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Analysis of 1,062 Cases of Genetic Amniocentesis

Jung Man Mae, M.D.," Suk Sun Kang, M.D.,” Jung Ho Lee, M.D.,”
Hyo Jin Chun, M.D.,"" Taek Hoon Kim, M.D.,”
Sung Do Yoon, M.D.," Jong In Kim, M.D.""
Department of Obstetrics and Gynecology,' Clinical Pathology," Institute for Medical Genetics,””

School of Medicine, Keimyung University, Dr Kim’s Ob & Gyn Clinic"™"

Genetic amniocentesis has become established as a widely used tool for the diagnosis of fetal
chromosome: abnormalities, neural tube defect, and a variety of metabolic disease. This is an analysis
of our experience with 1,062 case that have been undergone amniocentesis at Department of Obstetrics
and Gynecology, School of Medicine, Keimyung University and Dr Kim's Ob & Gyn Clinic from
Janua ry 1993 to December 1996.

High maternal serum alpha fetoprotein(MSAFP) was the most common indication of amniocentesis(31.3%)
and the most common age distribution at amniocentesis was 31 ~35 years(35.6%). Chromosomal aberration were
diagnosed in 66 cases(6.23%) of which numerical aberration was 20 cases(1.88%) and structural aberration was
25 cases(2.35%) with 21 cases (1.97%)normal varients. Autosomal aberration was observed in 15 cases(75%)
and sex chromosome aberration was observed five cases(25%). Among the autosomal aberration, six cases of
trisomy 21, seven cases of trisomy 18, two cases of trisomy 13 were found. Among the sex chromosome
aberration, two cases of Turner syndrome, two cases of Kieinefelter syndrome , one case of triplody were found.
Among the structural aberration, 46,XX,t(13:14) Robersonian translocation was the most common( four cases).
No complication was found such as preterm labor, fetal death, and neonatal complication. This is a report of
a relatively large series of genetic amniocentesis from a single institution, with analysis of the indication, age
distribution, results and complication,
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Table 1 Age distribution

Age No. %
< 20 21 1.9
21-25 134 12.7
26 - 30 326 30.7
31-35 378 35.6
>35 203 19.1
Total 1,062 100

Table 2. Indication of prenatal genetic amniocentesis

Indication No %

High maternal serum AFP 324 313
Previous congenital anomaly 184 17.3
Elderlygravida 143 13.4
Previous Down syndrome 122 11.4
Lower maternal serum AFP 112 10.4
Rereat pregnancy loss 67 6.2
Anomaly in relatives 62 5.6
Drug 24 2.2
Previous mental retardation 16 1.4
Known translocation carrier 8 0.8
Total 1062 100
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Table 3. Cytogenetic Outcome in amniocentesis

1017

Noraml karyptype(46.XX or 46.XY 91

Normal varients
46 XX or 46.XY. inv(pl2:q21.1)
inv(9)(p13:q21.1)
inv(9)(p13.3:q11)
inv(9)(p11:q21.3)
Abnormal karyotype
Chromosomal aneuploidy
Autosomal aneuploidy

47.XX or XY, +21

47.XX or XY, +18

47 XX or XY, +13
Sex chromosome anuploidy

45X

47 XXY
Triploidy

69.XXX
Unbalanced translocation

46,der(1),t(1:15)(pfer:q22.2)

46, -15,+der{151(15:?)(p11:?)
Balanced translocation
Robersonian

46, t{13:14)

46, t(14:21)

Reciprocal

46, t5:15)&(6:9)

46, t(6:7)(q16.2:936.3)

46, t(1:19(q23:p13)

46, H(11:12)(q22.1:q12)

46, t(1:7)(q29:qter)

46, 1(8:9)(g23.3:q21.1)

46, t(1:14)(p34.2:932.3}

46, t(20:22)(q13.1:q13.3)

46, t(10:12){q23.2:pter)pat
Other structural abnormalities

46, del(1)(q31)

46, del(3)(p35-26
Mosaicim

46.XY/45.X/47 XY,+mar

46/47 XY, +mar

46,XY/46.XY,+1(2q)/47 XY.+i(2q)

46/47 XYY

low grade mosaicis, isochromosome

L

45
20

15

N
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Total 1062
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