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Pe3stome. Y mauieHTiB, XBOPUX Ha MYKOBILI03 TOMO3H-
TOT 332 «Ma)XOPHOIO» MYTAIli€l0, BUSBICHO II€BHI YacTOTH
peectpanii anenis rena mEPHX. ix mpoananizoano y 3ara-
JBHIA TPyNi NamieHTiB i3 JETKMM Ta TSHKKUAM BapiaHTaMU
nepebiry XBopoOu Ta B 0oci i3 cHHApOMOM Xxosectasy. «Cu-

JBHUX acorialii Mix aensimu reda mEPHX cepen narien-
TiB 1 TSDKKICTIO TIepebiry XBopoOu He BHSBIICHO, LI0 MOTPeOye
MOAATBIIUX POOIT 13 OUTBIIOO KITBKICTIO TAITIEHTIB.

Kurouosi cinoBa: ren mEPHX, mykoBicunznos, myra-
uist F508del, renetnunuii momimMopdizm.

Beryn. Myxkosictimno3 (MB) — omgne 3 Haii-
6inpm nomupenux (1:3000) MOHOTEHHUX 3aXBOPIO-
BaHb 13 moiiopraHHoro Manigecraniero. KiiHiuHi
nposiBu MB pi3HOMaHITHI I BU3HAYalOThCSl TAKHMMH
(axkTopamMH: MyTali€l0 TeHa TPaHCMEMOPaHHOTO
peryistopHoro Oinka mykoBicunno3y (TPBM), re-
HaMH-MOU(IKaTopaMu Ta CYKYIHICTIO UYHHHUKIB
HABKOJIMIIHBOTO cepenoBuima [1].

Bimomo Bxe monax 1900 mytaniit rera TPEM
[2]. IIpoTaroM ocTaHHIX OECSATWIITH BUCHI Hamara-
I0ThCS 3HAWTH B3a€EMO3B’A30K MIXK TI'€HOTHIIOM Ta
¢denotunom y xBopux Ha MB. OnHieto 3i cripod Oyina
knacudikamis myTamid rema TPBM 3aiexHO Bif
TSDKKOCTI KIJIIHIYHHX MPOSIBIB HA «TSIKKI», «JIErKi» Ta
«Bapitorodi». Myranist F508del rena TPEM BBaxa-
€TBCSL «TSDKKOIO», OCKUIBKHU 11 HasiBHICTh acOLIIOETh-
cs 3 TSDKKUM rmepebirom MB. Ll myTaunis € Haii-
OinbII MOMIKMPEHOI0 (Ma)KOPHOIO) Cepell XBOPHUX Ha
MB. IIpote cmoctepiraeTbcss 3HAYHHNA KIIHITHUH
moniMopdizM y xBopux Ha MB 3 onmHakoBIMH MyTa-
uismu reHa TPBM, 3okpema i B cubciB. Omxe, e
MIATBEPKYE AYMKH IOJO BIUIMBY IHIIMX MOJIH(i-
Kytouux ¢akropiB Ha ¢peHorun MB sk reHeTHYHHUX,
TaK 1 emireHeTHuHux [3, 4].

®enorunosi npossu MB € Han3BuuaitHO Bax-
JIMBMMM JUIA TAlli€HTa, 30KpeMa cTaH OpoHXOoJIereHe-
BOT CUCTEMH Ta HYTPUTHBHHH CTaTYC, OCKIJIbKH BOHU
BU3HAYAIOTh TPHUBAIICTh Ta SIKICTh XKHTTS, TE€PaIeB-
TUYHY TaKTHKY, OL[IHKY PHU3UKY 3aXBOPIOBAHOCTI Ta
IIPOTHO3YBaHHs XapakTepy nepeObiry nmarosorii [5].

VYpaxkeHHS pecIHipaTOpHOTO TPAKTY, Y BHTIIALL
0e3mepepBHO PEIMIUBHOTO XPOHIYHOTO 3aIalbHOTO
IIPOIIECY, CIIOCTEPIraeThcs Maibke y BCiX MAIIEHTIB 3
MB. Ilpu w©poMmMy dinbHE MiCIe HaJEXKHUTh
«OKCHIATUBHOMY CTPECY», SIKHH BUHHKA€ BHACIIIOK
MUCcOaaHCy OKCHIAHTIB 1 AaHTHOKCHUIAHTIB, IO
CHpUsIe IPOTPeCyBaHHIO JIETEHEBOI 1aTOJIOTIi [6].

MB sk MyJabTHOpPraHHa MaTOJIOTIsl MOTpedye
KOMIUIEKCHOTO IIiIXOAYy Ta 3acTOCYBaHHS 3HAYHOI
KUTBKOCTI MEIMKAMEHTIB, SIKi BILUTUBAIOTh Ha Pi3HO-
MaHiTHI [TaTOreHEeTHYHI JJAHKH XBOPOOH.

Oco0I1BO aKTyaJIbHUMH TIPH EOMY € BHBUYCH-
HS MeTa0oJi3My TOKCHYHMX YHHHHUKIB 1 NUIAXiB X
6ioTpaHcdopmarlii B 0ci0 i3 XpOHIYHUMHU 00CTPYKTH-
BHHMH 3axBoproBaHHsMHU JiereHb (XO3J]), 30kpema i
3ymoBinernoro MB. Ilpouecu 6ioTpandopmanii moss-
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TaroTh Y 3HEIMIKO/KEHHI YyKOPITHUX CIONYK 1 CIIpH-
SI0Th CTBOPEHHIO OajlaHCy MIDK OpraHi3MOM Ta Ha-
BKOJIMIIIHIM CepeIOBHUINEM. B OKMCHEHHI TOKCUIHUX
YUHHHKIB OEpPYTh y4acTh SIK eH3UMH LIUTOXPOMY, TaK
1 ¢epMeHTH HenuTOXpoMHOro okucHeHHs. Cepen
OCTaHHIX YiJIbHE MiCIle TIOCiae MIKPOCOMAJIbHA €TI0~
keuarigponasa (mEPHX), sika 3a0e3neuye nerokcu-
KaIlif0 eTOKCHUI-TIOXiTHIX IMOJiapOMAaTHIHUX BYTIIe-
BOJIHIB IIISXOM KaTami3y iX JO MEHII peakTHBHHX 1
OUMBII BOJOPO3YMHHUX MOUTIIPOMIONIB 13 TOJAITB-
IIO0I0 IXHBOO €KCKpEIIi€ro 3 opraniamy [7].

I'er mEPHX mokanizyerbcss Ha xpomocomi 1
(1g42.13) i cxiamaeThest 3 IeB’ITH €K30HIB po3isie-
HHX BicbMOMa HiTpoHamHu. J{Jis1 HbOTO BiJIOMI JIEKiJIb-
Ka OJTHOHYKJICOTHIHMX MOJTIMOP(i3MiB, i3 SIKMX Haii-
Oinerr 3Hauynmu € n8a: T337C ta A415G, ockinb-
KW BOHM IPHU3BOJATH 10 3MiHM aKTHBHOCTI (hepMeH-
ty mEPHX. Ile, y cBoto uepry, 103BoIMIO Kiacu}i-
KyBaTH (PEHOTWIH, 3YMOBIIEHI IIMM €H3WMOM, Ha
«IOBUIBHANY» TEHOTHIT S/S Ta «IIBUAKHI» T€HOTHII
N/N [8].

Y reHomi «mosinmpHOrO» amems T337C
(Tyr113His) BizOyBaetscst Tpamsumis T wa C y mo-
noxerHi 337 y TpeTbOMY €K30Hi, 10 IPU3BOANUTE 10
3aMiHM B €H3MMi TUPO3WHOBOTO 3aJMIIKY Ha TiCTH-
JMHOBHH y ToJioxkeHHI 113 1 3yMOBIIIOE 3HMKEHHS
akTHBHOCTI (epmenty Ha 50 % y romosuror i Ha
25 % y rerepo3uroT. Y pe3yibTari 3HWKY€EThCs ede-
KTUBHICTh 1HAKTUBAIl TOKCUYHUX META0OIITIB, 110
MPU3BOJUTH JI0 PO3BUTKY «OKCHIATUBHOTO CTPECY» 1
MOCWJIEHOT TPOMYKINi BENWKOI KITBKOCTI BITBHHX
panukani. KiiHIYHO 11e TIPOSIBIAETHCA 301TBIICHASIM
PHU3UKY PO3BHUTKY PECHipaTOPHOI MAaTOJIOTi.

Anens G nokycy A415G (His139Arg) mae Ha-
3BY IIBUJKOTO», OCKIJIBKH JaHa MYTallisl 3yMOBIIIOE
30inblIeHHs akTUBHOCTI (hepMeHTy Ha 25 %. Lle Bia-
OyBaeThCs NP 3aMillieHH] aJICHIHy Ha T'yaHiH Yy HO-
noxeHHi 139 (4 exzon) rena mEPHX.

He3miHHa aKTHBHICTB 1 CTabIIBbHICTH PEPMEHTY
mEPHX e cunpHUMH (hakTOpamu CTIHKOCTI 10 po3-
BuTKy XO3JL.

I'er mEPHX ekcmpecyeTscss B pi3sHOMaHITHHX
KIIITHHAX, 30KpeMa B TeMaTOLWTaX, eIiTeTiaTbHIX
KITiTHHAX Ta OpoHxax. [laToreneTnyHa y4acts (eHO-
THUIIIB BUILIEOMMCAHUX OJHOHYKICOTUAHUX IOJIIMOp-
(hi3MiB y pPO3BHUTKY JIETEHEBOI MMATOJIOTi] BIUIMBAE Ha
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AQHTUOKCHJIAHTHUH  3axXHCT JIET€HIB B  yMOBax
«okcumatuBHOrO crpecy» mpu XO3JI, 3MeHIIeHHsS
PEaKTHBHOCTI UYXXKOPITHUX CIIONYK, IETOKCHKAIii
€K30TeHHHX XIMIYHHX CIIOIyK [9].

Merta nociimkeHHs. BUBYHTH PO3MOILT aleib-
Hux BapianTiB rera mEPHX sk momudikyrodoro
(hakTopy 3aXBOPIOBaHHS y XBOpHX Ha MB romo3uror
3a myTauiero F508del.

Marepian i merogu. Matepianom mis mocii-
mokeHHs cnyryBana JIHK, Buminena 3 nefikonuTiB
repuepruIHOI KPOBi MAIliEHTIB. BUAIICHHS Ta O4HC-
tky JHK i3 neiikonnTiB nepugepraHOi KPOBi 3miic-
HroBai Habopom «GenePak DNAPCR testy (OOO
«JIabopatopust M3ol'en», m.MockBa, P®). Ha mona-
JIBIINX €Tarax IOCIHiHKSHHS IPOBOIMIN aMILTi(ika-
uiro nocmigouocredt JJHK in vitro, BUKOpHUCTOBYIO-
9K METOJI IoJIiMepa3Hoi Janirorosoi peakiiii (IJIP).

[TJIP 3pnificHIOBaNIM B aBTOMaTHYHOMY PEXHUMI
Ha tepmoumkiepi «Tepuux» («IHK-texnomorusy»,
P®), 3acrocoByrouM OIITOHYKICOTHIHI MpaiMepu
(«Fermentas», m.Binpnroc, JIutsa), Habip peareHTiB
s amroridikamii «GenePak® PCR Core» (OO0
«Jlabopatopus 13ol'en», m.MockBa, PD). Ammidi-
KOBaHi MPOIYKTH MiAJaBaIi PECTPHUKILil, BAKOPHCTO-
BylouHM eHIoHykneasn pectpukiii Eco32l (T337C)
ta Rsal (A415G) (MBI Fermentas) [10].

Cretuiunicts nponykris ITJIP Ta ananiz pect-
PHKLIHHKUX (parMeHTiB MPOBOAMIIM LIIIXOM EJIEKTPO-
¢dopesy y 2-3 % araposnomy reini. OTpuMaHi CHTHAIA
TIOPIBHIOBAJIM 3 MapKepaMHU JOBXKHUH 1 Ha OCHOBI L[bOTO
JIETEKTYBaJIM PO3MIPH OTPUMaHUX (parMeHTiB.

Pe3yabTaTi JocuizkeHHd Ta iX 00roBOpEHHs.
[IpoBeneHO MONEKYIAPHO-TEHETUYHUN aHali3 dYac-
TOTH TEHOTHUIIB 3a moJiMoppHUMH JToKycamu T337C
Ta A415G rera mEPHX y 35 mamieHTiB, XBOpHX Ha
MB romosuror 3a mytauietro F508del, Ta B 157 ocib
IPYIH KOHTPOJIIO.

Y pe3ymbTaTi NPOBEAEHHX MOJEKYJSIPHO-
TEHETUYHUX JOCII/DKEHb Ta NOAAJIBIIMX CTATUCTHUY-
HHUX PO3PaxyHKIiB BCTAaHOBJICHO PO3IIOJLT F€HOTHUIIIB
3a moniMmopduumH Jiokycamu rena mEPHX cepen
MalieHTiB, XBopux Ha MB, mopiBHAHO 3 TpymHoIO
KOHTPOJIIO Ta PO3MOJLT JaHUX T'CHOTHUIIIB 3aJIeKHO
BiJ KIiHIYHOTO mepebiry MB (crymiHp TsDKKOCTI
BH3HaYaBcs 3a mKkanor [IBaxmana-Kyapuumpkoro).
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AHaIi3 po3noily TEHOTHUIIB 32 MOIIMOPGHIM
nokycom T337C rena mEPHX mnoxa3as, mo gacrora
peectpatii resotuny 337CC y rpyni namientis 3 MB
€ HIK4010 (8,6 %), HOK y Hami€HTIB KOHTPOIBHOT
rpyn (15 %) (tabn. 1).

Ocobu, sxi € romosuroramu 3a ameiaem 337T
(51,4 %, OR=1,35) rena mEPHX cepen mnarieHTis,
XBopux Ha MB 3 «Ma)XOpHOIO» MyTalli€lo, Tparis-
IOThCS 3HAYHO vacTime, Hixk 3 anenem 337C (8,6 %,
OR=0,52). Oznep>kaHi AaHi KOPENIOIOTH 13 Pe3ybTa-
TaMHU JOCIIJUKEHb, OTPUMaHUX POCIHCHKUMH BYCHU-
MH, SIKi BCTaHOBIJIH, 110 HasBHICTH 337CC reHoTHIry
resa mEPHX xapakrepusyeTbCsi HECHPUATIMBUM
MPOTHO30M MIOJ0 TSKKOCTI OPOHXOJETEHEBUX IPO-
6mem y manienri i3 XO3JI ra MB [11].

PesynbraTu, otpumani pociigHukamu 3 Benu-
KoOpuTaHii, BHBYalOYM MOJIMOP(I3M ajieniB reHa
mEPHX cepen 1017 marientie 3 XO3JI, BusBmiIH,
10 He iCHye acoriamii Mix anensimu rera mEPHX i
PO3BHUTKOM XPOHIYHOI MATOJIOTI] JIETEHIB Y TSKKOC-
Ti 11 nepe0iry [12].

VY marieHTiB i3 nermuM nepedirom MB gactoTa
resoruny 337TC e nmwxdoro (50 %), HDK y manieHTiB
13 TsokKEM niepedirom MB (31,6 %) (Tabm. 2). Cratu-
CTHYHO BIPOTiAHMX BiAMIHHOCTEH y 9acTOTax reHo-
TUIIB HE BCTAHOBJICHO Hi B rpymi mariedTis 3 MB, Hi
y rpynax mamiedTtiB i3 MB i3 pisHEMH BapiaHTamu
nepediry MB (p=2,04 ta p=0,7 BiAMOBIAHO).

I'enotun 415GG rena mEPHX BusiBiieHo vacTi-
e B naimieHtiB i3 MB (20 %), HiX y KOHTpOJIBHiii
rpymi (8 %). Pe3ymbraTé IOCHIKEHHS IOKa3ajH,
10 YacTOTa PeecTparii JaHOTO TEHOTHILY € CTaTHC-
TUYHO BiporinHO B mamieHTiB i3 MB (OR=2,77, CI
95 %:1,01-7,56, p*<0,05) mopiBHAHO 3 KOHTPOJb-
HOIO Tpymofo (Tabdm. 3).

V marieHTiB i3 aermum nepebdirom MB reHotun
415AA tpamnserscs gactime (75 %), HiX y maries-
TiB 13 TsSOKKUM nepebirom MB (52,6 %), a reHoTHIT
415GG peecTpyeThCsl y ABa Pa3H Pijile B MAI[IEHTIB
i3 nermmM nepediroMm MB, HIXK y mamieHTiB i3 TSOK-
kuM nepedirom MB (26,3 %) (Tabu. 4). BinminHocTi
4acTOT T'€HOTHIIIB MOJIMOpGHUX JIOKyciB 415AA i
415GG cepen IOCTIKYBAaHHX TPYI MAIIEHTIB HE
Oynu craructuuHO Biporigaumu (p=1,86 Ta p=1,04
BiJIMTOBITHO).

Tao6auns 1

Pe3yJibTaTH reHOTHILYBAHHS TiTeil 3 MYKOBICIII030M 32 MOJIiMOP(HUM JIOKYCOM
T337C (Tyr 113 His) rena mEPHX (Eco32I)

3aranpHa IOCTiHA rpyna KontponsHa rpyna
[enoTun (n=35) (n=157) ¥ (p>0,05) OR, 95% CI
n % n %
337TT 18 51,4 69 44 0,65 1,33
; g (0,648-2,81)
0,969
337TC 14 40 64 41 0,01 (0.459-2,046)
337CC 3 8,6 24 15 2,04 0,52 (0,147-1,833)
Anens T 50 71,4 202 64 1,28
Anens C 20 28,6 112 36 1,28
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Taoauns 2

IlopiBHSAHHA JaHUX FeHOTUIIYBAHHA AiTel 3 MyKOBICIII030M 32 NMOJIIMOP(PHUM JIOKYCOM
T337C (Tyr 113 His) rena mEPHX (Eco32I)

Jocninna rpyna I (n=16) I[ocnl;[l{_algpyna i
Cenorun (=19)  (p>0,05) OR, 95% CI
n % n %
337TT 7 43,75 11 57,9 0,70 © 14%—527169)
337TC 8 50 6 31,6 1,23 © 54211/1-27587)
337CC 1 6,25 2 10,5 0,20 © 0407’-567896)
Anens T 22 68,75 28 73,7 0,21
Anens C 10 31,25 10 26,3 0,21

Ipumitka. Jocnigna rpyma I — 3 nermmm kninidauM nepedirom (3-5-i crymine), gocniana rpyma Il — 3 TsHKYuM KITiHIYHEM

nepeGirom (1-2-if cTymiHb)

Taoanus 3
Pe3yabTaTi reHOTUIYBAHHA JiTeill 3 MYKOBiCIIM1030M 32 NMOJIMOP()HUM JT0KYCOM
A415G (His 139 Arg) rena mEPHX (Rsal)

Jocninna rpyna KontponsHa rpyna
Tenorun (n=35) (n=157) v OR, 95% CI

n % n %
415AA 22 62,9 99 63 0 (p>0,05) 0.99

’ ’ (0,46-2,12)

415AG 6 17,1 45 29 1,95 (p>0,05) 0,51 (0,20-1,32)
415GG 7 20 13 8 4,21 (p*<0,05) 2,77 (1,01-7,56)
Anems A 50 71,4 243 77 1,12 (p>0,05)
Anens G 20 28,6 71 23 1,12 (p>0,05)

IMpumitka. p*< 0,05 — craTHCTHYHO BipOTiHA BiIMIHHICTD

Taoauns 4

HopiBHsIbHA Ta0IMIS TAHUX T€HOTHIYBAHHS JiTel 3 MyKOBICI[HI030M 32 MOJIiIMOP(HUM JIOKYCOM
A415G (His 139 Arg) rena mEPHX (Rsal)

Hocnigna rpyna I Jocnigna rpyna II
TeHOTHII (n=16) (n=19) 1 (p>0,05) OR, 95% CI
n % n %
415AA 12 75 10 52,6 1,86 27
’ ’ (0,363-11,467)
0,54
415AG 2 12,5 4 21,1 0,45 (0,085-3,397)
415GG 2 12,5 5 26,3 1,04 0.4
’ ’ ’ (0,066-2,419)
Anens A 26 81,25 24 63,2 2,79
Anens G 6 18,75 14 36,8 2,79

Ipumitka. Jocnigna rpyna [ — 3 sermmm xiinivaEM nepebirom (3-5-i cryminb), nociigaa rpyma Il — i3 TsDKuuM KITiHIYHIM

niepebirom (1-2-i cTyniHb)

[TpoananizoBaHo yactoty po3noxiny aneniB T i
C ta A 1 G nonimopduux nokyci T337C ta A415G
BimnoBigHO, TeHa mMEPHX y ceMu mamieHTiB, XBOpHX
Ha MB 3 «Ma)XOpHOIO» MyTaIli€l0 Ta MPOsIBAMH XO-

JICCTAaTUYHOT'O TCIAaTUTY. BCTaHOBJ'IeHO,H.IO peecTpa-
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wis ayenst T 3a moniMopduuM jokycom T337C 1 are-
a1t A 3a nokycom A415G y nmaniid nocnimKyBaHil
rpymi cnocrepiraerbes vacrime (85,7 % 1 78,5 %
BIZIMOBITHO) TOPIBHSHO 3 po3noxitom anens C 3a
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aokycom T337C (14,3 %) i G 3a nokycom A415G
(21,5 %).

JlaHi pe3ysbTaTy 3yMOBIIIOIOTH [0 MOJABIIOTO
MIPOBE/ICHHS TEeHOTHITYBaHHS OLIBIIOT KIIBKOCTI XBO-
pux Ha MB 3 ypaKCHHSM I€4iHKH 3 METOI0 BUBYECH-
HS pPOJII BHUIIECOMHUCAHUX OJHOHYKJICOTHUIHUX IMOJIi-
MOp(}i3MiB Y PO3BHTKY X0JIECTa3y.

Yacroru renotumiB mEPHX 415AA 1415GG y
MAIIEHTIB 13 JiermumM nepedirom MB € Bummmu, Hixk
y TaLi€eHTIB 3 TSHKKUM nepebirom MB, mpore nani
BIIMIHHOCTI HE JMNOCSTHYJIH BIpOTiTHHX 3HAYECHb.
Mo>xnrBoO, Taki TEHISHIIi MOMMUPEHHS BHIICOMICA-
HUX TEHOTHIIIB 30epiraTUMyThCs B MOJAIBIINX [0-
CII/DKEHHX, SKI HEOOXITHO HpOBeCTH cepen Oilib-
moi KiTbKOCTI XBOopuX Ha MB.

BucHoBku

1. Cepen ocib, XBOpHX Ha MYKOBICIHMIO3 3
«Ma)XOPHOIO» MYTAIli€l0, CIOCTEPIracThCs JAEIIO
migBuieHa gyactota reHotuiry 337TT rera mEPHX
MOPIBHAHO 3 KOHTposieM. CTaTHCTHYHO BipOTiJHUX
BiIIMIHHOCTEH HE BHUSBJICHO, 1110, MO>KJIMBO, 3yMOBJIE-
HO MaJIoI0 BUOIPKOO JaHUX.

2. I'enotunt 415GG rera mEPHX craructidHO
BipOTiTHO BUIIUH Y XBOPHX Ha MyKOBICIIAI03 TTOPiB-
HSTHO 3 KOHTPOJILHOIO TPYIIOI0, & HOTro pOJib Y PO3BH-
TKY YpaXXeHHS PECIipaTOPHOrO TPAKTy IIPH MyKOBiC-
LU1031 TUIaHYETHCSI TOJATKOBO BHMBYATH, 30Kpema 1
Ha (hepMEHTAaTUBHOMY PiBHi.

3. BiporigHux acomiamii MiK ajelsiMH T'eHa
mEPHX i TspKKiCTIO Iepediry 3aXBOpIOBaHHS y XBO-
pUX Ha MYKOBICIHIIO3 TOMO3MIOT 3 MYyTaIli€lo
F508del He BusBiEeHO, 1O MOTPEOYE IMOJNAIBIIOTO
BHBUYCHHS 3 BHKOPHCTAHHAM OUIBIIOI KiTBKOCTI Ja-
HUX TIPO TAIIEHTIB, XBOPUX HA MYKOBICIMZO3 i 3
IHIIAMHU My TaisMU.
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PACHPEAEJIEHHUE AJUIEJIBHBIX BAPHAHTOB I'EHA mEPHX Y BOJIbBHBIX
MYKOBHUCHUJO30M I'OMO3UI'OT IIO F5S08DEL

H.B. Pozoeux , H.B. Buwmumak , I.B. Makyx , /1. U. booep

Pe3tome. V manueHTOB ¢ MyKOBUIMA030M TOMO3UTOT 1O «Ma)KOPHOW» MyTallUH BBISIBICHBI ONPEICICHHbIE YaCTOTHI
peructpaunu ameneit rena mEPHX. Onu npoaHamu3upoBaHsl B 00mIel Tpynme OONBHBIX, CPEIH MAIMEHTOB C JIETKHM U
TSDKEITBIM BapHaHTaMH T€4eHHs 00JIE€3HH U y OOJIBHBIX C CHHIPOMOM XoliecTa3a. « CHIBHBIX» acCOIMAIMH MEXKIY aJlIeIsIMH
rena mEPHX cpenu manneHTOB 1 TSDKECTBIO TeueHus 00JIe3HN He 0OHapy»kKeHo, 4To TpeOyeT nambHeHmux paboT ¢ 60ib-

1M KOJMYECTBOM MALIUCHTOB.

Kiwuessbie ciioBa: ren mEPHX, mykoBucummos, mytaiust F508del, reHetuueckuii monumMopQusm.

DISTRIBUTION OF ALLELIC VARIANTS OF mEPHX GENE AMONG PATIENTS WITH
CYSTIC FIBROSIS OF FS08DEL HOMOZYGOTES

N.V. Rohovyk™, N.V. Vishtak’, H.V. Makukh’, L.J. Bober’

Abstract. Patients with cystic fibrosis of homozygotes for the "major" mutations had specific allele frequencies in
mEPHX gene. They have been analysed in the general group of patients, among those with mild and severe forms of the

127



BykoBuHCHKUH MeANYHMIT BiCHK

Tom 17, Ne 4 (68), 2013

disease and in patients with cholestasis syndrome. We have not found "strong" association between alleles of the gene
mEPHX among patients and the severity of the disease which requires further research with a larger number of patients.
Key words: mEPHX gene, cystic fibrosis, mutation F508del, genetic polymorphism.
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C.I. Casrcun

E®EKTUBHICTh BA3HUCHOI TEPAIIIi ATOIIYHOI BPOHXIAJILHOI
ACTMH B JITEH 3A 3SMIHAMHU CIIPUMHSITJINBOCTI JUXAJTBHUX
IJISIXIB IO HEITPSIMUX MPOBOKAIIIMHUX YNHHUKIB

ByKkoBUHCHKHIT iep>kaBHUN MeUYHHUHN yHIBepcHuTeT, M. UepHiBIi

Pe3tome. YV poboti npoananizoBaHa JUHaMika Trinep-
CIPUIHATINBOCTI JUXAIBHUX LUIAXiB Ha T 6Ga3HCHOro
JKyBaHHS B JiTeH MIKIBHOTO BiKy, XBOPHX Ha aTOMIYHY Ta
HeaTomiyHy OpoHXianbHy acTMy. BcraHoBieHO, mio st
3HIKEHHSI HaIMIpHOT YyTIMBOCTI OpOHXIB Mali€eHTaM i3
aTONMIYHUM (PEHOTHUIIOM 3aXBOPIOBAHHS 10 CXEMH Ipodina-
KTH4HOI Tepamii BapTo BKmovaTn aHTu-IgE-anTtuTina. Ila-

[i€HTaM, XBOPHM Ha HEATOMiYyHy OpOHXiaJbHYy acTMmy, Oa-
3MCHY Teparliio BapTo MOCKITIOBATH MPU3HAYCHHSIM [IPOJIOH-
TOBaHUX TeOQiiHiB.

Kawuogi cioBa: OpoHxianbHa actMa, JIiTH, JiKyBaH-
HSl, TINePCIPUHHATINBICTE OPOHXIB.

Beryn. Bponxiansna actma (BA) posrisiaers-
sl SIK KOMIUIEKCHE IMyHOJIOTiYHE Ta 3aIajbHe 3aXBO-
pIOBaHHS, IO XapaKTEPU3YEThCsS XPOHIYHUM 3aria-
JICHHSIM OpOHXIB, TiEpPPEaKTUBHICTIO Ta PEMO/IEIIIO-
BaHHSAM JTUXAJbHUX NUIXIB [8].

I'eTeporeHHICTh KIHIYHUX 1 JOZATKOBUX CHMII-
TomiB BA 3yMoBIIOE ii moxin Ha OKpemi (eHOTHITH
[11]. Onniero 3 mepumnx cnpod moxiny OpoHXiamTbHOL
acTMH Ha aubTepHATHBHI (GOpMH, 3a KIIIHIYHO-
IMyHOJIOTIYHUMH TIOKa3HUKaMH, BBa)KalOTb BHOKpeE-
MJICHHSI 30BHILIHBOTO (aTOMIYHOT0) Ta BHYTPILIHBO-
ro (HeatomiyHoro) QeHOTHMNIB 3axBopioBaHHSA [4].
HasiBHICTh MO3UTHBHMX IIKIPHUX NPHK-TECTIB, HaM-
MipHa KoHueHTpauis crerupiunux IgE B cuposarii
KpoBi, eo3uHOQimist nepudepudHoi KpoBi Ta/abo
IHIlyKOBaHOTO MOKPOTHHHSI, SIK IPABHJIO, Y TIO€THAH-
Hi 3 aJIepTiyHAM PHUHITOM 1/a00 €K3eMOI0 TpHUTaMaH-
Hi aromiuHiit popmi BA [9]. O3Hakamu HeaTomigHO-
ro (eHOTHITy BBAXKAIOTh MOBTOPHI OPOHX00OCTPYK-
wii, sIKi MaHi(ecTyBaIl Ha APYTrOMY-TPETHOMY POKax
KHUTTS Ta OyJId CIIPOBOKOBaHI 1H(EKIIHHUME 3aXBO-
pIOBaHHSIMH pecripaTopHoro Tpakrty [6]. Ha Bigminy
BiJl IOPOCTHX, Y SIKHX HEaTOMiYHa acTMa MOPIBHIHO
3 aTOIIYHOIO € OUIBLI TSXKKOIO, Y JiTell HeaTOMmYHUI
(eHOTHT XapaKTepU3y€eThCs JIETIHM repedirom [S].
Ha cporogsimHiii 1eHb NPOJOBXKYETHCS MOLIYK
KJIIOUYOBHX MATOTCHETHYHUX JIAHOK 3alaJieHHs NpU
BHYTPIIIHFOMY BapiaHTi 3aXBOPIOBaHHS. BiAmoBigHO
i OiomMapkepw Uil BH3HAYEHHS NAHOTO (DEHOTHITY
(36impmrenHs konneHTpanii Thl-tumy, 1JI-18, IJI-15
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y KpOBi, aHTUTUI 110 OUIKIB CMITENiI0 AUXATbHHX
NUIAXiB) HE € BamigHuMu [12].

BpaxoByrouw, 110 namieHTy 3 pizHUMHU (HEHOTH-
NaMy 3aXBOPIOBAHHS MOTPEOYIOTH 1HAMBITyalli30Ba-
HUX CXeM MPO(QUTAKTHIHOTO JiKyBaHHs, Ha CHOTOTHI
TPHUBAIOTH AWCKYCIl MO0 JOUUTHHOCTI BHECEHHS 0
CTaHIApTIB Teparii OpOoHXiadhbHOI ACTMH OKPEMHX
rpyn npemnapariB. IIpore mpakTudHO BiACyTHI pobo-
TH, SKi PUCBSIYCHI BUBUEHHIO TUHAMIKH TiIEpCIIPH-
ATINBOCTI IUXAIbHUX LUIAXIB 332 aJbTEPHATHBHUX
iMyHOJIOTiYHUX (peHoTuIiB BA.

Meta po6orn. OuiHnTn eeKTUBHICTH CTaH/aa-
pTHHX cxeM 0Oa3ucHOI Teparmii B AiTell i3 aToniyHUM
Ta HEaTONIYHUM (PEHOTHUIIOM 3aXBOPIOBAHHS 3a 3Mi-
HaM{ PEaKTHBHOCTI AMXAJIbHUX LULAXIB IS TIOKpa-
[IaHHS 1HAWBiMYyaTi30BaHOTO IMiIXOAY A0 Hpodimak-
TUYHOTO JIIKyBaHHS.

Marepiaa i merogu. Ha 6a3i mynemoaneproso-
TYHOTO BIAIIJIEHHS 00JIaCHOI IUTSAYOI KIITHIYHOT JTiKa-
pHi (M. UepHiBiii) obcTerxkeHO 64 MUTHHH, XBOPHUX Ha
OponxianbHy acTMy. KpurepismMu BXOMKEHHS B J10-
CJII/DKEHHST BBKAIM: BIK JUTHHU Bif 6 10 17 POKIB,
JllarHOCTOBaHa nepcuctyBaiibHa BA, TpuBaicTh XBo-
poOu He MeHIlle TPhOX MICSILIB, HasBHICTH 1H(pOpMa-
[iitHO1 3roam OaThkiB Ta mited. Kpurepismu HEBXO-
JUKEHHS CIyTyBaJlM: BIK 710 6 Ta crapme 18 pokis;
iHTepmityroua BA, akTuBHE KypiHHS Oijiblie JecsiTd
[IUTapOK Ha JeHb, BUKOPUCTAHHA MpPENapariB, SKi
MOTJIH O BIUIMHYTH Ha Pe3yJbTaTH IOCHTIHKEHb, TITH-
CUPOTH, HAsIBHICTh YPOIKESHHUX BaJ PO3BUTKY OpPOHXIB





