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Tosu yTra:

Yumacma: SERPINAI renuiiH MyTanuiir cyanax, SMHAI3YHA S, Z MyTaHT
IISTMIAT MIIPYYJIDXdL HaiiiBapTaid, Xyranaa OOrMHO IIaapijar MOJIEKYI
OMOJIOTMIH INMHKWITIOHUKM aprauiai Iiaapajararaii  OaiiHa. OMHeX
cynanraanyynan SERPINAI renuitn S, 7 MyTaHT aJJIeNUWAT Cynajaxjaa
yIaMKIIanT rnoiauMepassin rumkuH ypsan (III'Y)-g cyypuican ormioracon
x3puMuiiH ypTeiH nonmumopdusm (OXVII), amnens eBepmerr [II'Y 33par Hb
apryyIbIr TYJAXYY amuriaaxdd. bung SERPINA I reuniin S, Z MyTaHT aJIJICIUNAT
wipyynx TagMan nipo6 oyxuii 6oaut xyraaansl [1T'Y (6xXI1I'Y)-biH apreir
3arpapumiicaH 0a yr aprbir XapbllyyJdaH Cy[ulax InaapJyuiaraj YHIICIOH dH)
cypairaar xuitn. 3opmiaro: SERPINAI reHuiH MyTauuHT TOZOPXOMUIOX
OXVII 6a OxIIT'Y-bIH apryyapIr XapbllyyjaH CyJa/DK, aHAJTUTUK MOJApPIT,
©BOPMOI] YaHaphIl TOrTOOX. Apra, aprawiai: Cynamraann 473 XyHui
JHX copeu amurnacan. SERPINAI renuitn M, S, Z amnennyasir OXVII
0a OxIII'Y-aap wipyyicsH. S, Z MyTaHT aJuleib WIBPCOH TOXHOJUTYYIa
HYKJICOTHABIH Japaanan Torroox CaHrepslH apra amiuriaH JapaajuibIr
TOrTOOK Oatanraaxyyncan. Crartuctuk OonoBcpyymanrann MedCalc
Iporpam armmriacal Kammna Kod(GQuIueHT, aHaTMTHK MAJPIT Oa eBOPMeIl
YaHApYyJbIl TOOIOONOB. YP aAyH: Yp ayHranp SERPINAI reuuiin MZ
renorur 0.21% (n=1), MS renorun 1.06% (n=5), SS renorun 0.42% (n=2)-
tail mmpcesH. OXVYII aprein ananutuk Mdapar danap 71.43% (95% WU,
29.04-96.33%), xapun OXIII'Y-bIH apreiH aHanuTHK MIApAT yaHap 100.0%
(95% UH, 99.21-100.0%) Gatican. Ayradar: OXVYII apraraii xapbiyynaxan
OxIII'Y Hb aHATUTHK MAAPIT YaHapaap WIyy Oaiiraa Hb TOrTOOTJIOO.

Yumema: SERPINAI ten Hp anbda-1 aHTHTPHUIICHH
(A1AT) yypruiir koamonor 6a yr yypar Hb 3J1acTa3 I'X MIT
MPOTEa3yy bl UIPBXTYH OONTOXK YPIBCIMUAH YA dIUIH
COHOPOI X3T JaaMKpaxaac xamraanzar 6aiina. > ['asu SER-
PINAI rennitn 1517580 6a rs28929474 monmumopdu3MbIH
MyTaHT S, Z aynenny 1 Hb A 1 AT yypruiit gyTaraan yycrax
yIMaap yyITHHBI apxar Oernmepent eBunH (YAEO),
MBTHUM  LUPpPO3, ONISTHUM XaBaap YYCdX IIANTraaH
6ommor.>” 1528929474 momumopdusmeia yerx ¢.1096G>A
(GAG—AAG) 6omx eepuneraceneep 366 naxe amMuH
XYY TIIyTAMAHBL XY9I99C JTH3UH 601HO.%” Mew rs17580
nomumoppmmeiH yen ¢.863A>T (GAA—GTA) 6omx
eepwierfaceHeep 288 nmaxp aMUH XYYWI TIIyTaMUAHBI
XY9JI93¢ BaIMH O0II0T. DHIXYY aMUH XYWIHHH ©0pWIONT
Hb A1AT-niin OyTa1, OpOH 3aiH X3703p, IATHUI 3CIAC
saarapax A1AT-Hul XoMX33, HEUTPOQHUIUITH 3IecTaznyg

XOJIOOTI0X aBIlaal YaHap 39porT Hesleelaer Oaina.ot

Cymaau de Serres FJ (2012) Hapbi cyjanraaraap
97 opusl 5.26 TopOyM XYH aMmbIH nyHn ZZ, SZ, SS, MZ,
MS renorun 190 cas rapyit XyHa roxuonacos oyroy 1000
XyYHI 36.2 TOXMONIOX Oaifraar TOIOPXOWJICOH OaifHa.
Tanraspuiin 0.1% ZZ, 0.7% SZ, 24% SS 6a MZ, 75% MS
FeHOTHI Tyc Tyc Oaiiraar, Al-Jameil (2017) nap myrant
S, Z amnenunynsiH gaBTaMk CaynslH apaOblH XYH aMBIH
nyan 1000 xya Tytamza 6.5, YABO-1it 1000 xyH TyTamzg
87 Toxmonmox Gaiiraar Tyc Tyc TOrToox33.>' Omooroop
Mownromuyynsia ayan SERPINAI tenuitH myTtant S, Z
AIJIeNNy /] TAPXAJIT TOJAOPXOUTYH OaifHa.

Heree tamaac SERPINAI TeHuitH MyTaHT S, Z
AJIICIIMY JIBIT INUHIKIIAX Hb AMUMIITIOHUH au X0I00r 0ITON
Gaiimar.'"12“Y ABO-uiiacpar (X uil HU THiH CaHaawiara”-
aac rapracaH yIUpAaM)Kdj TeHETHKHUH IIHHKHITIIIIIP
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ATAT-uil nyTarmibIl suiraH OHOILIOXK, yiamaap A1AT
yypar HeXexX COHIOMOJ AMUMIr?? XUHXUHr 30BIOMXK
6omnrozor."* Men Mouron yiceie Dpyyn MauauiiH SaMHbl
Caiinpin 2021 onbt A/130 myraap Tymaan J3IXHiH 3pyyil
MAHIMWAH OalryysiuiarsiH 3eBiemkeep YABO-mii Oyx
xyHa SERPINAI reHuiH MyTalu WIPYY/IdX IMIMHKHUIT)
XMHX IIaajiaratai XaMd9H TycracaH OOJIOBY ©HOOpUr
XYPT2J1 3MHII3YIA MyTalu TOAOPXOMIOX IIMHKMITY)
XMUTIITY#H X9B39p Oaiina.'* [aamun SERPINAI renuitn
rs17580 6a 1528929474 mosmumopdusmbr MoHTrON XYH
aMblH JyHJl CyAJaX, SMHAI3YIH HIMHXHIII) XUIXd1
xsu1bap, Xyp/JaH, HaiiiBapTaii apra nraapjyiararaii Oaiiraa
Hb DHAXYY Cyjajraar Xuix yHIDCI1 OojicoH Oa Oun
OMHOX cyjaairaaHyynaja ammuriacaH ynamvkiaant [I'Y-n
OXVII, amnens eBepmer; III'Y 33par apryymaac uiyy
xsu1bap, 60ruHO Xyranaa 3apiyysinar TagMan nipo0 Oyxwuit
OxIIT'Y-bIH apreir 3arBapumwink, Tyc apraap SERPINAI
renuiH 1517580 0a rs28929474 nonmuMophU3MbIH MyTaHT
S, Z arutenuyapIr MAPYYJIRH Oycaa apryyaraid Xapblyyirk,
YP IAYHT HYKJICOTHBIH apraap Oarairaaxyyiax cyjaairaa
Xuima. 5

3opuaro: SERPINAI renwitn 1s17580 Ga 1528929474
nosuMopdu3MeiH M, S, Z amnenuyasir wipyymx OXVYIT
6a OXII'Y-bIH apryyapIr XapblyylaH CyAaK, aHaJUTHK
M3IP3T, ©BOPMeL] YaHAPBIT TOITOOX

3opuar:

1. SERPINAI renuitn 1s17580 ©0a 1528929474
nosmMopdumMetH M, S, Z amnenuyneir OXVYII
06a OXxIII'Y-pIH apraap WIPYYIdX, aIeInyIbIH
JTABTAM>KHIT TOAOPXOMIIOX

2. S, Z MyTaHT aJjielib WI3PCOH  TOXUOJUTYYABIT
HYKJICOTUIBIH Japaanain TOTTOOX apraap
Oaranraaxyynax, OXVII 6a OxIII'Y-bIH aprbiH
AQHAJUTHUK MOJIP3T, ©BOPMOII YaHAPHIT TOXOPXOUIOX

Apra, aprauaan: AUIYYUC-uiin Cynanraansl éc 3yiH
XSTHaNTBIH XO0pooHbl 2020 oHbl 1 myrasp capbiH 17-HbI
onpuiin (2020/3-02) XypJiblH MIHAIBIPIAP CydaTaaHbl
TOCIUUT BXJIYYIdX €C 3YHH 36BIIOepell  OJIFOCHBI
Jaryy Xuibk rydrmpTriB. Cymanraar MOHTON XYH aMbIH
JIyHIaX TEHETHKUHH Bapual 0a 3apuM yIaMIIAMTrait
SMIATYYIR OPTOMXHU OailjIbIl TOMOPXOMIOX TOCIUITH
XYP2I2HI TYHIPTrICoH 6a HuiT 473 xyHuit JIHX copbubir
ammriaB. SERPINAI renniin  rs17580, 1s28929474
nosumopdusmeir OXVYII apraap Togopxoiaoxmoo Yopoc
OHOIIl KOMITAaHWW YHIABIPIACOH Taq 2X xomumor Oa
npaiMepyyapIl amuriad Oail Japaalulbll  OJIIIPYYJIaB.
(Xycnort 1) Tag®l pecTpUKIMIH 3CTATIIp YATIUIDK Yp
JOYHT Tellb 3JIeKTPoOpEe3uilH apraap TOIOPXOMICOH.
Xapun OXII'Y-x Bioneer xopmopamuiiH YHIIBIPIICIH
AccuPower® Plus DualStar™ gqPCR PreMix (with UDG)
(Kat No: K-6607) OXII['Y-piH XomuMmor, mpaiimep Oa
npoOyyasir amurinax SERPINAI renuiin S, Z MyTaruir
TOJOPXOMIICOH.

Xyenart 1. OXVYII 6a 6xIIT'Y-1 ammur/acan npaiimep, Npo0bIH 1apaaJiaj

MyTanu Hap Japaanan oAXy*  Ta°Ct

rs17580 Hlyyn  5-GAGGGGAAACTACAGCACCTCG-3" 98 X.H. 59°C
Vpeyy 5-ACCCTCAGGTTGGGGAATCACC-3'

1s28929474 Hlyyn 5 -TAAGGCTGTGCTGACCATCGTC-3' 110 x.1. 59°C
Ypeyy 5-CAAAGGGTTTGTTGAACTTGACC-3"

rs17580 Wyyn 5 -TGGCTAAGAGGTGTGGGCAGC-3' 174 x.H.  58°C
YpByy  5'-GATGAAATACCTGGGCAATGCC-3"
M-580 S'FAM-GTTCATTTTCCAGGTGCTG-3'BHQ
S-580  5’HEX-GTTCATTTACCAGGTGCTG-3'BHQ

1s28929474 WMyyn  5-TTCCTGGGAGGTGTCCAC-3" 242 x.H. 58°C
Vpeyy 5-CATGAAGAGGGGAGACTTGG-3"
M-474  5’FAM-CCATCGACGAGAAAGGGA-3'BHQ
Z-474  5’HEX-CATCGACAAGAAAGGGACT-3'BHQ

Taiinéap: *Omupox JITHX xspumuiin ypm, 'I1I'Y-vin npaiivep xo160200X wammusl memnepamyp

Bun Sangon biotech xommanHum YHIIBIPIACIH
SERPINAI renuiis S 3cB31 Z MYTaHT aJUIEIUNT aryyJicaH
puc57 TUIA3MHIBIT CyAalraaHj 3epar XsSHalIT OOJroH
ammmrnacad. SERPINAI renuiiH S, Z MyTaHT ajelb
WIBPCOH  TOXMOJJUIYYIBIT  HYKJICOTHIBIH  Japaasal
Torroox CaHrepbhlH apraap HIMHXWDK OaTairaaxyysas.
WHrax1m3 193p aypeacad npaiiMepsir amuriad [TV -aap
6ail mapaayuteir onmpyyik, IIT'Y-biH OyTI9r13XyyH?3C
Bioneer kopnopaiuiin yinneapiacoH AccuPrep® PCR/
Gel Purification Kit momor ammrman ommmpcon JHX
XOPUMYYAMMUr  13B3puyysicsH.  [peapmyyncsn  JHX
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YYCMaJIBIT IpaiiMepbIH XaMT 3aHACIIeKC KOMITaHHU]T HIITIK
3aXyalraap HyKJICOTH/IBIH Japaaiall TOTTOOX IIMHXHITD?
xuinras. OXIIT'Y-bi yp aynn CFX Maestro mporpam
alMriiaH JYH MHAHKAIT)? xuiicoH 6a FAM 6a HEX
Oynart xapran3ax Oall JapaajulblH OJIIPOJITHIN HWITIAX
xapblaHryi ¢uopecueHuniia Hark (XPH)-x rynryypiaan
aJIedb sUITaH TaHUX aHanu3 XuiicoH. Cypanraansl yp
JYHTHiTH cTaTiCTHK OosoBepyyantana MedCalc nporpam
ammmial kanma koddgummentdp OXVYII 6a oxIIT'Y
apryyablH HUHIUTMAT WIDPXUAIWDK, aHAIMTHK ©BOPMSIL,
MDZIPAT YaHAPBIT TOJIOPXOMIICOH.
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Yp ayn: Cynanraana amurinacad 473 coperooc OXVII-  mmpean. OXVII-siH apraap SERPINAI renuiin rs17580,
piH apraap 0.21% (n=1)-1 MZ renoturn, 0.63% (n=3)-1 1528929474 nonumMoppU3MbIH TCHOTHITUIT HIPYYIICIH YP
MS renorun, 0.42% (n=2)-nx SS reHotum Tyc Tyc AYHT XapyyJas. (3ypar 1)

-

3ypar 1. SERPINAI renuiin S, Z mytauuiir OXYII apraap ToaopXxoiiicoH yp AyH.
Taitn6ap: A. SERPINAI reuuitn 1528929474 nonuMophU3MbIT TOAOPXOMICOH TeITUITH 3ypariiai.
PC, aepoar xstHant, NC, ceper xsiHanT, 1 ayraapraii 6aranaja retepo3uror MZ resorur, 2-5
nyraaptait 6aranag MM renorun widpesH. b. SERPINA I renniin rs17580 monmMophu3MbIr
TOJIOPXOWIICOH TeniiH 3yparnai. PC, separ xsHant, NC, ceper xsHanT, 1, 2 myraapraii 6araHaz
rerepo3uroT MS renorumn, 3, 4 gyraapraii 6aranan SS renorumn, 5 ayraapraii 6aranag MM
T€HOTHIT HIIDPCHH.

Xapun OXII['Y-pIH apraap MWHXKHIATI? XHUHUXdA  HYKICOTHIBIH Mapaaman Torroox CaHTrepelH apraap

0.21% (n=1)-n MZ renotumn, 1.06% (n=5)-1 MS reHotun, mWUHKWDK Oatanraaxyyscad. OXIII'Y-sm apraap SER-
0.42% (n=2)-n SS renotun tyc Tyc WpcdH. SERPINAI ~ PINAI renunitn 1517580 momuMophU3MbIH TE€HOTHITHHT
TeHUUH S, Z MyTaHT ajulelb WIPPCOH OYX TOXHOIIIBIT  TOAOPXOWioB. (3ypar 2)
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3ypar 2. SERPINAI renniin S myTtauuiir 6xIIT'Y-bIiH apraap ToaopxoiijicoH yp AyH.
Taiinoap: A. CFX manager nporpam aiuriaH ajuiellb suIraH TAaHUX aHAJIW3 XUUCOH Yp JIYH.

FAM 6a HEX Oynart xapran3ax XxapbLaHTyi (IIIOpECHeHIIMHH HIIKHU] TYJITYYPJIaH XoX OHIOTIH JOPBOIKIH
Iypca3p MM reHOTHII, HOTOOH OHTOTH I'ypBaDKHH TYPCIdp MS rerepo3nuror reHoTHIl, yudap map eHroTIi
IyTyi mypcasp SS reHOTHNHIAT Tyc TyC suiraH XapyyicaH. b. Xex enreep FAM Oyaarrtait M anens,
HorooH enreep HEX Oynarraii S annenuiin qapaasnai oNIIpoOITEIH MyPyHT XapyyJias.

OXVII 6a OxII['Y-aap smraatail yp AYHTIH — IIHHXKIDXII YT 2 COPBIIOI XyypaMd COpeTr XapHuy rapracal

rapcal 2 COPBIBIT HYKJICOTHIBIH Japaanan Torroox Oatican. 3ypar 3-t OxII'Y-bH apraap SERPINAI reHuiin
OIMEKUITIATIIP  Oaranraaxkyymnaxan Tyc 2 copelox 1528929474 monmumMopdu3MBIH TCHOTHITHHT HIPYYICOH YP
MS renotun wmimpcoH. Oepeep x3am031 OXVII apraap  ayHTr Xapyymas.

Vol.20, Ne7, (83) 2024 - 226 -



Opyyn Monouiin llunscnox Yxaan Comeyyn

A ANSEE e AN 3 TEHEN B
1& TI

= 14 :- &

£ 1

3.1

w 104 -

- 2

£ 5
B -

[

E

=
2

-] Wm0 000 3000 ai00 5000 6000 OO0 MO0
NS (Z annens - HEXS

ONWPOnTEIH MyEYR
B —————— e i o errrs Y
I M annene
|
15 ]
|
]
3
: T Z G
57
|
| —{FaN o)
s | =FEC R0} —
] 0 20 30 40

Lmenmie Too

3ypar 3. SERPINAI renuiin Z mytauuiir 6xIII'Y-pin apraap TonopxoiijicoH yp ayH.
Taiin6ap: A. CFX manager nporpam amurias aJuieib suIraH TAaHUX aHaIu3 XUKHCaH yp aAyH. FAM 6a HEX Oynart
Xaprajszax XapbLaHryi (QJIropeceHIMiH HArKUA TYJITyyplaH XoX OHIOTIH epBeDKUH Aypcadp MM reHoTur, HorooH
OHTOTHH TyPBAIDKHH JIYPCIdp MZ reTepo3uroT reHOTHITHIT TyC Tyc suiraH xapyysical. b. Xex enreep FAM Oynartait M
ayutens, HorooHn eHreep HEX Oynartaii Z aymenuitH gapaasai OJIIPOITEIH MyPyHT XapyyliaB.

OXVII 6a OxIII'Y-bIH apryyablH XOOPOHIBIH
HUUIPMKUAT  Kamma  Ko3(QQHUIUEHTIp TOOIOO0IOXO
0.831 (95% WU, 0.601-1.00) Oyroy cailH HHHAIPITIN
OaiicaH. 3epyyTdod WIPPCOIH 2 COPBIBIT HYKICOTHJIBIH
Jlapaajajg TOTTOOX UIMH)KWJITIATIdp OaranraaxyyscHbI
napaax Oaimmaap OXVYII apreiH aHATUTUK MAIPIT YaHAP
71.43% (95% WU, 29.04-96.33%), aHaIUTHK ©BOPMOL
ganap 100.0% (95% WU, 99.24-100.0%) Oaiinaa. Xapun
OxI1I'Y-b1H apreH aHanuTuk M3ApaT yanap 100.0% (95%
U, 59.04-100.0%), ananutux eepmer uanap 100.0%
(95% WU, 99.21-100.0%) Oaiis.
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3ypar 4. SERPINAI renniin MS rerepo3uror
TeHOTHIIMIT HYKJIEOTH/IBIH Japaajiaj TOrTooxX

CanrepbIH apraap ToI0pXoiiJICOH Yp AYH.
Taiin6ap: Xap enreep G, xex enreep C, HOrooH eHreep A,
ynaaH eHreep T HyKICOTHIBIH JOXHOT TAMIATIACOH. 47 naxp

Oaiipnang A 6a T maBxapicaH J0XHO HUIIPCIH OaifHa.

Xaammek: bun smdxyy cymanraaraap OxIIT'Y 6a OXVYII
apryyn amurnad SERPINA 1 reawnitn ZZ, SZ, SS, MZ, MS
TEHOTUIIUHUT WpYYJU1d3. HykineoTuaplH qapaanai TOrTooxX
CanrepsIH apraap OaTanraakyyJCHBI Japaax yp IOYHII3p
0.21% (n=1)-n1 MZ renotumn, 0.42% (n=2)-1 SS reHoTu,
1.06% (n=5)-n1 MS renotun Tyc Tyc WIIpCIH. Oepeep
x216971 SS 6a MZ renotun 1000 xyuzx 6.34, MS reHotun
1000 xynzg 10.57 Tyc Tyc maBTamKTail OaifHa. DH? Hb de
Serres FJ (2012) mapera cynanraansl SS 6a MZ renotun
ub 1000 xyHT 8.69 TOXHONICOH Yp IYHTOH ayiik Oatinaa.’
Cynanraass! yp 1yHr3p MS rerotuntsii 2 copbir OXVII
apraap MM reHoTunTI# TOHOpXoinoracon 6a OXVII
aprblH aHATMTUK MAIpAT daHap 71.43% (95% WU, 29.04-
96.33%)-Taii 6aiican. Xapun OXI1I'Y-bIH aprblH aHATUTHK
maapar gamap 100.0% (95% WU, 59.04-100.0%),
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ananutuk esepmerr yaHap 100.0% (95% WU, 99.21-
100.0%) ©Oaiican Hp OXII['Y-bIH apra M3IpIr YaHapaap
wityy Oosoxeir xapyyiulaa. Men SERPINAI renuitn M,
S, Z amnenunyneir OXVII apraap uiapyynidsx TYpLIMITBIH
HUHAT Xyramaa 14-16 umar, IIT'Y-plH XomuMor 031Trax,
[I'Y-biH  OYTI3TIXYYHHUT — Treiib  AIeKTpodhope3oop
WIPYYJI9X, PECTPUKLUIH aHAIN3 XUHX XOJIUMOT O2JITIIX,
reab anekrpodopesoop JAHX Xopumyynuiir wiapyynnx
39par OJIOH Tap axuularaa Oyxuil anxamyynarail Oalican
6011 OXIII'Y-BIH aprblH XyBbJI MACTEP XOJIUMOT OINITIIXIIC
eep rap axwnbap maapnaxryid, SERPINAI renuitn M,
S, Z annenuynsir epiee 92 MUHYyTaHI WIPYYIDK OaiicaH
39par aaByy tantail Oaiican. Men OXVYII-biH XyBbI Yp
JIYHT HYJ199p Xapok axkuraajar 6o OxI1I'Y-biH apra Hb Oaii
Jlapaajai xaprausax (IyopecUeHT I3PIUHH TOIPOJIBIT
TOOH Y3YYJIJITIOD XOMXKHXK, IMPOrPAMBIH TyCIaMKTal
TOOIIO0JIONl XHUIXK aJUICUY/BIT TOJOPXOWIDK OalicaH Hb
CyuTaadiaji yp DYHT YHAIIIXD Xsu1oap Oonrosxk Oaiiaa.
Omuex cypanraanyynan SERPINAI rTeHuiiH
MYTalUHr TOMOPXOWIOXOJ OJIOH TOPIUHH apryyjabir
ammrinacan Oaiinraac OXVII, amnens esepmer; IV,
HYKJICOTHUABIH Japaajajl TOITOOX apryyZAbIl TYII3Mal
amuriacan  Gaigar.'>"7 Toxpyynban, 1MeeH TYyBIPTIH
rap Oy cyypwicaH yAaM3yHH cyaairaa, MIMHY MyTalu
WIPYYJIX 33p3T CyAajlraaHjl HYyKJIEOTHIBIH Japaaiiain
TOrTOOX apreir ammriagar.'®!? MeH MmyTauu HIPYY/IdX
OycaJ TepiMiH apryyaslr OaTtanraaxyyiaxaJ yr aprbir
ammmiacan Oaipar. Xapun OXVYII 6a amens eBepmer
[II'Y apryyapir xapbLaHTyld OJIOH TOOHBI TYYBIp Oyxuid
CyJalraanyyAajn Tyiaxyy ammriax’. Cymraaud Ra-
mos-Diaz R (2024) nap SERPINAI renuitn M, S, Z
TSNy IBIT WIPYYJIdX caiibep HOrooH Oynart cyypuiican
OXIII'Y-bH apreir GonoBcpyyicaH. Yr apraap M 6a S
aytenuir epaee 2°C, M 6a Z annenuiir 2.9°C 3epyy Oyxuii
Xainax MypyiH xazainTaap suirax tanpaar ax. Cyanaaun
YT aprbIl M3/IPIT YaHap callTall yuup OJIOH XYH aMbIH JTyH]T
M, S, Z anneanyAblH WIPYYJIST MIMHKUITIH] alIUIIax
OOMOMKTOM XOMI3H AYTrH»KII."S buanuil cynanraartait
TecTail cymanraar cymraad Osaki R (2011) map xwuiican 6a
yr cyaanraaraap rs1142345, rs1127354, rs3765534 3apar
HOT HYKJICOTHBIH noiumopdusmyyasir TagMan oxI1T'Y
6a OXVII apryynaap ToIOPXOMIDK, yp AYHT XapbIlyyJCaH
OaitHa. HuiiT 12 copbUbIH TEeHOTHUI XOEp apryymaap
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sraatail xapuyrtail rapcaH 0a HYKJICOTHIBIH Aapaasal
TOI'TOOX HIMHXKWITHUI xapuy TagMan OXII'Y aprein
xapuytail Toxupu Oaitcan.’® ©Oepeep x310631 TagMan
OxIII'Y apra Hb wiyy HalaBapTail, YHOH 36B XapHyr
OrCcoH Hb OMIHHUII CyAanraaHsl Yp AYHTIH ayibk Oaiina.”
Meun Campsall P (2004) nap Varicella-Zoster Bupycuiin
TEHOTHII TojopXoioxoy xoép Tepimitn OXVYII apra 0a
OxIIT'Y-bIr Xapbllyynan cyanaxid.! Yp nyurasp TagMan
OxIIT'Y apra 100 maxuH €HIEP MAAPAT, MIMHKWITIIHUN
HalinBaptaii Oaitman 100% Oaiiraar Torrooxss. J[33px
CyAajiraaHyyJablH Yp JYH OMIHUI CyaairaaHsl yp JYHTIH
nyiok OaiiHa. Xia Z (2018) Hap HUMTIIYYIICOH yJIaMIKIIaIT
II'Y 6a OXIII'Y-bIr XapblyyjcaH CyqajiraaHaac y33Xd
ynamitant [II'Y-biH siran ayix xssraap Hb 1%¥10° Hr/
MKt xapuH OXI1T'Y-bIH sutran ayiix xssraap 1¥107 Hr/mkn
Gaiican. MeHn wipyymax wagamxaap OXIIT'Y xappuanryi
wiyy OGaiican Tyxail aypbmk33.22 D> o OXVYII apraap
2 copploJ S ajulellb WIPAIITYH Hb TYC aprblH SUITaH
IYUX Xsi3raaprail xoja000Tol Oaiix OOJIOMIKTOWT HIITIIK
6aitna. Llaammna cunreruk JIHX yyeman ammrnan OXVYIT
6a OxII['Y apryyablH suiraH JayHX Xsi3raapbir cyzuiax
miaapjaraTai 6anHa.

Hdyrmaar: Cynanraansl yp ayHrap OXVII aprarait
xapbltyynaxan OXII'V-piH apra Hb aHAJIMTHK MO3IPAT
YyaHap WIYY, Lar xyramaa Oara maapjjiar, Xsuioap 33par
naByy tanrtail Oaitnmaa. [laammn OxIIT'Y-biH apreir SER-
PINAI renwmiin 1517580, 1528929474 nonumopdusmbIr
TOJOPXOIJIOX ~ cynanraa, INHHXKWITIZHI — X3PIMIIIXDM
TOXMPOMIKTOH OaiiHa.
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Background: A reliable and fast molecular biological analysis method is needed to detect S and Z mutant alleles of
SERPINAI gene in the practice. In previous studies, conventional polymerase chain reaction (PCR)-based restriction
fragment length polymorphism (RFLP) and allele-specific PCR methods were used to investigate S and Z mutant alleles
of SERPINAI gene. We designed a real-time PCR (qPCR) method with TagMan probes to detect S and Z mutant alleles
of SERPINAI gene, and conducted this study to compare with RFLP.

Aim: To compared RFLP and real-time PCR (qPCR) methods for detection of SERPINA gene mutations and determined
the anaytical sensitivity and specificity.

Materials and Methods: DNA samples from 473 people were used in the study. M, S, and Z alleles of SERPINAI gene
were detected by qPCR and RFLP. Cases with S and Z mutant alleles were confirmed using Sanger nucleotide sequencing.
Kappa coefficients, analytical sensitivity and specificity were calculated using MedCalc software for statistical analysis.
Results: According to the results, MZ genotype of SERPINAI gene was detected in 0.21% (n=1), MS genotype in 1.06%
(n=5), and SS genotype in 0.42% (n=2). The analytical sensitivity of the RFLP was 71.43% (95% CI, 29.04-96.33%),
while the analytical sensitivity of the gPCR was 100.0% (95% CI, 99.21-100.0%).

Conclusion: This finding indicating that the qPCR method is more sensitive and suitable compared with RFLP.

Keywords: Mutation, Alpha-1 antitrypsin deficiency, Genotype, qPCR
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