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Mykosicunao3 — Le CnafkoBe MOHOrEHHE ayTOCOMHO-PELECUBHE 3aXBOPIOBAHHA, AKE XapakTepU3yeTbCs PO3BUTKOM YHiBEpPCanbHOI eK30KpUHONaTii Ta BTO-
PUHHUX 3MiH, NEPEBAXHO B OpraHax CUCTEM [WUXaHHA Ta TPABMEHHS, BHACNIAOK MyTalii reHa MyKOoBiCLMA03HOrO TpaHCMeMOpaHHOro perynaropa. Movactu
TEHOTMM XBOPUX HAa MYKOBICL{N03 3YMOBITIOE HE TiNbK1 TEPMiH Ae6OTY nepLuux nposBiB, XapakTep Ta KOMOIHALt0 KNiHIYHNX 03HaK, ane i BaXKiCTb nepeoiry
3aXBOPIOBaHHS Ta MOro NPorHo3.

KnioyoBi cnoBa: MyKoBiCLMA03, FTEHOTUN, KNiHI4HI NPOsBK.

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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Heknaccuyeckunii Te4eHue «Knaccm4yeckom» Mmytauum reHa MykoBUCLNA03HOIro
TpaHCMeMOpaHHOro perynartopa (KJIMHU4YeCKUi cny4aii)
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MyKOBUCLM03 — 3TO HAacNeCTBEHHOE MOHOreHHOE ayTOCOMHO-PELIECCMBHOE 3a60M1eBaHIe, XapaKTepn3yIoLLIEecs PasBUTEM YHUBEPCANbHON 9K30KpIUHOMa-
TAN W BTOPUYHBIX U3MEHEHWIA, MPeNMYLLECTBEHHO B OPraHax CUCTEM [ibIXaHUs U MULLEBapPeHWs, BCEACTBUE MyTallUi reHa MyKOBUCLIMA03HOTO TPaHCMEM-
GpaHHOro perynatopa. 3a4acTyto reHoTUn 60MbHbIX MyKOBUCLIMA030M 06YCNaBnMBaET He TONbKO CPOK AeGioTa NepBbIX MPOSIBNEHNI, XapakTep U KOMGUHALIAO
KNNHUYECKNX NPU3HAKOB, HO 1 TXKECTb TEYEHWS 3a60NEBaHNA 11 6ro NPOrHo3.

Knioyesble ¢noBa: MyKOBUCLIMA03, FTEHOTUN, KIIMHUYECKNE NPOSIBEHUS.

Beryn

MyKOBiCHI/IIIOS (MB), a6o kicrosumuit
($ibpo3, — 11€e CIajKOBe MOHOTEHHE ayTO-
COMHO-pelleCBHE 3aXBOPIOBAHHS, IKe XapaKTepu-
3Y€ETHCA YPAKEHHIM eK30KPUHHUX 37103 JKUTTEBO
BOKJIMBUX OprafiB (yHiBepcasibHa €K30KPUHOIIA-
Tisl) BHACJIIOK MYyTallii TeHa MYKOBICIIU/IO3HOTO
TpancMeMOpannoro peryJsaropa (MBTP), axwuii
€ KaHAJIOM JIJISI aKTUBHOTO TIEPEMIllleHHsT 10HIB
XJIOPY, a TAaKOK PETYJISITOPOM 3BOPOTHOTO BCMOK-
TyBaHH4 10HIB HaTpilo, OCHOBHOIO JIAHKOIO 11aTO-
reie3y M B € mpoiykitist eK30KPUHHUMMU 3aJ103aMU
CEKpeTy TiIBUIIEHOI B'SI3KOCTI 3 PO3BUTKOM BTO-
PUHHUX 3MiH, TepeBa)XKHO B OpraHax CHCTEM

TUXaHHS Ta TpaBJaeHHs [1].

Fen MB posmudposano y 1989 p., BiH pos-
TalIOBaHWI BcepelnHi I0Broro 1ieya 7 ayTOCOMHU,
Mmictuth 27 ek3oHiB i oxomaioe 250 000 map
HykjeotuziB. Ha cyyacHomy etari onucaHo 1pu-
6smzno 2000 myTariii i monazx 200 moxiMopdismis
rena MBTP, yactora i crekTp SKAX Bifpi3Hs-
IOThCSl 3HAYHUMM BapiallissMu y Pi3HUX €THIYHUX
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rpynax i nomyzsamisx [1,2]. Beranosaeno, 1o
KOJKeH 25-f MpejCTaBHUK €BPOIEOiIHOT pacu
€ HocieMm reHa M B, a nonmupenicte MB y kpainax
[Tiniunoi €Bponu Ta [liBHiYHOI AMEpPUKHU CTaHO-
BuTh 1 Ha 2000-2500 HOBOHapomkeHux. Tax,
B [pnanzii wvactrora MB cranosuts 1:1800 HoOBOHA-
pomkenux, B Ykpaini — 1:2300, a y Qinnsanmii —
1:26000. Cepen xopinnoro wnacejeHHsT Azii
ta Adpukn MB € Bkpail piKicHIM 3aXBOPIOBaH-
Ham (mennie 1 wva 100 000). 3a nanumu erizemio-
JIOTIYHUX pociijkenb, y Pociticekiit Denepartii
Y4acToTa XBOPOOU y PI3HUX PETIOHAX KOJMBAETHCS
Bix 1:8500 1o 1:12900 HoBOHapoKeHUX [ 2,5].
SIkiio obuaBa GaTbKU reTepo3uroTHi (€ Hocisd-
MU MYTOBaHOTO Te€Ha, ajie KJIHIIHO 3/0POBi),
TO PU3UK HAPOJKeHHS XBOpoi Ha M B nutunu cra-
HOBUTH 25%. IIpu 1bOMY TIpU KOKHiil HACTYIIHIN
BariTHOCTI Y JIJaHOI CiIMeIHO1 TTapu MOKa3HUK 3aJI11-
HIAETHCS HE3MIHHUM: PU3UK He Mae 1am'a1i. Hocii
TIIBKK OJHOTO Jle(heKTHOTO TeHa (ajesii) He XBO-
pitoTh Ha M B, T06TO abcooTHa GibIIicTb 3/10pO-
BUX OaThKiB—HOCIIB nedekrHoro rena MB He
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3HAIOTh IIPO HOCIHCTBO, MOKU Y HUX HE HAPOUTh-
cs1 xBopa utuHa. [le Tpaniserses, IKIo HeMOBIIS
ycrmagkoBye aHomasibHi remr MB Bixm o060x
6aThKiB; MPU IIBOMY XBOpa IUTHHA MOKe OyTH
TOMO3HTOTHOIO 32 OJIHIEI0 3 MyTalliit abo BHUSIBH-
TUCS KOMIAYH/IOM, KOJM MyTarlii OaTbKiB pi3-
HATHCS [3,4,5].

OCHOBHOIO MYTalli€l0, 3 SIKOIO OB 'si3aHa Oijb-
micth Bunagkis MB, € gpenenis F508 (F508del).
Tax, anamis mommpeHocTi pizanx anomamiit MBTP
cepen 29095 mamienTis, xBopux Ha MB, y 35 kpai-
Hax €Bpornu mokasas, 1o moxax 90% sumaakis MB
y IMTIYOMY Billi aCOTI0BAJIN 3 HAIBHICTIO TOMO3U-
rotaoro F508del renoruny [4,7].

3asnauena mytaiiis (F508del) BusnayaeThest ik
HaigacTinma i B YKpaiHi, a ii yactoTta 3a oCTaHHIMI
maruMu ctaHoBuTh 50%. [locuTh yacTo Tparuisi-
forbest myTarii N7303K (1,5%) ta CFTRdel21xb
(3,5%), BomHouac myTartiii R334W, R553X, G551D
i 1677delTA maiorb Miciie Jmie y HOOJMHOKUX
BUIIAJIKAX i3 YACTOTOIO MeHIie 1% koxHa. ¥ 1ijo-
My B YKpaiHi BiZICOTOK BU3HAUEHHS BUJIIB MyTalliil
He nepesuiye 53% [1].

JliarHo3 MB BcTaHOBJIIOIOTH Ha ITiICTaBl HasIB-
HocTi ozHi€eT (a6o Gisblie) KIHIYHIX 03HAK 3aXBO-
pIOBaHHS y TIOEHAHHI 3 JIETEKINE€I0 y TallieHTa
nBox myTariii redia MBTP a60 1BOX 1MO3UTHBHUX
pe3yJibTaTiB OTOBOTO TecTy 3a ibcoHoMm—Kykom,
ab0 3a HasIBHOCTI aOHOPMAJIbHOI PI3HUIN Ha3a/Ib-
HUX TpacerniTesiaabHuX noreniiastis [1,3,6].

JlikyBarHs M B Bumarae MmysibTuiMcIiuIIiHap-
HOT'O TiIXO/LY, [0 BKJIIOYAE OYMILEHHS OPOHXiajib-
HOTO JiepeBa BiJl B'I3KOrO MOKPOTUHHS, 60POTHOY
3 indexiieo (caHaiio GPOHXIB), HOpPMaJi3alliio
HYTPITUBHOIO CTaTyCy, HOpMaJisdalilo (QyHKIii
OpTaHiB TpaBJIEHHS, MPOTU3ATAJIbHY Teparriio,
JiKyBaHHST Oe3IUIiAs, COIliaJbHy aJamTalliio,
TeHHY Teparniio (JJaHWi HATIPSIM JIIKYBaHHS 3HAXO-
AUThCS Ha cTafii BuBdenns) [1,5,8].

Kiiniyauii BUna1ox

HaBomumo ByiacHe crioctepeskeHHs. Xnonuux
M., 10 poxkiB (15.05.2008 p.H.), nepeBemeHuii
710 TTyIbMOHOJIOTIuHOTO Bifiieras KMY O/[KJI
M. YepHiBIli 3 Bi/yliIeHHsS KpaleJbHUX iH(QEKINii
3a3HaveHoi JikapHi 3 xgiarnozoMm: «Kip, crazig
pexonBasectientiii. [focTkopoBa BOTHUIIIEBO3TNB-
Ha ITHEeBMOHIS HUKHBOI YACTKU JIIBOI JiereHi, roc-
Tpuii mepebir, yckiaagHena Tokcukosom ta JJH 11
crynensi». /lani anamuesy: qutuna Bij [ BariTHO-
cTi, 1o nepebiraja Ha TJi TOKCUKO3Y BariTHOI Ta
i3 3arposoio Bukuans, Big I mosoris. Hapoauscsa
nonotmennM, y 38—40 TwxHiB recrartii. /o rpyneit
npukiageHuii Ha 1 100y, mepedyBaB Ha IPUPOITHO-
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MY BUTOZIOBYBaHHi /1o 6 micsiiB. /lutuna nensiena
YaCcTKOBO: /10 2,5 POKY — BIi/IIOBIZIHO /10 PEKO-
MEeH/IOBaHOTO Tpadiky IIeryienb, y TOMY YHUCJI
OyJia TIpoBe/IeHa BaKI[MHAILS TPOTH TYOEPKYIbO3Y
(BIK y 2 micsrii) Ta mpotu KOpy y CKJati KoMOi-
HOBaHOI BakmWHM (Kip, KpacHyXa, MapoTUT
y 1 pik 2 micaii). 3i c1iB MaTepi IUTUHU Ta 3T1HO
3 HAJIAHOI0 MEIUYHOIO JIOKYMEHTAILEIO, XJIOMYNK
He XBOpPIiB iHIIMMU iH(MEKIINHUMU XBOPOGAMMU,
OKpIM 3a3HayeHoro BUIIEe emi3ony Kopy (iHdek-
mitani ingexkc=1). [nauBigyaabHuii Ta ciMeliHUI
aJIeproJIOTIYHMIT aHAMHE3 He 00TSKEHUI.

/lutuna nepeseseHa 10 IIYJIbMOHOJIOTYHOTO
BI/ITIJIEHHS Y CTaHi CepeIHbOoro CTYMEHS BasKKOCT1
3a PaxyHOK SBHUII[ 1HTOKCHUKAaIlii, Timeprepmii,
JINXAJTbHOT HEJOCTATHOCTI, 31 cKapraMu Ha MJIS-
BiCTh, COHJMBICTH, 3aAMUIIKYy, BOJOTUN KaIlllesb
YacTU 3 BUJIJIEHHSAM B I3KOr0 CJIM30BO-THIHOTO
MOKDPOTHHHS, HeskUTh. [Ipu Hajxo/pkenHi Temnepa-
typa tisia 38,6°C, HCC 100 ynapiB Ha xBusuny, /[
28-32 na xpuiuny, Sa02 93%. Ha pentrenorpadii
opraniB rpyanoi kmitku (OT'K) Bigyasmisyorbcs
HEYiTKi PO3CistHi iH(DIIBTPATUBHI CKYITYEHHS JieTe-
HeBOI TKaHWHU Ha BCHOMY TIOJI 30Dy, ajie Oijibiie
371iBa Y HUZKHIM YaCTIIl; JIeTeHEeBUI MAJIIOHOK TIOCH-
JIeHUH, OiJibllie 3J1iBa; KOPEHi JiereHb VINiJIbHEHI,
iHdinpTpOBaHI, MiIBUIIEHA THEBMATHU3AITid JiereHe-
BOI TKaHWHU; KyTOJ AiadparMu CIIONEHWH 3J1iBa.
Cunycu BisbHI. Ha MOMeEHT mepeBomy AWTHHA
oTpUMyBajla JIKyBaHHS: iH(ysiiiHa Teparmis:
0,9% NaCl o 100,0 mur aBiYi Ha JIeHb TOBEHHO, 5%
p-# rmoko3u — 200,0 MJ 0BEHHO — OAWH pa3s
Ha 7100y; JopakcoH (1edTpiakcoH) i3 po3paxyHKy
90 mr/kr Ha 00y; caHalliss HOCA: MPOMHUBAHHS
HocoBuX XoxiB terum posunHoM 0,9% NaCl Ta
cyJibhalliil HaTPito Ha3aJIbHO YOTUPHU Pa3y Ha JIEHb.

Ha getBepry 100y JIiKyBaHHS B 11yJIbMOHOJIO-
riunomy Bijisienni O/[KJI y 3B's13Ky 3 HE3HAUHOIO
KJIIHIKO-/1a00pPaTOPHOIO AMHAMIKOIO CTaHy Mal[i€H-
Ta — 30epiraerbesa cyOheOpuibHa TeMIepaTypa
(37,0-37,4°C), sBuina iHTOKCHUKAII Ta BOJIOTHI
karesib, Taxikapziss (HCC 112 yxapiB Ha XBuau-
Hy) Ta TaxinHoe (Y/[ 28-34 na XBUIMHY),
Sa02=91-92%, y saraspHOMYy aHasi3i KpoBi —
JIEWKOTINTO3, HENTPOMIIBO3, 3CYB JIEUKOIUTAPHOI
dbopMyiM BIIBO — 3MiHEHO aHTHOaKTepiaJbHY
Tepariio: redTazuanM i3 pospaxynHky 90 mr/kr Ha
100y JIOBEHHO Ta KJaapuTpoMinu 15 Mr/kr/moby
epopasibHO.

Ha nmpoBezieHHs ycix mpu3Havye€HUX I1i]] 4ac CI10-
CTepeKeHHs JOCJiKeHb Oyja OoTpvMaHa IIOiH-
dhopmoBaHa 3rojia TmaiieHTa Ta Horo 6aTbKiB.

3a yac IMHAMIYHOTO CTIOCTEPE;KEHHS JTIKYI0YOTO
JIKAPSI-TIyJIbMOHOJIOTA HACTOPOJKWJIA HEBI/IMOBI/I-
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HICTh BUSBJIEHUX KJIIHIYHUX CUMITOMIB Ta O3HAK
«TOCTPOro» 1epebiry IMHEBMOHIl y JIUTHHU.
30KpeMa y XJIOMYMKa BUSBJIEHI HEMPsIMi O3HAKU
XPOHIYHOT Timokcii: pedopMmalliga ANCTAJIbHUX
(baJtaHT TAJIBIB PYK Ta HIr 10 TUIlYy «bapabaHHUX
MAJTMIO0K» Ta HITTiB TI0 TUTTY «TOJJMHHUKOBUX CKe-
Jienb», cTabiJlbHO HM3bKI MOKA3HUKKM caTypailii
kucHiO (SaO2 91-95%), a TakoK O3HAKHU TIOPY-
IMEeHHS HYTPITUBHOTO cratycy AuTuHu. Tak,
Maca Tisa xjomunka (24,5 kr) 6yia ayske HU3bKO0
BiJIHOCHO BiKy (MeHIlle 5 TeEpPIEeHTUJs ), 3picT
(133 cm) — Hmkue cepeguaboro (10—25 mepiieH-
TUJIBHUN KOPU/IOP) BITHOCHO BIiKY, a iHJIEKC Macu
tisa cranoBuB 13,84 kr/m? 110 BiAnosigae
BUpazHOMY JleillUTy Macu Tijia BiZIHOCHO 3POCTY
(MeHIIIE 5 TIEPIEHTHUIIS ).

Bigsnaueno HasgBHICTDH ITOCTIMHOI 3aMIIKNA Ta
cTabiTbHICTh AyCKY/IbTATUBHUX 3MiH HaJl JIETCHSIMU
(piBHOMIpHO OcJ1abJieHe AMXaHHs Ta HasgBHICTD pi3-
HOKaIIOEPHUX, MEPEBAKHO CEPEAHBOITYXUPUYACTUX,
HETYYHUX <3JIUIIJINX», BOJIOTUX XPUITIB HAJ[ YCIEIO
TMOBEPXHEIO JieTeHb), He3BaKAl0UM HA TMOCTYTIOBE
Ha TJIi aHTUOIOTHKOTEpaIii KIiHIYHEe TOKpaIaHHsI
craHy martienTa (36ibIeHHs (Di3MYHOT aKTUBHOCTI,
HOKPAI[AHHA alleTUTy, HopMasli3allisl TemIeparypu
TiJIa) Ta TIO3UTHUBHY PEHTTEHOJIOTIUHY JAWHAMIKY
(moBtopna pentreHorpadis OT'K: qunamika 1mo3u-
THUBHA; JiereHeBUI MaJIIOHOK I1Ie [TOCUJIeHU, O1J1b-
111e 3J1iBa; KOPeHi JiereHb yIiliJibHeHi, iH(hiIbTPoBaHi;
Bi3yasi3y€eTbes 1ie 0oMHOKa iH(DIIbTpallis Jiere-
HeBOI TKaHWHM y HUJKHIX BiJUIijiaX, OiJibliie 371iBa;
cuHycH BiJIbHI). BogHouac y namierra 36epiranucst
O3HaKW TemaTtomeranii (HWKHIM Kpail TMediHku
nabiyeTbest Ha 2,5—3,0 ¢cM HIKYe TipaBoi peGpoBoi
JIyTH, M'SIKOEJIACTUYHOT KOHCUCTEHIIi1; cesie3iHKa He
nasbiyetses ). [pu npomy y GioximiuHOMY anasmisi
KpOBi (BeHO3HA KPOB) HE BUSIBJIEHO TATOJOTIYHUX
Bi/IXWJIEHb, OKPIM HECYTTEBOTO ITi/[BUIIEHHS PiBHS
ACT — 39,0 On/n (nopma 5,0—37,0); 3aranbuuii
6inipy6iH — 9,5 MKMOJIb/J1, IpsiMuii GimipyOiH —
2,4 MKMoJib/J1, TuMOJIoBa 1ipoda 0,5 O/I, AJIT —
14,2 Op/n  (mopma 5,0-41,0), kpeaTunin
58,6 mrmousb/a (Hopma 53,0-97,0), ceyoBmHa —
3,0 mmoub/a1 (HopMma 2,8—8,3), saranpHuil OiIOK —
70,1 t/a (wopma — 66,0-87,0), rmokosa —
5,2 Mmosib/ 11 (HopMa 3,9-5,5), Ca™™ — 2,63 MMOJIb/1
(mopma 1,55-2,75), CI' — 103,0 mmom/m, K©° —
4,7 MMOJTB/J1.

[Ipu yabTpa3ByKOBOMY OCTi/)KEHHI BHY-
TPINTHIX OpraHiB BUABJEHI O3HAKW AU(MY3HUX
3MiH Yy TMapeHXiMi MeYiHKW Ta IMiIIyHKOBOI
3aJI03H, a IpoBejieHHs conorpadii cepiisd yCKIa-
HeHe Yepe3 HasiBHICTh OPOHX00OCTPYKTUBHOTO
cunHApoMy (IiBUIIEHA ITHEBMATHU3Allisl JIeTeHb ).
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3 OrJisi/ly Ha HAagBHICTh O3HAK XPOHIUHOI Tillo-
Kcil, 3aTpUMKH (hi3UUHOTO PO3BUTKY 3 JieiluToM
MacH Tijia Ta rernatoMerasiii He3'SsICOBaHOTO TeHe3y
MOCTAJIO MUTAHHS MO0 HASBHOCTI Y IUTUHUA XPO-
HIYHOI IATOJIOTI, Y TOMY YMCJIi MyKOBICIIU/I03Y.

CritaiHicTh TIpU 3'siICyBaHHI BCiX 1OAPOOUITH
aHamMHe3y Ta 1epebiry 3axBOPIOBAHHS MOJISITAIA
y KOMyHiKailii 3 6arbKamu: iHiIi ckapru (OKpim
TOCTPUX CUMIITOMIB Hapasi — TeMmIieparypa,
KallleJb Ta 3arajbHe HE3/ly>KaHHS) Ta CUMIITOMU,
HasiBHI y XJIOYUKa, 30upaiucsa OyKBaJbHO
0 KpUxTax. Y TOMY YHCJI, HANPUKJIaA, GAThKiB
HIKOJTM He HEeTIOKO1J1a HASBHICTh Y IMTUHU Jiehop-
Mallii AMCTAJIbHUX BB TaJbI[IB PYK 1 HIl:
3i caiB MaTepi, y 6aTbKa IMTUHU TaKUH CaMMUii
BUTJISA TIAJIBITIB KiHITIBOK, a TAKOK BiH XBOPI€ Ha
«XpOHIYHUN OpPOHXIT». 3 IHIMX 0COOJUBOCTEN
ciMelHOTO aHaMHe3Y: 6AThKU TUTHHU € JAJTEKIMU
poIMYaMH, a Y TITKH MAI[iE€HTA 32 POJIOBOIOM OATh-
Ka JiarHOCTOBAHO GEe3ILTi s

3i ciB Marepi JUTUHU Ta 3TiTHO 3 HAJAHOIO
ME/IMYHOIO IOKYMEHTAIII€I0, Y XJIOIMYNKa Bi/l HAPO-
JUKEHHST TPAIUISJINCS SIBUTIA <«IHCOAKTEPio3y»:
yacTi BUIIOPOKHEHHS 31 IIMaTOYKaMu Herepe-
TPaBJIEHOI 1:Ki, 3 HEIPUEMHUM 3a11aXOM, 3€JIEHOTO
KOJIbOPY, IepioInYHO — SKUPHI BUIOPOKHEHHS,
AKi BakKo OyJIo BiginpaTut 3 MEJIONOK. 31 CJIiB
Marepi, I ABUIA MUHYJUA 710 6-MiCSIYHOTO BiKY
mutuHU. IIpu 1mpoMy MaTH XJIOMYMKa BKa3YE,
[0 BOHA 3aBJKAM BifMiuasa CBiT/ie 3a0apBIEeHHS
BUTIOPOKHEHD Y CHHA, aJie OB 'sI3yBaJia 1€ 3 0c00-
JUBOCTAMU XapuyBaHHS (BeJUKa KiJIbKiCTb
MOJIOUHUX Ta KUCJIOMOJOUYHUX MPOAYKTIB y HOTO
paitioni).

Taxox, 3i ciiB MaTepi, ii TypOyBasia HasIBHICTD
MOCTIHHOTO HEXWUTIO y JAUTWUHU, SKUU 3'SIBUBCS
3 1-To micsang xutTs. Bupinenns 3 Hoca nepcucTy-
BaJIM MTOCTINHO, CJIM30BOTO XapaKTepy; a 3 3-PiuHO-
ro BiKy BUIiJIEHHS 3 HOCA HaOYJIM CipOro KOJIbopy,
3 mepioguyHUMU (TIPU 3aroCTPeHHi) emi3ogam
THINHUX HA3aJIbHUX BU/IIJIEHD.

3 4-piyHOro BiKy y JIUTHHU BiaMivdajsocs
MOCTifiHE TOKAITIOBAHHS, 3 BUIIJIEHHIM MOKPO-
TUHHS Ciporo Koabopy. [3 6-piuHOTO BiKy Y XJIOTI-
Y4MKa I0YaJKcs IOBTOPHI emi3oan OPOHXITIB
Ta THIHHUX CUHYCUTIB. Y TOAANBIIOMY MAIli€HT
HEOTHOPA30BO JIIKyBaBCSA y PallOHHIN JiKapHi 3
MPUBO/Ly PECITIPAaTOPHUX 3aXBOPIOBAaHb: THIHUX
eHJ0OPOHXITIB, THIHUX CUHYCHUTIB, 00OCTPYKTHUB-
HUX OPOHXITIB.

Y 2013 p. maiienT JiKkyBaBcs y IMyJbMOHOJIO-
riunomy Biggisenni KMY OIKJI m. Yepwnisiti
3 miarHo30M: «[ocTpuii CAM30BO-THIHUIT €HIO-
O6poHXiT, cepeaHbo-Baxkkuii mepebir, JH I cr.
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Ty6indikosanicTs. Bipax Ty6epKyIiHOBOI TPOOH.
l'enaromnarisi MeTaboJIIYHOrO reHesy, HeyTOYHeHOI
eTiosiorii. XpoHiYHUH TOJIIIO3HUI CUHYCHUT, CTa-
mist 3arocTperHst. JITMOITi035.

3i csiB GATBKIB Ta 3TiHO 3 HAAHOIO MEINYHOIO
JIOKYMEHTAITI€I0, TTijI 4ac 3a3Ha4eHol TrocIiTami3arii
y AUTUHY TI1I03PIOBAJIN XPOHIYHNN 3anlalbHUI TTPO-
11€C, TIPOBO/IUBCS HEOHOPA30BUIN KOHCUJIIYM Pi3HUX
CIIeIiaiicTiB, J0AaTKOBE JT000CTEKEHHS, Y TOMY
YICITi KOMT ToTepHa ToMoTpadis OpraHiB IPyHOI Ta
yepeBHOI MOpoKHKH (BusiBjieHo KT-o3Haku qBoGiy-
HOTO TalitMOPUTY, I(y3HI 3MIHU TT€UIHKN Ta Cee3iH-
KW; MeJliacCTUHAJIbHA, YepeBHA JIiM(DaIeHOTaTis ).

Amnamizyioun paHy rocHiTajdisaiiio Ta JaHi
aHamMHe3y, MOKHa 3ayBa)KUTH, IO HasIBHICTH
y IMTUHY JIOMIKIJTBHOTO Ta MIKIJBHOTO BiKy TaKUX
O3HaK, SK PEIUJNBHI CUHYCUTH, TOJITNO3 HOCA,
ermi3ou GPOHX00OCTPYKTUBHOTO CUHAPOMY Ta
HasIBHICTH TrernaroMerasii He3'siCOBaHOI eTioJIorii,
€ KJIHIYHUMHU IPOSIBaMHU, SKi MOTPeOyIOTh aude-
pennaapHoi piarnoctuku 3 MB [1,3,5]. Ase Bin-
CYTHICTb TIOBTOPHUX €11i30/[iB THEBMOHIH, TIPOSIBIB
MAHKPEATUYHOI HEJOCTATHOCTI (CUHIAPOMY XPO-
HIYHOI Ziapel TOIo), SIK KJIacUYHUX IIposiBiB M B,
3a HasIBHOCTI Bipaky Ty6epKyJIiHOBOI 1poOH
VCKJIQIIHUJIM BYacHy niarHocTuky MB. /IuTuna
criocrepiranacs Ha «/[» 00miky y prusiarpa, orpu-
MyBaja mnpodisakTuyHy Tepamiio (i30Hiazin,
pudamITiiiin).

[Ipu axTyaspHiil rocriTamisaiii HaMu TTPOJIOB-
JKeHU J[IarHOCTUYHUI TIONIYK, a caMe TpoBejieHe
1000CTeKEeHHST Ha TYOEPKYyIb03: GaKTepPioCKOTiY-
He [OCTi/P)KeHHd MOKPOTHUHHS Ha HaSgBHICTH
KUCJOTOCTIHKIX GaKTepiil — pe3yJsbTaT HeraTuB-
HUii. MOKPOTUHHA THilTHE, eriTesiaabHi KIITUHN —
2-3 B noJii 30py, aetikomutu — 10 10 B o 30py,
epUTPOIMTH — He BusiBieHo. JlabopatopHuii Tect
Xpert MTB/RIF — wmiko6akrepii TyOepKyIb03y
He BUSIBJIEHI.

3 ypaxyBaHHIM TelaToMeTasIii Ta i IBUIIEeHHS
TpaHcamina3z y 6ioxXiMiuHOMY aHaJ1i3i KPOBi IPOBe-
jieHi 6i0iMyHOXIMiUHI Ta iIMyHOJIOTTYHI 0OCTEKEH-
Hg Ha rematutu B ta C, a TakoX IMyHOJOTIUHI
00CTeKEeHHS Ha TTapa3uTapHy 1HBa3iio:

e rematutr B (HBV): HBc Ag (amTutina
IgM) — mnerarusni; HBc Ag (anTturina
CyMapHi) — HeraTuBHi;

e remarur C (HCV): anturisna (IgG) nporu
anTurenis cor, NS3, NS4, NS5 — neratusHi;
antutisiia [gM mpotn HCV — nerarusHi;

o antwurina (IgG) no Toxacara canis, Echino-
coccus granulosus, ackapuj, TpUXiHea —
pe3yJibTaT HeTaTUBHUI;
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e anTwTiza cymapsi 1o Opisthorchis felineus
— pe3yJibTaT HeTaTUBHU;

e anTurina cymapui 10 Giarda (nsam6iis) —

pPe3yJIbTaT MO3UTUBHU.

[TpomoBKUIN peTesibHMil 30ip aHAMHECTUYHIX
JMaHuX. 3i CJIiB MaTepi XJIOMYWKa, y I'SITh POKIB
JIIUTUHA TTOTPaNna B XipypriuyHe BiJi[iJIeHHS TUTH-
4Ol JIIKapHi 3 €eMi30/[0M TPUBAJIOTO 3alOPYy, SKWI
noB'sg3am 3 abpomiHanbHOIO TpaBMmoio (yaap
y JKUBIT) iuTUHU. XipypriyHe BTPy4YaHHS He MPo-
BO/IMJIOCH, JIIKYyBaHHsI OYJI0 KOHCEPBATUBHE, Y T.4.
nikyBasipHi KiizMu. Vimosipro, 1e 6yB emison
JIMCTAIbHOI iIHTHCTUHAIBHOI 06CTpyKIi [1,2].

3'sicoBaHo, 110 3a Tpu ocTanHi poku (3 2015 p.)
y AUTUHU BiJIMiYaJIMCS TTOBTOPI emi30/i1 THEBMO-
Hili (ycporo 3 emizoau — 1 pa3 Ha pik), a i3 cemi-
PUYHOTO BiKYy TEPIOJIMYHO BifiMiYaJNCs emi30/u
«Jliapei»: 30iJbIIEHHS YaCTOTU BUIIOPOKHEHD,
«KUPHI» KaJIOBI MacH 3i MIMaTOYKaMU HelepTPaB-
JIeHOT T:Ki. 3a3HavyeHi emi30/in «/iapei» MaTh 4iTKO
HOB'sI3yBajia 3 OCOGJUBOCTSIMU Xap4yyBaHHS,
a caMe i3 BXKMBAHHSAM JUTUHOK JKUPHOI TXKi.
B ocranni aBa poKy mogiOHI CUMITOMMU MOYACTi-
HIQJIN 1 CTaJIu JIOBOJII PeryJIsspHUMU, CUCTeMaTHy-
HUMHU. MaTtu 3 1[bOTO TPUBOLY He 3Beprajacs
y MeIMYHI 3aKJIal1, a <KOPeryBaia» 0coOIMBOCTI
BUIIOPOKHEHD 32 JIOMIOMOTOI0 «/ETH»: 0OMEKYBa-
Jia B)KMBAHHS KUPHOI TKi.

Caip 3a3HaYWTH, MO O3HAKW TAHKPEATHIHOI
HEJIOCTaTHOCTI 3a pe3yJbTaTaMM KOIpPOIpaMu
B/IaJIOCd BUSBUTH TiJIBKU MPU MPOBEJIEHHI cepiii-
HOTO, Mali:ke M[OJIEHHOTO, MOCJIKeHHS: KUPHI
KUCJIOTH, KPOXMajb, POCJUHHA KJIITKOBUHA,
O TIEPETPABIIOETHCS Ta HE TEPEeTPABIIOETHC:
Bi/l HETaTMBHUX Pe3yJbTaTiB n0 ++; M'g430Bi
BOJIOKHA HellepeTpaBJieHi, MUJIA, CJIU3, CIIOJyYHA
TKaHWHA: He BUSBJEHO JKOJHOTO Pa3y; M's30Bi
BOJIOKHA TIepeTpaBjieHi — BUSBJIEHO OJWH pa3
(+); HENITpATbHUM KUP: Bi/l HETATUBHUX PE3YJIb-
TaTiB 10 ++++.

Bonnouac BU3HaueHHST MaHKpPeaTUYHOI eJslacTa-
31 (KaJr) BUSBUJIO BaXKKY (POPMY HEIOCTATHOCTI
€K30KPUHHOI (PYHKIII MAMIIYHKOBOI 3a7103U
y namienTa: 2,09 mxr Ha 1 1 kany (HopMa — TOHAJ
200 mkr Ha 1 T KawIy).

[Tpu GakTepiosoriyHOMY JOCIIKEHHI MOKPO-
TUHHSI 3 aHTUOIOTUKOTPAMOIO BUJILJIEHO: St7. pneu-
moniae (mikpoOue uncio 5x10%), Ps. aeruginosae
(mikpo6He uncsio 5x10%). YyTausicTh rpamiosu-
TUBHUX KOKiB: 1ledrasugum (-), OeH3UIeH i IiIiH
(-), amikamin (-), nedircum (-), meporierem (-),
nunpodaokcanmd (+), meBodaokcanus (+), ned-
Tpiakcon (+), nedonepazon (+). UyrtausicTh
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rpaMHETATUBHUX MaJWYOK: TedTazuanm (-), TeH-
TamituH (-), edikenm (-), nedimim (-), iminenem
(-), nopduokcarun (-), munpodaokcanua (+),
mineparuain 100 (+), edonepazon (+).

[Tpu mipoBesieHHi criipomMeTpii 3 GPOHXOMOTOP-
HOIO 1Tpo6oIo i3 Gera-2 aronicrom (300 MKT BEHTO-
JIIHY) 3apeecTpOBaHi O3HAKHU MTOPYIIEHHS (PyHKITi1
30BHINTHBOTO JIUXAHHS JIETKOTO CTYIIEHd, 3a 3Mi-
[IaHUM PECTPUKTUBHO-OOCTPYKTUBHUM THUIIOM.
Bpouxomoropua mnpoba i3 Gera-2-aroHicraMmu —
CYyMHiBHa.

JIOP-nikapem BcTaHoBseHMI CYIyTHIH Jiar-
HO3 «XPOHIYHUHA THiMHO-TIOJIIIO3HUN ITaHCHU-
HYCHUT».

Taxum YuHOM, Ha TAHOMY €TaTlli IIarTHOCTUYHOTO
MONIYKY HAKOIMWYUJIOCS JOCTATHBO KJIIHIKO-aHaM-
HECTWYHUX JaHWX, SKi BKa3yBadu Ha HASIBHICTH
MB: cuHIpOM TOBTOPHOI ITHEBMOHI1, pelUINBHUMN
KalleJab, 3aJUIlIKa Ta OPOHXOOOCTPYKTUBHUMN
CUHPOM, HasiBHicTb Pseudomonas aeruginosa
Y MOKPOTUHHI, XPOHIYHUHN THIHHUN TAHCUHYCHUT,
Ha3aJIbHUI IOJIN03, CUMITOM <«OapabaHHUX
MAJNYOK», HEIOCTATHICTh €K30KPUHHOI (DYyHKIIi1
MiIIIJIYHKOBOI 3271031, 3aTpuMKa (i3udHOTO
PO3BUTKY Ta 3HAYHWU JlepiluT MacH Tijia Ta erti-
301 JAMCTaJbHOI IHTHCTHMHAJIBHOI OOCTPYKIIii
B aHaMHesi. Aje juig aiarHoctukn MB HeoOXigHe
MOEHAHHS KJIIHIYHUX O3HAaK 3aXBOPIOBAHHSI
3 IeTeKIi€lo y narienTa ABox myTaniit rena MBTP
ab0 TO3UTHUBHUX PE3YJIbTATIB MOTOBOTO TECTY
3a 6conom—Kykom.

[ToroBuii TecT HEe BUABUB MATOJOTII: XJIOPUIN
noty cranoBuim 22,9 mmosap/n y 100 mr morty
(mopma — g0 40,0 mmosb/n). 3 ypaxyBaHHSIM
HMOBIpHOCTI  XMOHOHETaTMBHUX  PE3YJIbTaTiB
MOTOBOTO TECTY, $Ki, Y TOMY YHCJi, MOJUBI
3a MaJIbHYTPHIIii a60 3a OKPEMUX BapiaHTiB MyTa-
it rera MBTP [4,6], Bupimeno mposectu pos-
[IUPEHe MOJIEKYJISIPHO-TeHETHYHE 00CTEKEHHS Ha
MB (16 nmommpennx myraitiit rerka MBTP/CFTR
Ta 12 MyTariii, XapakTepHUX JJIs1 aTUTTOBUX (hOPM
MB, y T.4. HEenmpoxiJHOCTi/BiJICYTHOCTI CiM'SIBU-
BiTHUX TpPOTOKIiB). /[laHne mpocijskeHHdI KpOBi
Ha BusiBneHHd myTaitiii reHa MBTP/CFTR Buko-
HaHe METO/IOM I0JIiMePa3Hol JaHIIOTOBOI PeakIlii;
pedepatuBHa mocxigoHicTh NM_000492.3.
Pesyabrat:  BusBieno  mytamiio  F508del
(c.1521_1523delCTT) y roMo3uroTHOMY CTaHi.

[Tamient nepebysas B KMY OJIKJI m. YepHis-
1i 28 JKKO-IHIB. 3aKIIOUHWH KJIIHIYHUHT /11arHO3:
«Myxkosicinznos (renotun sianosigHo o HGVS
(NM_000492.3): c¢.[1521 1523delCTT]; [1521
1523delCT]), aminrana jiereHeBo-KHUITKOBA (hopma
3 TTAHKPEATUYHOI0 HEJOCTATHICTIO, BAXKKWH TIepe-
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6ir. TlosarocritasbHa BOTHUINEBO-3JUBHA ITHEB-
MOHig HUKHBOI YaCTKU JIiBOl JiereHi, TOCTPUil
nepebir, IV cTymeHs TSKKOCTI, yCKJajHeHa
tokcuko3om Ta JIH II crynens. XpoHiuuuii ruiii-
HUl eHpo6ponxiT. Di6po3 Jserenb. XpoHiuHA
KoJIOHI3a1lis Ps. aeruginosae. XpoHIYHUN THIHO-
MOJITIO3HUN TMAHCUHYCUT, CTajlis 3aroCTPEHHSI.
3arpuMKka (i3UIHOTO PO3BUTKY, 3HAUYHUH Jedi-
AT MacH TiIa».

XBopuil OTpUMYBaB JIiKyBaHHS B CTallioHapi:
nedTpiakcon 10BeHHO — 4 100u, ledTasugum
JIOBeHHO — 15 nHiB, amikauu foBeHHO — 12 mHiB.
JleBodrokcarmms 1o 250 Mr BiYi Ha JIeHb OPAJIbHO
— 10 guiB. AMOpoKkcosr gfoBerHo — 6 aHiB. OpaJib-
HO 7% NaCl — 10 M Ha 100y. Inransmniiina Tepa-
mis (JocTaBKa JIiKiB yepes HeOyiaiisep): canbOyTa-
most 125 wmxr, Oymeconix 500 MKr, ToOGpaMimuH
40 mr, iysibMo3uMm 2,5 Mr — 12 garis. Canartist Hoca:
IIPOMUBAHHS HOCOBUX XOJiB TeIIUM PO3YMHOM
0,9% NaCl ra cysbdarma HaTpito Ha3aIbHO YOTH-
pu pasu Ha zneHb — 12 guiB. Momerason-crpeit
Ha3aJIbHWI /IBiUi Ha JieHb 1O 1 BIOPCKYyBaHHIO
y KOKHHUH HOCOBUH Xijf — 21 /1eHb.

[Mankpeatwn (kpeor) Bix 100 000 Ox/Ha 100y
110 10 000 Oz/kr Ha 106y — IIpH BUIKCIT. Y pcojie-
30KcixoseBa kuciaora Big 10 mr/ma moby 10
30 Mr/Ha 100y — TpU BUIMHUCII, CyOaTiH — Opajib-
Ho. IIpenapatu Kasbiio 1 T Ha 100y, KOMILIEKC
BiTaminis A ta E, Bitamin /I3 (2000 MO Ha 106y) —
OpaJIbHO.

Cuijy 3a3Ha4UTH, 1O [IPU [TOBTOPHOMY I1pOBe-
JICHH] TIOTOBOTO TECTY, Ha TJIi 3aCTOCYBAaHHS BUCO-
KUX /103 TTAaHKPeaTuHy Ta Ha TJIi KJIiHIKO-TTapaKJi-
HIYHOTO 3MEHIIEHHSI CUMIITOMIB Masibabcopoitii,
xaopuau oty cranoBuan 110 mmoms/im 8 300 mr
noTy (Hopma — 710 40 MMOJIB/T).

Pexomenpariii 1o0 amOy1aTOPHOTO MeHejI-
JKMEHTY XBOPOOM: TOCTiliHA iHrassIiiiHa Tepartist
Ha HeOyJaiizepi: myabMo3um 2,5 Mr abo 7% pos-
gy NaCl, a Takox mosiMikcuH (KOJOMIIHH)
o 1 M1 BiUi Ha JIeHh — Kypcamu (4 TYDKHI TpH-
oM, 4 TUKHI — TiepepBa). [HTangIintHo «cepeTn/I-
eBoxasiep» 25/50 Mxr Ha 1 Baux (25 MKT cajibMme-
teposty Ta 50 MKr (JIIOTHKA30HY IPOIiOHATY):
no 1 BAMXY /BiYi HA /IeHb — KypPCOM 3 MiCAIIi.

JleBodsiokcanua o 250 Mr ABivi Ha JeHb
opaiibio — 10 1 micsis. Asurpominun 250 mr
oJvH pa3 Ha meHb — 10 muiB, moriM mo 1 Tab. —
JIBiUi Ha TMIKIEHDb — ITOCTiitHO. MoMmeTa3oH-cIpeit
Ha3aJbHUH JBIYi Ha JieHb 10 1 BIIOPCKYBaHHIO
y KO’KeH HOCOBUH Xil — KypcoM 10 3 MiCsIIiB.

[Mankpeatun (kpeon) 10 000 Ox/kr Ha g00y
3 1JKe TMOCTIHHO TiJi KOHTPOJEM KOTIPO-
rpamu. Ypcodasbk (YPCOAEOKCiXoieBa KUCIOTA)
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30 mr/Ha 100y, 7% posunt NaCl — 10 mut za 100y,
npernaparu Kaibllito — 1 r Ha 100y, KOMILIEKC BiTa-
miniB A ta E, Bitamin /[3 (2000 MO Ha 106y) —
OpaJIbHO.

OO6roBopeHHs

[Tporpec y BUBYEHHI MOJIEKYJISIPHO-TeHETHY-
HUX ocHOB MB no3Bonge 3'scyBatu 3HAYHUI
dbeHoTUIIOBUI 1TO/IIMOP(I3M TIPOSBIB Ta 1epediry
JTAHOTO CTAJKOBOTO 3aXBOPIOBAHHS: Bi/l aTUIIOBOI
XPOHIYHOI TiOeJeKTPoJIiTeMil (CHHIPOM TICEBIO-
Baprepa) Ta 6e3mtiiisi y Y0I0BIKIB 10 KJIACHYHOT
3MinraHoi (JereHeBO-KUIIKOBO1) Gopmu MB.
[Ipu Tumosi#t 3mimaniit ¢popmi MB xapaktepanm
€ BUSBJIEHHA Yy JAUTUHU 3 TMEPHINX POKIB KUTTS
KOMOiHaIii 03HAK ypakKeHHSI CCTEMU TPaBJIEHHS
(Hacammepes MapKepiB MAHKPEATUYHOI HEJOCTAT-
HOCTI), 3aTPUMKH (DI3UUHOTO PO3BUTKY 3 pecIipa-
TOPHOIO CUMIITOMAaTHKOIO (TIOBTOPHI €ITi30/11 ITHe-
BMOHII 3/6€3 OPOHXOOOCTPYKTUBHOIO CHHIPOMY;
PEeLMINBHUN THIMHUIA CUHYCUT Ta/abo0 IIOJIM
Hoca) [1,3,5].

Caig mam'sitaty, 1o y xsopux Ha MB MoxxyThb
OyTu iHuI BapianTh MaHicecTallii Ta MposIBiB 3a-
XBOPIOBAHHS 3aJie;KHO Bijl Biky. Manidecrarttieto
MB y nepini aHi JKUTTS MOKe OyTH MEKOHIaJIbHUI
ineyc (Bix 5% mo 20% BUIAJKIB «KIaCHYIHOTO»
MB) [1,4]. ¥ miTeit OMKIJIBHOTO BiKy MEPITAMU
osnakamu MB moxyTp Oytu: cTilikuii Karesib
3 BW/IIJIEHHSIM THITHOTO MOKPOTHUHHS 4u 0e3
HBOTO; [[IarHOCTUYHO He3'sicOBaHa PEIInBHA a00
XPOHIUHA 3a/IMIIKA; BiJicTaBaHHA y (i3UUHOMY
PO3BUTKY; BUIIAAIHHS IIPSIMOI KUIIKK a0 iHBari-
HAllisl; XPOHIYHA Jiapes; CUMITOM <«OapabaHHUX
MATUI0K»; KPUCTATU COJIi Ha TIKipi; TIMTOTOHIYHA
Jerigparaiist; TimoejaekTposiTeMiss Ta MeraboJriy-
HUIT aJIKajo3; rematomerasis abo AiarHOCTHYHO
He3'sdcoBaHe TOPYIeHHd (YHKII TEYiHKH.
Y mitell WIKIJIBHOTO BiKy HEOOXiZIHO 3BEPHYTH
yBary Ha HacTYITHi O3HaKU, IATOJIOTIUHI CTaHH, SIKi
MOXYTb BUSIBUTHUCST cumnTomMamMu MB: xponiuni
pecripaTopHi CUMIITOMU He3'sICOBAHOI €TioJIOrii;
Pseudomonas aeruginosa y MOKPOTHUHHI; XPOHid-
HUI CHHYCHUT; Ha3aJIbHIIT MOJIi1103; OPOHXOEKTA3H;
cuMnToM <«bapabaHHMX IaJMYOK»; XPOHiUHA
miapest; AUCTaJbHUN IHTECTUHAIBHUII OOCTPYK-
TUBHUM CUH/IPOM; TAHKPEATUT; BUTIAJ[IHHS TIPSIMOI1
KUIIKH; IyKPOBUI iabeT y MOoeHaHHI 3 peciripa-
TOPHUMM CHMIITOMaMU; reraTtoMerais; 3aXBoplo-
BaHHS IeYiHKU He3'sSICOBAHOl €Ti0JOTii.

Myranii rena MBTP mnogissitors Ha kJjaacu
3a7Ie)KHO Bifl TUIY TEPBUHHOTO TIONIKO/KEHHS
Ta BaKKOCTI TIepeliry KIHIYHUX O3HAK 3aXBOPIO-
BauHs (Tabu.) [5].
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Tabnuys
Knacudikauia myTtauin MBTP 3a BaxkicTio
deHoTunoBux nposeie (Kerem, 1996)

Baxki Jerki BapiaGenbHa
BaXKICTb

F508 R117H GO5E
G542X 3849+10kbC->T R334W
G551D R 374P 5T
R553X T338l
W128 2X G551S
N1303K
1677delTA
621+1G-A
1717-1G-A

TakuM uYMHOM, MOYACTU TEHOTHUII XBOPHUX Ha
MB 3yMOBJIIOE He TiJIbKM TePMiH Ae0I0Ty IIepIInX
HPOSBIB, XapakTep Ta KoMOiHAIil0 KJIiHIYHUX
O3HaK, ajie W BakKicTh nepebiry 3axBOPIOBaHHS
Ta IPOTHO3. Y HU3III poOiT MOKA3aHO, 1[0 HAWO1IbIII
BakKKa i paHHsI MaHidecTallis CIOCTepiraeThbCs
y xBopux romosurot 1o F508del (F5084) [4,7].

Coig 3a3Ha4UTH, TIIO XBOP1 TOMO3UTOTH 110 Bi/I-
cytHocTi F508A — Bifpi3HSIOTHCS HAMOIMbIIM
KJIHIYHUM TT0TIMOP(hiZMOM, TOOTO TTOPSIT 3 BaK-
KuMu opMaMu, paHHBOIO MaHidecTalli€io i paH-
HIM HECHPHUATINBUM Ppe3yJbTaTOM CIlocTepira-
I0ThCSI BITHOCHO CIPUSITAUBI (hOPMHU XBOPOOH, SIKi
JIIaTHOCTYIOTHCS Y CTAPIIOMY IUTSYOMY Ta TiJJiT-
KOBOMY Billi [5].

Hagenennit kIiHIYHWI BUMAIOK JIEMOHCTPYE
HEKJTACHYHUIN 7e0I0T MYKOBICIIUI03Y Y XBOPOTO
3 MmyTtaiieio F508del y ToMO3UTOTHOMY CTaHi.
Boanouac panuii BUNajok Harajaye JikapsaMm 1Ipo
HecTaH/IapTHi, He3BWYaliHi mposBu ManidecTartii
MB. ¥V Bunazixy 3 namientrom M. TakuMu 1posiBa-
MU OyJIi: CTIHKIH Kalliesh 3 BUIIJIEHHSIM THIITHOTO
MOKPOTUHHSI 1 6€3 HbOTO; Bi/icTaBaHHsI y (hi3uaHO-
My PO3BUTKY 3 AeIiIIUTOM Macu Tija, peru/nBHi
THIMiHI CHHYCUTH Ta MOJIITI03 HOCA, 3aXBOPIOBAHHA
MEYiHKU He3' sICOBAHOI eTioJIor].

BucHoBku

Oco0MBICTIO AHOTO KJIHIYHOTO BUIAIKY
MO’KHA BBa)KaTH CTEPTO-BiJICTPOYEHUI XapakTep
KJIIHIYHUX MTPOSBIB YpaXKeHHS TUXAJIbHOI CUCTEMU
Ta 30BHINTHBOCEKPETOPHOT (PYHKITIT TiIIIIyHKOBOI
3amos3u 3a kaacuunoi (F508del) myrarii rena
MBTP, sika 3a3Buuail CynpoBOKYETHCS BAKKUM
nepebiroM 3aXBOpIOBaHHs. Y HACJIIIOK I[bOTO BEPH-
dikamist giarnosy BigOysacst y OiIbII MiBHBOMY
Billi, 110 TOBUHHO MOTUBYBATH JiiKapiB /10 TTPOBe-
JIEHHSI TeHEeTUYHOTr0 OOCTEeKCHHS HaBITh 3a MiHi-
MaJIbHUX/TIOO/ITMHOKUX CUMIITOMIB 3aXBOPIOBAHHSI.

Aemopu 3asensomo npo ei0cymuicms KOHQIIK-
my inmepecis.
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