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Diagnosis and prevention of cytogenetics diseases are one of the most important parts in prenatal care. For
that reason, it is necessary to examine birth defects. However, there is no reliable statistical data about birth
defects in our country. In this study, the ratio of birth defects were determined by cytogenetics analysis and
amniocentesis, in addition, the usefulness of amniocentesis was analyzed. The screening test and the triple
marker test were conducted for 3,325 pregnant women of between 15 and 22 weeks gestation. Amniocentesis
was performed for 170 pregnant women who were positive in the two tests, 184 women of advanced
maternal age and 48 women with family history of chromosome aberrations. Among 419 women, 8 pregnant
women who were positive in the triple marker test, 1 woman who close to the cut-off value in the triple
marker test, 2 women with advanced maternal age and 1 woman who has history of chromosome aberration
pregnance that was positive in cytogenetics analysis. The overall incidence of chromosomal aberration was
12 cases including 7 cases of Down's syndrome, 1 case of Patau syndrome, 1 case of Klinefelter syndrome,
1 case of Edward syndrome, 1 case of Robertsonian translocation and 1 case of XYY syndrome. These
results show that amniocentesis for pregnant women who need chromosome test in prenatal cytogenetics

analysis is very useful.

Key Wards : Amniocentesis, Triple marker test, Down syndrome, Edward syndrome

Tel : 063-840-1216, 011-9629-9178

E-mail : hsoh@wkhc.ac.kr

151

o718 4= 7] Wil oleldt FAFS disia g
F7sk7) S Ak Rdo] Fasitie 5, 1997).
ejo} 7]g o] vhy Ao g2 dd-FAA} o), GAA
o], B7EA a9, AT F14 891 F5AE FO
2 PHEE T oA T 65~75%E 1 UQlo] B AR &

Ak
AFP, HCG, UE39] 212 AHR 7 =A X9} Ae o8,
A F & s Hol 71Es AEsk= triple

marker test= 418 7] AK(screening test)o]t}. AFPE Ejo}



CHeH A AFSES|X| 39(3):151-155, 2007

o] relA A= SiARZ AAH AEFAA ST o] AABA AEoly tiAY A B A dee
3, HCGE ®HjiblM wrEojxe gAdd z2rog o 9 X7 o]&H7|% Fhh
o} mdsa #A don ok ¥ Al FUHET: ol & AFoMe FFHAY A3Fe P EHE At
uE3= Ejobo] Z1, vk BA9E & B EHlEHe & 2o 4FE Al GAAE £4, "ol 718 HHE
HlZol=r 2ot (Merkatz 5, 1984; Bogart &, S ZAFF AL G A F Al F7) AR A
1987; Canick %, 1988). AR A ] f-8Ad ol tiel dotE it gk
Triple marker testol| A ohe- S39] A dH&L
oF 60%=EH S, A dFELS oF 2%l ==
3L 60%, 2173 ZA<£Z(open spina bifida, OSB)& II. CHAF 2 HiH
80%<] LAES Holug ®Ho} 78S I 4 gik
wehA], GRS st Hol @A A4S AT 1. A5t
24 "o} 718< gela}al triple marker testoll A %A o]
Ue A 942 354 o) ARE rAsE ARS: 20051 190l A 2006'd 12€7kA] F-4F M Ak
T dRbF o' tiRE o] AMEES AAAQL Abgo] S A3 155004 225 Alo] AHR 3325785 th
HAE G oo i Bl B & dths AR o= triple marker testS 2AISHL, 1 T Y-S UE
= & AR Fakar vk G oF 10009 7hE-H 1 W bR eh S UERRA] AINE 3541 o] o] 11
B 259 A A dgEo] dHg 7E e A4 AR, GAA o)dE 7 Hots dAIg Aol AAY
Heks 2 GAA o] HlAte|tiSimpson T, 4k Aol e AR, FEU A Fo fAo] 9l
1976). vt GAAY A e AAR BIbss] = ARE o s AAE AAREY A
ol FAA ool A= Hots P4l - F4ke AF ol g BIE 19404 4542 Hi 30864190 Hukd
UE AHLE EFst] dAA] oo 7S o] e 4} o] E¥ = 03]oA 4312 H 183t AFTEEE 40
HELE FFHARE AAstoof gt kg~88 kgS1.o-H H 53.45 kgo] Atk
FrAre AFA A A iy S el kst
a1 Q83w © 2 (Nadler, 1968) 714 &3] o] &5 3l
om & f AstsHE AAEA] FAll Aldste] go}
160
140 | ]
120 |
100 — ODown syndrome
80 B Edward syndrome
60 O0SB
40 |
28 — N L H |  m
20~24 2529  30~34  35~39  40~44  Total

Fig. 1. Maternal age in triple marker test positive cases. OSB :

open spina bifida
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Table 1. Results of triple marker test and predicted types of
abnormalities in positive cases

Outcome Number %
Triple marker Down syndrome 144 433
test positive
Edward syndrome 16 0.48
osB* 10 0.30
Triple ma_rker 3155 94.89
test negative
Total 3325 100

* OSB: open spima bifida

Table 2. Distribution of maternal age in triple marker test
positive cases

Down Edward

Age Number* syndrome  syndrome 0osB
20~24 3/117 3 0 0
25~29 12/1028 7 3 2
30~34  107/1904 91 10 6
35~39 39/243 34 2
40~44 9/33 9 0

Total 170/3325 144 16 10

* Number of positive/Total
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Table 3. Abnormal karyotypes according to indication

Chromosome aberration

Indication Number of
abnormal Total
karyotypes
Triple marker test positive 8 170
Advanced maternal age(=35) 2 184
Previous chromosome abnormality 1 46
Triple marker test risk at term 1 17
Previous fetal abnormality 0 2
Total 12 419
Table 4. Chromosome aberration by maternal age
Age Number %
20~24 0/117 0.00
25~29 1/1028 0.10
30~34 6/1904 0.32
35~39 4/243 1.65
40~44 1/33 3.03
Total 12/3325
Table 5. Classes of abnormal karyotypes
Type Number
Down syndrome 7/3325
Patau syndrome 1/3325
Klinefelter syndrome 1/3325
Edward syndrome 1/3325
Robertsonian translocation 1/3325
XYY syndrome 1/3325
Total 12/3325
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