ISSN 1681-276X. BICHUK HAYKOBUX AOCJIIAXXEHb. 2014. Ne 3

MonekynsipHe niarpyHta gediunty AAT

Hediunt AAT € reHeT4HO 3yMOBJIEHUM PO3N1aaoM,
cnpuymHeHum mytaujeto reHa CEPPIH 1 (Takox no3sHa-
yaeTbcq 9k Pl) (puc.1), nokanisoBaHum Ha LOBroOMy nedi
14 xpomocomu. Ha paHuii yac ineHTndikosaHo noHaz 130
BapIiaHTIB LbOro reHa, ski noB’a3aHi 3i 3HMXKEHHAM KOH-
ueHTpauii AAT y cupoBaTLi ab0 NOPYLLEHHS KOro dYHKLII.

Cepninn, Taki, ak ATAT CTPYKTYpHO CKNafalTbCs 3
Tpbox B-nucTiB (A-C) i BOCbMU 4M OeB’aTu o-cnipanei
(A-1) B3aeMOAiOTb 3 NETNEID, WO MICTUTb 3aNULLKKN, SKi
hiloTb 9K nceBgocybeTpat ansd npoteiHasu [9, 13]. Y Bu-
naaky A1AT, 3anvoOK METIOHIHY B NOMOXeHHi 358 no-
NiNenTUAHOro naHuyiora (puc. 2) mMae BupillanbHe 3Ha-
YEeHHS A519 B3aeMOS|i 3 HeNTPOodinbHOI enactasor. 3B’a-
3yBaHHA NPOTEIHA3n NpmM3BOAUTb A0 KOHMOPMaLINHOI
3MiHM B Binky AAT, y pe3ynbTaTi 4oro ¢doepMeHT po3-
LLEN0E PeakTUBHUI LEHTP NeTNI, LLO PYyXaeTbCsa A0 Npo-
TUNEXHOro nontoca Ginka, NnpuinmMaroym NpueaHaHy A0 HbO-
ro npoTeiHasy, nepes BCTaBkowo B 3-nucT A. Y pesynbrtarTi
BifOYBaETLCS CTPYKTYPHA AedopMmalis npoTeiHasu, Wwo e
KJI04EM A0 ranbmiBHOT GyHKUiT cepniHy [12]. CepniHn B
3BMYaliHOMY CTaHi € MmeTacTabinbHMMK, ane cTatoTb BinbLu
CTiIiKMM Mif, 4ac ranbMyBaHHs npoTeiHasun. e pobuts ix
CXWIbHUMM 00 abBepaHTHUX CTPYKTYPHUX YTBOPEHb. Y

pe3ynbTaTi reHeTUYHNX MyTauin Binok 3MiHIOE CBOIO
CTpyKTypYy [28].

®deHoTunHi BapiaHTy Ginka AAT knacudikyloTb B CUC-
Temi, WO BM3Ha4vaeTbca ak cuctema Pl (Pl, protease
inhibitor). Knacudikauis BuH1KNa Ha niactasi TEXHiKM i30-
enekTpuyHoro ¢okycysaHHs (IEF, isoelectric focusing ), wo
nongarae B po3gini 6inkiB y noniakpunamigHux renax, ai
MatoTb BignNoBigHWI rpagieHT pH. BigMmiHHOCTI B enekTpo-
dOPETUYHIN PYXIMBOCTI 3yMOBJIEHI iHLLOK i30€N1eKTpuY-
HO Toukotlo Ginka AAT, TOMy BapiaHT i3 3aMiHEHOIO ami-
HOKMCNOTOIO € OCHOBOIO AN iaeHTudikauii peHoTuny AAT:
BapiaHTn AAT, no3HayeHi noyaTtkoBuMK niTepamun anda-
BITY, XapakTepnaye Hmx4e pH i30enekTpruyHOoI To4kn (3a-
MiHa aMiHOKMCNOTK Ha Binblu KMcay) i BinbLly AMCTaHUO
Mirpauii Ha reni. BapiaHTu 3 GinbLu NyXHOO i30€1EKTPUY-
HOK TOYKOIO, MEHLUE PYXJMBI — NO3HAYAOTbCS KiHUEBU-
Mu nitepamun andasity. lig yac enekTpodOopeTnyHOro
pO3ajny yTBOPIOETLCS HayacTille AeKinbka CMY>XOK binka
AAT, WO BUMHMKAE 3 PI3HOrO CTyneHs MOro raikonisauii.
Hainbinbll nowmpeHi npaBubHi BapiaHTU NO3HAYaTLCS
nitepoto M (BignoeigHo M1A i M1V Takox M2-M4, wo €
KOMOiHaLigaMKM KNiHIYHO HEeiCTOTHUX BapiaHTiB Ala 2 Val abo
Arg'®'His i GIu®"®Asp) i xapakTepun3yTbCs CepeaHbOoI enex-
TpodopeTnyHoto pyxnumeicTio [8, 11, 13].
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Puc. 1. CtpykTypa reHa AAT [29].
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Ana KNiHIYHUX | NPAKTUYHUX UiNen BBEOEHO MNOAIN
BapiaHTiB AAT Ha 4 knacu, 3aNexHO Bif, KOHLEeHTpauil i
byHKUiT gaHoro Tuny B nnaami. PoanHy npaBuibHUX Ba-
piaHTiB AAT Bn3HauyaloTh gk PI*M. Lle € HanuacTiwe po3s-
noBctloaXeHi aneni reHa AAT B eBponencoKi nonynsaji
(6nunsbko 95 % ocib), wo 3abesnevyye HOpManbHy KOH-
LeHTpaujlo Ta GYHKLiIO UbOoro iHribiTtopa B nnasmi. Ha-
CTYNHWIA KNac CTAHOBNATb AediunTHI BapiaHTu, OiNKoBi
NPOAYKTU 9KUX NiAOAITbCA BHYTPILLUHbOKAITUHHIA aKkymy-
nauii abo gerpagadii B nediHuji, Beayyum o 3Ha4yHoro cnany
KOHueHTpauii AAT B KpoBi. Y Uili rpyni 3HaxoaaTbCa ABa
HanyacTiwi ana pediunty AAT aneni — Z i S. Yeprosuii
Knac CTaHOBNATbL NO36aBneHi ekcrnpecii aneni, Tak 3BaHi
null — pigkicHi reHeTuyHi BapiaHTn AAT, GinkoBi Npoayk-
TU SIKUX HE BUSIBASIOTLCS B KPOoBi. OCTaHHili knac TBOpPATb
reHeTuyHi BapiaHTn AAT, ki KOAYOTb AMCPYHKUiVHI Binkn
[4,6,8,11].

B ocHoBI BapiaHTa Z (ayxe BifibHA MirpaLis) nexmTb
NOOAMHOKA TOYKOBA MyTallid, WO BeAe A0 3aMiHu roTa-
MIHOBOI KNCNOTK Ni3MHOM B KOAOHI 342 (Glu®*?>Lys). My-
Tauis Z cnpuynHae BTPaTy cTabifbHOCTI NMPOCTOPOBOI
CTPYKTYpW iHribiTopa, epekTom 4oro € noJsimepusadis
HOBOCUHTE30BaHMX YacTUHOK AAT ycepeavHi renatouunTis.
MyToBaHi dopmu AAT, aki NOKNAAIOTb NMEYiHKY, XapakTe-
pU3YTLCA 3HUXKEHO 3AIOHICTIO iHribyBaHHA npoTeas. Y
XBOpUX i3 reHoTunom PI*ZZ koHueHTpauia AAT B cupo-
BaTui ctaHoBUTbL 10-15 % HOpManbHOI KOHUEHTpaL,i.
BinkoBwuin npoaykT aneni S (BinbHa Mirpais), NOPIBHAHO
3 NPOAYKTOM HalinowmpeHiworo 6inkoBoro anento M,
BiOPI3BHAETHCA 3aMILLEHHAM [IOTAMIHOBOI KUCIOTM Ha
Micue BaniHy B no3uuii 264 (Glu?*®>Val). Ta nooanHoka
3MiHa aMiHOKUCJIOTU B KogOBaHOMY Oinky Beae A0 BHYT-
PILLHBOKNITUHHOT Aerpaaadii iHriditopa. FlomosnroTn PI*SS
XapakTepusyTbcs NPMOAN3Ho Ha 40 % HUXYOKO KOHLEH-
Tpauieto AAT y cupoBaTLi, HiXX B 0Ci6 3 NpaBusibHUM re-
HoTumnowm [6, 8, 27].

XTO NOBMHEH NMPOWTU 06CTEXEHHA?

BignoBigHO 0O pekomeHpauin AMEPUKAHCLKOrO TO-
pakanbHOro ToBapucTea Ta EBPONencbKoro pecnipaTop-
HOro TOBAPUCTBA, A0 CKPUHIHFOBOrO 0OCTEXEHHS BKJIO-
YEHO Taki rpynu NaLieHTiB:

— yCi gopochni nauieHTr 3 KiHivHuMKn npossamm XO3J1
abo emM@dizemMu nereHb;

— LO0POCAi NALEHTN 3 aCTMOI0, SKLLO OOCTPYKLia He-
MOBHICTIO BiAHOBIOETLCS NICNSA NiKyBaHHS;

— KNiHiYHO 6e3CcUMNTOMHI 0COOM 3 NEepPCUCTYIOUOIO
OpoHXxiaNbHO 0OCTPYKLIED, BUABNEHO (YHKLiOHASb-
HUMW TecTamMu Ta Npu BUABNEHUX GaKTopax pusnky (Ha-
NPUKNaa, KypiHHA, NPOdECiiHi WKIAANBOCTI TOLLO);

— ocobu 3 He3’ACoBaHO XBOPOOOIO MEYiHKY;

— 0OPOCAi NALIEHTN 3 HEKPOTUYHMM NAHIKYNITOM (3a-
nanbHi Ta HEKPOTUYHI BOrHMLLA MiALIKIPHOI XUPOBOI
KNITKOBUHW);

— Opatu i cecTpu naujeHTiB 3 AATH.

Bci nauieHT noBuHHI 6yTn noiHpopmoBaHi Npo pu-
3UKM NPU NPOBEAEHHI 00CTEXeHH AAT, y TOMY 4uchi
PU3KK NCUXONOMYHOro ANCKOM®OPTY i FEHEeTUYHOI ANC-
KpumiHauii [4, 7, 18, 30].

Eninemionoria npupoaxeHoro gediunty AAT

OcTaHHiM YacoM y HayKOBIW niTepaTypi MOXHa 3ycTp-
iTM iHbopMaLiio Npo GinbLi YN MEHLWi, 3a BEANYMHOO
rpyn, enigemionoriyHi gocnigxeHHs. BoHM nocTynoBoO
3ManbOBYIOTb 3aranbHy €nifeMioNioriyHy KapTUHY B
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noacekii nonynsuii wono npobnemu AATH. 3okpema,
de Serres i Blanco (2012) npenctaBunu pedynbTtatu re-
HEeTUYHOr 0 enifemiosIoriyHOro AOCiIoXKEHHS Ans PO3P00-
KW OLLIHKM YaCTOTWU ABOX OCHOBHMX anesniB, NOB’A3aHUX 3
HepocTaTHicTio (PiS i PiZ) B 97 kpaiHax no BCbOMY CBITY.
Binbwe Hix y 190 mnH nogeii BuaBneHo AediunTHui
reHoTun, a came — BOJIOLIIOTb WOHAWMEHLLE OOUHUM 3
umx anenem. 3 To4KM 30PYy TXKKOI HegocTaTHOCTI, 0,1 %
3 UuX nioaein mae reHoTun ZZ, 6inbLiicTb 9KUX NPOXMUBAE
B €Bponi 1 MMiBHiuHin Amepuui [10, 13].

IHwe pocnigxeHHsa, onybnikosaHe y 2002 poui,
3rigHo 3 AaHumMu i3 58 kpaiH. BuBuyanocs 3aranbHe Yncnio
naujieHTiB i3 gediumtom AAT (3Baxaroum Ha deHoTun Pl:
ZZ, SZ ta SS) 3 po3paxyHky Ha 3,4 MnH 0cib y kpaiHax
MiBHiyHOT i 3axigHOi €Bponu. Buwioo € yacToTa HasB-
HOCTI aneni Z, ska B cepegHboMy cknagae 14:1000, Ha-
TOMICTb HasIBHICTb romMo3uroT PI*ZZ BuaHavaeTbCcs Ha
1:5000 [19].

EninemionoriyHe pocnigxeHHs B 21 eBponeicbkiin
KpaiHi (pasom y rpyni 75 390 ocib) nae cepeHio 4acToTy
HasiBHOCTI deHoTuny Tsxkoro aediunty AAT (PI*ZZ) B
eBponeicbkili nonynsuii 1:4727. Bucoky yactoTy aneni Z
KOHCTaATOBAHO B MiBHiYHIl i 3axigHin LWeeuii (2,3-3,2 %),
EcToHii Ta JInTei, a Takox cepep, xutenis Aanii. Jewo
piowe (2-2,25%) anenb Z BUSBNEHO B MiBHiYHIN DpaHuji
(HopmaHgaiqa, bpeTaHb), lpnanaii i nisaeHHi Avrnii. Pew-
Ta EBPONU XapakTePU3YETLCSA MEHLLOK HiX 2 % yacTo-
TOIO BapiaHTa Z. HainHuxy4y 4aCcTOTy BapiaHTa Z KOHCTaTO-
BaHO B NiBAeHHIN ITanii. YacTtoTta romo3uroTt PI*ZZ € Teo-
PETUYHO PIBHOIO KBaApaTy 4acTtoTu aneni Z. Posnogin
romo3uroTt PI*ZZ 3mMeHWwyeTbCA 3 MIBHIYHOrO Cxony
(1:500-5000) y niBaeHHO-3axigHOMy Hanpsami (1:1000-
90 000) [6, 19, 21].

Y MonbLi 6inbLicTe AOCNIAXEHb CTOCYETLCS A0POC-
NMX ocib i 6ynn BUKOHAHI y BilHOCHO HEBENUKMX rpynax,
pa3om obirimatoumn 2653 ocobu. HacToTa HasiBHOCTI aneni
PI*S i PI*Z Ha nigcTaBi aHanisy JOCTYNHUX AAHUX CTaHO-
BUTbL BignosigHo 14,5:1000 ta 10,9:1000. Lle pno3sonsae
ouiHnTK yactoTy deHoTuny PI*ZZ Ha 1:9110. Y nonbebkii
nonynauii, Wo cTaHoBUTb 38 MNH, Moxe OyTu 6U3bKO
4189 ocib 3 peHoTunom PI*ZZ. NaHi, W0 cTOCyoTbCS Ha-
CTOTWU HaaBHOCTI aediunty AAT B NONbCLKUX AITEN, MOXO-
OATb 3 €AMHOro ony6niKOBaHOrO Ha L0 TeMY A0CHIAXKEH-
HeA. Ob6cTexeHo 741 HOBOHAPOAXEHOro 3 6araTbox peri-
OHIB KpaiHu, B 9KMX NO3HavaTb deHoTtun AAT meTtogom
i30enekTpnyHoro GoKycyBaHHga B MNOJiakpuamigHOMy
reni. OTpumaHi pe3ynbTaTu OEMOHCTPYIOTb piawy Ha-
ABHICTb AEedIUMTHUX BapPIiaHTIB Yy AITEN, HiX B nonynsauii
popocnux ocib — anenb S BusiBneHo 3 yactotoro 9,4:1000,
aanens Z-6,7:1000 [8, 14].

3a gaHuMmn AMepuruKkaHCbKOro TopakanbHOro ToBapu-
CTBa, BBaXaeTbcs, Wo 60-100 Tuc. amepukaHLiB MaloTb
AATH, a 3 14 mnH amepukaHuiB i3 XO3J1y 2 mnH aiarHo-
CcTyloTb eMm@pisemy nereHis. 3 965 naujeHTiB 3 empise-
MOI0 nerenis 2-3 % manu AATH, wo npu 3iCTaBNEHHI
JaHUX CBIigUNTb NPO Te, WO 6n3bko 63 TUC. amepurKaHLIB
cTpaxpnaTb Big, emdizemu nereHb BHacninok AATH. 3a
nanHumvn J. K. Stoller (2005), 3 MOMEHTY NOSIBM CUMNTO-
MaTUKN [0 BCTAHOBMEHHS AjiarHO3y NpPOXoauTb, K npa-
BWUJIO, HE MeHLe 7 pokis [1, 25].

Ha xanb, B YKpaiHi BiaCyTHi odililiHi AaHi woao eni-
nemionorii AATH. JouinbHICTb NPOBEAEHHS CKPUHIHIY NS
BusBneHHs AATH He € akTyanbHOIO, WO NOB’A3aHO He
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TiNbKM 3 TEXHIYHMMM TPyAHOWAMMU, ane i 3 TUM, WO us
naTosioria BigHeceHa A0 po3psaay “piakicHux”. Ha xanb,
AiarHo3 AATH rpyHTYETbLCS TiIbKU HA BUSHAYEHHI KOHLEH-
Tpauii AAT B cupoBaTui KpoBi 6e3 reHeTnyHoi Bepudi-
Kaujii [1].

[MpoTe NpOTAroM OCTaHHIX POKIB PO3NOYannCh pPerio-
HanbHi (JoHeubk, TepHONiAb) AOCNIOXKEHHS, iHILINOBAHI
MEAVYHUMW YHIBEPCUTETAMU 3a NIATPUMKNA MNONAbCbKUX
napTHepis (Bapwaga). TakoxX NpoBOAATLCA TPEHIHMU i
CTaXyBaHHSl B EBpPONEncbkux nabopatopisax Ta KniHikax.
YkpaiHCbki HaykoBLj GepyTb y4acTb Y MiXHApPOAHUX Me-
AnuHnx popymax wono AATH (Bapwaga, 2012).

Y paai eBponencbknx KpaiH CKPUHIHFOBE A0CHIAXEH-
HA Ha AATH npoBoauTbCs Mopsf i3 0OCTEXEHHSM Ha
bEHINKeTOHYPII, YPOOXKEHWI FiNOTUPEO03, MYKOBICLLEA03,
afapeHorinepnnasiio i HegocTaTHICTb BioTUHIoAa3n. Buss-
JIEHHSI UMX 3aXBOPIOBAHb, iX PaHHE NikyBaHHA abo npo-
dinakTka € €KOHOMIYHO BUFIOHILLNMU, HIXX YyTPUMAHHS
XBOpMX abo ix nikyBaHHSA Npu AiarHOCTUL B GinbLU Ni3HbO-
My Biui [1, 6].

AiarHocTnyHi metoan AATH — nepeBaru i Heponiku

MosHa gjarHocTuka aediunty AAT onMpaeTbCs Ha KOM-
OiHaLi KiNbKICHUX i 9KICHMX MEeTOofiB, Takux, 9K: BUMIP
KOHLEeHTpauii B kpoBi AAT, ¢deHOTUNyBaHHS, reHOTUNy-
BaHHS i, B HEYMCNEeHHNX BUnagkax, aHania cekseHuii AHK.
[MoBHa Bepudikauia giarHody KniHivHOro aediunty AAT i
NiATBEPAXEHHA pe3ynbTaTy KiflbKiCHOr0 MO3HAYEHHSA
MOXJUBI TiIbKN HA MOJIEKYNApPHOMY piBHi. B pasi pedi-
umTty AAT Taky Bepudikaujio 3abeanedvye BCbOro nuiie
ineHTnodikauis deHotuny abo reHotuny iHriditopa. Y
3B’A3KYy 3 UMM, BBAXAETbCH, WO ANg AiarHo3y gediunty
AAT HeoOxigHe MiaTBepaXXeHHS NO3UTMBHOIO pesysbTa-
TY AOCAIOXKEHHS, OTPUMAHOIO LWOHaMMeHLLe ABoMa Aiar-
HOCTUYHUMWU METOAaMU (KiNbKiCHUA aHanis + GeHoTu-
NyBaHHSA, KiNbKICHUI aHani3 + reHoTUNnyBaHHeA, GeHOoTU-
NyBaHHA + FEeHOTUMNYBAHHSA). HaMNOBHiWYy AiarHOCTUYHY
iHbopmauilo Aae NOEgHAHHS KinbKiCHOro aHanidy 3 de-
HOTUNyBaHHAM [4, 8, 13].

MepBUHHMM O0CAIOXKEHHAM, SIKe NPOBOASATbL Y OCiO 3
nino3poto aediunTy UpOoro iHribiTopa NnpoTeas, € BUMIPIO-
BaHHS KOHUeHTpauji AAT B cuposartui/nna3mi KpoBi npu
BUKOPUCTAHHI iMYHOJNIOMiYHMX ab0 KOJIbOPOMETPUYHUX
MeToAiB. HanyacTiwe 3aCTOCOBYBaHMM METOA0M € iIMyHO-
HedEeNoOMETPINA, a TakoX: iIMyHOoenekTpodopes, pagianbHa
imyHoomoyasia Ta ELISA (enzyme-linked immunosorbent
assay). KoHueHTpaujs AAT moxe OyTv BUpaxeHa B minirpa-
Max Ha geuunitp (mr/gn) abo B MiKpOMONsX Ha AiTp
(MMonb/niTpa abo mm). HopMasnbHa BENNYUHA KOHLEHT-
pauii AAT B cnpoBaTLi 340p0BUX 0CiO, BU3HaYeHa 3a ao-
NOMOro MeTony iMyHoHedenomeTpii, CTaHoBNATL 83—
220 mr/pn, a metooom imyHoenektpogopesy — 150-
330 mr/on. Nosia 3HMXKEHOrO NOKA3HUKA KOHLEHTpaLii AAT
B [0OCHIAXYBAHOI 0COOM (HUXYE MOPOroBOi BENUUYUHMN)
CTBOPIOE MiACTaBn AN NOAANbLUNX AKICHUX A0CHIOXEHb.
AHanoriyHo maTb 6yTn OOOCTEXEHI 0COOU 3 HOpMasb-
HUMW, ane NOPOroBMMN Pe3dynbTaTamMu LWLOA0 BUSHAYEHHS
KoHUeHTpauji AAT (12-35 mm abo 90-130 mr/on) [4, 5, 71.

MoBCOAHO BUKOPUCTOBYBAHUM METOAOM iAeHTUdIKaLLi
BapiaHTiB AAT € TexHika IEF, aka nae MOXnuBiCTb BU3Ha-
yatu GpeHoTUN JAaHOro LmpKynowYoro 6inka. Llen meton,
BBaXaETbCS “30/10TUM cTaHaapToM” y giarHocTuui AATH.
HeBenuki 3MiHKM NOCTIMHOI €NeKTPONITUYHOI AucouiaLii
iHribitopa £03BONSAOTE AMPEPEHLLIIOBATU BapiaHTW LUNS-

14

xoM enektpodopedy AAT y noniakpunamigHomy reni B
rpapieHTi pH 4,2-4,9. IEF ineHTudikye marixe BCi BapiaH-
T AAT, 3a BuHATKOM BapiaHTiB Tuny null. MNpoTte, kpim
LMX NepeBar, MeTof, € TEXHIYHO AOCUTb CKNagHUM i oyxe
TPYAOMICTKMM. 3 Ornsily Ha CKNaaHy MiKpOreTepOreHHICTb,
L0 BMHMKAE 3 MiKO3WAsLii Ta 3HAYHOrO YMCNa BapiaHTIB
AAT, BOHA BUMArae BeNMKOro OOCBiAY i BMiHHA iHTEp-
npuTtauii pesynbTartis. LLle ogHielo ocobnueicTio npose-
LEeHHS GEHOTUNYBaHHS € Te, L0 BOHO HE PO3Mi3HaE Ba-
piaHTiB AAT, WO HE NiafaTbCa EKCNPECIi. ICHYIOTb TaKOX
piaKiCHi pi3HOBMAM iHriGiTOpa cepMHOBKX NPOTEas 3 iAeH-
TUYHOIO ab0 HEe3HAYHO PI3HUM 3HAYEHHSM i30eNeKTPUY-
HOT Toukm [7, 8, 13].

IcHye 6araTo TexHiK reHOTUMNYBaHHs, ki Oynn po3pob-
NeHi 3 MeTolo po3ni3HaHHa aediunty AAT. BinbwicTb 3
uMx meTomis nonarae y 6esnocepenHin ineHTudikaLi 3mi
B reHi AAT (myTauii B locus Pl ), BignoBiganbHOi 3a BUHUK-
HEHHS JediuunTy, | LAE MOXIIMBICTb AiarHOCTYBaTK MyTaLii
malixe 3 100 % OOCTOBIPHICTIO. Y PYTUHHI MONEKYNSIPHIN
npiarHocTmui AATH npocTexXyeTbCa NPUCYTHICTb ABOX HaM-
yacTile po3noBClOAXeHNX MyTauin — Z i S [4, 8, 15].

BinbLiicTb MeTOAIB ineHTUdIKaLii MyTauji ONMPaeTbLCS HA
pesynbTaT NoAiMepasHOol NaHLOroBOI peakLLii BiAnoBigHOI
ninaHkn OHK (PCR, polymerase chain reaction ). OCHOBHUM
mMaTepiasiom, ki 6epyTb y NauieHTa 3 MeTOI BMKOHAHHS
reHeTnyHoro aHanidy, € JHK, isonboBaHa 3 neikouuTie ne-
pudepuryHoi KpoBi, abo 3 KNITUH iHWOI TKaHUHK (eniTerni-
anbHi KNiTUHM CNM30BOT 0O0JIOHKM POTOBOI NMOPOXHUHY ), a
TakoX 3Pa3okK Kpo.i Ha 6idyni [11, 13, 18].

AHanis nocnigosHocti AHK posBonse BuaBuTM Ha-
SBHICTb HYKNEOTUOAHUX MyTaLiii, TOOTO BU3HAYUTU reHe-
TWYHI BapiaHTu B gocnigxysaHomy dparmenTi JHK. Lie
OOPOrnii i TPYAOMICTKUIA MeToa, Lo BUMarae ayonioBaH-
He TexHikolo PCR 7 ek30HiB reHa AAT i, BnacHe, npose-
LEHHS IX CEKBEHL,IOBAaHHS. L0 TEXHiIKY HE 3aCTOCOBYIOTb
LWOAEHHO B AjarHocTuui gediunty AAT, a nuwe y Bunaa-
Kax nigo3pu piakicHux abo HoBux BapiaHTiB AAT (HeTu-
noswuii 3pa3ok IEF, Hu3bka KoHueHTpauia AAT npu HecTaui
myTauii Z abo S Towo) [8, 27, 29].

Y nipcymky wono giarHoctukn AATH cnig 3ayBaxuTn,
WO NiaTBEPAXEHHS B AOCHIAXYBaHOI 0COOU KOHLEHT-
pauji AAT Huxye 130 mr/on Bumarae npoBeAEHHS Mo-
oanblunx fKicHUX gochigxeHb. Ha gaHuii yac “3onotum
cTaHpapToM” i nigcTaBo AN NPoBeaeHHs Bepudikawii
KNIHIYHOrO AiarHo3y 3annwaeTtbCa GpeHoTunyBaHHa AAT
meTtonom |IEF. BknoyeHHS reHOTMNyBaHHS B airOpuTMm
[IarHOCTUYHOrO AOCHIAXEHHS 3HAYHO MONEerwye i npu-
LWBUALLYE AiarHO3, OCKINbKN AAE MOXJIMBICTb NPABUNLHO
BM3HaA4YaT! reHoTMn B malixe 96 % xBopux i3 paedium-
ToM AAT. OgHak BapTo NiAKPECAUTH, WO B pasi PiaKiCHUX
MyTaLiin HeoOXiaHe BMKOHAHHA A0OATKOBOrO aHanidy
deHoTuny cekeeHuitoBaHHa reHa AAT (puc. 3) [8].

JocsArHeHHs B ranysi reHeTU4HUX Pecypcis, Taki, gk
NPOEeKT reHoMa ANHU | PO3BUTOK TEXHOMOrIN CKaHy-
BaHHA reHoma, poOnaTb noganblli AOCNIOXEHHS TeHiIB,
AaKi MOXYTb mMoaudikyBaTh KniHivHUn deHoTun AATH
OiNbLU NPAKTUYHO LiHHUMMU.

Tak, sk rpynu naujeHTiB i3 BepudikoBaHum nabopa-
TOPHMM AjarHo30M NOTpannsioTb Ti 0COOU, Y KOTrO € ACK-
paBa KJiHiYHA KapTuHA 3aXBOPIOBAHHA, TO CKPUHIHIOBE
OOCHIAXEeHHs Ha reHoTunu Pl noBUMHHO HOCUTK BinbLu
MaclTabHuii xapakTep, 3 MeTo 3anobiraHHs PO3BUTKY
3aXBOPIOBAHHS | PAHHBOIO 3aCTOCYBaHHA Tepanii.
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KoHueHTpauia AAT B kposi/nnasmi <130 mr/an

A 4

deHoTunyBaHHa AAT

eHoTunyBaHHa AAT ona NiaTBEPAXEHHS
HasgBHOCTI anento Z4n S

A

deHoTin SZ 727

A 4 A

4n pigkicHi BapiaHTn myTtauil

BincyTHicTb anento Zum S,
MOXNUBUI PIAKICHUIA BapiaHT

FeHoTun SZ ZZ
abo SZ

CekBeHujtoBaHHa JHK 3 meToto
niaTBEPAXKEHHS PiAKICHOro BapiaHTa

deHoTunyeaHHa AAT i/abo cekseHuitoBaHHa JHK 3
METOI0 NiATBEPAXEHHS PiAKICHOrO BapiaHTa myTawii

Puc. 3. Cxema pjarHOCTMYHOro focnimkeHHs npuv nipo3pi AATH [8].
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