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PO3MOBCIO/UKEHHS TEHETUYHO JJETEPMIHOBAHOI I'ITOJAKTA3IT
AOPOCJIOIO THUITY Y XBOPUX HA MYKOBICIIU 03, TOMO3UI'OT
3A MYTANI€IO p.PheS08del

Jlaktaza — e€MHUIA B OpraHi3mi JIOAUHH (ep-
MEHT, KUH PO3IIEIUTIOE JTAKTO3Y Ha IIIFOKO3Y Ta rajlaK-
TO3Y, 3HAXOAUTHCS Ha AIMiKAJIbHINA TOBEPXHI MIITKOBOL
KaiiMu eHTepouuTy, 3adikcoBaHMH HA HOTrO KIITHH-
Hif memOpani. Jlaktazna HemoctarHicth (JIH) —
BPOIDKEHHUH YU HAOYTHH CTaH, 0 XapaKTePU3YEThCS
HENepeHOCHMICTIO MOJIOKa 4Yepe3 BiJICYyTHICTH abo
3HW)KEHY aKTUBHICTH (pepMeHTy nakrtasu [1].

I'inonakrazis mopocnoro Ttumy (IIT) — me
HaWO1IBII TIOMMPEHa Ta TEHETUIHO JTeTepMiHOBaHA
MpPUYMHA HETePeHOCHMOCTiI MOJIOKa y AiTeH, mif-
JITKIB Ta JOPOCHHX, IO CIpHINHEHA Ie(IiIIMTOM
depmenty nakrasa-¢pnopmsunrigponasu. [2]. TAT
YCIIAAKOBY€ETHCSI ayTOCOMHO-PELIECUBHUM IIUISIXOM
Ta BeJe NI0 MPUTHIYCHHS aKTHBHOCTI JIAKTa3W Ha
BOpCHHAX KUIIKiBHUKA. [Ipu rimonakrasii BXXUBaHHA
MOJIOYHHUX HPOAYKTIB MPU3BOIUTH O 3AYTTS KHII-
KiBHUKA, MMOPYLICHHS EPUCTAIBTHKH, 3pUTyBaHHS,
KHIITKOBHUX KOJIBOK, AHCOaKTEPiosy, Aiapei, pO3BUTKY
CUMIITOMIB JIeTipaTaliii i HeJJOCTaTHhOI MPUOABKHU
Mmacu Tina. [lommpenicts IAT myxe pisHOMaHiTHA
1 konuBaeThes Bix 4% B Ipnanaii o maibke 100 %
B JICIKUX a31aTChKUX MOMYJIALiax [3].

®DepMeHT naKTa3a-(QIOPU3NHTIIPONa3a KOIY-
eTbesi enuHUM TeHoM LCT, 1m0 JIOKami3yeThcs Ha
2 xpomocomi [4—6]. [IT i, BiamoBigHO, 3MaTHICTH
YTUTI30BYBaTH JIAKTO3Y IOBHICTIO KOPEIIOE 3 TIO0-
nmimopdismom C>T y mozumii 13910 (rs4988235)
reHa nakraszu LCT. I'enorun C/C-13910 Binnosinae
MPaKTUYHO MOBHIM BiICYTHOCTI JlakTa3u. [ eHOTHI
C/T-13910 acomiroeThcs 31 3HWKEHUM PiBHEM JIaK-
Ta3u, ajie JTOCTaTHIM JJIsi HOpMajbHOI aurectii. [e-
Hotun T/T-13190 cBiguuTh PO BUCOKY aKTUBHICTH
nmaxoro (epmenty [7, 8].

Myxkoiciuno3 (MB) — naiinmommupenime Mo-
HOTEHHE aBTOCOMHO-PEIICCHBHE 3aXBOPIOBAHHS 0CI0
6inoi pacu. 3a nannmu Modiano Ta iH., iCHy€e B3ae-
MO3B’s130K Mix myTtatismu reHa TPBM Tta possut-
KOM JaKTa3Hoi HemocTtarHOcTi [9]. Huspka TpuBa-
JICTB JXUTTA XBOPHX HA MB cTUMYyIIOE 10 MOLIYKY
Monudikyrounx (akTopiB, sIKIi MOXKYTh BIDIUBATH HA

NOKPAICHHS KIIHIYHOTO CTaHy XBOpHX. BinbmricTh
nariedTis 3 MB BuMararoTh BUCOKOI €HEPreTUIHOT
nieT. MOJIOYHI MPOIYKTH € TIOTEHITIHHO BaXKIMBUM
JOKEPEIIOM TIOKMBHHUX PEYOBUH JUIS ITUX 0cid. Bpa-
XOBYIOUH 3POCTAaHHS KIUIBKOCTI BHUIAAKIB TilTOJNAK-
Tasii y JiTel 3 MyKOBICIIMI030M i MOXKJIMBHIA BILTUB
MOJIOYHHX TPOAYKTIB XapuyBaHHS HA CTaH POOOTH
KHIITKOBO-IIUTYHKOBOTO TPAKTY, aKTyaJIbHUM BHJ1aBa-
JIOCh OI[IHUTH reHeTH4YHY cXmibHICTh 10 [T miteit
3 MB.

Tomy meToro 1i€i poboTu Oysl0 BCTaHOBJICH-
HA dYacToTH TeHoTumniB momimoppismy LCT —
13910C>T rena LCTy niteii, XBOpUX HA MYKOBIiCITU-
no3, romo3urot 3a mytamieto F508del rera TPEM,
11X cxupHOCTI 10 po3BUTKY [J[T.

Marepianu i MeToau

Marepiajiom Juisi  TOCHIJDKEHHS  CIIyTyBaJia
JHK 43 niteii 3 miarBepmkeHnM miarHozom MB,
romosurot 3a myTtaiiero F508del rena TPBM, ski
npoxoauiin ooctexkeHHs B [1Y «lHCTHUTYT crmamko-
Boi matonorii HAMH VYkpaiam» Ta mepebyBanm Ha
CTaliOHAPHOMY JIIKYBaHHI B 3aXiTHOYKpaiHCHKOMY
CHEIiali30BaHOMY IUTSIYOMY MEIWYHOMY IIEHTDI;
25 niTe#l 3 KIIHIYHUMHM O3HAKAMHU JAKTA3HOI HENO-
CTaTHOCTI Ta 28 0ci0 KOHTPOJIBHOI TPYIIH.

[IpoBommmm BunpienHs ta ogumieHds JHK 3
JekouuTiB epudepiiiHoi KpoBi METOAOM BHCOJIIO-
BaHH [8]. AMmmtidikamito mociigoBaoctel JJHK in
Vitro MPOBOAWIH, BUKOPUCTOBYIOUM METOJ| TOJIiMe-
pasHoi manmtoroBoi peakiii [9]. [IJIP mpoBogmmm
B aBTOMaTHYHOMY PEKUMI Ha TepMouukiepi «Tep-
uuk» (JJHK-rexnomnoris, Pocis). s inenTudikanii
reHoTumiB nommopduoro nokycy LCT-13910C>T
rera LCT 3acTOCOBYBaJIM METOJIl PECTPHUKIIHHOTO
aHamizy npoxyktie [1JIP BiqnoBimHuX mociigoBHO-
cTeil. Y poOOTi BHUKOPUCTOBYBaIM CHIOHYKIIEA3y
pectpukii Hinf I Bupo6rnurea dipmu HBO «Cubd-
Ouzum» (Pocis). Tpoxaykru amrumidikariii Bizyai-
3yBaJil LUISIXOM IMpOBeNeHHA enekTpodopesy B 2%
arapo3HoMy Teii, KUl MiCTHB OpOMUCTHH €THUMIMH,
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Ta CKaHyBalld Ha yabTPpadioIeTOBOMY TPAHCLIIOMI-
Haropi «ECX-15.M» (VILBER LOURMAT, ®pan-
uist). OTpuMaHi CUTHANK MOPIBHIOBAJIM 3 MapKepa-
MU JIOBKWH 1 Ha OCHOBI I[LOTO JIETEKTYBAJIM PO3MipH
OoTpuMaHHUX (parMeHTiB. Pe3ynbraTth ckaHyBaHHS
arapo3HUX rejiB 3HiMaU LUPoBoIo Kameporo «Gel
Imager» (HELICON, Pocis). O6poOky 300paskeHb
3IMCHIOBAIM Ha KOMIT'IOTEPi 3a JIOTOMOTOI0 MpO-
rpam Adobe Photoshop CS ta Gel Explorer 2.0.

Pe3yabTaTn T2 00roBOpeHHs

HocmimkyBany rpymy ckiano 43 IUTHHH 3
JiarHO30M MYKOBICITUO3. Y IMX JiTeH MPOBEICHO
JBOKpaTHE BUMIipIOBaHHS KOHIIEHTpAIlii 10HIB XJIO-
py y moti. Y BcixX BUNajakax piBeHb XJOpUIIB OyB
oinpmre 60 MekB/n (IMiABHIEHHUH). 32 TOIOMOTOIO
MOJIEKYJISIPHO-TEHETUYHOI ~ JIarHOCTHKH ~ MYyTaLii
rera TPBEM inentudikoBano mytamii rena TPEM
Ta MiATBEPKEHO AiarHo3 MyKoBicu03. Yci ocobu
JOCIIKYBaHOT I'pynu OyJM TOMO3UTOTaMH 32 MY-
tamiero c.1521 1523delCTT, p.Phe508del (Tpamu-
miiiHa Ha3zBa — F508del) rera TPBEM. YciMm ocobam
JMOCIIPKYBAaHUX TPYI 3 JIEHKOLUTIB HepudepiifHoi
KpOBi mpoBoawiy BuIIeHHA Ta ounmienHs JIHK
Il TIOAAJIBIINX MOJEKYISPHO-TEHETUYHUX TOCTi-
TDKEHb.

IIpoBeneHO MOJNEKYISIPHO-TEHETUYHE JOCIHi-
okeHHa  noniMopduoro nokycy LCT-13910C>T
reHa yaktasu LCT (Homep noniMopdizmy B 6a3i na-
Hux NCBI — 1s49882359). B pesynbrari IIJIP pe-
akuii cuate3yotbes T-397C renotumnu: CC-reHOTHI
201 n.H1., CT-resorun 201 m.H. Ta 177 n.H., TT-re-
Hotun 177 m.H. BigmoBigHo. Enekrpodoperpamy
MOJIEKYJISIPHO-TEHETUYHOTO OCIIIPKeHHS TOJIIMOP-

201 n.H.
177 n.H.

1 2 3 4 5

Puc. 1. Enexrpodoperpama pecTpHUKIifHOTO aHai3y mosi-
mop¢Horo nokycy LCT — 13910C>T rena LCT (2% ara-
po3Huit rens): 1 — mapkepu MonekyssipHoi Baru (Ladder
100 bp); 2, 5 — resorun LCT — 13910 CC; 3 — reHoTumn
LCT— 13910 TT; 4 — renorun LCT — 13910 CT

¢Horo nokycy LCT — 13910C>T rena LCT HaBe-
JIleHo Ha puc. 1.

VY pesynabraTi NpOBEICHOTO MOJIEKYJISIPHO-Te-
Hernynoro ananizy JHK y 43 mireit 3 miarHozom
MYKOBICIIMZ03 BCTAHOBJICHO T'€HOTUI LIOAO IIOJIi-
mopdHoro nokycy LCT — 13910C>T rena LCT.
Mosxnusi redotunu Oymu: HH, Hh, hh s Hinf 1, ne
H no3nauae BincyTHicTh, a h — IpUCYTHICTh CalTy
pectpukuii. Pe3ynbrat MoneKyisspHO-T€HETHYHOTO
ananmizy nokycy LCT — 13910C>T rena LCT y mi-
TEeH 3 MyKOBICLIM1030M HaBeAEHO y Tab. 1.

Sk cBimuarh pe3ynsraTH, HaBeneHi B Tabm. 1,
rerotun C/C-13910 BcranoBieno y 15 oci0, mo cra-
HOBUTH 34,9 %. Leil reHOTHII BiIIOBia€ MPAKTUIHO
MOBHIN BifcyTHOCTI jnakrazu. [enotun C/T-13910
BCTaHOBJIEHO y 24 0c¢i0, 1mo cranoBuTh 55,8 %. Llei
TEHOTHII ACOLIIOETHCS 31 3HUKEHUM PiBHEM JIAKTa3H.
I'enorun T/T-13910 BcranosneHo y 4 ocib (9,3 %),
10 CBiAYMTH PO BHCOKY aKTHBHICTH JAHOTO Qep-
MeHTy (Tadi. 1).

3a aHami3oM KIiHIYHOro (eHoTumy ocobu
JOCTITHUIBKOI TpynH Oyllo po3IiieHo Ha IBi Mid-
IPyIM 3a BaXKicTio mepediry mykoBicuuaosy. Ko-
puctyrouncy mkanor lIBaxmana-Kynpunnpkoro,
JI0 TEPIIOi MArPYNH «BaXKHH mepedir» BiJHECEHO
22 ocobwu, 10 Apyroi MiArpynu «IerkKui nepedir —
21 oco0y.

BcraHoBIIEHO pO3MOANT TEHOTHUITIB/ANENiB 3a
noiiMopduum Bapiantom 13910C>T renma LCT
y MArpyni OiTed 3 BaKKUM IepediroM MyKOBiCLIU-
J03y Ta MIArpyHi JiTell 3 JerkuM mnepedirom MykKo-
Bicuuno3y. Pesynsratn MoOneKylIsipHO-T€HETHYHOTO
anamizy jgokycy 13910C>T rena LCT y mocmimxy-
BaHMX MiArpynax JIiTei HaBeJAeHo y Taodi. 2.

VY pesynabrari IpOBEICHOTO MOJIEKYJISIPHO-Te-
HETHMYHOTO aHali3y 3a NOJIMOPGHHM BapiaHTOM
13910C>T rena LCT Ta nomanbIInX CTaTHCTHYHHX
00paxyHKiB BCTaHOBJICHO, 1110 BiIMIHHOCTI y CIIiB-
BIJIHOIIIEHH] IeHOTHIIIB Ta ajieniB reda LCT MIXK M-
rpynamMH JiTeH 3 BaXKKUM Iepe6iroM MyKOBiCIUA03Y

Tabnuys 1
Po3nonin resorunis nosximopdgnoro jgokycy 13910C>T
rena LCT y 3araubHiii rpymi aiteii 3 MyKkoBicunio3om

T'enorunw/aneni LCT KinekicTs Yacrora,
13910C>T (Hinf I) BUITA/IKIB, 71 %
CC (HH) 15 34,9
TC (Hh) 24 55,8
TT (hh) 4 9,3
C (H) 54 62,8
T (h) 32 37,2
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Tabnuys 2
Yacrtora reHorunis noaiMmopguoro aoxycy 13910C>T rena LCT y nocaigxyBanux nigrpynax aireii 3 MB
Yacrota, %
Tenotunw/aneni LCT|  pocnmigna miarpyma JoCIiHA TiArpyna ) OR
13910C>T (Hinf I) «JIETKui TIEpediny, «BaXKHH nIepe6iry, x P
n=21 n=22 3Had. 95% CI
CC (HH) 28,6 40,9 0,58 0,16-2,06
TC (Hh) 66,7 45,5 2,24 0,33 2,40 0,70-8,26
TT (hh) 4,8 13,6 0,32 0,03-3,32
CH) 61,9 63,6 0,93 0,39-2,23
T (h) 38,1 63,6 0.03 0.87 1,08 0,45-2,58

Ipumimxu: n — KUIBKICTh 0Ci0, p — 3HAYUMICTB BIJMIHHOCTEH MK KOHTPOJBHOIO 1 JociinHoio rpynamu, OR (odds

ratio) — koeilieHT BiTHOIICHHS IIIAHCIB.

Tabnuys 3
Yacrora renorunis noaimoppuoro goxycy 13910C>T rena LCT y nocaigkyBaHuX rpynax
Tenorrmu LCT 13910C>T Aneni LCT 13910C>T
HocnimpxyBaHi rpynu (Hinf'I), % (Hinf'I), %
CcC CT TT C T
MB (3aranbHa rpymna) 34,9 55,8 9,3 62,8 37,2%
MB «ierkuii mepedir» 28,6 66,7 4.8 61,9 38,1%*
MB «Baxkwuii mepeoir 40,9 45,5 13,6 63,6 63,6%**
JlakTa3Ha HETOCTATHICTD 48,0 48,0 4,0 50,0 50,0%***
MB (E. Madry et al.) 36,7 422 21,1 57,8 422
KonTtponbHa rpyna 28,6 64,3 7,1 60,7 39,3

Ipumimxu: P — 3HaYMMIiCTh BiIMIHHOCTEH MK JOCIITHOO 1 KOHTPOJBHOIO Tpymamu: * — 0,8, ¥* — 0,9, *** — (,77,

HEEE (2D

Ta JIETKUM 11epe0iroM MyKOBiCIIM03Y HE JOCATHYIH
CTaTUCTUYHO Biporigaux 3Ha4deHb (p > 0,05), sk i
MOKAa3HUKH BijHOIIEHH] mancis OR.

3rifgHo 3 JaHNMH, HaBEICHUMH Y Ta0I. 2, TeHO-
tunt C/C-13910, sikuii BiAMOBiAa€ MPAKTHYHO TIOB-
Hill BiACYTHOCTI JlakTa3u, BusiBieHo y 40,9 % niteit
3 BaXKUM niepebdirom MB npu 28,6 % y rpymni xnitei
3 ierkuM nepedirom MB. I'enotun C/T-13910, sixuii
ACOMLIIOETHCS 31 3HW)KEHUM PIBHEM JIAKTa3H1, HABIAKH,
BUSIBIIEHO y 66,7 % miteil 3 nerkum nepedirom MB
npu 45,5 % y rpyni aiteit 3 BaxxkuM nepedirom MB.

AKTyalbHUM BHIABaJOCS MOPIBHATH PO3MOILT
reHotunis noiimMopgHoro sokycy 13910C>T rena
LCT'y niteit 3 MyKOBICITI030M Ta 0Ci0 iHIINX BUOI-
POK, a caMe TPYMOro AiTeHd 3 KIIHIYHUMHU O3HaKaMu
JIAKTa3HOT HEIOCTATHOCTI Ta KOHTPOJIBHOIO TPYIIOHO.
Pesynbratin MONEKyISIpHO-TEHETHYHOTO aHai3Y I0-
nimopduoro snokycy 13910C>T rena LCT y mocii-
JDKyBaHUX TPylax HaBeAeHO y Tal. 3.

Y pesynabrari  NpPOBEACHOTO  MOJEKYISIpP-
HO-TEHETUYHOTO aHaNi3y MONIMOP(HOTO JIOKyCy
13910C>T rena LCT Ta nomaapIIMX CTaTUCTHIHHX
00paxyHKiB BCTaHOBJICHO, 110 BiIMIHHOCTI y CIIiB-
BigHOIIEHH] reHoTHMiB reHa LCT MiX IpyIoro IiTeH
3 MYKOBICIIUIO30M Ta IHIIMMH JOCIIKYBaHUMHU
rpyliaMH HE AOCSTHYIM CTaTUCTUYHO BipOTiZHUX
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3Ha4eHb (p>0,05). 3rimHO 3 MaHWUMH, HaBEICHH-
mu y tabm. 3, rerotun C/C-13910, mo Bignoinae
MIPaKTHYHO TIOBHIH BiJICYTHOCTI JIAKTa3M, BUSBICHO
y 34,9 % oci6 3aransnoi rpynu 3 MB. Yacrora reno-
tuny C/C-13910 niteit 3aranpHOi Ipynu 3 MyKOBicC-
LU/I030M € CHIBMIpHOIO 3 YaCTOTOIO, BCTAHOBJICHOIO
E. Madry et al. [12] B 0ci6 3 MB noibcbKo1 momys-
wii (36,7 %), nemio BUIla, HiXK Y KOHTPOJIBHINA TpyTi
(28,6 %), Ta HIKYA, HIXK y TPy AiTel 3 KIIHIYHUMHA
O3HaKaMHU JJaKTa3HOi HeAOCTaTHOCTI (48 %).

IIpn mopiBHsHHI posnoainy reHotumy C/C-
13910 y migrpymnax 3 BaXKUM Ta JIETKAM Tepedirom
MyKOBicIIu103y (Tabm. 3) BCTAHOBIEHO, IO JaHUH
TeHOTHIT Y MiATPyTi AiTel 3 Jerkum nepedirom MB
BusiBIieHO y 28,6 % oci0, mo € iJeHTHYHNUM BHUSB-
JICHOMY TCHOTHITy Y KOHTpOJbHIHA rpymi (28,6%).
l'enorunn C/C-13910 BusBneHo y 40,9% miteit 3
BaXKkuM 1epedirom MB npu 48% y rpymi aitei 3
KJIHIYHIMH O3HaKaMH JIAKTa3HO1 HEJOCTAaTHOCTI Ta
BHUIIIOI0, HIK y KOHTPOJIBHIHM rpymi. 3BiAcK BUILIH-
Bae, M0 0COOM 3 BaXKHM TepediroM MyKOBiCIIH-
JI03y MaloTh OLTBII BHCOKY T€HETHYHY CXHIIBHICTh
JI0 pO3BUTKY Tinonakrasii mopocmoro Tumy ([/1T),
HiX ocobm 3 yerkuM nepedirom MB. Ilpu renorn-
mi C/C-13910, sixuii BiAMOBiga€ MPaKTUIHO MTOBHIN
BIJICYyTHOCTI JaKTa3W, BILTMB MOJIOYHUX TPOIYKTIB
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XapuyBaHHS MOXe CYTT€BO BIUIMBATH Ha CTaH pooo-
TH KUIIIKOBO-IITYHKOBOTO TPAKTy 0Ci0 3 MyKOBiCIIH-
1030M. TOMy MOJIEKYIAPHO-TEHETHYHI A0 CITiPKEHHS
noiimopduoro Bapianty 13910C>T rena LCT y ni-
Telt 3 MB € akTyansHUME 1 HEOOXiTHUMH, 0COOITHBO
3 METOI0 BUOOPY BHCOKOEHEPTeTUYHOI JIETU Y i
KOTOPTi 0Ci0.

OTxe, y pe3yabTari MPOBEICHOTO MOJEKYISpP-
HO-TEHETHYHOTO aHAIi3y 3a TOJIMOP(GHUM BapiaHTOM
13910C>T rena LCT BCTaHOBJIEHO PO3MOALT TEHOTH-
niB nomimMopdizmy 13910C>T rena LCT y mireit 3
niarHozom MB romosuror 3a mytarieto F508del. I'e-
Hotun C/C-13910 Bcranosneno y 34,9 % oci0. Llei
TeHOTHUI BiJIOBiZa€ MPAKTUYHO MOBHIN BiJICYTHOCTI
nakrasu. ['enorun C/T-13910 Bcranosneno y 55,8 %
0Ci0, 10 aCOIFOETHCS 31 3HMIKEHUM PIBHEM JIAKTa3u.
I'enorun T/T-13910 BcTanosneHo y 9,3 % xBopux Ha
MB, 110 XapaKTepU3y€ETHCSI BACOKOIO aKTUBHICTIO J1a-
Horo ¢epMeHTy. Y Tpymi JiTeil 3 BaXKKUM 1epedirom
MYKOBICIAIO3y Ta TPYIMi JTiT€H 3 JIETKUM Iepedirom
MYKOBICIIAJI03y HE BUSBIIEHO BIipOTiTHUX BiJIMiHHOC-
TeH y pO3MO/IiIi TeHOTHUIIIB MTOTIMOP(QHUM BapiaHTOM
13910C>T rena LCT. I'enorun C/C-13910 y minrpy-
i fitelt 3 nerkum nepedirom MB Busisieno y 28,6 %
0ci0, 1110 € iICHTUYHUM BUSBICHOMY T€HOTHITY Y KOH-
TponbHii Tpymi (28,6 %). I'enorun C/C-13910 Buss-
neHo y 40,9% niteit 3 BaxkuM nepebdirom MB npu
48% y rpymi niTei 3 KIIHIYHUMHU O3HAKaMH JIaKTa3-
HO{ HEJIOCTATHOCTI, IO € BUILUM, HI’K Y KOHTPOJIbHIH

JITEPATYPA

rpymi. Tomy ocobu 3 BaXKKHM TiepediroM MyKOBiCITH-
JI03y MaloTh OLUIbII BUCOKY T€HETUYHY CXHUJIBHICTh
JI0 PO3BHUTKY Tinojakrasii mopocnoro Tumy (IJ[T),
HiX ocobu 3 nmerkuMm mepedirom MB. Ilpumnyckae-
MO, LI0 BOXKICTh 3aXBOPIOBAHHS MOXeE OyTH 3yMOB-
JieHa y HUX B TOMY YUCJIi i MPUCYTHICTIO T€HOTHITY
C/C-13910, sixkmii 3yMOBIIOE NOPYILLEHHS 3aCBOEHHS
MOJIOYHHX TPOAYKTiB, 3HIKCHHSI HyTPITUBHOIO CTa-
TYCY, SIKHi Y CBOIO UEpry € OJHUM i3 BU3HAYAIbHUX
ITOKa3HHKIB nepediry MB.

BucnoBkn

1. BctaHOBIIEHO PO3MOIN T€HOTHIIIB MONTIMOP-
¢izmy 13910C>T rena LCT y nitell 3 MyKOBiCIH-
JI030M TOMO3UTOT 3a MyTatieto c.1521 1523delCTT
(p.Phe508del).

2.V pocmimxysanii rpymi reHotun C/C-
13910, sxuii BiAMOBiga€ MPaKTUYHO TTOBHIN BiJICYT-
HOCTI JIaKTa3M, BCTAaHOBJICHO y 34,9 % 0ci0; reHoTHI
C/T-13910 — y 55,8% oci0, renorun T/T-13910,
SKUH XapaKTepU3YEThCSI BUCOKOKO AaKTHBHICTIO Jia-
Horo ¢gepmenty,—y 9,3 %.

3. YV pesynbrari HpOBENCHOTO MOJEKYJP-
HO-TEHETUYHOT0 aHali3y 3a MoiaiMophHUM BapiaH-
toM 13910C>T rena LCT y rpymi HiTeH 3 BaXKUM
repe0iroM MYKOBICIIMJI03y BCTaHOBJIEHO TEHICH-
IiF0 JTO 3pOCTaHHs YaCTOTH TiMONAKTa3il JOpOCIoro
tuny (I/IT) y mopiBHSIHHI 3 TPyHOIO TITEH 3 JIESTKUM
repe0iroM MyKoBiCITUI03Y.
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THE FREQUENCY GENETICALLY DETERMINED ADULT-TYPE HYPOLACTASIA IN CYSTIC FIBROSIS
PATIENTS HOMOZYGOTES FOR P.PHES08DEL

Aims. Adult-type hypolactasia (ATH) is the genetically determined most common cause of milk intolerance in children,
adolescents and adults and the most common enzyme deficiency in humans. Adult-type hypolactasia is associated with
the LCT-13910C/T polymorphism. Estimation of genetic predisposion to ATH of children with CF is primarily question.
Methods. DNA from probands blood samples was isolated using a modified salting out method. The PCR products
were digested with the restriction enzyme Hinf I and analysed by electrophoresis in a 2% agarose gel. Results. It was
carried out the distribution of 13910C>T of LCT gene in children who were diagnosed CF, homozygous for p.Phe508del.
Genotype C/C-13910 is found at 34.9 % of individuals. This genotype cause the complete absence of lactase. Genotype
C/T-13910 was indentificated at 55.8 % of people and is associated with low levels of lactase. Genotype T/T-13910
characterized of high activity of the enzyme was delected in 9.3 % of patients. Conclusions. The frequency of adult-type
hypolactasia (ATH) associated with polymorphic variant 13910C>T of LCT gene in the group of children with severe
cystic fibrosis tends to increase compared with the group of children with mild cystic fibrosis.

Keywords: adult-type hypolactasia, cystic fibrosis, genotype, primary lactase deficiency.
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