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MyKkoBICIIM[I03 — CIAJKOBE ayTOCOMHO-PELHCHBHE 3aXBOPIOBAaHHS 3
YPaKEHHSM €K30KPUHHHX 3aJ103, Ta € HAOUIbII JETAIbHUM 3aXBOPIOBAHHSAM Y
oci0 eBponeoinHoi pacu. Yactora MykoBiciuao3y BapitoeThest Bia 1:8000 mo
1:2000, a TtpuBamicte xutTsd Big 10 g0 40 poKiB y pPO3BMHEHHMX KpaiHax.
[IpyurHOIO MYKOBICIIMAO3y € OaraTouucenbHl MyTamii reny MB, 1o
OOyMOBJIIOE KIIHIYHHMI Tepedir 3aXBOPIOBAHHS Bl aTUNOBUX CYOKITIHIYHHMX
dbopM 10 MYKOBICHIHJIO3Y 3 BAXKKUM MIEPEOITOM.

Ha cporognimmHiii aenp ommcano Oimpmme 2000 wmytamin ta 200
nommMop¢izmiB 'y reni MB, myramii y sSKOMy pO3AUIAIOTBCA Ha 6 KIaciB.
Myramii 1-3 kiaciB OUTBII TAUOOKO MOPYIIYIOTh (DYHKIIIIO TpaHCMEMOPaHHOTO
perysisTopa MyKOBICIIUI03y, OOYMOBIIOIOTh «Ba)XKi» (OPMU MYKOBICIIHIIO3Y;
MyTarlii 4-6 KJaciB BIAHOCATH 10 «JIPIOHMX» MyTaliil Ta 00yMOBIIOIOTH OLIbII
JIETKUW Tepedir 3aXBOPIOBAaHHS Ta MOJMIMOP(]I3M KIIHIYHOI CHUMMOTOMATHUKH,
BKJIIOYAIOYM aTUMOBI (OPMU MYKOBICHMA03Y. Pi3HOMAaHITHI KJIIHIYHI HpPOSIBU
MYKOBICIIMJIO3Y 3aJIeXkaTh TAKOX B1Jl F€HIB-MOJU(DIKATOPIB, 30KpemMa T'eHiB, SIKi
MOJYJIIOIOTh CTYIHBb ypaxXeHHs JereHiB. Monaudikaiii reHiB 00yMOBIIOIOTH

CTYMIHb YYTJIMBOCTI JO KOJIOHI3allli CHHBOTHIMHOI MaJU4YKOI, AKTHUBHICTbH
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(GhepMEeHTIB, JETOKCHKAIlII0 EeK30I€HHHUX pEUYOBHH, peakilli ¢(aromurosy y
MaiOyTHPOMY MIABUILYIOYH PU3UK PO3BUTKY BXKKOTO Ypa)KEHHS JIETEHIB Ta iH.
HaBeneHo 2 KIIIHIYHUX CIIOCTEPEKCHHS JITEH 3 «BOKKUMY» Ta «ICTKUM»
nepediraMu MyKOBICITU03y (BHIAAOK 3 PaHHBOIO MaHI()eCTaIi€r IyKPOBOTO
niabery y 8-piyHOi AUTHHM (32 JaHUMH JITEpaTypd, IyKpoBUH mgiaber
acoliioBaHUI 3 MYKOBICIIH030M Yy XBOopux 10 10 pokiB 3ycTpidaeTbcs BKpaid
PiZKO), Ta BUIAOK JIETKOTO Mepediry JereHeBoi (GopMu MyKOBICITU03Y HA Tl
MOPYIIEHHS OOMIHY CIpPKOBMICHUX aMIHOKHCJIOT, T1IIEPrOMOIIUCTETHEMIT).

Kuio4oBi cjioBa: MykoBicIu03, nepeoir, 1T, MyTallii TeHiB.

MykoBicunno3 (MB) — cnaakoBe ayTOCOMHO-PELIMCUBHE 3aXBOPIOBAHHS
3 ypaXeHHSIM €K30KpHHHHX 3ayo3 [3, 15, 17], y HacaioK 4oro yTBOPIOETHCS
CEKpeT MIABUIIEHOI B’A3KOCTI, IKM BUKJIMKA€ OOCTPYKIIIO BUBIJTHUX MPOTOKIB
y JIeTeHsX, MIJIUIYHKOBIM 3aj031, KHUINKIBHUKY, TEYiHI, 0 BeAe MO iX
(GyHKITIOHATLHOT HeJ0CTaTHOCTI Ta ¢idopo3y [8, 14, 19].

VYnepuie 3axBoproBaHHa Oyio omucaHo y 1936 pori mBeWapcbkum
negiatpoM ['Bito ®@ankonHi. Y 1989 poui Bueni 3 Kananu ta CIIA Bigkpuiau
red MB [5, 6, 13]. Yactora MB BapitoeThCsl y pi3HHX KpaiHax Ta 3aJIe)KUTh BiJ
ix comiampHoro crarycy: B CIIA Tta Oinmbmocti kpain €Bpormu 1:2000
HOBOHapo keHnx, kpainax CHJI — 1:8000 wnoBoHapomkenux [7, 15].
TpuBamiCTh JKUTTS TAKOXK 3aJIKUTH BiJl PIBHS PO3BUTKY CYCIIJILCTBA, HASBHOCTI
Cremiadi30BaHuX IICHTPIB HArIsAAy 3a TakuMmu mnamiedtamu [2, 5, 18].
Tpusanicts xurts y CIHA, BenukoOputanii nepeBuurye 40-piuHy Mexy, TOAL
K y Kpainax Jlaruacekoi Amepuku — 10 pokis [6, 13].

I'er MB po3MillyeThcsl y CepeiuHi 0Broro mieda 7-i xpomocomu. Moro
OUTKOBHI MPOIYKT — TpaHCMEMOpaHHUH peryssTop mykoBiciuno3dy (MBTP) [6,
9]. BiH € MeMOpaHHUM KaHAJIOM JJIsi aKTUBHOT CEKpellii HOHIB XJIOPY 3 KIITHHU

J0 TIPOCBITY €K30KpUHHMX 3aj03 [16, 18]. [Ipuunnoro MB € GararoumcesnbHi



MyTaIlii BiJMOBITHOTO T€HY, 110 OOYMOBIIIOE KIIIHIYHUN Tepedir 3aXBOPIOBAHHS
BiJl aTHITOBUX CYOKIIHIYHUX (OPM 10 MyKOBICIIHI03Y 3 BaXKKUM Tiepedirom [11,
19].

Ha cporognimmniii genp omnucano Outbme 2000 wmyrtamiii ta 200
noniMopdizmiB y reni MB [2, 3, 9]. Myrauii y reni MB po3ginsitorecst Ha 6
KJIACIB:

1) Omoxyroui cunTes 061Ky MBTP;

2) mopymyrui  HOro  Jo3piBaHHA, a TaKOX  TPAHCIOPTYBaHHSI 3
€H/IOIUIa3MaTUYHOTO0 PETUKYIYMY J0 MEeMOpaHH €HAOTENalbHUX KIITUH
(myTamis DF 508 € HaiO1IbIII PO3TOBCIOIKEHOIO);

3) Oinok MBTP 31aren mocsrat KINITHHHOI MEMOpaHU Ta BOYIOBYBATHCS JOT
HEl, IpoTe mpolec peryisauli horo ¢yHkuii 3a qonomororw AT® moBHICTIO
MOPYIIYEThCS;

4) 3MEHIIYETHCS MPOBOIUMICTh HOHIB XJIOPY 32 HOPMaJIbHOT JOKAI3alli OLIKY
MBTP y meMOpaHni Ta mpoueciB peryisuii;

5) 3HIKYEThCS pIBEHb CHHTE3y HOpMabHOTO Oinky MBTP;

6) pi3HOMaHITHA 3JaTHICTH TPAaHCMEMOpPAHHOTO perynsTopa Oinky MB

peryJitoBaTH iHII HoHHI KaHamu [1, 6, 9].

Myramii 1-3 kmaciB Outbln 1IMOOKO mopyuytoTh (ysknito MBTP,
OoOyMOBIIOIOTh «Baxki» (opmu MB; wmyrtamii 4-6 kiaciB BIIHOCATH JO
«IIp1OHUX» MYyTaIllid Ta 0OYMOBIIIOIOTH OUIBII JIETKUM TIepeOir 3aXBOPIOBAaHHS Ta
noaiMopdi3M KITIHIYHOI CHUMITOMATHKH, BKIIOYarouu aturioBi ¢gopmu MB [5,
11]. Pi3HomaHiTHI KiIiHIYHI nposiBu MB 3ajexaTh TakoX BiA TeHIB-
MOAU(IKATOPIB, 30KpEMa T'eHiB, KI MOJYJIOIOTh CTYMIHb YPaKEHHS JIETEHIB:

e renu kiacy 2 ricrocymicHocti (HLA-class 2);
® TSHHU CUCTEMHU JETOKCHUKAIIl KCEHOOIOTHKIB;

® I'SH MaHHO303B s3yBaJibHOTO JakTHHY (MBL);



e reH (akropy Hekposy nyxiauH (TNF);

® TCH CHMHTa3u OKCHy a30Ty 1-ro Tumy (nitric oxide synthase type 1);

e TcHHU cypdakraHT-acoriioBanux OiIkiB A Tta D (surfactant-associated protein
A and D);

e reH TpaHchopmyrouoro gakropy pocty Bl (T6FBL);

e reH al-aatutpuncuny (AT-al);

e rcH B-nedensunip (B-defensing) [1, 6, 9].

Monudikartiii reHiB 0OyMOBIIOIOTh CTYIIHb YyTIUBOCTI A0 KOJOHi3aIlil
CUHBOTHIMHOIO MaTMYKOI0, aKTUBHICTh (PEPMEHTIB, JNETOKCHKAIII0 €K30T€HHHUX
pPEYOBHH, peakiii GarouuTo3dy y MaiOyTHbOMY HIABUIIYIOUYH PU3HK PO3BUTKY
Ba)XKKOT'O ypa)keHHs JiereHis Ta in. [10, 12, 18].

Hwxye HaBoauMoO 2 KIIIHIYHHMX CIOCTEPEKEHHS HITEH 3 «BAXKKUM» Ta

«Jierkum» nepediramu MB.

Kuainiune cocrepe:xenns: Ne 1

Hisuunka B., 15 pokiB, nepebyBana mij HarJIsIoM B KJIIHIII 3 5S-pi4HOTrO
BiKy 3 aiarHozom «MykoBiciinao3 (renotum: F508del), sereHeBo-KUIIKIBHUKOBA
dbopma, Baxkuili nepeOir; XpoHIYHMM AUQy3HUNA OpOHXIT; MOIIMPEHI
OpOHXO€KTa3u; BTOPUWHHA JIETEHEBA TINEPTEH31s, JIETEHEBE Ceple; CEepLEBO-
JIereHeBa HeJoCcTaTHICTh I cTyneHs; mykpoBuii 11a0et, Baxkka popma; XpoHIUHa
NaHKpeaTHyHa  HEJAOCTaTHICTh, BAXKOTO  CTYMNEHs; IMPO3  MEYiHKH,
MakpoHOIyJsipHa (hopMa; MopTajibHA TIMEePTEH31s; TUIIEPCIUICHI3M; BiJICTABAHHS
B (DI3UYHOMY PO3BUTKY».

3 aHaMHe3y JKUTTA Ta XBOPOOH BIJIOMO, IO JUTHHA HApOHKEHA Bl IPYyroi
BariTHOCTI, [0 MPOTIiKaJia Ha TJIi 3arpo3u NepepUBaHHS. TIepIa BariTHICTH Oylia
nepepBaHa MTYYHUM abopTOM 3a OakaHHsM matepi. [lonoru mepii B TepMiHi

33 TwxkHIB rectamii. Maca tina autuHM npu HapokeHH1 2400 r. Jlo rpyxeit



NpUKJIaJieHa Ha TpeTio A00y, MpoTe Bi TpyAed BigMoBisutiacs. ['omyBamacs
311JKEHUM MOJIOKOM JI0 JBOX MICSIIIB. 3 MOJOrOBOro Oy/IWHKY BUNKCaHa Ha 21
n00y. Matu - 36 pokiB, 310poBa. batbko - 36 poKiB, CTpakAae Ha BUPA3KOBY
XBOpOOY JIBaHATIATUIAIO] KUIIKH.

JIuTHHa BBAXXA€THCS XBOPOIO 3 HAPOJKCHHS, KOJU 3'SIBUBCS PICHHI
KUPHUM CMEpAounidi 6araropa3oBuii cTijiellb. Y Billl 3 THXKHIB J1arHOCTOBAHO
3aTsHKHA TTHEBMOHIS, MICHsA SIKOi Bi3HAYalld TMOCTIMHMIA HAaB'SI3IUBUI CyXuil
Kalllesb.

VY Bimi 8 MicsIiB BcTaHOBIeHUN miarHo3 MB. ®depmeHTaTHBHA Teparis
MaHKPEaTUHOM BUSIBIJIACS HEE(PEKTHUBHOIO: BiJI3HAYAIM YacTi OpOHXOJEreHeBi
3aroCTPEHHsI, IUTHUHA B1JICTaBaB y (PI3MYHOMY Ta ICUXOMOTOPHOMY PO3BHUTKY. 3
3 pokiB mepeBeneHa Ha «KpeoH», OoTpuMyBajda CHMITOMATUYHE JIKyBaHHS,
aHTuOaKTepianbHy Tepamito. CTaH AUTHHH NEPIOJUYHO MOJMIMNIIYBaBCs, MPOTE,
BiJI3HAUajlacs CTiiika remaroMmeranis, AuQy3HI 3MIHU 3 OOKy IEYIHKH,
NIJBUILIEHHS TpaHcaMiHa3. Y 8 POKiB IarHOCTOBAHO LUPO3 NEYiHKU, MOPTAIbHA
rineprensis. B 1ei ke wac 3'BUIUCS MOMiypis, MOJIAMIICIS, HEBMOTUBOBAHE
3HM)KEHHSI Macu TUIa Ha TJII MIABUIIEHOTO aneTuTy. J[1arHOCTOBaHO IyKPOBHIA
niader (II/T). [lpusHaueHa iHcyaiHOTEpamis y BUIIAII 1HCYJIIHY acmapry, J03a
SIKOTO KOJIMBAJIacs B 3aJIGKHOCTI Bij piBHSA ITFOKO3W KpoBi Big 10 g0 12 Ox Ha
no0y; 1iHCymHy pneremipy - Bim 6 go 10 Onx Ha no6y. Ilepe6ir IIJI
XapaKTEPU3yBaBCA BIJICYTHICTIO KETOAIMI03Y, O3HAK MIKpO- 1 MaKpOAHT10MaTii,
pI3KUX KOJIMBaHb PIBHA TJIOKO3U KpoBi. OmHak, 3BepTaio Ha cebe yBary
MOYACTIIAHHA 3aTOCTPEHHS XPOHIYHOTO OPOHXITY Mmicyisi BAHUKHEHHs LIJ].

BponxoexkTaTnuHi1 3MIHU B JIeTeHsIX nporpecysanu. Hapocrana nereneBo-
ceplieBa HEIOCTATHICTb.

[Ipu ocTaHHBOMY HAIXOKEHH1 B mynbMoHojoriyHuE nentp OJKJI ctan
JIBUMHKY BOKKHUH, TypOy€e HaB'S3JIMBUNA MaJOMPOIYKTUBHUIN KaIlleb, 3aUIIKA.

3HauHe B1JICTaBaHHS (PI3UYHOTO PO3BUTKY HMXKYE 3-TO LEHTLIA (Maca Tijna — 37



kr, 3pict — 110 cMm). Bincrae B crareBomy po3Butky (AX1, P2, Ma2, MO).
YacroTa nuxanpHux pyxiB — 28-30 3a 1 XB, yacToTa cepueBUX CKOpoUeHb — 122-
124 3a 1 xB. Aprepiansuuit Tuck (AT) — 100/60 mm pt. cr. CaTypatiisi KpoBi
kucHeM - 96%. UkipHi mokpuBH OJiji, €IEMEHTH IreMOpariuHoi BUCHUIIKU Ha
HIOKHIX KIHIIBKax. [liAMKipHO-KUPOBHIM Iap pPO3BUHEHHN HEIOCTATHbO,
PO3MOAUICHU PIBHOMIPHO. 3BEpTalOTh yBary O3HAaKM XPOHIYHOI TIMOKCIi:
najablll y BUTISAAI «OapabaHHUX MaIudoK», HITTI - «TOJUHHUKOBHX CKEIICIIbY.
Crnu3zosa 3iBy poxeBa. HocoBe nuxanns BinbHE. ['pyaHa KkiniTka eM@izeMaTo3HO
po3ayTa, TEPKYyTOPHO — JIETEHEBHM 3BYK 3 KOPOOOYHUM  BIATIHKOM.
AYCKYJIbTaTUBHO — JUXaHHS PIBHOMIPHO oOcjabieHe 3 000X CTOpiH,
BUCITYXOBYIOTBCS CyX1 PO3CIsiHI, @ TAKOX JPiOHO- Ta CEPEAHBOMYXUPIIEB] XPUIH
HaJl YCI€I0 TTOBEPXHEIO JIeTeHIB. Mexki BITHOCHOI CEpIIEBOi TYHOCTI: IIpaBa — Ha
2,0 cMm Ha30BHI MpaBoi OUTICTepHATBHOM MiHiT, BepxHs — [ pedpo, nmiBa — Ha 2,0
CM Ha30BHI BiJI JIIBOi CEPEIHbOKIIOUMYHOI JiHIi. TOHM cepis pUTMIYHI,
npurayieHi. JKupiT 30UIblIeHUNA B po3Mipax (OKPYKHICTb — 83 cM), Me4lHKa
Buctynae jo 8,0 cM HuXK4Ye Kparo miapeOep's, cenesinka — 10 15 cm. Crinenpb
opopmiiennii. Cumnrtom IlactepHarlbkoro HeraTUBHMM 3 000X CTOpIH.
CeuoBuityckaHHs BiIbHI, 0e300micHI. Jliype3 qocTaTHiil.

JlaH1 TOaTKOBUX JOCIIIKCHb.

Kniniynuit anamiz kpoBi: remorjiooin —128 r/n, eputpouutun — 4,3 X
10%%/n, peruxymonuru — 14%, tpomGount — 39 x 10%n, neiikormt — 4,5 x
10%n, eosunodimu — 1%, 6Gasodinm — 1%, nammukosgepHi — 3%,
cermeHTosiiepHi — 76%, mimpouut — 16%, monomutu — 3%, LLIOE — 3 mMm/ron,
yac 3ropTaHHs KpoBl mojaoBxkeHud 70 6 xB 15 c. Kiminiunmii anamiz ceui 6e3
ocobmmBoctei. Mikpoansoymin ceul — 20,17 mxr/mia (Hopma — 20 MKr/mi).

bakrtepionoriuauii mociB MOKpPOTHHHS: BuilIeHi Pseudomas aeruginosa
(5 x 10%wmu), Staphylococcus haemolyticus (moomunoki konownii), rpubu pomy
Candida (5 x 10%/mm).



Komnporpama: M's30B1 BOJIOKHA MEPETPABIICHI - TPOXHU, HEUTPATBHUMN KUP
- MiCLIIMU, TIEPETPaBIIOBaHa KIITKOBHHA - 6araTo.

PesynbTaTu nisiokapmniHoBoi npodu: 65 mekB/i, 70 MekB/11, 75 MEKB/I.

VY auTHUHU BUSBIIEHA MYTallid reHa MYKOBICIIIIO3HOTO TPAHCMEMOPAaHHOTO
perynaropa - aenbta F508, mo xapaktepusyeThcsi BaXXKUMU (DEHOTHITIYHUMU
pOSIBaMHU.

bioxiMiuHe AOCHIKEHHS KPOBI: aKTHBHICTH ajaHIHAMIHOTpaHC(epa3u
(AJIT) — 0,11 wmmonws/rog-n (Hopma — 0,06 MMOJB/TOAJI), AKTUBHICTH
acnapraramidorpancdepasu (ACT) — 0,11 mmonws/ron-n (mopma — 0,06
MMOJIb/TO/ " J1), MOKA3HUK BMICTY B-minonporeiniB — 30 oA. ONTUYHOI MIIBHOCTI
(Hopma — 35-55 oa.); BMICT xoJjiecTepuny — 2,7 mmoinb/n (Hopma — 3,15-5,17
MMOJIb/T); aKTHBHICTh JyxHOi (pocdaTtazu — 6800 umons/c 1 (Hopma — 1200-
6300 amoutb/c-11); BMIicT Oinmka kpoBi — 61,2 1/1 (Hopma — 65-85 1/11), KpeaTuHiH
KpoBi — 61,5 Mmonw/n (Hopma — 44-88 MMoOmb/1), cedyoBuHA KpoBi — 4,2
MMOJIB/CYT (Hopma — 1,7- 8,3 Mmoib/n00y).

Bwmict riaroko3u kposi - 3,0-14 MMoub / J1, TIIKO3WILOBAHUN TeMOTI001H -
10,4% (nopma - 6,0-8,3%).

VY AbTpa3ByKOBE JOCIHIIKEHHS YE€PEBHOT NOPOKHUHU: NE€YiHKA 301JIbIIEHA
- Ha 6,0 cM HIDKYE Kparo pebepHOl ayrH, Kpai 3aKpyrieHUuN, KOHTYpU TOpPOUCTI,
CTPYKTypa HEOJHOpIJIHA 3a paxyHOK (HOpMyBaHHS MHOKUHHHMX BY3JiB
MIJBUINICHOT €XOTreHHOCTI, BOPOTHAa BEHa po3mupeHa g0 13,5 MM,
nepinopTanbHui (i6po3, MEUiHKOBI BEHM — 6 MM, MaJIIOHOK 000X BEHO3HHX
CUCTEeM pI3KO 30iaHeHUM, nedopMoBaHMI; MIINIIYHKOBA 3aj03a IMOTOBIICHA,
rojiiBka — 27 M, Tij0 — 19 MM, XBIiCT — METEOPH3M, KOHTYPHU YITKi, €XOTC€HHICTb
NIJBUILIEHA, CTPYKTypa OJHOpIJHA, CEJe31HKOBAa BEHA Ha PIBHI TOJIBKU
posmupeHa A0 11 MM, BH3HAYalOThCS aHACTOMO3M; ceje3iHka — 198x82 mw,
30umpIeHa (Ha 15 cM HmKYe Kparo peOdepHOi Myru), OJHOPIAHA, CENe31HKOBA

BEHA po3IIMpeHa 10 15 mm.



Enexrpokapaiorpama: cuHycoBa Taxikapis, penoJisipi3aliiiftdi mopyIieHHs
JTU3METa00IIYHOTO XapaKTepy 3a paXyHOK OCHOBHOTO 3aXBOPIOBAHHS.

Jloruiepoexokapiorpadis: BTOpUHHA JIETEHEBa T1EPTEH31.

Homeporpadis apTepiii HIKHIX KiHITIBOK: aHT10TaTii HE BCTAHOBJICHI.

Pentrenorpadist opraniB rpyAaHOi KIITHHU: JIETEHEBI IO ITiIBHIICHOT
npo3opocti. JIereHeBui MaTIOHOK TSOHKUCTHM, AehOpPMOBAHUM 3a PaXyHOK
¢b16po3y. [IpaBopyd y HIXKHbOMEIIANBHIN JUISTHIII — HETOMOTE€HHE 3aTEMHEHHS.
Kopinp mpaBoi JiereHi po3MIUpPEeHU, TOCUTh CTPYKTYPHUH, JIIBOT — OlIbIIe 3a
TiHHIO cepenocTiHHsa. Cunycu BUbHI. Cepiie — B MeXaxX HOPMH, KOHTYpPH
HeviTki. Ha Ti11 XpOHIYHOTrO 3aXBOpPIOBaHHS OPOHXOJIET€HEBOI CHCTEMH O3HAKH
paBoOIYHOT THEBMOHII.

Komm'totepra Tomorpadiss opraHiB TpyAHOI HOPOKHUHH: MHOYKUHHI
MOPOKHUHM 3 CepronoioHuM o0iakoM aiamerpoM 10-30 mm, aiistHku Gi16po3y,
MEepPeBaXHO B BEPXHIX Ta HIDKHIX BIJJIIaX NPaBOi JIET€Hi, HEPIBHOMIPHO
BUpaXEHI JUISTHKH YIIUIbHEHHS JIET€HEBOT TKAHMHH 32 TUIIOM «MaTOBOTO CKJIay.

Oyukiis 30BHIHBOrO Auxanus: XKEJI - 2,65 n (nopma - 4,33 1), ODPBI -
1,08 11 (HopMma - 3,61 1), ODPB1/DXKEJI - 66,2% (Hopma - 86,6%) .

Koncynpraiiisi okymicTa: nepefHi BTN, MEPEIOMIIIOI0Ul CepeOBUIIA,
OYHE JTHO 0e3 MaToJjorii.

Hagani y AuTHMHM Ha Tai PI3KOrO 3HIKEHHS KIIBKOCTI TPOMOOIIMTIB
BU3HAYCHA IIJTYHKOBO-KHUIIIKOBA KpPOBOTE€Ya, B 3B'SI3KY 3 UWUM JIBUYMHKA
nepeBe/iecHa B JUTAYE XIpypriuhe BigguieHHs. [Ipore, mnpu MOBTOpHI
IUTYHKOBO-KHILIKOBi KPOBOTEU1 BPATYBATH JIBUMHKY HE BAAJIOCS.

Oco6nuBicTIO JaHOTO BHUMaaky € panHs Madidecramis ) y 8-piunoi
XBOpOi Ha MYKOBICUHMI03 (32 JaHUMHU JITEpaTypd, LYKPOBUH JiabeT
acorifioanuii 3 wmykoBiciimmozom (MBIJI) y xBopux m0 10 pokiB

3yCTpidaeTbes BKpa piako). s panaboi miarnoctuku MBI/ ciig mpoBoauTH



peryJsipHe TOCTiKEHHS TJIIKEMIYHOT0 CTaTyCy Yy BCiX JiTel, XBopux Ha MB, 3

MOMCHTY BCTAaHOBJICHH: I[iaFHOBY.

Kainiune cnocrepe:xxernnsi Ne 2

Xnomuuk P., 4-x pokiB, nepeOyBaB Ha OOCTEKEHHI B ITyJIbMOHOJIOTIYHOMY
BIIJIUICHH] OaratonpodiibHOro cramioHapy. Ilpu HaaxomkeHHI MaTH JUTHHU
npe/'sBisia CKapry Ha 3aKJIaJeHICTh HOCA, TPUBAIMHN Kallleb, 4YacTi MPOCTYAHI
3aXBOPIOBAHHS.

3 aHaMHe3y JKHUTTS 1 3aXBOPIOBAHHS B1IOMO, IO JUTHHA BiJ TPETHOI
BariTHOCTI HUISIXOM €KCTPAKOPIOPAIBHOIO 3aIUIAHEHHS, [0 MPOTIKajla Ha Tl
3arpo3u nepepuBaHHs B 1 Tpumectpi, TpomOohnedbiTy  (IiKyBaHHS
¢dpakcunapuHoMm). | BariTHICTb - IUTY4YHUR a0opT 3a OaxaHHSAM MaTepi, 2
BariTHICTb - BUKUEHb HAa paHHIX TepMiHax. [lonoru nepmii B TepmiHi 39 THKHIB
recrauii, OUIAXOM oOIllepalii KecapeBoro po3TuHy. Maca Tina AWTUHU MpH
HapokeHH1 — 4010 rpamiB. 3akpuyaB Bigpa3y. Bunucanuii nogomy Ha 10 100y
B 3aJI0BUILHOMY cTaHi. Pic 1 po3BUBaBCS BIAMOBITHO JI0 BIKY. AJIEProJIOTTUHHIMA
aHamHe3 He oO0TshkeHuid. Matu - 48 pokiB. barbko - 49 pokiB, JIKB1IATOP
YAEC. AnamHe3 oOTs)KEHHU 32 MyJbTH(PAKTOPIaJIbHUMHU Ta OHKOJIOTTYHUMH
3aXBOPIOBAHHAMU: TPOMOO(DIEOIT BEH HUIKHIX KIHIIBOK, JUCIHPKYJISTOPHA
eHuedanonarisi, JUCKIHE31s >KOBYOBMBIIHUX LUISXiB, BUpa3koBa XBopoOa 12-
najgoi KHUIIKKA, Ba30OMOTOPHHUM PHHIT, B aHaMHE31 XPOHIYHHM OpOHXIT, pak
S€YHUKIB, paK MepeaMIXypoBoi 3ayio3u. Y mpabadyci 1o MaTEepUHCHKIN JiHIT -
nomepJia AUTUHA B paHHbOMY Billl (0€3 yTOUYHEHHS BIKY 1 IPUYUHU).

Matu BBaxae AUTHUHY XBOPOIO 3 3-X PIYHOTO BIKYy, KOJIM MICJS MOYATKY
BIIBIIyBAHHS ~ JUTAYOrO  JOWIKUIBHOTO  3aKjiaay  BIA3HA4YaJKMCs  4acTi
pecnipaTopHl 3aXBOPIOBAHHS J10 8 pa3iB Ha pPiK, OpOHXITH 10 4 pa3iB Ha DIK,

MTHEBMOHISI TPUYl MPOTATOM OCTAHHBOTO POKY, (ApPUHTITH, PUHITH, OTHT,



KOH'IOHKTHUBIT, BITpsiHA Bicma. Y TpyJAHOMY Billl BIJ3HAYAIUCS 3aIOPH, €I130/1H
OJIMCKYYOTO YKHPHOTO CTLIBII KAIIKOMOAI0HOT KOHCHCTEHITIT.

[Ipy HagxomKeHHI B CHElialli30BaHE BIIUICHHS: CTaH JUTUHU
3a10BUIbHUNA. CaMOMOYyTTSI HE MOPYLIEHO - XJIOMYHUK AaKTUBHHM, JOCTYIHUHN
NPOAYKTUBHOMY KOHTakTy. He nmuxomanutb. Pi3MUHUN PO3BUTOK CepenHIN 3a
Macolo Ta 3pOCTOM, rapMoHiitHu#. [ligmKipHO-)KMpPOBa KIITKOBUHA PO3BHHEHA
JIOCTaTHBRO, PO3MOALICHa piBHOMIpHO. YacTtoTa muxaHHs — 24-25 B XBWIHHY.
[Tynbe 100-115 — 3a xBuwiuny. Catyparis kucHio — 96-97%. Tonyc M's3iB Ta
Typrop TkaHuH 3agoBulbHMM. [llkipa Omiga, BUIbHA BiJ  BHUCHIIKH.
[Tepuop6itanbHi TiHi. CinM3oBa 31By poXeBa, BoJiora, uucrta. IlanmbmyroThes
mijmenaendi J1iMGoBy3Iu - A0 1 cM B AlaMeTpi, MEePeIHbO- Ta 3aHBOIIHIHI,
naxoBi — 1o 0,5-0,7 cm B miamerpi, pyxymBi, HecmasHi, 0e300micHi. Hocoe
JTUXaHHS YTPYAHEHE, CIM30B1 BUAUIEHHS. ['pyaHa KiliTKa HWIIHAPUYHOT (popMu.
[lepkyTOopHO — JNereHeBUM 3BYK 3 KOPOOOYHHM BIATIHKOM. AYCKYJIbTaTHUBHO
BHUCIIYXOBYETHCS JKOPCTKE AUXaHHS. Mexi BITHOCHOI CEpPIIEBOI TYMOCTI B MEXax
BIKOBOi HOpMU. TOHHM cepis pPUTMIYHI, NpPUTIyHIeHl. S3uK BOJOTHUH,
oOknageHut OinuM  HanboTOM. JKUBIT M'SKMM, JOCTYNHUM mMayboaii,
0e30omicHuid. Iledinka +1,5 cM HUxK4Ye Kparo peOepHOi ayru, Kpal elacTUUHUM,
6e30omicHuii. Ctinenb opopmieHui, 6€3 MaTOJOTTYHUX JTOMIMIOK (TIEPI0UIHO
BIJI3HAYAIOThCS emi3oau 3anopiB). Cumnrom [lacTepHanbkoro HeraTMBHUM 3
000x 0okiB. CeyoBHITyCKaHHS BiIbHE, Oe300icHe. Jliype3 agekBaTHUI.

JlaH1 101aTKOBHUX JOCIIKCHb.

KiiHiuHui aHami3 KpoBl — B MeXax BiKOBOI HOpMH. KiiHIUHMI aHami3
ceui — 0e3 ocobnuBocTed. bioximMiuHe MOCHIKEHHS KpOBIl: (YHKIIIOHAIBHI
npoOM TMediHKH, MpoTeiHorpama, rocTpoda3oBi MMOKa3HUKH — 0€3 3MiH.
ImyHONOTIYHE AOCTIPKEHHS KPOBI: IMyHHA HEOCTATHICTh 3@ KJIITUHHUM THUIIOM.
JlocnmikeHHsT HA MapKepw BIPYCHOI 1H(MEKIT METOJA0M IMyHO(PEPMEHTHOTO

anami3y: no3utusHi IgG no xancunHoro OuIKy Bipycy Emmreitna-bappa (BEB)
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(0,340>K = 0,207) Ta IgG no pannroro antureHy Bipycy Emmreitna-bappa
(0,340>K = 0,207). bakrepionoriuyauii mociB i3 3iBy Ta Hocy — Staphylococcus
haemolyticum, Neisseriae 3 TeMOJITHYHUMHU BiacTHBOCTsAMHU, Staphylococcus
aureus. 3 Hoca — Staphylococcus aureus, Branhamella catarrhalis. Konporpama
— M'A30BI BOJIOKHa TPOXU TMEPETPABICHI, HEUTPAIbHUN KHUP MICISIMH,
NepeTpaBIliOBaHa KIIITKOBUHA —0araTo. TpUICHH Kally — akTUBHICTh TPUIICHHY B
HOpMI.

PesynbraT  mijOKapnuHOBOI MPOOM  HATPi0  MOTY, MPOBEACHOI
TpUKpaTHO: 65 meka; 70 meka; 74,6 Meka.

VYapTpa3ByKkoBe JOCHIIKEHHSI OpPraHiB YEepeBHOI MOPOKHUHM: TMEYiHKA
+2,5 cM, nomipHuii xoJjectas. Benu y Hopmi. BepTukanbhHuii kocuit po3mip
paBoi YacTKU — 95 MM, KOCHIl BEPTUKAIBHUNM PO3MIpP JiBOI YaCTKH — 36 MM,
KOCUU TONEPEeKOBUl po3Mip JiBOi 4acTku — 24 wmm. JKOBUHHUN MIXyp —
TiNOTOHIYHUM, CTIHKa KOHTpacTHa, 3epHucrta. llianuoiyHkoBa 3aioza  —
3€pHUCTICTh MMAPEHXIMH, IOMIpHA JUIATALIIS] IPOTOK.

Exokapniorpadisi: BUcCHOBOK: po3Mipu Kamep Ta CyJIUH B MEKaX HOPMHU.
AHOMasibHa XOpJia JIBOro muIyHouka. CkopouyBajibHa 3/IaTHICTH MioKapjaa
3a0BLILHA.

EnexTpokapaiorpama: BapiaHT HOPMH.

Komm'totepra TtoMorpadisi opraHiB TpyJHOI MOPOXHUHU — BHSBJICHO
¢16p03 HUKHBOT YACTKH MPABOI JIETeHI 3 MHOXXUHHUMHU OPOHXOEKTa3aMH 3 000X
CTOpIH.

3 ormsAy Ha JaHl TPOBEIECHOrOo OOCTEKEHHS (aHaMHeE3, pe3yJbTaTh
M1JOKapmiHOBOI TIpOoOM), AWTHHA HaIpaBjieHa 10 CHEIiali30BaHOT0 MEIUKO-
reHeTuyHoro 1eHTpy (MI'L]) nist miaTBepKeHHs a1arHo3y MyKoBiciuao3. [lpu
obcrexxenHi B MI'LL: xmopuau noty — 65,9 MMob/J1; romoructein kposi — 10,97
MKMOJIB/JT (HOpMa 10 5 MKMOJIB/1); (horieBa kuciorta — 3 Hr/mi (HopMma 4,6-18,7

HI/MJT); Tamma-TioTamuiTpancnentuaazu — 18,84 Ox/n (mopma <18 Op/n);
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ceyoBuHa ceul — 241 mmonw/a (Hopma 133-200 MMOJIB/1T); JaKTaTACTUIPOTCHA3a
—423,32 On/n (mopma 0-345 On/m).

TonkomapoBa xpomarorpadisi aMIHOKHCIOT KpOBI Ta BYIJIEBOJIB, PiBHI
roKko3n, kpeatuHpocdokinazu, cedoBoi kucimotu, ACT, AJIT, GimipyOiny,
Ty)kHO1 (hocdarasu, 3arabHOTO O1JIKa, KaJIbI[il0, MATHIIO — B MEKaxX HOPMHU.

OTtpumaHO pe3yiabTaTH MOJIEKYJIAPHO-TEHETUYHOTO JOCTIDKCHHS B
nabopatopii CYSTIC FIBROSIS TEST xTAGR Cystic Fibrosis Assays (CIIIA)
- BusiBjieHa myTarisa 711 + 1G>A.

[ToennanHs HecHpusATIUBUX (DAKTOpIB, a caMe: 4YacTi OpOHXOJEreHeBl
3aXBOPIOBAHHS, OOTSDKEHMH CIMEHHUN aHaMHe3, IMO3UTHBHA MUIOKapIiHOBA
npoba, (iObpo3Hi 3MiIHM TpaxeoOpPOHXIATBLHOTO JIepeBa, BHUSBICHA MYyTallis
MBTP no3BoJsinia BCTAHOBUTU OCTAaTOYHMM M1arHO3: MYKOBICIIM03, JET€HEBa
dopma, nerkuii nepeOir. I[lopymeHHs OOMiIHY CIPpKOBMICHHX aMIHOKHCIIOT,
rinepromMouucTeinemis. XpoHIYHUN afeHoinuT. AJEHOiAH1 Bereramii 3 CT.
[lepcuctupyroua BEb-indexuiga. Jlimpanenonaris. IMyHHa HEIOCTaTHICTh 3a
KJIITUHHUM TUIIOM. AHOMAaJIbHA XOp/ia JIIBOTO IUTYHOUKA.

JlaHuii KJIIHIYHUM TOpUKIaA  UIIOCTPYE BUNAAOK JIereHeBoi (opmu
MYKOBICLIMJIO3Y, IO MPOTIKAE€ TiJ MAaCKOI PEIUANBYIOYOi pecripaTopHOi
MAaTOJIOT11, 3 HE MOPYIICHOIO (PYHKITIEIO MIUTYHKOBOI 3aJI03H.

3akiouenns. Pi3HOMaHITHI KIiHIYHI nposisu MB 3anexaTs BiJ I'eHiB-
Moau(IKaTOPiB, 30KpeMa TEHIB, SAKI MOJIYJIIOIOTH CTYIMiHb YpPaKCHHS JIETEHIB
(rean kmacy 2 ricrocymicHocti (HLA-class 2); reHu cucreMu IeTOKCHUKAIii
KCEHOOIOTHKIB, TeH MaHHO0303B s3yBaibHOTO jaktuHy (MBL); ren dakropy
uHekpo3y myxiauH (TNF); ren cunTasu okcumy aszory l-ro tumy (nitric oxide
synthase type 1); renu cypdakranT-acomiioBanux OuikiB A ta D (surfactant-
associated protein A and D); ren tpancopmyrodoro dakropy poctry Pl

(T6FB1); ren al-antutpuncuny (AT-al); ren B-aedensunis (B-defensing)).
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Hait6inpm Bakkuii mepebir MB, 3a3Buuaii, BiI3HAYAETHCS 32 HASBHOCTI
rerotuiry F508del. Leit renoTrn 00YMOBITIOE BaXKKy JIET€HEBO-KHUIIKOBY (hopMy
MB, 1m0 KIHIYHO MOXE MPOSBIATHCS HASBHICTIO XPOHIYHOTO JU(Y3HOTO
OpOHXITY, MOITUPEHUMHU OPOHXOEKTa3aMH, BTOPHHHOIO JIETEHEBOIO T1MEPTEH3110
Ta JIETEHEBUM CEpIEM, CEPIIEBO-JIET€HEBOI0 HEJAOCTATHICTIO, MaHKPEATHUYHOIO
HEJIOCTATHICTIO BAXKKOTO CTYIMEHsS, BaXXKOK (POPMOIO IIYKpOBOro jiadery,
UPO30M  TMEYIHKM, TMOPTAIbHOIO TIMEPTeH31€l0, TINEpCIUICHI3MOM — Ta
BIJICTABaHHAIM VY (I3UYHOMY pO3BUTKY. 3a HASBHOCTI JAHOTO TEHOTHUITY
MIJBUIYETHCSI PU3UK JIETAIBHOCTI BIiJ] IUTYHKOBO-KHUIIKOBHX KpPOBOTEY Ta
MEY1HKOBO1 HEJJOCTATHOCTI BHACIIIIOK ITUPO3Y.

Jlerkuit, atunoBuii yn creptuil nepebir MB oOymoBIlieHMIT HAsSBHICTIO
«’sakux» Mmytamin (3272-26A>G, 3849+10xk6C>T, IVS8-5T, 2789+5G>A,
R117H, R 374P, T3381, G551S), To OimpIn KWMOBIpHA ITi3HS JIarHOCTHKA
3aXBOPIOBaHHS, (YHKIIS JIET€HIB 30€pIracThCsi B OUIBIIOI MIPOIO, HUKYE
yacToTa KoJIOHi3amii Pseudomonas aeruginosa Ta MiOILIyHKOBAa 3aJio3a
dbyHkuionye HopMaiabHO. KiriHiyHO MaHidecTaliss 3aXBOPIOBAHHS MOXKeE
NPOBAIATHCS PEUUIUMBYIOUMMU CHHYCUTaMU Ta/ab0 OTUTamMH, HAasBHICTIO
MOJIIMIB Y MOPOXKHUHI HOCA, 3HWKEHHSAM amleTUTy, TUCIEINCUYHUM CHUHAPOMOM
(HasBHICTh TEPIOJUYHO BUHUKAIOYUX TOCIA0JIEHb CTUIBIS, METEOpU3M),
BIJICTaBaHHS Y (DI3MYHOMY PO3BUTKY Bl OJTHONITKIB.

OcobmuBy yBary mnpu BusiBlieHHI MB cnig npuguisaTa  JiTaM 3
PEKYPEHTHOIO OpOHXOJISTEHEBOIO TATOJIOTi0  (IMMOBTOPHI Ta  PEIUIUBHI
ITHEBMOHIi; OpoHXiaJlbHa acTMa, pedpakTepHa [0 TpPaAULIINHOI Teparii,
peIUANBHI OPOHXITH Ta OPOHXIOITH).

VY pimieHHi npoOjieMu MYKOBICIHMIO3Y BU3HAYaJbHUMHU MOMEHTaMU €
paHHs J1arHOCTUKA 3aXBOPIOBAHHS, aJICKBAaTHE JIIKYBaHHS Ta peaOuIiTallis, o
3a0e3nedye OUThIIT BUCOKUHN TeparieBTUUHUN €(EKT, OKPAIIYIOTh SAKICTh KUTTS

Ta 30LIBIIYIOTh HOTO TPUBAIICTb.
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IlepcnexkTHBY MOAANBIIUX A0CHiAKeHb. [Ipornos pis narientis 13 MB
MOCTYIIOBO TOKPAIIYEThCA TMPOTATOM OaraThOX pOKIB, B OCHOBHOMY B
pe3yJbTaTi paHHbOI JAIarHOCTUKM (HEOHATaJbHUM CKPHUHIHT), TOJJOBHUM YHHOM
3aBISIKA  JIOCHTIDKEHHSM, SIKI HAQJalOTh OLIBII TIOBHE YSBICHHS IPO
MOJICKYJISIPHO-010JI0TIYHUN Je(heKT Ta JEKUTh B OCHOBI MYKOBICIHIO3Y, IO
MPU3BOJAMUTH JI0 HOBHX IMIIXO/AIB Y JIIKYBaHHI.

Panne BusiBieHHs atunoBux (OpPM MYKOBICIHIIO3Y, 3amoOiraHHs
BUHUKHCHHIO YCKJIQJHCHb 3aXBOPIOBaHHS, Ta pO3po0Ka HOBUX METO/IB

HiKYBaHHH 3HaXOOATHCA Ha eramni PO3BHUTKY.
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