaXKy IereHeBO-KULIKOBY opMy
MB, Wo KMiHIYHO MOXe NMPOSABMATUCSA HASIBHICTIO XPO-
HiYHOro AMdy3HOro OPOHXITY, NOWMPEHMMU BPOHXOoe-
KTaszamu, BTOPMHHOIO NEreHeBOolo rinepTeHsilo Ta nere-
HEBUM cepLeM, CepLeBO-NIereHeBo HedOoCTaTHICTIO,
NaHKpeaTU4YHO HeOOCTaTHICTIO BaXKOro CTYMeHs,
Ba)XKOK (DOPMOIO LIYKPOBOrO AiabeTy, LMPO30M MneYiH-
KW, MopTanbHO riNepTeHsieto, rinepcnmeHiamom Tta
BiiCTaBaHHAM Yy (Pi3U4HOMY PO3BUTKY. 3a HasIBHOCTI
AQHOrO reHoTMNy NiABULLYETLCSA PU3NK NeTanbHOCTI
BiJ LUNYHKOBO-KULLKOBMX KPOBOTEY Ta MEYiHKOBOi He-
[OCTaTHOCTI BHAcnigoK LUMpoay.

Jlerkui, atunoBuii 4n ctepTuii nepebir MB oGymo-
BMIEHUIA HasIBHICTIO «M’SIKMX» MyTauin (3272-26A>G,
3849+10k6C>T, [IVS8-5T, 2789+5G>A, RI117H,
R 374P, T3381, G551S), 1o GinbWw NMOBIpHA Ni3HA
AiarHocTvka 3axBoptoBaHHS, OYHKUIS nereHiB 36epira-
€TbCA B BiNbLUOK MipOt, HUXKYE YacToTa KOmnoHisauil
Pseudomonas aeruginosa Ta niglwnyHKoBa 3anosa
dyHKUiOHYEe HOopmanbHO. KniHiyHO MaHidecTauis 3a-
XBOPIOBAHHA MOXE MNpOBansaTUCA peunamByOHUMN
CMHycuTamn Ta/abo oTuTamu, HasiBHICTIO Moninie y
MOPOXHWHI HOCA, 3HMKEHHAM aneTuTy, AUCnencuYHUM
CUHAPOMOM (HAsABHICTb MEPIOANYHO BUHUKAKYMX NOC-
nabneHb CTinbUs, METEOPM3M), BigCTaBaHHA y di3ny-
HOMY PO3BUTKY Bif O4HOSITKIB.

Ocobnusy ysary npu BusieneHHi MB cnig npugi-
NSATU OITAM 3 PEKYPEHTHOK OGpoHXonereHeBow naTto-
norito (NOBTOPHI Ta peunanBHI MHEBMOHIT; BpoHXxianb-
Ha acTma, pedpakTepHa 4O TpaguuiiHoI Tepanii; pe-
LUnamBHI BPOHXITM Ta BpoHxioniTn).

Y pilweHHi npobnemn MyKoBiCLUMA03Y BU3Ha4vasnb-
HAMW MOMEHTaMMu € paHHs AiarHOCTMKa 3axXBOPHOBaH-
HS, agekBaTHe MikyBaHHSA Ta peabiniTauis, wo 3abes-
neyye Oinbl BUCOKMI TepaneBTUYHMI edekT, nokpa-
LLYIOTb SKICTb XUTTA Ta 36inbLUyloTh KOro TpUBanicTb.

MepcnekTBM nopanblKMX AochimkKeHb. [1po-
rHo3 And nadieHTiB i3 MB nocTynoBo nokpalyyetbcs
npoTArom GaraTbOX POKiB, B OCHOBHOMY B pe3ynbTaTi
paHHbOI OiarHOCTUKM (HeoHaTanbHUA CKPUHIHT), rono-
BHUM YMHOM 3aBOSAKW [OCHIAXKEHHSAM, SKi HajalTb
Oinbll MOBHE YSABMEHHA NP0  MOMEKYNspHO-
GionoriyHnn aedekT Ta NexuTb B OCHOBI MYKOBICLM-
003y, L0 Npn3BOAUTb A0 HOBMX MIAXOAIB Y MiKyBaHHI.

PaHHe BusiBNneHHA atmnoBux popm MyKOBiCUMAO-
3y, 3anobiraHHA BWHWKHEHHIO YCKNMagHEeHb 3axBOpHO-
BaHHS, Ta po3pobka HOBUX METOZIB NiKyBaHHSA 3HAXO-
ASTbCS Ha eTani po3BUTKY.

References

1. Castellani C, Duff AJA, Bell SC, Heijerman HGM, Munck A, Ratjen F, et al. ECFS best practice guidelines: the 2018
revision. Journal of Cystic Fibrosis. 2018 March; 17(2): 153—78. PMID: 29506920. DOI: https://doi.org/10.1016/

j.jcf.2018.02.006

2. de Groot, H, Mulder WM. Clinical practice: drug desensitization in children. Eur J Pediatr. 2010; 169(11): 1305-9.
PMID: 20571825. PMCID: PMC2943581. DOI: https://doi.org/10.1007/s00431-010-1236-1

YKpaiHCbKUM XXypHan meguuuHun, 6ionorii Ta cnopty — Tom 4, Ne 2 (18)

177



MenowuyHi Haykun

3. Elborn JS, Bell SC, Madge SL, Burgel PR, Castellani C, Conway S, et al. Report of the European Respiratory Society.
European Cystic Fibrosis Society task force on the care of adults withcystic fibrosis. Eur Respir J. 2016; 47(2): 420-8.
PMID: 26453627. DOI: https://doi.org/10.1183/13993003.00592-2015

4. Farrell PM, White TB, Ren SL, Hempstead SE, Accurso F, Derichs N, et al. Diagnosis of cystic fibrosis: consensus
guidelines from the Cystic Fibrosis. Foundation. Journal of Pediatrics. 2017; 181: 4-15. PMID: 28129811. DOI:
10.1016/j.jpeds.2016.09.064

5. Floto RA, Olivier KN, Saiman L, Daley CL, Herrmann, JL, Nick JA, et al. US Cystic Fibrosis Foundation and European
Cystic Fibrosis Society consensus recommendations for the management of non-tuberculous mycobacteria in indi-
viduals with cystic fibrosis: executive summary. Thorax. 2016; 71(Suppl 1): 88-90. PMID: 26666259. PMCID:
PMC4717371. DOI: https://doi.org/10.1136/thoraxjnl-2015-207360

6. Montgomery GS, Howenstine M. Cystic Fibrosis. Pediatrics in Review. 2009 Aug; 30(8): 302-11. PMID: 19648261.
DOI: 10.1542/pir.30-8-302

7. Hofer M, Schmid C, Benden C, Speich R, Inci |, Weder W, et al. Diabetes mellitus and survival in cystic fibrosis pa-
tients after lung transplantation. J Cyst Fibros. 2012; 11: 131-6. DOI: https://doi.org/10.1016/}.jcf.2011.10.005

8. Madge S, Bell SC, Burgel P, De Rijcke K, Blasi F, Elborn JS. Limitations to providing adult cystic fibrosis care in
Europe: results of a care centre survey. J Cyst Fibros. 2017; 16: 85-8. PMID: 27469604. DOI: https://doi.org/10.1016/
j.jcf.2016.07.001

9. Ooi CY, Durie PR. Cystic fibrosis transmembrane conductance regulator (CFTR) gene mutations in pancreatitis. J
Cyst Fibros. 2012; 11(5): 355-62. PMID: 22658665. DOI: https://doi.org/10.1016/j.jcf.2012.05.001

10. Plant BJ, Goss CH, Plant WD, Bell SC. Management of comorbidities in older patients with cystic fibrosis. Lancet Res-
pir Med. 2013; 1(2): 164—74. PMID: 24429097. DOI: https://doi.org/10.1016/S2213-2600(13)70025-0

11. Sadler MD, Crotty P, Fatovich L, Wilson S, Rabin HR, Myers RP. Non-invasive methods, including transient elastogra-
phy, for the detection of liver disease in adults with cystic fibrosis. Can J Gastroenterol Hepatol. 2015; 29(3): 139-44.
PMID: 25855877. DOI: https://doi.org/10.1155/2015/138530

12. Sands D, Repetto T, Dupont LJ, Korzeniewska-Eksterowicz A, Catastini P, Madge S. End of life care for patients with
cystic fibrosis. J Cyst Fibros. 2011; 10(Suppl 2): S37-44. PMID: 21658640. DOI: https://doi.org/10.1016/S1569-1993
(11)60007-6

13. Smith BA, Georgiopoulos AM, Quittner AL. Maintaining mental health and function for the long run in cystic fibrosis.
Pediatr Pulmonol. 2016; 51: S71-S78. PMID: 27662107. DOI: https://doi.org/10.1002/ppul.23522

14. Senatorova AS, Chernenko LN, Muratov GR, Bashkirova NV, Yanovskaya AA. Tipichnichnye i atipichnye formy
mukovistsidoza u detey. Dityachiy likar. 2014; 2(31): 10-8. [Russian]

15. Kapranov NI, Kashirskaya NYu. Mukovistsidoz. M: Medpraktika; 2014. 67 p. [Russian]

16. Kondyurina EG, Zelenskaya VV, Bryleva KM, Imegenov AV. Sochetanie mukovistsidoza i sakharnogo diabeta 1 tipa u
rebenka rannego vozrasta. Vestnik molodogo uchenogo. 2014; 1-2: 47-50. [Russian]

17. Natsionalnyy konsensus «Mukovistsidoz: opredelenie, diagnosticheskie kriterii, terapiya». Koordinatory: ElI Kondrat-
eva, IYu Kashirskaya, NI Kapranov. M; 2016. p. 148-55. [Russian]

18. Senatorova AS, Chernenko LN, Shipko AF, Omelchenko EV, Telnova LG, Uryvaeva MK, et al. Mukovistsidoz u de-
tey — problemy diagnostiki. Zhurnal im NA Dzhavakhishvili «Eksperimentalnaya i klinicheskaya meditsina». 2017; 2:
12-7. [Russian]

19. Senatorova AS. Slozhnyy patsient v pediatrii. Kniga 2. Monografiya. Pod redaktsiey prof AS Senatorovoy. Kharkov;
2016. p. 52-70. [Russian]

YOK 616-003.218-008.817-056.7-0.36-053.2

POJ1Ib TEHETUYECKUX N MEOUKO-COLUUAJIbHbIX ®AKTOPOB

B TEMEHU MYKOBUCLUMOO3A. KIMHWYECKOE HABJTIOOAEHUE

CeHamopoea A. C., TenbHosa J1. I'., YepHeHko J1. H.,

lMonsikoe B. B., bawkupoea H. B., Cmpenkoea M. Y.

Pe3tome. MykoB/CUMAO03 — HAacneaCTBEHHOE ayTOCOMHO-peLeccuBHoe 3aboneBaHne ¢ nopaXeHMem 3K30K-
PVHHbIX >kenes, Haubornee neTtanbHoe 3aboneBaHWe y nuL eBpPONeouaHOM packl. YacTtoTa MykoBMCLMAO3a
BapbupyeT oT 1: 8000 go 1: 2000, a NPOAOIMKUTENBHOCTb XM3HK OoT 10 Ao 40 neTt B pa3BuTbix cTpaHax. MNpuun-
Hol 3aboneBaHnsa cryxXaT MHOrOYUCIEHHbIE MyTaummn reHa MB, 4To 0bycnoBnmBaeT KNMHMYECKOE TeYeHne 3a-
6oneBaHnsa OT aTUMUYHbIX CYBKIMMHUYECKMX hOPM OO MYKOBUCLMAO3A C TSXKENbIM TEYEHMEM.

Ha cerogHawHui geHb onucaHo 6onee 2000 mytauun n 200 nonumopdmramos B reHe MB, myTauum B KoTo-
poM pasgensatTcst Ha 6 knaccoB. MyTauumn 1-3 knaccoB 6onee rnyboko HapyLlarT YHKLMI0 TpaHCMeMOpaH-
HOro perynsitopa MykoBMCLMA03a, 00yCrnoBMBAOT «Tshkenble» hopMbl MyKOBUCUMAO3A; MyTaLumn 4—6 KknaccoB
OTHOCSIT K «Mefkum» MyTauusm, Kotopble obycnoenueatoT 6onee nerkoe TeyeHve 3aboneBaHus M NONUMOP-
PU3M KITMHNUYECKON CMMMTOMATUKK, BKMOYas aTtunuyHble hOopMbl MyKOBUCLUMAO3a. PasnuyHble KnuHuYeckune
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NPOSIBIEHNS MyKOBUCLMAO03a 3aBUCAT TaKkKe OT reHOB-MOAMMMKATOPOB, B YACTHOCTU F€HOB, KOTOPbIE MOAYNN-
pYHOT CTeNeHb NopaxeHus nerkmx. Moamdgukaumm reHoB 00yCrnoBnNmMBalOT CTENEHb YYBCTBUTENBHOCTM K KOFNOHM-
3aunn CMHErHOMHOM NanoyYkoW, aKTUBHOCTb (DEPMEHTOB, AETOKCMKALIMIO SK30reHHbIX BELLEeCTB, peakuun daro-
unTo3a, B GyayLieM NoBbiLasi PUCK Pas3BUTUS TSXKENOTo NOPaXeHWUst NErkux 1 ap.

MpuBegeHo 2 KMMHWYECKMX HaBMOAeHUs OeTEel C «TSKEenbiM» U «Merkum» TeYeHMEM MYyKOBMCLMA03a
(cnyyan 3aboneBaHusi C paHHeW MaHudecTaumern caxapHoro guabeta y 8-netHero pebeHka (Mo AaHHbIM nuTe-
paTypbl, caxapHbllii AMabeT, acCoOLMNMPOBaHHbLIA C MyKOBUCLIMAO30M, ¥ GonbHbIX A0 10 neT BCcTpeyaeTcs KpanHe
peako) u criyvan Nerkoro Te4eH1s NeroYHon hopmbl MyKOBMCLMAO3a Ha hOHE HapyLleHnst obMeHa cepocoaep-
XallmMx aMUHOKUCIIOT, TMNeproMoLUCTEMHEMUM).

MporHo3 Ans NauMeHTOB C MyKOBUCLIMAO30M MOCTEMNEHHO YyYLLAETCsl B TEYEHNE MHOTMUX NeT, B OCHOBHOM
B pe3ynbTaTe paHHeln AMarHOCTUKM (HeOHaTanbHbIA CKPUHUMHT), MaBHbIM obpa3om 6narogapsi MCCNegoBaHUSM,
KOTOpble fatT bonee NoOnHoe npeacTaBneHne 0 MONEKYNAPHO-6rnonornyeckom gedekTe 1 CyLHOCTU MyKOBUC-
unao3sa, YTo co3gaeT HOBbIE NOAXOAbI B NIEYEHNN AaHHOrO 3aboneBaHns. PaHHee BbiiBNeHMEe aTunmYHbIX OpM
MyKOBUCLUMAO3a, NpeaoTBpalleHne BO3HUKHOBEHUS OCIOXHEeHWI 3aboneBaHns, n paspaboTka HOBbIX METOOOB
neyeHnss HaxoOsaTCA Ha aTane pasBUTUS.

KnroyeBble cnoBa: MyKOBUCLIMAO03, TEYEHNE, OETU, MyTaLMW FEHOB.
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Abstract. Cystic fibrosis is a life-shortening, multisystem genetic disease (the most common lethal genetic
disease in white population). Cystic fibrosis is a hereditary autosomal recessive disease with lesions of the
exocrine glands. Its frequency ranges from 1: 8000 to 1: 2000, and life expectancy is from 10 to 40 years
in developed countries. The reason for cystic fibrosis is the numerous mutations in the cystic fibrosis gene,
which causes the clinical course of the disease from atypical subclinical forms to severe cystic
fibrosis.

Since the 1930s, the development and use of an arsenal of symptomatic treatments and extensive prophy-
lactic daily treatment regimens have extended the cystic fibrosis median predicted survival from just a few
months following diagnosis to 38 years of age.

The discovery of the mutated cystic fibrosis gene (cystic fibrosis transmembrane conductance regulator) in
1989, and the function of wild-type cystic fibrosis transmembrane conductance regulator protein in 1992 estab-
lished the underlying pathophysiology present in cystic fibrosis epithelial tissues, including that of the sweat
gland, the pancreas, the airway, and the intestine. It is now recognized that interventions targeting the underly-
ing cystic fibrosis transmembrane conductance regulator defect across body systems have the potential to im-
prove outcomes throughout life for persons with cystic fibrosis.

The reason for cystic fibrosis is the numerous mutations in the cystic fibrosis gene, which causes the clinical
course of the disease from atypical subclinical forms to severe cystic fibrosis.

Results and discussion. More than 2000 mutations and 200 polymorphisms in the cystic fibrosis gene were
described; its mutations were divided into 6 classes. Class | mutations result in no functional cystic fibrosis
transmembrane conductance regulator protein being produced because of absent or defective protein biosyn-
thesis. Class Il mutations result in protein variants, which are improperly processed or transported to the apical
cell membrane. For example, the most common and best characterized cystic fibrosis transmembrane conduc-
tance regulator mutation, F508del, is a class Il mutation. One copy of F508del is present in 70% of the affected
population, and 2 copies are present in approximately 50%. Class Ill mutations affect cystic fibrosis transmem-
brane conductance regulator activation and hinder chloride movement through channels at the cell surface. For
example, G551D is a class Ill gating mutation targeted by the medication invocator, which improves chloride
conductance in individuals with Cystic fibrosis with at least one copy of this mutation. Class IV mutations result
in defects that produce a normal or diminished amount of cystic fibrosis transmembrane conductance regulator
with decreased function at the apical epithelial cell membrane. Class V mutations result from decreased
amounts of fully active cystic fibrosis transmembrane conductance regulator. Class VI mutation is characterized
by diminished stability of a fully processed and functional cystic fibrosis transmembrane conductance regulator
at the cell surface and often results in the truncation of cystic fibrosis transmembrane conductance regulator
toward the carboxyl terminus.
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MenowuyHi Haykun

The disease results from 2 cystic fibrosis transmembrane conductance regulator mutations. However, they
need not be from the same class. The amount of functional cystic fibrosis transmembrane conductance regula-
tor present at the cell surface, which is determined by genotype, partially accounts for the wide spectrum of cys-
tic fibrosis phenotypes and, to some extent, correlates with the degree of organ involvement and disease sever-
ity. Class I, II, and Ill mutations are typically associated with early involvement of respiratory and digestive mani-
festations (chronic cough, recurrent sinopulmonary infections, and exocrine pancreatic insufficiency). Class IV
and V mutations are generally associated with milder or later-onset lung disease and exocrine pancreatic suffi-
ciency.

Conclusion. Observations of two clinical observations of children with "severe" and "mild" cystic fibrosis
events (cystic fibrosis case with an early manifestation of diabetes mellitus in an 8-year-old child (according to
literature, diabetes mellitus in patients under 10 years of age is extremely rare), and case of mild pulmonary
cystic fibrosis on the background of a violation of the exchange metabolism of sulfur-containing amino acids,
hyperhomocysteinemia).

Keywords: cystic fibrosis, current, children, gene mutations.
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