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MyxoBicuuao3 (MB) — oaHe 3 HAlOLIBII MOMIMPEHUX CHATKOBHUX MOJiOPraHHUX 3aXBOPIOBaHb Yy JiTeil
PaHHBOrO Biky. /L1 BU3HAYEHHS HeoOXiaHOI Tepamnii Ayxe BasKJIMBUM € peryJsipHe o0CTe:KeHHsI
NALEHTIB i3 3aCTOCYBAHHSAM MOHITOPUHIY NEeYiHKOBHX MapKepiB Ta anapaTHUX Bi3yani3ylounux MeToliB
3 MeTOI0 BUSIBJICHHS 1lie JOKJIIHIYHOT0 ypa:keHHs renarodijgiapHoi cucremu. CBoeyacHe
AiarHOCTYBAHHS 32aXBOPIOBAHHA HAAACTb 3MOI'Y CIIOBLILHUTH PO3BUTOK NATOJIOTIYHOIO NpoLecy

B NMeviHmi.

Y wiif cTaTTi BUCBIT/II0OI0THCA JesKi TAaHKH NATOreHe3y, KJIiHiYHI NPosABH Ta giarHocTuka MB.
Oco0auBYy yBary npuaijieHo BUNIAJIKaM ypa:KeHHsl renato0ijiapHoi cucTeMH NpH HbOMY 3aXBOPIOBAaHHI,
4acTOTA SIKMX, 32 JAHMMH Pi3HUX aBTOPiB, ckiagae Bi 20 10 80%. Takox y cTaTTi HaBeIeHO BJacHe
KJIIHiYHe cIIoCTepe:KeHHs 32 JUTHHOIO 3i 3MilIaHo0 GopMoOI0 MYKOBICIMI03Y I TAKKHM ypPasKeHHAM
renaro0iiiapHoi cucreMu.

MB (cMHOHIMM — NaHKPeogidpo3, KicTodiOPOo3, KICTO3HWI hibPO3 NigLLNYHKOBOI 3a5o3u,
naHKpeaTobPOHXONYNbMOHANbHUIA KICTO3HUI (hibpO3) — 0aHE 3 HaMbINbLL NOLMPEHUX CNaAKOBUX
noniopraHHUX 3axBOPOBaHb 3 ayTOCOMHO-PELIECUBHMM TUMOM YcnaaKyBaHHA [1], 3 BUpaKeHo
reHEeTUYHOK rETEPOreHHICTIO Ta KIiHIYHUM NoniMopdi3MoM.

MB € BaXxnMBOK MeAMKOo-CoLianbHOK NPobnemMoto y BinbLIOCTi PO3BUHEHMX KpaiH CBiTY — NO-NepLue,
yepes paHHIo iHBanigmM3aLito XBopux, No-apyre, Yepes JOporosapTiCHE NiKyBaHHSA XUTTEBO
HeOoOXiOHUMU MegUYHMMKM NpenapartamMu, No-TpeTe, Yepes TPYAHOLLI AiarHOCTUKU. 3aXBOPHOBaHHS
3YCTPIYAETbCA Ha YCiX KOHTUHEHTAX Ta B YCiX €THIYHMX rpynax, NpoTe YacTille BCe X Takun cepeq
npeacTaBHUKiB 6inoi pacu [2]. Y GinbLuocTi kpaiH €Bponu Ta lNiBHIYHOT AMepukn nowmnpericte MB
cknagae Big 1:2000 go 1:4000 HoBoHapomxeHux [3], a cepen adpuKaHLiB, SNOHLIB Ta NOMiHE3INLIB,
sKi HacenaTb [MaBai, horo Yactota ctaHoBuTb 1:90-100 Tuc. [4, 5]. KinbKicTb reTepo3nroTHUX HociiB
reHa, signosiganbHoro 3a MB, cknagae OecATKU MifTbAOHIB [6].

MatoreHe3 MB 3ymosnenuni myTtauieto reHa CFTR (Cystic Fibrosis Transmembrane conductance
Regulator), Wwo nokaniayetbcst Ha CbOMin XPOMOCOMI B no3uuii g31.2, YyacTnHa sikoro Bignosigae
3a YTBOPEHHSA XITIOpMAHOro kaHany [7], a myTtauii reHa CFTR nopyLuyoTb He niile TpaHcnopT,

a 1 cekpeuito ioHiB xnopy. CborogHi BuaineHo Ginbwe 2000 myTauin reHa CFTR, ski BignosigatoTb
3a po3BUTOK cMMnToMmiB MB Ta 3yMOBNIOOTL LLUMPOKY BapiabenbHiCTb NOro KNiHiYHMX nposiBiB [8].
Lle MOHOreHHe 3aXBOPIOBaHHS XapaKTepmn3yeTbCa YPaKEHHSIM €K30CEKPETOPHMX 3anos, dki 6epyTb
y4yacTb y BUPOBNEeHHi cnuay Ta noTy, a TakoXX paHHbOK MaHidpecTaLieto KMiHiYHMX NposiBiB

i3 NepeBaXkHNM YPa)KeHHAM OpPraHiB UXaHHS, LWYHKOBO-KULLKOBOIrO TPaKTy Ta iHLWNX OpraHis

i cuctem. Pi3Hi BapiaHTu MyTauii reHa CFTR npu3BogsaTe abo 40 3HMKeHHS cuHTesy Ginka CFTR
BHacnigok He3aeepLueHocTi npouecuHry PHK, abo 0o sikicHuXx 3MiH MeMOpaHHNX XITOPHUX KaHani..
Mpw 3MiHi cknagy cekpeTy eK30KPMHHUX 3aro3 npy MB 3MiHIOETLCS CMiBBIAHOLLEHHST BiNKOBO-
BYrNeBOAHNX bpakLii, 3HMKYETLCA aKTUBHICTb €H3MMIB, NOPYLLYETLCS pe30opOLis eneKkTponiTie
(ocobnmBo y BMBIAHUX NPOTOKaX MOTOBMX 3ar03), NiALyHKOBa 3ano3a He YyTBOPHE HEOOXigHY
KiNbKiCTb TpaBHMX hbepMeHTIB. B’A3KMiA, UMK CEKPET 3aKyNnopHE MPOTOKM 3a503, Lo NpU3BOAUTb
00 X pO3LUMPEHHS Ta YTBOPEHHS KICT, sIKi y noganbLIoMy MOXYTb iHdikyBaTucs [9].

MepLui 03HaKn 3axBOpIOBaHHSA 3'ABNSAIOTLCA, SIK NPABWIIO, Y paHHbOMY Billi, XO4a OnNucaHi BunagKku
PO3BUTKY KNiHiYHOT kapTuHM MB y gopocnux. Yum paHiwe nposenaerbcs MB, TUM TsX4Mn 1MOro
nepeoir.

B ocTaHHi poku yBary dhaxisLiB cTanu npueeptaty QEHOTMMIYHI NposiBN «M’sikux» MyTauin MB abo
NnoeaHaHHA «M’AKka-opcTkay MyTauid [4, 5]. Y umx Bunagkax nepebir 3axBoptoBaHHs 4acTo GinbLu



nerkun, Moxe MaHicpecTyBaTu y nianitkoBomy abo Mmonoaomy Billi, Hacamnepes NaTonorieto nereHsb;
O3HaKun HeoCTaTHOCTI NiALUNYHKOBOI 3an03n Ta renatobiniapHoi cucTtemu 3'aBNAKTLCA 3HAYHO
nisHilwe abo He 3’aBns0TLCA B3arani [10, 11].

KniHiyHa kapTnHa MB pisHOMaHiTHa | 3aneXnTb Bif BiKY ANTUHWN, TAXKOCTI YparKeHHSA OKpeMux
OpraHiB Ta CUCTEM, TPMBANOCTi XBOPOOU Ta ii yCKNaaHEHb, a TaKoX adeKBaTHOCTI Tepanii.
BnginsaoTb OCHOBHI KniHiYHI popmn MB: 3milaHy (ypakeHHs BpoHXxonereHeBoi cucTemu

Ta LWNYHKOBO-KMLUKOBOro TpakTy — 75-80%), nepeBaxxHo nereHeBy — 15-20%, nepeBaXKHO KULLKOBY —
5% [12]. B okpemunx BMNagkax BHACNIAOK NOPYLUEHHSA 3acBOOBaHHS BiTaMiHy K MB y nauieHTiB Moxe
NPoABNATUCA Yy BUrNaai AedekTy sropTaHHsA Kposi [13].

TakoX iCHYIOTb AaHi, L0 XapakTepHUM NposiBoM Manbabcopbuii npy MB € gedilmnT KUpOpO3HMHHNX
BiTamiHiB A, D Ta E, 3 4iM NoB’A3Yy0Tb 36iNbLUEHHS 4YaCTOTU 3aroCTPEHHS 3aXBOPHOBaHb fereHb; KpiMm
TOro, ediunT BiTamiHy A NpmM3BoaMTb 40 po3nagiB CyTiHKOBOro 30py, NaTosoril Wwkipu, a gediunT
BiTamiHy D mMoxe BnnnBaTu Ha PopMyBaHHA OCTEOMNOPO3Yy Ta NPOrpecyBaHHs XPOHIYHOIo
3ananbHOro NpoLuecy B AnxanbHux wnaxax [14-17].

TsxkicTb Nnepebiry Ta nporHo3 MB GinbLw HixX y 90% XBOpPUX BU3HAYalOTLCS NereHeBUMM NposiBamm
3aXBOPKOBAHHS — paHHIM PO3BUTKOM 3anasnbHUX Ta OPOHX00BCTPYKTUBHMX 3MiH: MHEBMOHI|

3i cXunbHICTIO A0 abcueayBaHHs, emdizemn, MHEBMOCKNEPO3Y i3 OPOHXOEKTa3aMu, aTeneKkTasis
BHACMiJOK NOBHOTMO 3aKyrnoptoBaHHSA BPOHXIB B’A3KMM MOKPOTUHHAM [9, 18]. MNMpoTe Ha CTaH naujieHTiB
3 MB Ta SKiCTb X XXMTTS TaKOX ICTOTHO BMSIMBAE yPaKeHHHA OpraHiB TpaBfeHHd, Hacamnepe[,
NiALWNYHKOBOT 3ar03u, NeYiHKM Ta XXOBYHUX NPOTOK [19], a TakoX HYTpUTUBHWUIA cTaTyc. Kpim Toro,

y naTonoriyHmi nNpoLec 3any4arTbCs TaKoX MNOTOBI 3arn03u Ta yporeHitanbHu TpakT [20].

"acTpoeHTeponorivHi npossn MB B OCHOBHOMY NOB’A3aHi 3 NOPYLLUEHHAM €K30KPUHHOT PYHKLT
NigLWMYHKOBOI 3211031 Ta KIiTUH CNN30BOI OBONOHKN KMLLEYHUKY. [py LiboMy MOPGONOriyHi 3MiHW,
AKi BigOyBalOTLCA B Pi3HUX CEKPETOPHUX TKAHMHAX, MaloTb O4HAKOBUIA XapakTep: BHAcMigokK
3aKynopltoBaHHS BUBIAHMX MPOTOK YTBOPIOKOTBLCSA KiCTW, 3anarbHi iHiNbTpaTh, po3BUBaETLCS
ibpo3. Y nigwnyHkoBin 3anosi octpiBLi JlaHrepraHca 36inbLueHi [21]. KenvxonogiGHi kniTuHm

B KMLLEYHMKY BHACMIOOK HAKOMUYEHHA B HUX CEKPETY HabyBatoTb chepudHoi hopmum.

KniHi4Hi NposiBM 30BHILLHBEOCEKPETOPHOI HE4OCTATHOCTI MiALWMYHKOBOT 3ano3un npyn MB (6inb

y AiNgHUi NynKa, 3HWKEHHA aneTuTy, METEOPU3M, PiaKi BUNOPOXHEHHS, CTeaTopes, kpeaTopes,
HydoTa, peunamBytove 6IOBaHHSA, 3aranibHa cnabkicTb, 3HXKEHA Maca Tina, BigCTaBaHHS y pocCTi),
3a JaHNMW Pi3HMX aBTOpPIB, MaloTb Micue y 85% XxBOopuX i 3yMoBMeHi AediuMTOM TPUMCUHY

Ta ninasw.

B ocTaHHi poku y 3B’A3Ky 3i 30inbLUEHHSAM TPUBANOCTI XMTTA XBopux Ha MB 36inbwmnacs i yactota
yCcKnagHeHb 3 6oKy renatobiniapHoi cuctemu, sika, 3a JaHUMK PisHNX aBTopiB, ckrnagae Big 20
0o 80% [22-24].

BinbLUicTb OCNIAHMKIB BBaXKaKOTb, WO ypaXkeHHs! renaTtobiniapHoi cuctemn npu MB € npsMum
Hacnigkom OCHOBHOro Aedekty. NopyLieHHs xoByoBuaineHHs npun MB nos’a3ytoTb

i3 eNeKTPONTHAMN NOPYLUEHHAMM Y opaKLii XXOBMi, LLO BUKMNKAE 3ryLLEHHS B Hill OpraHivyHmnx
PEYOBWUH i, IK HACNIAOK, PO3BUTOK XONecTa3y B NeYiHKOBMX NPOTOKaX, CKNepOo3yBaHHSA XOBYHOIO
MiXypa, YTBOPEHHS KOHKpeMEHTIB Yy 1noro npocsiTi [18, 25, 26]. Kpim Toro, y nitepatypi € gaHi npo
GopMYBaHHS iHLLUMX NATOMOrMYHMX peakLUiin, a came — 3aTPUMKN renaTtoTOKCUYHMX KOBYHUX KUCHOT,
NpoayKuii Mediatopis 3ananeHHs, BiflbHUX pagukanis, MOCUIEHHS] NEPEKNCHOIO OKMCHEHHS Niniais,
HaAMIpHOTO HAJXOMXKEHHS! >KOBYI B KPOB Ta TKAHWMHU 3i 3MEHLLEHHSIM abo HaBiTb BiACYTHICTIO XOBYI
Y KuweyvHuky [27].

XoneniTtia3 giarHoctyetbes y 12-24% nauieHTiB 3 MB. YacTtoTa 1ioro po3BuTKy He 3anexuThb Big
cTarTi, ane nNigBMLLYyeTbCA 3i 36iNbLLIEHHSIM BiKy XBOpUX. KOBYHOKaM siHa xBopoba y gitert 3 MB mae
6e3cMMNTOMHMIA Nepedir, a >KOBYHI KOHKPEMEHTU BUSBNSAOTLCS Mig Yac NpoBeaeHHs
ynbTpa3ssykoBoro gocnigxeHHs (Y3[) [28]. Oeski aBTopu BBaXaroTb, LLIO XOrecTa3 MoXxe Npu3BecTu
00 BUHVKHEHHS renaTtuTy, a gani — po3sutky ¢ibpo3y Ta unpoasy nediHku [18, 25, 26, 29], npnyomy
y 6aratbox xBopux Ha MB Ui npouecu TpmBanun Yac He CynpOBOLKYOTbCS KITiHIYHO
CUMNTOMATUKOIO Ta 3MiHamMK fTabopaTopHUX NoKasHKKIB. Lli 3MiHM cnoyaTKy MatoTb 0OBMeXeHui
(nokanbHWIM) XapakTep, ane noTiM NPOrpecyloTb i 3 YaCoOM MOXYTb NPU3BECTU 4O NOpTasibHOT
rinepTeHsii Ta neviHkoBoi HegocTaTHocTi [30]. Y 5-10% giten, xBopux Ha MB, oo 10 pokis npwu
nporpecyBaHHi 3anexHoi Big MB naTtonorii neviHkn GiniapHa obCcTpyKLUis cnpusie po3BUTKY
nepunopTanbHOro ibposy 3 CMHAPOMOM NOpTarnbHOI rinepTeHsii y BinbLIocTi 3 HUX. LiMpo3 nediHku



nocigae gpyre micue cepeg npuymH cmepTi npu MB nicnsa 6poHxonereHeBux ycknagHeHb
Ta cTaHoBUTb 6nu3bko 2,5% [31, 32].

JliTepaTypHi gaHi CTOCOBHO ypaxeHHsi renaTobiniapHoi cuctemmn xsopux Ha MB cTocytoTbes
nepeBaXxHO AiTen cTapLUoro Biky Ta gopocnux. KifbKiCTb Takmx CnocTepexXeHb Yy AiTel paHHbOro BiKy
ayxe obmexeHa.

Y BigaineHHi npobnem xapyyBaHHSA Ta COMATUYHOI NaToNOrii y AiTen paHHbOro Biky Y «IHCTUTYT
akylwepcTsa, negiaTpii i rinekonorii imeHi akagemika O.M. Jlyk’'sHosoi HAMHY» npotsrom 2006-2019
pp. nepebyBanu Ha nikyBaHHi 25 fiten i3 BepudikoBaHnm giarHozom MB Bikom Big TpbOX MicsUiB
00 TPbOX 3 MOMIOBMHOIO POKiB, cepen aknx 15 xnonyukis i 10 gisyatok. [Jnsg BCTaHOBMNEHHA AiarHosy
Oynn BUKOPUCTaHI 3aranbHOMPUIHATI KNiHIKO-AiarHOCTUYHI Ta KnacudikauiviHi kputepii [3, 33]

3 ypaxyBaHHsM aHanisy gaHux aHamHesy, JHK-agiarHocTnkn 3 BU3Ha4YeHHAM reHoTuny

Ta NO3MTUBHOMO NOTOBOro TecTy. OKpiM OCHOBHMX AocnigkeHb (noTosoi npobu, AHK-giarHoCcTukmM

3 BU3HAYEHHAM reHoTMNy), nauieHTam O0yB NpoBEeAEHUN KOMMMEKC AOCiAKEHb: COMATOMETPIS,
peHTreHorpadis opraHis rpyaHoi KniTkv, Y3 neyiHku, )KOBYHOro Mixypa Ta nifLunyHKOBOI 3ano3u,
GioxiMiyHe JoCnigXeHHs1 NOKAa3HMKIB NeYiHKOBUX MapkepiB (acnapTaTamiHoTpaHcdepasun — ACT,
anaHiHamiHoTpaHcdepasun — AJT, nyxHoi poccaTasn, TMMONOBOI Npobu) Ta 3aranbHoro binka,
konponoriyHe Ta 6akTepionoriyHe AOCNIAXEHHA Kany, BAHAYEHHS piBHA enactasu nigLnyHKOBOI
3anosu B Kani.

Y nepeBaxHOI GinbLocTi (22-88%) giten 6yno giarHOCTOBaHO 3MillaHy (bopMy 3aXBOPIOBAHHS, SKa,
3a gaHmmun HK-giarHocTturkm, acouitoBanacs 3 BUCOKOH AeTepMiHauieto TpaHcMeMbpaHHOro
perynatopa nposigHocTi (CFTR) F508del 10 Exon. KuwkoBa dpopma 6yna y ABox nauieHTis (8%),

a nereHesa — y ogHoro (4%). MNepebir 3axsoptoBaHHA y 15 (60%) aiten 6yB po3uiHeHUn

AK cepeHbOoTSKKUI, y 10 (40%) — AK TSXKKUA.

KniHivni nposiBn MB y GinbLuocTi giten 6ynu HasBHI 3 nepLumx aHiB XMTTa. OCHOBHI NposiBK
MaHidhecTaLil 3aXBOptoBaHHsS Oynn y BUIMAAi NaHKpeaTUYHOI He4OCTaTHOCTI (HECTINKUIA XapakTep
BMMOPOXHEHb, NepioguyHa nonidpekania Ta creatopes — y 92% xBopux), NOCTiNHOro abo Tpusanoro
Kawwnto (52%), 3aTskHOro nepebiry i peunaneiB OBpPoHXiTy abo NHEBMOHIi Ta rocTpoi pecnipaTopHOi
iHdbekuii (48%), HYTPUTMBHOI HEQOCTATHOCTI 32 TUMOM BiNKOBO-eHepreTMyHoro AediunTy pisHOro
ctyneHs (48%). HytputueHa HegocTaTHICTb Npy MB 3HauHOIO MipOto 3ymMOBrieHa NopyLUEHHAM
npoueciB rigponisy Ta BCMOKTYBaHHSA Xap4oBUX iHrPedieHTiB y 3B’A3Ky 3 MOPYLUEHHAM
30BHILLHBOCEKPETOPHOI (OYHKLIT NigLLNYyHKOBOI 3aro3un (aediumMTom ninasu, TPUNCcuHy, aMminasm), sike
Mae€ MicLe B YCiX XBOPMUX NOYMHAKOUM BXe 3 nepiogy HOBOHAPOKEHOCTI.

[HLWKMK NposiBaMM NOPYLLUEHHS 30BHILLHLOCEKPETOPHOI OYHKL,T MigLLNYHKOBOI 3251031 Ta MOTOPUKMA
KMLLEYHUKY, NOB’A3aHNMM i3 3aXBOPHOBAHHAM, Oynun po3naam y podoTi KMLLEYHUKY (30inbLUeHHS
4yacToTu gedpekauii Ta 3aranbHOro 00’eMy BUNMOPOXHEHb, iX Pi3KUA HENPUEMHWIA 3anax, 30inbLIeHHs
YaCTKW XXUPY Y BUNOPOXKHEHHSIX), NiACUIeHe ra3oyTBOPEHHS. Y GinbLUOCTi XBOPMX YacToTa
Aedbekadii konueanacs Big TPbOX A0 M'SATK pasiB Ha Aoby, cnocTepiranacsa nonidekanis. 3a gaHumMm
KOMpOOriYHOro JocnimxeHHs, y 92% nauieHTiB y kani 0yB BUSIBNEHUIN HENTpanbHU xup, y 68%y —
XXUPHI KNCNoTK, y 44 % — HenepeTpasneHi BONOKHa Ta KniTkoBuHa. B ycix giten 3 MB BcTaHOBREHO
3HWXXEHHS BMICTY NaHKkpeaTuyHoil enactasu B kani (Big 20 go 70 mkr Ha 1 ).

Y omHamiui BiacnigkoByBanucs KniHiuHi 03Hakn 3 OOKy opraHiB AMXaHHS — 3aguLLKa, XapakTep
KaLuso, CTaH MOKPOTUHHSA, KiNbKICTb XpuUnis.

Mpu 06’ekTMBHOMY OGCTEXEHHI Y 64% AiTen Oyno BUsABMNEHO 36inbLUEeHHS PO3MIpiB XMBOTA, NpK
NOBEPXHEBIV Nanbnauii 4iTv He BigvyBanu 6onto. 36inbLIEHHS] PO3MIpIB NeYiHKK

no cepenHbOKMOYMYHIN MiHiT Big 2 4o 3 cMm cnocTtepiranocsa y 10 xsopux, a Big 3 4o 5 cm —

B 11 xBopuX. 36inblUEHHS cenesiHk1 Npu nanbnadii BUSBNEHO He Oyno.

KniHivHi aHani3m kpoBi Ta cevi y GinbLuocTi giten 6ynu 6e3 3amiH. Nluwe y 6 (24%) xsopux Ha MB
KMiHiYHMIA aHani3 KpoBi MOKa3aB 3HUXXEHHST BMICTY reMornobiHy, a npuckopeHHs LUOE mano micue
y 4 (20%) piten.

BakTtepionoridyHe goCnigpKeHHA Kany BUSBUITO NOPYLUEHHS MIKPOEKOSOTiT KULLEYHUKY, LU0,
6e3yMOBHO, HEraTMBHO BNIMBAIIO HA NPOLECH TPABIEHHS Ta BCMOKTYBAHHS MOXUBHUX PEYOBMH.
B ycix giTen knwkosmi ancbios 6yB 3yMOBEHNA 3HAYHUM 3HMXKEHHAM BMICTY obriraTHOI
Mikpodonopm (6ichigo- Ta nakrobakTepin) Npm 4OCTaTHLOMY BMICTi KALLKOBOI Nanuyku

i3 HopManbHUMKM BNacTuBoCTAMK. TakoxX y 16 (64%) xBopux cnocTepiranacsa KoHTamiHauis
KMLLEYHUKY YMOBHO-MaTOreHHNMW MiKpOOpraHiaMamu y KOHLeHTpaLisx, Lo nepesuLLyBanm



AonycTuMmi nokasHuku. MNposigHa pornb y 3MiHi CTPYKTYpW KULLKOBOI Mikpodpriopu Hanexana
3onotucTomy ctaguinokoky — 5,2+0,1 Ig KYO/r (npu Hopmi 0-4 KYO/r) Ta knebceieni 7,3£0,3 Ig KYO/r
(npwn Hopmi 0-3 KYOIT).

HocnigxeHHs yHKUioOHanbHNX neYiHkoBux Npob BcTtaHoBuUNo y 9 xsopux Ha MB giten nomipHe (B
1,5 pasy) niguwieHHa TpaHcamiHas (AT Ta ACT) npu HopmanbHUX PiBHSX NyXHOI dhochaTasu,
TMMOMOBOI NPobu Ta 3aranbHoro Ginka. Jlnwe y 2 nauieHTiB i3 Txkum nepebirom MB BuaeneHo
nigeuwweHHsa AT y 3 pasn, ACT —y 3,3 pasy, o Ha gaHoMy eTani 6yno po3uiHEHO K peaKTUBHI
3MiHW NEeYiHKK.

[ocutb BaxnmBe 3Ha4YeHHA Ha nepLuomy eTani obcTexeHHsa xBopux Ha MB Ta y noganbeLiomy ans
OWHaMIYHOT OLHKM BMAMBY MEOMKAMEHTO3HOrO NiKyBaHHSA Ha CTaH NapeHXiMn neyiHkm

Ta ii remoanHamiky mae Y3[ [25, 34]. Tak, nig yac Y3[] ne4viHkM BUSBNEHO Pi3Hi 3MiHW 3 BOKY
YKOBYHOIO Mixypa — 36inbLUEHHs1 Moro po3mipis, a y 50% Aiten ctapuie 1 poky — NOTOBLLEHHSA AOro
CTiHOK, LLIO nocuritoBanocs 3 BikoM (Lie 6yno BUSIBNEHO Nig Yac 06CTEXEHHS NPy NOBTOPHIN
rocnitanisaduii), ocobnmBeo y nauieHTiB i3 Tsxkkum nepebirom MB. Kpim Toro, y npocBiTi »K0BYHOro
Mixypa BUSABIABCS aHeXoreHHun BMicT (y 36,4% xsopux 8o 1 poky i y 57,1% ctapuwe 1 poky), wo

3a JaHUMW OesiKUX aBTOPIB € MPOrHOCTUYHO HecnpuaTnmeum [25, 29, 35]. Takox y GinbLIOCTI XBOPUX
Ha MB piten (21-84%) npn Y3[1 cnoctepiranocsa JocToBipHe 36iNbLUEHHS PO3MIpiB NEYiHKM Pi3HOro
CTYNeHs1, B OCHOBHOMY 3a paxyHOK 1iBoi yacTkn. Cepea Hux y 17 (81%) gitel BUABNEHO 30inbLIeHHS
060x YacTok, a y 4 (19%) — 3HayHe 36inbLUeHHSs nuLIe NiBOi YacTKW NeYiHKM. 3MiHW CTPYKTYpK
neviHkn 6ynun pisHOMaHITHUMKU — NigBULLEHA EXOLLINbHICTL Ta ApibHOBOrHULWEBa abo
cepeaHbOBOrHMLLEBa ANdY3HA HEOOHOPIAHICTL NApeHXiMU, YLLiINTbHEHHS CTIHOK
BHYTPILUHBbOMEYiHKOBUX >XOBYHMX LUNAXIB, @ ¥ 2 AiTen ctaplue 1 poky 3 Tskkum nepebirom MB
BUSABMEHA BUPaXKeHa TSXXMUCTICTb NEYiHKOBOrO MastoHKa, Lo Bignosigae MopdonoriyHnin KapTuHi

ibpoasy [25].

Mpwn Y3[ nigLwunyHKOBOI 3an03n y XBOPKX i3 Tsbkknm nepebirom MB ikcyBanocs 36inbLueHHs
OKpPEeMMX YacToK (rofoBkM abo XBOCTA), sike, siK MPaBuo, CynpoBOaKyBarocs MNigBULLEHHAM
€XOreHHOCTi NapeHXiMu Ta 1l HEOQHOPIAHICTIO 32 paxyHOK i30- Ta rinepexoreHHNX AifsHOK.

KniHiYyHMX BUNagokK

HaBegemo Takmi kniHivHu Bunagok. MNauieHt M., 3 poku 7 micsuiB. Xnon4mMk Hapoauecs Big M'sAToi
BariTHOCTI, Nepebir skoi OyB yCKnagHEeHW 3arpo30l0 NepepnBaHHS Yepes BUSIBIIEHE HOCINCTBO
uMTOMEranoBipycHol iHgekuiT y maTtepi. lMonorn yetsepTi, y cTpok. Maca gUTUHM NpU HapOLKEHHi
3 300 r, 3picT 52 cm, ouiHka 3a wkanoto Anrap 8/8 6anis. [1o Tpbox MicauiB nepebyBas

Ha NPUPOOHOMY BUTrO4OBYBaHHI.

Martepi anTrHn 42 poku, 6aTbKky — 52 poku, BBaxaloTb cebe 300poBUMU. 'eHeanoriyHMm aHamHe3
0oOTSKEeHUI: NepLla AMTUHA B cim’i nomepna Big MB y Biui 4 micaui B OKJ1 (giarHo3 BepudikoBaHo
nataHaToMi4yHO); apyra gutuHa Bikom 20 pokKiB 300p0Ba; TPETA Hapoaunacs 3 KULLKOBOH
HenpoXigHiCTHo, ABiYi NpoonepoBaHa, nomepna y Biui 3 TWxHi (y KniHiui MonbLwi, ogiuinHoi
AOKYMeHTaUjii WoAo Uiei ouTuHM 6aTbkn He Haganu). YeTBepTa BariTHICTb 3akiHYMnacs MeanyHum
abopTom.

3a faHMMK aHamMHe3y BCTAHOBIEHO, LLO 3 MEPLUNX AHIB XUTTS XNOMYMK NOKALLITHOE, HasIBHI
nonidekanisi Ta >XMp y BUNOPOXHEHHSIX, MOraHni aneTuT Ta BigcTaBaHHs y PisniHOMY pO3BUTKY.
Ha 2-3-my pokax XuTTd gekinbka pasiB XBopiB Ha NHEBMOHIt0. JlikyBaHHSA NpOBOAMIOCS
ambynaTopHo, OyB NPOKOHCYIbTOBaHWI Y Pi3HMX KIliHikax — B YKpaiHi Ta 3a kKopgoHOM, ane
0OCTEXEHHS i3 3aCTOCYBaHHAM KMiHIKO-AiarHOCTUYHUX Ta KnacudikauinHnx kpuTepiis Ha MB

He npoBoamnocs. AHani3 KpoBi Ha BU3HAYEHHs nowmMpeHocTi MyTauii reHa CFTR B3aTO nvwle

3a Micaub 40 rocnitanisauii ANTUHM B HaLy KAiHiKY.

Mpn 06’ekTMBHOMY OBCTEXEHHI CTaH ANTUHWN PO3LIHEHNI K TsShKKMW. Bigmivanacs sBupakeHa
OnigicTb WKipHUX NOKPUBIB, MApMYPOBICTb NIALLKIPHOTO CYANMHHOrO MarstoHKa, MigLKipHO-XKNPOBUIA
Lap TOHKWUI B yCix Bigainax — paktnyHa maca Tina aguTnHu ctaHosuna 12,5 kr, HanexHa maca —
15,9 kr, gediunT macm Tina — 22,1%, Lo po3LiHEHO K XpOHiYHa BiflkoBo-eHepreTuyHa
HeJOCTaTHICTb 2 cTyneHs. HasBHI 03HaKM XpOHIYHOI iHTOKCUKALT Ta guxanbHOI He4OCTaTHOCTI,
noyanacs 3miHa nanbuis 3a TMNom 6apabaHHMX Nanu4yoK i HirTiB 3a TUNOM FOANUHHUKOBUX CKEMeLlb,
3aguiiKka 3miwaHoro Tuny — 32-36/xB. Kawenb HeyacTui, i3 B’A3KMM MOKPOTMHHSM, SIKE BaXKKO
Bigainaerbcs. MNpu nepkycii nereHb NEPKYTOPHUIA 3BYK MO3ai4HUI — OiNSHKN TUMNaHITy YepryloTbes



3 AinsiHKamMn yKopo4eHoro 3ByKy. [1pu ayckynbTauii AnXaHHS XOpCTKe, Ha BUCOTI BAUXY
NPOCNyXoBYOTbCA ApibHONYXMpLEBI pisHoKanibepHi xpunu. Mexi cepus BigNoBiAa0Tb BiKOBI HOPMI.
ToHn cepus gewo nocnabneHi, HEMNOCTIMHUI CUCTONIMHUIA WyM Ha BepxiBui, YCC 120 yoapis

3a XBUNUHY. XKuBIT 36inbLueHni B 06’emi, 6e3bonicHui npy nanbnadii. BupaxeHa BeHO3Ha ciTka

Ha XWBOTI Ta rpyaHin knitui. MNediHka +4-4,5 cm, npasi Big4iNyM Ha piBHI Nynka, Kpan piBHUA, LWiNTbHANA.
CenesiHka NanbnyeTbCs Ha PiBHI Kpato pebpoBoi Ayrn. BUNOpoXXHEHHS perynsapHi, HanisBogopMIieHi,
Grvckyyi, nepioanyHO MarTb HENPUEMHUIA 3anax. 36epiraeTbcs TeHAeHUIa Ao nonidpekanii.
CeuoBunyckaHHs BiNbHeE.

JlTaBopatopHi gocnigxeHHsa ganu 3aMory BUSIBUTU: NIEAKOLMTO3 (14,7><109), LUBUAKICTb OCiAaHHS
eputpoumTie 20 Mm/roa, 3araneHun 6inipybiH — 6,9 mkmons/n (Hopma 2,4-20,5), ANNT — 244 Of0/n
(Hopma <39), ACT — 131 Of/n (Hopma <68), [TT — 47 O[1/n (Hopma <16), nyxHa ¢occaTasa —
319 O/n (Hopma <281), TumonoBa npoba — 6 O] S-H (Hopma 0-5), 3araneHU 6inok — 67 r/n.
3a gaHuMKM iMyHOMOriYHOro AOCHISKEHHS BUSIBNEHO NiaBULLLEHHS piBHA IgM oo 2,9 r/n (Hopma — 0,4-
1,9), wo cBigunTb NPo rocTpy dasy 3ananbHOro NpPouecy. IHLWi NOKA3HUKN B MeXax HOPMMU.
Konporpama nokasana HasiBHICTb cTeaTopei (HerTpanbHOro Xupy).

Mpu peHTreHorpadii opraHiB rpygHol KniTkn 3adikcoBaHi 3MiHWU: NiABULLEHHA MHEBMaTU3auji
niereHeBoi TKaHWHW, APiOHI BOrHMLLA iHINbTpaLii, NOCUNEHHSA NEereHeBOro MastoHKa 3a paxyHok
CYANHHOrO KOMMOHEHTa — BinbLue y HWXKHIX Bigainax, HeogHOpPIOHE Ta CTPYKTYPHE PO3LLMPEHHS
KOPEHIB NnereHb.

Mig vyac Y3[ neviHkun BUABMNEHO 30inbLUEHHS po3MipiB 060X i YaCTOK. 3MiHM CTPYKTYPU NEYiHKM
XapakrepuayBanucs niaBULLEHHAM eXOLUINbHOCTI Ta APiGHOBOrHULLEBOI ANKY3HOI HEOQHOPIAHOCTI
napeHxiMn, MicuaMKn 3 TSXKUCTICTIO MEYiHKOBOro MarntoHka. Ha mexi npasoi Ta niBoi YacTok

y NPOEKLii KpYrnoi 3B’a3KN NeYiHKM BUSBMNEHO KiCTO3He YTBOpPeHHA 11,8%5,2 mm. 2KoBYHWMI Mixyp
OBanbHOI OPMMU, CTIHKM MOTOBLLEHI, Y NPOCBITI )KOBYHOIO MiXypa — aHexoreHHUn smicT. lNMopTanbHa
BeHa 6,2 MM. CnekTp KpoBOOOIry B Ne4YiHkoBMX BeHax ogHodasHMi. OLiHUTK NigLwnyHKOBY 3anosy
He BOanocs y 3B’A3Ky 3 METEOPU3MOM.

3a pesynbTatamu reHeTUYHOro TUNyBaHHA Oyna BusiBneHa mytauis reHa CFTR F508del

y roMO3UroTHomy ctaHi (reHotun p.Phe508del in 10 Exon). MMig yac Tecty xnopmnam noTy cknanm 92
MekB/n. OuTuHa Oyna NpoKoHCYrbTOBaHa reHeTukoM. [liarHo3 MB, amiwaHa dhopma, TsKkuiA nepebir
i3 ypaxkeHHAM nediHkn. Kicta kpyrnoi 38’sa3ku nediHku. HegocTaTHICTb 30BHILLHbOCEKPETOPHOI
GYHKLUiT NiALWAYHKOBOI 3a5103u. binkoBo-eHepreTMyHa HeAOCTaTHICTb 2 CTYNEeHS.

Omxe, cepea AiTen paHHbLOro BiKy, XBopux Ha MB, 3amiHu 3 60Ky renaTtobiniapHoi cuctemm
BiAMIYaIOTbCA BXXE HA paHHbOMY eTari CMOCTEPEXEHHS, ane Lie He CYNpPOBOMKYIOTECA BUPaKEHNMU
KnNiHiYHMMK o3Hakamu. Mopsa 3i 30iNbLUEHHAM PO3MIpIB MNEYiHKN, PO3MIpiB Ta TOBLUMHU CTIHOK
YKOBYHOIO Mixypa y YacTuHu diTen Oynn BUSBIEHI 03HaKM xonecTasy. 3Baxaoym Ha 6€3CUMNTOMHUIA
nepebir NpoTsiroM TPMBAOro Yacy HaBiTb BUPAXXEHMX 3MiH y renatobiniapHii cuctemi xBopmx

Ha MB, 06r'pyHTOBaHNMM € LLIOPIYHNI MOHITOPUHI NEYIHKOBUX MapKepiB
(acnaptatamiHoTpaHcdepasn, anaHiHamiHOTpaHcdepasun, raMmma-riyTaminTpaHcnenTuaasu, Ny>KHoi
docdarasn, npoTpomMBiHOBOro Yacy, TPOMBOUMTIB), anapaTHMX Bidyarni3ylounx METOAIB OOCTEXKEHHS
(Y30 i3 gonnnepomeTpieto) 3 0608’ sI3KOBUM KOHCYSbTYBaHHSIM Y racTPOeHTeporsiora

Ta 3i CBOEYACHMM BUSABMEHHAM O3HaK NOPTanbHOI rinepTeHsil UM iHWNX YCKNagHeHb, a TakoX
KopekKLiqa nikyBaHHs [28].
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