YmntamTte Hac Ha canTe: http:/med-expert.com.ua

YK 616.43/.45-008.9-056.7:616.2/.3-003.218-008.817]-036-071-092-053.2:575.224

J1.0. be3pykos', €.I1. OptemeHka’, I.b. Ciykap?

HeknacunuyHuin nepeOir «<knacu4HoI»
MyTauil reHa MyKOBiCLUA03HOIro TpaHCMeMOpPaHHOro
perynartopa (kKniHiYHM BUNagok)

"BYKOBUHCBKUIA fiepXXaBHUN Medn4HUA yHiBepeuteT, M. YepHiBLi, YkpaiHa
206nacHa gutaYa KniHidHa nikapHs, M. YepHisui, YkpaiHa

SOVREMENNAYA PEDIATRIYA.2019.1(97):82-88; doi 10.15574/SP.2019.97.82

MykoBicuno3 — Le cnajKkoBe MOHOTEHHE ayTOCOMHO-PELLeCUBHE 3aXBOPIOBAHHA, IKE XapakTepu3yeTbCs PO3BUTKOM YHIBEPCANbHOI eK30KpUHONATIi Ta BTO-
PUHHWX 3MiH, NEPEBAXHO B OPraHax CUCTEM AMXAHHA Ta TPABMEHHSA, BHACNIAOK MyTaLii reHa MyKOBICLLMLO3HOr0 TpAHCMEMOPaHHOro perynsTopa. Movacty
FEHOTUM XBOPUX HA MYKOBICLM03 3YMOBIIIOE HE TiflbKW TePMiH [e6loTy nepLUnx nposBiB, XxapakTep Ta KOMOIHAL0 KNiHIYHWX 03HAK, ane il BaXKicTb nepe6iry
32XBOPIOBAHHA Ta KOr0 NPOrHO3.

KnioyoBi cnoBa: MyKoBiCcLMA03, FTEHOTUN, KNiHIYHI NPOABK.

Nonclassical course of «classical» mutation of the cystic fibrosis transmembrane
conductance regulator gene (clinical case)
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Cystic fibrosis is an hereditary monogenic autosomal recessive disease characterized by the development of universal exocrinopathy and futher secondary
changes, mainly in the organs of respiratory and gastrointestinal systems due to mutation of the Cystic fibrosis transmembrane conductance regulator gene.
Often the genotype of cystic fibrosis patients determines not only the onset of the disease's first manifestations, the character and the combination of clinical
signs, but also the severity of the disease and its the prognosis.
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Heknaccuyeckuii TeyeHne «Kiaccu4yeckon» MmytTaumum reHa MyKoOBUCLUA03HOro
TpaHcMeMOpaHHOro perynsatopa (KJIMHU4YeCKuii cny4daii)
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MykoBMCLMA03 — 3TO HACNEeACTBEHHOE MOHOTEHHOE ayTOCOMHO-PELLeCCUBHOE 3a60/1eBaHMe, XapakTepu3yHoLLeecs pa3BuTEM YHIBEPCANbHOI 9K30KPUHONA-
TUM W BTOPUYHBIX N3MEHEHUIA, MPENMYLLECTBEHHO B OpraHax CUCTEM [bIXaHUS U MULLEBAPEHMs, BCNeACTBUE MyTaLuu reHa MyKOBUCLMA03HOMO TPaHCMeM-
6paHHOro perynaropa. 3a4acTyto reHoTun 60/bHbIX MyKOBUCLMAO30M 00yCNaBnMBaeT He TONbKO CPOK Ae6oTa NepBbix NPOSABEHNIA, XapakTep 1 KOMOUHALMIO
KIMHUYECKNX NPU3HAKOB, HO U TAXECTb Te4YeHUs 3a60MeBaHMs 1 ero NporHo3.

Knioyesble ¢n0Ba: MyKOBUCLIMAO3, TEHOTUN, KITMHWUYECKNE NPOSIBEHUS.

Beryn

ykoBicuugo3 (MB), abo kicrosuuii

$hibpo3, — 11 CIajKoBe MOHOTEHHE ayTO-
COMHO-pelleCHBHE 3aXBOPIOBAHHS, SKe XapaKTepu-
3YETHCS YPAKEHHIM eK30KPUHHUX 327103 JKUTTEBO
BUKJIMBUX OpraHiB (yHiBepcasibHa €K30KPUHOIIA-
Tisl) BHACJIZIOK MYyTallii TeHa MYKOBICIIU/IO3HOTO
TpaHcMeMbGpantoro peryisitopa (MBTP), akwuii
€ KaHaJIOM JIJISI aKTUBHOIO IIePeMillleHHsl 10HiB
XJIOPY, & TAKOK PETYJISITOPOM 3BOPOTHOTO BCMOK-
TyBaHH# 10HIB HaTpilo, OCHOBHOIO JIAHKOIO I1aTO-
rene3y MB e npojykiiist eK30KpUHHUMU 3a7103aMU
CeKpeTy TiJIBUIIEHOI B'SI3KOCTI 3 PO3BUTKOM BTO-
PUHHUX 3MiH, IlepeBa)KHO B OpraHax CHCTEM
UXaHHg Ta TpaBiaennd [1].

Ferm MB posmmdposano y 1989 p., BiH pos-
TAlIOBAHWI BCepelnHi J0Broro mjieda 7 ayTOCOMHY,
MicTuth 27 ex30HiB i oxomaioe 250 000 map
HyKJeoTU/1iB. Ha cydyacHomy ertari omnmcano npu-
6mm3no 2000 myTaniii i nonazx 200 nosximMopdismis
rera MBTP, yacTtora i CHeKTp SKUX BiJ[Pi3HSI-
I0TbCSI 3HAYHUMM BapialliiMu y pPi3HUX €THIYHUX
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rpynax i nomysdnisx [1,2]. Beranosieno, 1o
KOKeH 25-f1 MpeicTaBHUK €BPOIIEOiHOT pacu
€ HocieM reHa MB, a nommpenicte MB y kpainax
[TiBaiunoi €sponu ta [liBHiYHOI AMEpUKN cTaHO-
Buth 1 Ha 2000-2500 HOBOHapomkeHux. Tax,
B Ipsranmii yvacrora M B cranoButs 1:1800 HoBOHA-
po/ukenux, B Ykpaini — 1:2300, a y Oinanmii —
1:26000. Cepen xopiHHoro HacejeHHsT Azii
ta Adpuku MB € Bkpail piKicHUIM 3aXBOPIOBaH-
Ham (menmie 1 ma 100 000). 3a ganumu emigemio-
Joriynux jpocaipkenn, y Pocilicekiit Depepartii
Y4acTOTa XBOPOOU y PI3HUX PETiOHAX KOJHUBAETHCSI
Bix 1:8500 1o 1:12900 HOBOHApOLKEHUX [2,5].
SIxiio obuasa 6GaThKN reTepo3uroTHi (€ Hocis-
MU MYTOBAaHOTO TeHa, ajie KJIHIYHO 3/10pOBi),
TO PU3UK HAPOJKeHHs XBopoi Ha M B qutunm cra-
HOBUTD 25%. IIpu 1ibOMy TIpM KOKHI# HACTYTIHI
BariTHOCTI Y JIaHOI CIMEIHOI 1Tapu MOKa3HWK 3711~
IIAETHCST HE3MIHHUM: PU3UK He Ma€e mam's1ti. Hocii
TIIBKK OZHOTO JileheKTHOTO TeHa (ajiesii) He XBO-
pitoth Ha M B, T06T0 abcooTHa GLIBIIICTD 3710PO-
BUX 06aTbKiB—HOCITB AedexTHOro rena MB He
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3HAIOTh TIPO HOCIMICTBO, TOKA Y HUX HE HAPOJIUTD-
csl XxBopa iuTuHa. Ile TpaniseTnes, AKIo HeMOBJIS
ycragkoBy€e aHomasibHi remn MB Bixm o060x
6aThKIiB;, IPU I[BOMY XBOpa AWTHHA MOXKe OyTH
FOMO3WMTOTHOIO 32 OJIHIEI0 3 MyTalliii abo BHUSIBU-
THCS KOMIIAYHIOM, KOJU MyTaiii 6aTbKiB pi3-
usaTbes [3,4,9].

OCHOBHOIO MYTAIII€I0, 3 SIKOIO MOB'si3aHa OiJb-
micth Bunaakie MB, e genenis F508 (F508del).
Tax, ananiz momupeHocti pizHnx anomamaiit MBTP
cepen 29095 narientis, xBopux Ha MB, y 35 kpai-
Hax €Bporu nokasas, 1o nonaa 90% sumaakis MB
y IMTSYOMY Billi aCOTI0BAJIN 3 HAIBHICTIO TOMO3H-
roraoro F508del renotuny [4,7].

3asHauyena myraitist (F508del) Busnagaerncs sik
Haifyacrtinia i B YkpaiHi, a il yactoTa 3a OCTaHHIMHU
manuMu ctaHoBuTh 50%. /locuTh yacTo Tparis-
forbest MmyTariii N1303K (1,5%) ta CFTRdel21xb
(3,5%), Bomnouac mytaiiii R334W, R553X, G551D
i 1677delTA matoTh Miclie JinIe y MOOJAUHOKUX
BUIIQ/IKAX i3 yacToTOM0 MeHIre 1% KokHa. Y IIijo-
My B YKpaiHi Bi/ICOTOK BU3HAUYEHHS BU/IIB MyTallill
He miepeBuIye 55% [1].

Jiarmo3 MB BcTaHOBJIIOIOTH Ha ITiICTaBl HasSIB-
HOCTi oztHi€T (260 GisTbIIe) KIHIYHIX 03HAK 3aXBO-
PIOBAHHSI y TIOEHAHHI 3 JIETEKIIE€I0 y TAaIliEHTa
aBox myTariiii rena MBTP a60 1BOX MO3UTHBHUX
pe3yJIbTaTiB IOTOBOIO TecTy 3a I'ibcorom—Kykom,
ab0 3a HasIBHOCTI aOHOPMAJIbHOT PI3HUIN HA3aIb-
HUX TpacerniTesiaJibHuX moTeHtiamis [1,3,6].

JlikyBanHss M B Bumarae MysibTUMCITUTIIIIHAD-
HOTO T/IXO/LY, IO BKJTIOYAE OUUTIIEHHS OPOHXIah-
HOTO JIepeBa Bijl B'SI3KOTO MOKPOTHHHSI, H0POTHOY
3 iHdexiiero (caHalio GPOHXIB), HOpMaJi3alliio
HYTPITUBHOTO CTaTycy, HOpMaJsi3alliio (QyHKIii
OpPTaHiB TpaBJIeHHS, MPOTU3AMATbHY Tepariio,
JiKyBaHHS Oe3IUIisL, COIiaJbHy aJamTaliiio,
TeHHY Teparlito (JaHWi HANIPSIM JIIKYBaHHS 3HAXO-
IUThCS Ha cTajil BuB4enns) [1,5,8].

Kainiuanii BUnaziok

HaBomumo BiiacHe crioctepeskents. Xionuux
M., 10 poxis (15.05.2008 p.H.), mepeBemeHMIt
110 TyIbMOHOJIOTiuHOTO BifiierHs KMY O/IKJI
M. UepHiBIi 3 BijfiieHHsT KpamneJbHUX iHQEKIii
3a3HaveHoi JikapHi 3 miarHo3om: <«Kip, cramis
pekonBaJiectieH1ii. [IocTkopoBa BOrHMIIEBO3JI1B-
Ha IIHEeBMOHIis HUKHBOI 4acTKU JIBOI JieTeHi, roc-
Tpuii mepebir, yckaagHena Tokcukosom ta JIH 11
crynens». /lani anamuesy: autuHa Bij I BariTHO-
cTi, 1o nepebiraja Ha TJi TOKCUKO3Y BariTHOI Ta
i3 3arposoio BukuaH#A, Bif [ nmosoris. Hapoauscs
nonotmennM, y 38—40 TuxHiB recrartii. /o rpyneit
npukiagenuii Ha 1 100y, nepebyBaB Ha IPUPOLHO-
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MY BUTO/IOBYBaHHI /10 6 MicatiB. /[utnHa mienyiena
YaCcTKOBO: /10 2,5 POKY — BIANOBIZHO 10 PEKO-
MEeH/IOBaHOTO rpadiky IIeryeHb, y TOMY YHUCJi
OyJia TIpoBe/ieHa BaKI[MHAILS TPOTU TYOEPKYIbO3Y
(BILK y 2 micsiiti) Ta mpoT KOPY y CKJIai KoMOi-
HOBaHOI BaklIMHU (Kip, KpacHyXa, HapoTuT
y 1 pik 2 micarti). 3i cTiB MaTepi IUTUHM Ta 3TiTHO
3 HaJIaHOI0 MEIUYHOI0 JTOKYMEHTAINE, XJIOMINK
He XBOPIB iHIMMKM iH(EKIIHHUMU XBOopobOamu,
OKpIM 3a3HayeHoro BHUIlE emi3ony Kopy (iHdek-
mitaui ingexkc=1). [nauBigyanpunii Ta ciMeliHUN
aJIeProJIOriYHNUi aHaMHe3 He OOTSIKEHU.

/lutnra TepeBemeHa 0 MYJBMOHOJOTIYHOTO
BIJUIVIEHHS Y CTaHl CEPEeIHbOTO CTYTIEHsST BasKKOCTI
3a PpaxyHOK SBWI I1HTOKCUKAIil, TilepTepMii,
JIUXAJbHOT HEJ0CTaTHOCTI, 31 CKapramMu Ha MJId-
BiCTh, COHJIUBICTH, 3aJUIIKYy, BOJIOTUI Kalllesb
YacTUil 3 BUJIJIEHHSIM B'SI3KOTO CJIM30BO-THIITHOTO
MOKPOTHUHHSI, HeXKUTb. [Ipn HazxoKeHHi Temiiepa-
typa tisia 38,6°C, HCC 100 ynapiB Ha xBusuny, Y/[
28-32 na xunnny, Sa0O2 93%. Ha pentrenorpadii
opraniB rpyzanoi kiaitku (OT'K) Bigyasisyiorbcs
HEYiTKI PO3CigHi iHDUIbTPATUBHI CKYITYEHHS JieTe-
HEBOI TKaHWHKM Ha BCbOMY IOJIi 30Dy, ase Oijbiie
3/1iBa y HUKHIN YaCTIli; JJereHeBUuil MalOHOK II0CH-
JIeHUH, OiJibllle 3J1iBa; KOPEHi JiereHb VIIiJIbHEHI,
iH(pITBTPOBaHI, MiZIBUIIIEHA THEBMATHU3AIlid JIereHe-
BOI TKaHUHU; KyTOJ AiadparMu CIIONEeHUH 3J1iBa.
Cunycu BimbHi. Ha MoMmeHnT mepeBomy auThHA
OoTpUMyBaja JIKyBaHHS: iH(Yy3iitHA Teparis:
0,9% NaCl o 100,0 mur 1Bidi Ha 1€Hb 0BEHHO, 5%
p-u rmokosn — 200,0 My 10BeHHO — OAWH pa3
Ha 7100y; JopakcoH (1edTpiakcoH) i3 po3paxyHKy
90 mr/kr Ha m00y; caHallis HOCA: IPOMUBAHHS
HocoBux xofiB termMm pozunHoMm 0,9% NaCl Tta
CyIb(aIisI HaTPifo Ha3aIbHO YOTUPH Pa3u HA JIEHb.

Ha ugerBepty 100y JiKyBaHHS B MyJIbMOHOJIO-
riunomy Bizzisienni O/[KJI y 3B's13Ky 3 HE3HAUHOIO
KJIIHIKO-/1Ta00paTOPHOIO IMHAMIKOIO CTaHy MallicH-
Ta — 306epiraeTbes cyOdebpuibHa TeMIlepaTypa
(37,0-37,4°C), aBuina iHTOKCUKAII Ta BOJOTUH
kamesb, Taxikapaig (HCC 112 yaapiB Ha XBUJIH-
Hy) Tta taximHoe (Y/[ 28-34 Ha XBUIWHY),
Sa02=91-92%, y saraspHOMY aHali3i KpoBi —
JIEWKOTIUTO3, HEUTPOMIIBO3, 3CYB JIEUKOIUTAPHOI
dbopMysi BIIBO — 3MiHEHO aHTHOAKTEpiaJbHY
Tepartiio: redTazuanmM i3 po3dpaxynky 90 Mr/Kr Ha
100y JOBEHHO Ta KIapuTpoMinmH 15 Mr/Kr/moby
MepPOPAJBHO.

Ha npoBezieHHd yciX MpU3HAYE€HUX ITi/1 4ac CIo-
CTepesKeHHsI JIOCJiKeHb OyJia OTpUMaHa MOiH-
(hopMoBaHa 3rojia marfienTa Ta Horo 6aTbKiB.

3a yac IMHAMIYHOTO CTIOCTEPE;KEHHS JTIKYI0YOTO
JIIKapS-TYJIbMOHOJIOTA HACTOPOKUJIA HEBIMTOBII-
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HICTb BUSBJIEHUX KIIHIYHUX CUMIITOMIB Ta O3HAK
«TOCTPOrO» Tepebiry THEBMOHIT y JUTHHU.
30KpeMa y XJIOIYMKa BUSBJIEHI HelpsaMi 03HaKU
XPOHIYHOI Tinmokcii: pedopmallig AUCTAJIbHUX
(basIaHr majblliB PyK Ta Hir 10 Ty «GapabaHHUX
MAJIMYOK» TA HITTIB 110 TUITY «TOJIMHHUKOBUX CKe-
JIeTib», CTabiIbHO HM3BKI MOKA3HUKM CcaTyparii
kucHiO (SaO2 91-95%), a TakoxX O3HAKH TIOPY-
HIeHHS HYTPITMBHOTO cTaTycy AuTHHU. Tak,
Maca Tijia xJaomyuka (24,5 Kr) GyJia ysKe HU3bKOIo
Bi/IHOCHO BiKy (MeHIle 5 TepIeHTUJs), 3picT
(133 cm) — Hmkue cepenuaboro (10—-25 meprieH-
TUJIBHUN KOPU/IOP) BiZIHOCHO BiKY, a 1HJEKC Macu
Tizma cranoBuB 13,84 Kr/m? 1o Bignosigae
BUPA3HOMY J1e(pillUTy Macu Tijia BiIHOCHO 3POCTY
(MeHmiIIre 5 TEPIIEHTHUIIS ).

BinznaueHo HasiBHICTH NOCTIAHOI 3a/IUIITKU Ta
cTabUIBHICT ayCKYJIbTaTUBHIX 3MiH HAJI JIET€HIMU
(piBHOMIpPHO OcCJTabJIeHe IMXaHHST Ta HASIBHICTD Pi3-
HOKaIIOEPHIUX, MEPEBAKHO CEPEHBONYXUPIACTHUX,
HEeTYYHUX <3JIUILIMX», BOJIOTUX XPUIIIB HAJl YCI€EIO
MOBEPXHEIO JieTeHb), He3BaKaloul Ha MOCTYIIOBE
Ha T/l aHTUOIOTUKOTEpAITii KJIiHIYHEe MOKpAIaHHsT
crany naifienTa (30iabuieHHs (i3MIHOI AKTUBHOCTI,
MTOKpaNIaHHs aleTuTy, HOPMaJIi3allisi TeMiiepaTypu
TiJIa) Ta TIO3UTHUBHY PEHTIEHOJIOTIUHY JAMHAMIKY
(moBropHa pentrenorpadis OT'K: ruramika nosu-
THUBHA; JiereHeBUI MaJIIOHOK 11Ie [TOCUJIeHUH, O1J1b-
1I1e 37TiBa; KOPEHi JieTeHb YITiIbHeHi, iHpiTbTpoBaHi;
Bi3yasTi3yeThCs 1e TOOMHOKA iH(IiTbTpartis iere-
HEeBOI TKaHWHW y HIKHIX BiIijiax, OlIblie 371iBa;
cuHycH BiJIbHI ). BogHouac y namienra 36epiraimcst
O3HaKu Tematomeranii (HUKHIW Kpail TMediHKu
nabiyeTbest Ha 2,5—3,0 ¢M HIKYe TipaBoi peGpoBoi
JIyTU, M'SKOEJIACTUYHOT KOHCUCTEHIIIT; cesie3inKa He
nasnbiyerhest). [pu mbomy y GioxiMivHOMY aHasmisi
KpOBi (BeHO3HA KPOB) He BUSBJIEHO MATOJOTITHUX
Bi/IXWJIEHb, OKPIM HECYTTEBOTO ITi/[BUIIIEHHS PiBHS
ACT — 39,0 On/n (1Hopma 5,0-37,0); 3araibHuii
6inipy6iH — 9,5 MKMOJIb/J1, IpsiMuii GimipyOin —
2,4 MKMOJIb/J1, TMOJI0Ba 11poda 0,5 O/, AJIT
14,2 Op/n  (wopma 5,0-41,0), kpeatunin
58,6 Mxmousb/n1 (Hopma 53,0-97,0), ceuoBrHa
3,0 mmoub/m1 (Hopma 2,8-8,3), saraybHuil OiTOK
701 r/n (wopma — 66,0-87,0), rmoko3a
5,2 Mmoab,/n (HopMa 3,9-5,5), Ca™ — 2,63 MMoub,/a1
(mopma 1,55-275), CI' — 103,0 mmoms/n, K* —
4,7 MMOJTH,/J1.

[Tpn yabTpa3ByKOBOMY JOCTi’)KEHHI BHY-
TPINIHIX OpraHiB BUABJEHI O3HAKW AUMY3HUX
3MIH y MapeHXiMi TMeYiHKW Ta MiAINITyHKOBOI
3aJI03H, a IPOBe/leHHs coHoTpadii cepiid yCKIal-
HeHe 4Yepe3 HasBHICTH GPOHXO00OCTPYKTUBHOTO
cunHApoMy (IiIBUIIEHA ITHEBMATHU3Aallisl JIeTeHb).
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3 orJisi/ly Ha HagBHICTh O3HAK XPOHIUHOI Tilo-
Kcil, 3aTpuMKHU (hi3UUHOTO PO3BUTKY 3 JIeDiluTOM
MacH Tijia Ta rermaToMerasii He3'SICOBAaHOTO TeHe3y
MOCTAJIO MUTAHHS MO0 HASBHOCTI y IMTUHU XPO-
HIYHOI IIATOJIOrI1, Y TOMY YMCJ MYKOBICIIU/I03Y.

CrirasiHicTh TIpu 3'sicyBaHHI BCiX 1MOAPOOUITH
aHaMHe3y Ta mepebiry 3axXBOPIOBAHHS TIOJISITANIA
y KOMyHikailii 3 6arbKamu: iHum ckapru (OKpim
rOCTpUX CHUMIITOMIB Hapa3i — TeMmIeparypa,
KalllesIb Ta 3arajibHe He3/ly:KaHHsI) Ta CUMIITOMHU,
HasiBHI y XJlomuuKa, 30upanucss OyKBaJIbHO
0 KpuXTax. ¥ TOMY YHCJI, HapuKIaa, OaThKiB
HIKOJIN He HEeTIOKOoiJIa HasBHICTh Y IUTUHY eop-
Mallil JUCTAJbHUX BIJIIJIIB MaJbIB PyK 1 Hir:
31 caiB MaTepi, y 6aThbKa AMTUHU TaKWUN CaMuii
BUTJIS/L IAJIBITIB KiHI[IBOK, a TAKOK BiH XBOPI€ Ha
«XpOHIYHMI OPOHXiT». 3 IHIIUX O0COOJUBOCTEN
ciMelHOro aHaMHe3y: GAThbKU JUTHHU € JaJTeKIUMU
poAMYAMHU, a Y TITKK MaIli€HTa 32 POJOBOAOM HaTh-
Ka JIilarHOCTOBAHO OEe3ILTi IS

3i ciiB Marepi AMTUHU Ta 3TiAHO 3 HAZAHOIO
MeIUYHOIO IOKYMEHTAITIEI0, Y XJIOMYUKa BiJl HApO-
JUKEHHST TPAIUISIIACS SIBUIIA «IUCOAKTEPiO3y»:
4acTi BUIIOPOKHEHHSI 31 IMIMaToyKaMW Herepe-
TPaBJIEHOI 1:Ki, 3 HEIPUEMHUM 3a11aXOM, 3€JIeHOTO
KOJIbOPY, I[epPioJINYHO — JKUPHI BUIIOPOKHEHHS,
AKi BakKo OyJsio BifinpaTyi 3 TIeIomoK. 3i cJiB
Marepi, i ABUIA MUHYJHU /10 6-MiCSIUYHOTO BiKy
autuHu. Ilpu 1mpbomMy MaTu XJIOMYMKa BKAa3YE,
10 BOHA 3aBJKAM BiaMivaja CBiTjie 3a0apBJICHHS
BUIIOPOKHEHD Y CHHA, ajie MOB'A3yBaja 11e 3 0c00-
JIUBOCTSIMU XapuyBaHHd (BeJUKa KIJIbKIiCTh
MOJIOUHMX Ta KMCJIOMOJIOUHUX HPOJYKTIB y HOTO
partiosi).

Takouk, 31 caiiB Matepi, il TypOyBaja HasIBHICTh
TMOCTIHHOTO HEXUTIO y AUTUHU, SKAU 3 SIBUBCS
3 1-ro micsr skutTTs. Buminenns 3 Hoca mepcucry-
BaJIM MOCTINHO, CJIM30BOT0 XapaKTepy; a 3 3-PiuHoO-
ro BiKy BU/IiJIEHHS 3 HOCa HaGyJIU CipOro KOJIbopy,
3 nepiogmyHuMu (IIpU 3aTOCTPEHHI) emi3ogaM
THINHUX HA3aJIbHUX BU/IJIEHD.

3 4-piyHOTO BiKYy y AWUTWHU BiMidasocs
MOCTIiTHE TIOKANLJIIOBAHHS, 3 BUIIJIEHHSIM MOKPO-
TUHHS ciporo Koabopy. [3 6-piuHoro Biky y xJjoii-
yyKa IoYajKcs IOBTOPHI enizogu OpPOHXITIB
Ta THIHHUX CUHYCHUTIB. Y TOAAJBIIOMY TAIliEHT
HEOJITHOPA30BO JIIKyBaBCs y PallOHHIN JiKapHi 3
MPUBOJLY PECIIPATOPHUX 3aXBOPIOBAHb: I'HIHHUX
eHIOOPOHXITIB, THIHHUX CHHYCHUTIB, OOCTPYKTHB-
HUX OPOHXITIB.

Y 2013 p. nartienTt JikyBaBcd y MyJbMOHOJIO-
rivnomy Biagisenni KMY OJKJI m. YepHnisiti
3 mgiarHo3oM: «[ocTpuii can30BO-THIIHUIT eHJI0-
OpouxiT, cepennbo-Baxkuii nepebir, JH 1 cr.
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Ty6indikosanicTs. Bipax Ty6epKy1iHOBOI TPOOH.
l'enaromnarisi MeTaboJIiYHOTO reHe3y, HeyTOUHEeHOT
eTiosiorii. XpoHiYHUH IOJIIIO3HUII CUHYCHUT, CTa-
mist 3aroctperss. JIaMO1i035.

3i cu1iB GaThKIiB Ta 3riHO 3 HAAHOIO MEITIHOIO
JIOKYMEHTAIT€10, T/l 4ac 3a3Ha4eHol rociiTamisaiii
y IMTUHY T103PI0BAJIN XPOHIYHNN 3aMajibHUH TIPO-
11eC, TTPOBO/IMBCA HEOHOPA30BUI KOHCUJIIYM Pi3HUX
CIIEI[ia/IiCTIB, J0JaTKOBE I000CTEKEHHS, Y TOMY
YHCITi KOMIT I0TepHA ToMorpadist opraniB rpyHoi Ta
yepeBHOI moposkHH (BusiBieHo KT-o3Haku 1B0GIY-
HOTO raliMopuTy, 1(Y3Hi 3MiHN MIEYiHKU Ta CeJIe3iH-
KI; Me/liaCTUHAJIBHA, YepPeBHA JIiM(DaIeHOTATIs ).

Anamizyoun paHy TrocmiTajisalifo Ta JaHi
aHamMHe3y, MOKHA 3ayBakKUTH, 1[0 HasIBHICTb
y JUTUHM JOMIKIJIBbHOTO Ta MIKIJBHOTO BiKy TaKUX
O3HaK, SK PEIUJANBHI CHHYCUTH, TOJITO3 HOCA,
ermizoan OPOHXOOOCTPYKTHBHOTO CHUHIPOMY Ta
HagBHICTH TelraToMmerasili He3' sScoBaHOI eTioJIori],
€ KJIHIYHUMU TIPOSIBAMHU, SIKi MOTPeOyIOTh ude-
pentanphoi giarsoctuku 3 MB [1,3,5]. Ase Biz-
CYTHICTb IIOBTOPHUX €I1i30/[iB ITHEBMOHI, TIPOsIBiB
MMAaHKPEaTUIHOI HEIOCTaTHOCTI (CUHIPOMY XpO-
HIYHOI [liapei ToIo), K KiIacuuHuX mnposisis MB,
3a HasIBHOCTI Bipaky TyOGepKyJaiHOBOI mpo6H
YCKJIAJHUIN BYacHy paiarHoctuky MB. /Iutnna
criocrepiranacs Ha «/I» 06Ky y prusiarpa, orpu-
MyBaja mnpodisakTuyHy Teparmiio (i30Hiasin,
pudamitin).

[Ipu akTyasnbHiil rocritanisailii HaMu TTPOJIOB-
JKEeHUI J1IarHOCTUYHUI TIONIYK, a caMe IIpoBe/ieHe
1000CcTEKEeHHST Ha TyOepKyJIbo3: OakTepiocKomiv-
He JIOCJi/’KeHHS MOKDOTHMHHS Ha HasiBHICTb
KHCJIOTOCTIMKNX GaKTepiil — pe3ysbraT HeraTHB-
HUil. MOKpPOTHHHS THiliHe, eriTesiaabHi KIITUHN —
2-3 B moJi 30py, Jetikonut — 10 10 B moJ1i 30Dy,
epUTPOIIUTH — He BUsIBJIEHO. JlabopaTopHwMii TecT
Xpert MTB/RIF — wmikobakTepii TyOepKyIb03Y
He BUSIBJIEHI.

3 ypaxyBaHHSM reraToMeraii Ta MmiBUIEeHHS
TpaHcaMiHa3z y 6i0XiMiYHOMY aHaJIi3i KPOBi IIPOBe-
meHi 610iMyHOXIMIUHI Ta iIMYHOJIOTIYHI 0OCTEKEH-
Ha Ha renatutd B ta C, a Takox iMyHOJIOTIYHI
06CTeREeHHST Ha TTapa3uTapHy 1HBa3iI0:

e renatrut B (HBV): HBc Ag (anturisa
IgM) — mneratuBni; HBc Ag (anturina
CyMapHi) — HeraTuBHi;

e renatutr C (HCV): antutina (IgG) mpotn
anturenis cor, NS3, NS4, NS5 — nerarusHi;
antutiza [gM nporu HCV — HeratusHi;

e anrurina (IgG) no Toxacara canis, Echino-
coccus granulosus, ackapuj, TpuxiHesa —
pe3yJibTaT HeraTUuBHUI;
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e anTwTizIa cymapHi 1o Opisthorchis felineus
— pesyJbTaT HeraTUBHUIA;

e anTWTiIA cyMapHi 10 Giarda (nsmOaist) —

pe3yJibTatr O3UTUBHUI.

[TpoxoB:KMIM peTebHmii 36ip aHaAMHECTHYHIX
maHuX. 3i CJiB Marepi XJOMYWKa, y IM'ATh POKIB
JIMTUHA TOTPAIWJIA B Xipypriuxe BiJliJIeHHST AUTSI-
4ol JIiKapHi 3 emi30/[0M TPUBAJIOTO 3a10py, SKUN
noB'sizasi 3 abjoMiHaabHOIO TpaBMmoio (yaap
y JKMBIT) IUTUHU. XipypriuHe BTpyyaHHS He TIPO-
BOJIMJIOCH, JTIKyBaHHs OyJI0 KOHCEPBaTUBHE, Y T.4.
nikyBanpHI Kiismum. VIMosipro, 1me 6yB emison
JIMCTATBHOI IHTUCTUHAIBHOT 06cTpyKIii [1,2].

3'sicoBaHo, 1110 3a TpH ocTaHHi poku (3 2015 p.)
y IUTUHU BiMiYasIcsl OBTOPI ei30/u MTHEeBMO-
Hiit (ycboro 3 emizoau — 1 pas Ha pik), a i3 cemi-
PUYHOTO BiKYy NEPioJIMYHO BifIMivaIUCs eli30/u
«jiapei»: 30iJbIIeHHsT YacTOTH BUIOPOKHEHb,
«KUPHIi» KaJIOBI MacH 3i MMaTOYKaMU HeTlepTPaB-
JIeHOI T:Ki. 3a3HaveHi emni30/iu «/iiapei» MaTu 4iTKO
MOB'sI3yBasia 3 OCOGJUBOCTSIMHU Xap4yBaHHs,
a caMme i3 BXKHUBAHHAM JUTUHOIO >KUPHOI TXKi.
B ocranni gBa poku 1mogiOHI CMMIITOMU I10YACTi-
I/ 1 CTAJu JIOBOJII PETYJISPHUMY, CHCTEMaTHy-
HUMHA. Matw 3 1[bOTO TPUBOLY He 3BepTajacs
y MeJIMYHI 3aKJIa/iN, a <KOPeTyBajia» 0COOIMBOCTI
BUIIOPOKHEHD 32 JIOTTOMOTOI0 «/IIETH»: OOMEKYBa-
Jia BXKUBAHHSA KUPHOI 1Ki.

Cnin 3a3HAYNTH, 1O O3HAKUW TAHKPEATUIHOI
HEIOCTAaTHOCTI 3a pe3yJabTaTaMW KOIPOTpaMu
B/IAJIOCST BUSIBUTH TiJIBKU MIPU TTPOBEJIEHHI cepiii-
HOTO, Mali’Ke MIOJIEHHOTO, JOCJI/IKEHH: KUPHI
KUCJIOTH, KPOXMaJjb, POCJMHHA KJITKOBHHA,
IO TIEPEeTPABJIIOETLCS Ta He IepPeTPaBJIIOETHCS:
Bi/l HeraTUBHUX pe3yJbTaTiB A0 ++; M'd30Bi
BOJIOKHA HeTlepeTpaBJieHi, MUJa, CIU3, CIIOJIyIHa
TKAaHWHA: HE BUSBJIEHO KOJHOTO pasy; M's30Bi
BOJIOKHA TIepeTpaBJieHi — BUSIBJIEHO OJWH pa3
(+); HelTpaJIbHUIL JKUP: Bijl HETATUBHUX PE3YJib-
TaTiB 710 ++++.

Boanouac BusHaueHHsI TaHKPeaTUYHO1 eacTa-
3u (Ka) BUSBWJIO BaXKY (hOpPMY HEIOCTaTHOCTI
€K30KPUHHOI (PyHKIT MAMIIYHKOBOI 3471031
y nanienra: 2,09 Mxr Ha 1 r kamy (Hopma — TOHa]T
200 mkr Ha 1 1 Kaxy).

[Tpu GaxTepiosoriaHOMY AOCJIiIKEHHI MOKPO-
TUHHS 3 aHTUOIOTUKOTPaMOIO BULIEHO: St7. pneu-
moniae (MikpoGue uucio 5x10%), Ps. aeruginosae
(mikpo6He uncyio 5x10%). YyTausicTh rpamiosu-
TUBHUX KOKiB: 1iedrazuanM (-), GeH3UIEeHI NI H
(-), amikaria (-), nmedikenm (-), meporienem (-),
numnpodokcartu (+), eBodiokcartu (+), med-
Tpiakcon (+), nedonepazon (+). UyrauBicTh
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rPaMHETaTUBHUX MAJINYOK: 1edTasugiuM (-), TeH-
TamituH (-), edikenm (-), nedimim (-), iminesem
(-), nopduokcaruu (-), munpodaokcanua (+),
nineparuiain 100 (+), nedonepason (+).

[Tpu nipoBesenti cripomeTpii 3 GPOHXOMOTOP-
HOI0 TIPo060T0 13 Gera-2 aroHictoMm (300 MKT BEHTO-
JIIHY) 3apeecTpOBaHi O3HAKHU MTOPYIIEHHS (PyHKITi1
30BHIIIHBOTO JIMXaHHS JIETKOTO CTYIIeHs, 3a 3Mi-
IMAHUM PECTPUKTUBHO-OOCTPYKTUBHUM THUIIOM.
Bponxomoropha mnpoba i3 Gera-2-aroHicraMm —
CyMHiBHa.

JIOP-nikapemM BCcTaHOBJIEHWI CYTyTHIH fiar-
HO3 «XPOHIYHUH THIMHO-TOJIMO3HUN ITaHCH-
HYCHUT».

TakuM ynHOM, Ha JITAHOMY eTalli larHOCTUYHOTO
MOIIYKY HAKOMUYMJIOCS JIOCTAaTHBO KJIIHIKO-aHaM-
HECTUYHUX JIaHWX, SKi BKa3yBaJu Ha HagBHICTb
MB: cunpOM TTOBTOPHOI TTHEBMOHI1, PEITUINBHUN
Kalmesb, 3aJKIlIKa Ta OPOHXOOOCTPYKTHUBHMUIA
CUHIPOM, HasBHiCTb Pseudomonas aeruginosa
Yy MOKPOTWHHI, XpOHIYHUW THIHHUM MTAHCUHYCHT,
Ha3aJbHUI TI0JIi03, cUMITOM <«bGapabaHHUX
MAJIMYOK», HEJOCTATHICTh €K30KPUHHOI (PyHKIIi1
MMITYHKOBOT  3aJ103U, 3aTpuUMKa (hi3maHOrO
PO3BUTKY Ta 3HAYHU JlepiluT MacH Tijia Ta erti-
301 JAMCTAJbHOI IHTHCTHHAIBHOI OOCTPYKITii
B aHaMHe3i. AJjie /s miarHoctukn MB HeobxiHe
MOEAHAHHA KJIHIYHUX O3HAK 3aXBOPIOBAHHSA
3 JIETEKIII€I0 y TarienTa 1BoxX MmyTailiii rena MBTP
ab0 TO3UTUBHUX PE3YJIHTATIB MOTOBOTO TECTY
3a [6corom—Kykom.

[ToroBuil TecT He BUSBUB MATOJIOTII: XJIOPUAN
noty craHoBusm 22,9 mmousib/n y 100 mr norty
(mopma — 10 40,0 mmosib/). 3 ypaxyBaHHSIM
HMOBIpHOCTI XMOHOHEraTUBHMX  Pe3yJIbTaTiB
MMOTOBOTO TECTY, SKi, Y TOMY YHWCJi, MOKJWUBI
3a MaJIbHYTPHIIii a60 32 OKPeMUX BapiaHTiB MyTa-
uiit rena MBTP [4,6], Bupimeno nposectu pos-
IUPEHe MOJIEKYJISIPHO-TeHeTHYHe 00CTeKeHHST Ha
MB (16 nmomupenux mytartiit rerka MBTP/CFTR
ta 12 myTariiii, XapakTepHUX JIJIsI aTUTIOBUX (hOPM
MB, y T.4. HENPOXiJIHOCTi/BiZICYyTHOCTI CiM'sIBU-
BilHUX TPOTOKIB). JlaHe mocrimkeHHS KpPOBi
Ha BusBennsa myTaiiii rena MBTP/CFTR Buxo-
HaHe MeTOZOM IT0JIiMepa3Hoi JIaHIIOTOBOI PeaKIlii;
pedepatuBra nocraigoHicTh NM_000492.3.
Pesysbrar:  BusBieHo  mytamiio  F508del
(c.1521_1523delCTT) y roMO3UroTHOMY CTaHi.

[Mamient mepebysas B KMY O/IKJI m. UepHis-
1l 28 JIKKO-HIB. 3aKJIIOYHUN KJIIHIYHUH /[1arHO3:
«MyxoBiciumos (renorun BianosigHo 10 HGVS
(NM_000492.3): c.[1521 1523delCTT]; [1521
1523delCT]), 3amimmana jiereneBo-KuikoBa hopma
3 IIaHKPeaTUYHOI0 HEeJOCTAaTHICTIO, BAsKKUI1 T1epe-
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6ir. TlosarocriTasbHa BOTHUIIEBO-3JUBHA ITHEB-
MOHISI HM)KHBOI YacCTKU JIiBOi JiereHi, rocTpuit
nepebir, IV crTymeHst TSKKOCTI, yCKJaJHEHa
Tokcuko3om Ta [IH II crynens. Xponiynuil rHiii-
Uil eHpo6ponxit. Mi6po3 serenb. XpoHiuHA
KoJioHi3alist Ps. aeruginosae. XpoHiYHUIA THITHO-
TOTITTO3HNT TAaHCUHYCUT, CTafisl 3arOCTPEHHS.
3arpuMKka (i3UYHOTO PO3BUTKY, 3HAUHWI Jedi-
AT MACH TiJas.

XBopuii OTPUMYBaB JiKyBaHHA B CTallioHapi:
nedTpiakcoH H0BEHHO — 4 100u, IedTasugaum
J0BeHHO — 15 nHiB, amikanuu foBeHHo — 12 gHis.
JleBodokcanun 1o 250 Mr 1BiYi HA JIeHb OPAJIBHO
— 10 guiB. AMOpoKcosr foBeHHO — 6 HIB. Opasib-
1o 7% NaCl — 10 mu na 100y. Inransmiiina tepa-
mist (locTaBKa JIiKiB uepes Hebyiaisep): caipOyTa-
Mozt 125 wmxr, Gymneconinm 500 Mkr, ToOpamiiuu
40 mr, mysibmo3uM 2,5 Mr — 12 anis. Canartist Hoca:
MTPOMUBAHHA HOCOBUX XOIB TETJIUM PO3YNHOM
0,9% NaCl ta cymipdarmn HaTpito Ha3aJIbHO YOTH-
pu pasm Ha AeHb — 12 muiB. MomeTasoH-cIpeit
Ha3aJbHUH JBIYl Ha JieHb 10 1 BIOPCKYBaHHIO
y KOKHUI HOCOBUM Xi — 21 /eHb.

[Mankpearun (kpeon) Bix 100 000 Ox/Ha 100y
10 10 000 Oz /kr Ha 106y — TIPU BUITKCIIL. Y pcoje-
30KcixoseBa kuciaora Big 10 mr/sa poby 0
30 Mr/Ha 100y — NMpU BUIIKCIT, CyOaIiH — Opajib-
Ho. [Ipenapatu kasbifio 1 T Ha 100y, KOMILIEKC
BiTaminiB A ta E, sitamin /13 (2000 MO Ha 1006y) —
OpaJIbHO.

Crnin 3a3Ha4UTH, 1O TPU TOBTOPHOMY TIPOBE-
JIEHHI TIOTOBOTO TECTY, HA TJIi 3aCTOCYBAaHHS BUCO-
KUX JI03 TAHKPEATUHY Ta Ha TJI KJIIHIKO-TTapaKJi-
HIYHOTO 3MEHINEHHSI CUMIITOMIB Masibabcopoitii,
xjopuau oty cranoBuan 110 mmoss/im 8 300 mr
oty (Hopma — 710 40 MMOJTB/71).

Pexomenpariii 1mozo amOyJIaTOpHOTO MeHe/-
JKMEHTY XBOPOOU: MOCTiiiHA iHTaIAIIiHA Tepatris
Ha HeOysaiizepi: myapbmMo3uM 2,5 mMr abo 7% pos-
g NaCl, a Takox mosmimikcuH (KOJOMIIMH)
mo 1 mut 1Biui Ha leHb — Kypcamu (4 TUXKHI TIpU-
oM, 4 TikHI — niepepsa). [Hrasnsaiiino «cepeTus-
eBoxajiep» 25/50 mkr Ha 1 Baux (25 MKT cajibMme-
teposty Ta 50 MKr (JIIOTHMKA30HY IPOIiOHATY):
no 1 BAuXy /IBiYi HA JIeHb — KYPCOM 3 MicCAIIi.

JleBodsokcarua o 250 Mr aBiui Ha IeHb
opaiibHo — 10 1 Micsist. Asurpominuna 250 mr
onuH pa3 Ha jgerb — 10 guiB, motiM 1o 1 Tab. —
JIBiUi Ha TUIK/IEHb — TOCTITHO. MomeTa3oH-cIipeit
Ha3aJIbHWI /IBiUi Ha JieHb 10 1 BIOPCKYyBaHHIO
y KOXK€H HOCOBUH Xijl — KypCOM /10 3 MiCSIIiB.

[MTankpeatnn (kpeon) 10 000 Ox/kr Ha H00Yy
3 1XKelo TMOCTIHHO TijJi KOHTPOJEM KOIIPO-
rpamu. Ypcodaibk (ypcomeokcixonaeBa KUCIOTA)
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30 mr/Ha 100y, 7% posunt NaCl — 10 mu Ha 100y,
npernaparu Kaibilito — 1 r Ha 100y, KOMILIEKC BiTa-

miniB A ta E, sitamin /I3 (2000 MO na 100y) —
OpaJIbHO.

OO6roBopenHs

[Tporpec y BUBUYEHHI MOJEKYJSPHO-TEHETHUY-
HUX ocHOB MB nosBosisie 3'scyBatu 3HaYHUN
dbeHoTUIOBUI TTOJIIMOP(I3M TIPOSIBIB Ta 11epediry
JIAHOTO CIaJIKOBOI'O 3aXBOPIOBAHHS: Bijl aTUIIOBOI
XPOHIUHOI TiloeJeKTpoJtiTeMil (CUHIPOM TICEBJIO-
Baprepa) Ta 6e311ias y 40I0BIKIB 10 KJIACHYHOI
3Minranoi (JiereHeBO-KUINKOBO1) Gopmu MB.
[Ipu Tumnosiit 3mimaniit dbopmi MB xapakrepaum
€ BUSBJICHHS Y JUTUHU 3 IIePHIMX POKIB KUTTS
KoMOiHalii 03HaK ypakeHHsSI CHCTEMU TPaBJIEHHSI
(Hacamrepes; MapKepiB MaHKPEATUYHOI HEJIOCTAT-
HOCTI ), 3aTPUMKH (Pi3UIHOTO PO3BUTKY 3 PecIipa-
TOPHOIO CUMIITOMATUKOO (ITOBTOPHI e1i30/11 1THe-
BMOHIi 3/6e3 OPOHXO0OCTPYKTUBHOTO CUH/IPOMY;
PEeNMIMBHUN THIHHUNA CUHYCHUT Ta/abo moJrinu
noca) [1,3,5].

Cain mam'satatu, mo y xgopux Ha MB mMoxyTh
OyTtu iHmi BapiaHTH MaHidecralii Ta MpoOsBIB 3a-
XBOPIOBAHHS 3aJie;KHO Bijl Biky. Mamidecrarieio
MB y neprii fni KUTTST MOKe OYTH MEKOHIaTbHU I
ineyc (Bix 5% mo 20% BUIAJIKIB <«KJIACUYHOTO»
MB) [1,4]. ¥V npiTeit nONIKIIBHOTO BiKY MEPITUMU
osHakaMu MB MoKyTb OyTH: CTIHKMII Kailejb
3 BUIIJIEHHSIM THITHOTO MOKPOTHHHS 4Yu 0e3
HBOTO; JIIArHOCTUYHO He3'siCOBaHa PeIuanBHA ab0
XPOHIUHA 3a/IMIKa; BificTaBaHHA y (i3udHOMY
PO3BUTKY; BUIAIIHHST MIPSIMOI KUMKW a00 iHBari-
Hallist; XpOHiYHa jiapest; cUMITOM <«bGapabaHHUX
MaJTNYOK»; KPUCTAJIU COJII Ha TIKipPi; TIMOTOHIYHA
Jerizparaitist; TioeJaeKTposiTeMiss Ta MeTaboTid-
HUI aJIKaJIo3; rernaromeranis abo AiarHOCTHYHO
He3'dcoBaHe TOPYIIeHHS (YHKII TediHKN.
Y pmiteit mIKiJIBHOTO BiKy HEOOXiJIHO 3BEPHYTH
yBary Ha HaCTYTTHI O3HAKH, ATOJIOTIYHI CTaHU, SIKi
MOXYTbh BUSABUTHCS cuMmiiToMamMu MB: Xponiuni
pecripaTopHi CUMNOTOMU HE3'SCOBAHOI €TioJorii;
Pseudomonas aeruginosa y MOKPOTHUHHI; XPOHid-
HUU CHHYCUT; Ha3aJIbHUII MOJIITI03; OPOHXOEKTA3H;
cUMITOM <«bapabaHHUX MaJUYOK»; XPOHIUHA
jiapes; AUCTaJbHUN IHTECTUHAJIBHUIT OOCTPYK-
TUBHUN CUHAPOM; TAHKPEATUT; BUTIQ/IIHHA TTPSMOIL
KMIIKHY; IIYKPOBUI iabeT y IMoeHaHHi 3 peciipa-
TOPHUMW CUMIITOMaMU; TelaToOMeTaist; 3aXBOpIo-
BaHH4 TIEYIHKM He3'SICOBAHOI eTioJIoTii.

Myrauii rena MBTP noginsgiors na kmaacu
3aJ1e)KHO BiJl TUIy NEPBUHHOTO IIOUIKO/KEHHS
Ta Ba)KKOCTI Tiepebiry KIiHIYHIX O3HAK 3aXBOPIO-
BanHs (Tabsr.) [5].
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Tabnuys
Knacudikauis myTtauin MBTP 3a BaxkicTio
¢dpeHoTunosux nposeis (Kerem, 1996)

Baxki Neri BapiaGeneHa
BaXKICTb

F508 R117H G85E
G542X 3849+10kbC->T R334W
G551D R 374P 5T
R553X T338l
W128 2X G5515
N1303K
1677delTA
621+1G-A
1717-1G-A

Takum YMHOM, TOYACTU TEHOTHI XBOPHUX Ha
MB 3yMOBIIIOE He TIIbKY TEPMiH e0I0TY TTEPITIX
HPOABiB, XapakrTep Ta KOMOIHAIiIO KJIIHIYHMX
O3HaK, ajie W BaXKKiCTh mepebiry 3axBOPIOBaHHS
Ta MPOrHO3. Y HU3III PoOIT MOKA3aHO, 110 HAWOIIBIIT
BakKa 1 paHHg MaHidecTallisl CIOCTEPITaEThCs
y XBopux roMo3urot 1o F508del (F5084) [4,7].

Cori 3a3Ha4UTH, TIIO XBOP1 TOMO3UTOTH TIO Bi/I-
cytHoCTi F508A — BiIPI3HAIOTHCA HAWOIIBITIM
KJIHIYHUM TIOTIMOP}IZMOM, TOOTO MOPSIZ 3 BaxK-
KUMH (hopMaM¥, paHHbOIO MaHiecTallieio i paH-
HIM HECUPUSTINBUM Pe3yJTbTaTOM CIIOCTepira-
I0ThCS BIZIHOCHO CIIPUSATINBI GopMU XBOPOOH, SIKi
JIaTHOCTYIOTHCSL Y CTAPIIOMY JIUTSYOMY Ta MiJJIiT-
KOBOMY BiIli [5].

HaBenennit kaiHiYHUN BUMAJ0K JIEMOHCTPYE
HEKJIACUYHUI [e0I0T MYKOBICIIZ03Y Y XBOPOTO
3 wmyrtaiieo F508del y romosurorHoMy cTaHi.
BomHouac manuii BUTIQJIOK HATay€ JIiKapsM Ipo
HeCTaH/IapTHI, He3BWYAliHI MposiBu MaHidecTartii
MB. ¥V Bunazxy 3 nanientrom M. Takumu 1posiBa-
MU OyJIi: CTIKUI Kallle/Ib 3 BUALIEHHSIM THIITHOTO
MOKPOTHHHS 1 6€3 HbOTO; BificTaBaHHs y (Di3MUHO-
MY PO3BUTKY 3 ePillUTOM Macu Tija, pPenuInBHI
THIIIHI CHHYCUTH Ta TOJII03 HOCA, 3aXBOPIOBAHHS
MEeYiHKY He3' sSICOBAHOI eTi0JIOTi].

BucHoBku

Oco6MBICTIO aHOTO KJIHIYHOTO BUIAAKY
MOJKHA BBa)KaTU CTEPTO-Bi/ICTPOUYEHUIT XapaKTep
KJIIHIYHUX MPOSIBIB YpaskKeHHS INXAJTbHOI CUCTEMU
Ta 30BHINTHBOCEKPETOPHOT (PYHKIIIT TiAIIIYHKOBOI
3anmo3u 3a kiacuunoi (F508del) wmyramii remna
MBTP, saxa 3a3Buuail CymmpoBOIKYETHCS BAKKUM
nepebiroM 3axBOPIOBaHH. Y HAC/I0K I[bOTO BEpPH-
(ikartist giarHody BigOysacst y OiIbII MBHBOMY
Billi, 1110 TOBUHHO MOTHUBYBATH JIKapiB /10 POBe-
JIEHHSI TEHETMYHOTO OOCTEKEHHsSI HaBiTh 3a MiHi-
MaJIbHUX /TIOOZIMTHOKUX CUMIITOMIB 3aXBOPIOBaHHS.

Asmopu 3asensomo npo eidcymuicms KOHQIIK-
my inmepecias.
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