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Prevalence of @,-Antitrypsin Genotypes in Koreans
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Background : Alpha-1-antitrypsin (A1AT) def; iciency is the only established genetic risk factor for emphyse-
ma. This study was undertaken to investigate the prevalence of the genotypes of A1AT genotypes in healthy
Koreans,

Method : The study population consisted of 380 Healthy Koreans enrolled at the Health Promotion Center in
Kyungpook Nationa] University Hospital, The polymerase chain reaction (PCR) and restriction fragment
length polymorphim (RF LP) for detecting the A1AT variants M1(Ala), M1(Val), M2, S and Z were used.
Results : The genotypes of subjects were as follows : M1(Val)/M1(Val), 254(66.8%) ; M1(Val)/M2, 105(27.
6%) ; M2/M2, 19 (5.0%) ; and M1(Val)/M1(Ala), 2 (0.5%). There was no case with ‘deficiency’ alleles
such as S and Z found in this study.

Conclusion : These results suggest that A1AT deficient alleles are either extremely rare or not present in Ko-
reans. ( Tuberculosis and Respiratory Diseases 2001, 50 : 229-235)
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Table 1. Primer Sequences used in this study

Primer sequences

Product size (bp)

5’~CCCACCTTCCCCTCTCTCCAGGCAAATGGG-S’

M 5’—GGGCCTCAGTCCCAACATGGCTAAGAGGTG—3’ 360
M2 5’-GCAGGACAATGCCGTCTTCTGTCTC—S’ 162
5’—CCACTAGCTTCAGGCCCTCGCTGAG—3’

S 5'—TGAGGGGAAACTACAGCACCTCG—3’ 191
5’—AGGTGTGGGCAGCTTCTTGGTCA—3’
5’—ATAAGGCTGTGCTGACCATCGTC-3'

Z 5’—TTGGGTGGGATTCACCACTTTTC~3’ 179

Table 2. The subjects characteristics of subjects Table 3. Genotypes of @-antitrypsin genotypes
(n=380) Genetic variant Numbers( %)
Sex (M/F) 265 : 115 M1 (Val/M1(Val) 254 (66.8)
Age (yrs) 60.5+9.38 M1(Val)/M2 105 (27.6)
Smoking status M2/M2 19 (5.0)
Smoker 234 (61.6%) M1(Val)/M1(Ala) 2 (0.5)
Exsmoker 40 (10.5%)
Nonsmoker 106 (27.9%) @5 157bp9] band 7} o),

FARE] 9 Alew primeri= Table 13} zt},
°l& % 7} primer& EA)d) =F37] 9% PCR
& dNTP 4mM, 10mM Tris-HCI (pH 8.3),
50mM KCL, 1.5mM MgCl,, Taq polymerase 1
unit(TaKaRa RO01A,J apan), Z} primer 8pmol,
template 240 (100ng/ ;¢ )= 2 20u0 2 94C
5%, 353] whEo] 94 30x, 55C 20%, 72°C 30
%, A 72C 10802 YAt PCR A2 5
18 o A#EA Tag I (New England Biolab.)
10unit& =J2]s}ed = 20ut 2 65°CofAl 16A) 7k
HEAHY. ASEAN A= 8o acrylamide
gelol X A719% Fo Aol ao) 4] gdsHet. S
°|¥2 128bpe] PCR Alzg Taq Io2 a3t A
T AGEA] g wg) My e dgso) 100bp <]
band’} yelun, Zolye 179bpe] PCR 42 g
ATELZ Ha)¥ A9 Fugx) gqu My 3

TAA £4L Chi-square test& ARSIl T pgt
°] 0.05 m|7kel He-2 AHoR folgt Aoa
=

<

WA= gt 2659, o=} 115g0]9lom o] 5e
HAAHE 614 (+9.4) Q). Fage FAxp)
61.6%, ¥4} 10.5%, a8ln HFA=171 27.9%
At (Table 2). o4z} 380mo)4) ozl A2y
2 471xlz S alleles} Z allele& S (Fig. 1).

ALAT fd=1329 His = M1(Val)/M1(Val)®
o] 254¢] (66.8% )=z 7V Bgton M1(Val)/M2
3 1059 (27.6%), M2/M2¥§ 194 (5.0%),
#lu M1(Val)/M1(Ala)& 24 (0.5%) & <)Yt}
(Table 2). 9%, ¥, §98¢) nja TR ] B
FEE foAF 2o)7t At (Fig. 2).
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bp

— 462 (M2)
— 383 (Wild type)

Exon I1

— 311 (M1 Ala)

Exon 11T — 228 (M1 Val)

— 157 (Wild type)

— 100 (Wild type)

Fig. 1. Representative figure of alphal-antitrypsin genotypes.
Lane 1, M2/M2; lane 2, M1(Val/Val); lane 3, M1(Val)/M2; lane 4, M1(Val)/M1(Ala).
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Fig. 2. Distribution of genetic variants of @-antitrypsin by age(a), ses(b), and smoking status
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