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Proper counseling of sex chromosomal aneuploidy
Soo—Young Oh, M.D., Ph.D,

Department of Obstetrics and Gynecology, Samsung Medical Center,
Sunglkyunkwan University School of Medicine, Seoul, Korea

Sex chromosomal aneuploidy (SCA) is the most frequently occurring chromosomal abnormality encountered at both
prenatal diagnosis and neonatal period. Overall incidence of SCA is 1/400 in newborn, making it approximately twice
as common in newborns as Down syndrome. The frequency of SCA is estimated to be 13-25% of all chromosomal
abnormalities detected in second trimester amniocentesis. Therefore, proper counseling of SCA to pregnant women and
her family is one of the most important aspects of prenatal diagnosis program. Unfortunately, results from the studies
in late 1960s and 1970s, which contain much of the selection bias, had resulted in many fault perceptions in
understanding of SCA in substantial periods. By the early 1990s, data became available from several prospective,
long-term studies that followed up from birth to young adults. Today, it is well established that SCA has much less
detrimental effects on intelligence and phenotype than was thought previously. With this background, the purpose of
this review is as follows; 1) to provide the recent unbiased data about SCA, 2) to determine if there is a difference
in termination rate in prenatal diagnosis of SCA according to country, study period, and the type of SCA, 3) to offer
the proper guideline for the counseling of SCA with brief summary of each phenotype.
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Table 1. Pregnancy termination rate by specific sex chromosome aneuploidy

Author Study period Country 45X 47 XXY 47 XXX 47 XYY  Mosaicism
Holmes-Siedle et al (1987)** 1970-1984 UK, Finland 6/6 10/15 3/8 1/3 5/8
(100%) (67%) (38%) (33%) (63%)
Vincent et al (1991)' NA-1986 USA 7/13 11/32 7/16 6/11 4/19
(54%) (34%) (44%) (55%) (21%)
Robinson et al (1992)" 1964-1991 USA 7/13 51/127 57/162 31111 21/111
(54%) (40%) (35%) (28%) (19%)
Gravholt et al (1996)® 1970-1993 Denmark 71/100 - - - -
(71%)
Meschede et al (1998)" 1989-1997 Germany - 4/23 2/12 1/10 0/10
(17%) (17%) (10%) (0%)
Christian et al (2000 1971-1997 Canada 6/7 21/24 17/26 3/15 18/36
(86%) (88%) (65%) (20%) (50%)
Perrotin et al (2000 1990-1998 France 22/25 5/12 2/6 12
(88%) (42%) (33%) (50%)
Sagi et al (2001)% 1989-1998 Israel 5/5 17/20 4/6 6/8 16/21
(100%) (85%) (67%) (75%)  (76%)
Bojesen et al (2003)* 1970-2000 Denmark . 114/163 - . —
(70%)
Forrester et al (2003)"' 1986-1999 Hawaii 14/26 11/24 2/12 217 6/21
(54%) (46%) (17%) (29%) (29%)
Hamamy et al (2004)% 1980-2001 Swiss 13/13 17/23 7/10 4/8 3/7
(100%) (74%) (70%) (50%) (43%)
Brun et al (2004 1991-2001 France 38/41 10/31 4/16 2/10 -
(93%) (32%) (25%) (20%)
Mezei et al (2004)% 1990-2001 Hungary 13/18 13/18 27 2/5 5/25
(72%) (72%) (29%) (40%) (20%)
Kim et al (2002)* 1992-2001 Korea 36 2/4 5/14
- (500/0) (500/0) - (360/0)
Total 202/267 287/518 109/285 59/190  83/272
(76%) (55%) (38%) B1%)  (31%)

NA: Not availabe
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