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Midtrimester Amniocentesis for Prenatal Diagnosis
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Nam Hee Song®, Sun Kyung Oh*, and Hee Jun Chi'
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*Gendix Inc., “Institute of Reproductive Medicine and Population, Medical Research Center, Seoul National University

Propose: To analyze the indications and cytogenetic results of midtrimester amniocentesis.

Material and Methods: This study reviewed 2,523 cases of midtrimester prenatal genetic amniocentesis
performed at MizMedi Hospital between January 2000 and December 2007.

Results: The most frequent indication for midtrimester amniocentesis was advanced maternal age (45.9%),
followed by positive serum markers (29.9%). Chromosomal aberrations were diagnosed in 110 cases
(4.4%), for which numerical aberration accounted for 38 cases (34.5%), structural aberration accounted
for 65 cases (59.1%), and mosaicism accounted for 7 cases (6.4%). Among the autosomal aberrations,
there were 20 cases of trisomy 21 and 8 cases of trisomy 18. With respect to structural aberrations,
there were 14 cases of reciprocal translocation and 8 cases of robertsonian translocation. The frequencies
of chromosomal aberrations according to the indication were highest in individuals with a family history
of chromosome abnormality 14.0% (8/57) followed by previous congenital anomaly 5.9% (2/34).
Conclusion: Midtrimester amniocentesis is an effective tool for prenatal diagnosis. Indications such as
advanced maternal age, maternal serum markers, and ultrasound are important for predicting abnormal fetal

karyotypes.
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Table 1. Indications for Prenatal Cytogenetic Amniocentesis and Abnormal Karyotype according to Indication

No. (%)
Indication
Cases Chromosomal aberration
Advanced maternal age (=35yr) 1,159 (45.9) 40 (36.4)
Positive maternal serum marker 755 (29.9) 36 (327)
Abnormal finding on ultrasound 238 (9.9 13 (119
Others 178 (7.2) 8 (7.3
Infertility (IMF/ICSI) 102 (4.0 3 (27
Family history of chromosomal abnormality 57 (2.3 8 (7.3
Previous congenital anomaly 3 (19 2 (19
Total 2,523 (100) 110 (200)
2,412 (95.6%)
, 110 (4.4%)
Table 2. Cytogenetic Results of Amniocentesis
110 38 (34.5%),
Karyotypin No. of cases %
65 (59.1%), 7 (6.4%) 9 ’
. Total 2,523 100
21 (trisomy Normal 2413 %56
21) 20 , 18 (trisomy 18) Abnormal 110 4.4
8 . (normal variation) A Numerical Chromosome Abnormalities 38
9 40 Trisomy 21 20
Trisomy 18 8
2,3 1 5% 1 s
, 47, XXY 3 )
8 47, XXX 1
’ 47,XYY 4
14 48 XYY, +21 1
139 B. Structural Chromosome rearrangement 65
addition 1 Addition 15q 1
45X Turner 1, Inversion , 2
Robertsonian translocation 8
47, XXY Klinefelter 3, 47.XYY 4 Balanced translocation™ 7
47 XXX 1 X 46,der(21; 21) ,+21 1 5.1
) Reciprocal translocation 14
46.X,1(X2) 1 Balanced translocation™ 1
46,X (X 2) 1
> 47,1(6;19),+21 1
47, XXX,t(10; 13) 1
21
C. mosaicism 7
48 XYY, +21 1, 45,X 47,X004 46, XX 1
47, XXX,1(10;13) 1 45X/ 46,XX 2 64
45X/ 46,XY 1 ’
' 47,XX,+ mar/ 46,XX 2
47,00,1(6;19),+21 1 47,XY,+ 18/ 46, XY 1
45,X/46,XX “ one case of inversion 2, one case of inversion 3, and 40 cases
, 47 . XX,+mar/ of inversion 9
46.XX > ™ Four cases of 45,der(13;14), one case of 45der(14;21), one
’ ' case of 45,der(14;22), and one case of 45,der(15;21)
47 XY,+18/46, XY 1 (Table 2). . 46t(45), 46,(48), 46,(4;10), 46(5; 14), 2 cases of 46,t(5; 16),

110

26,1(7;16), 46,t(11;22) 46,t(13;15) 46t(13;21) 46t(17;20)
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