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somal aberrations in Korea.

retardation were included.

syndrome.

Assessment of Chromosomal Analyses of 1,180 Cases
Suspected of Chromosomal Aberrations

Hyeon Kyoung Jeong, M.D., Eun Young Ahn, M.D., Sung Soo Rim, M.D.
Eun Young Kim, M.D., Kyoung Sim Kim, M.D.
Yong Wook Kim, M.D. and Ki Bok Kim, M.D."

Department of Pediatrcis, Kwangju Christian Hospital, Sangmu Hospital', Kwangju, Korea

Purpose : We have performed this study to obtain reference data for the distribution of chromo-

Methods : We analyzed 1,180 chromosomal study cases from Kwang ju Christian Hospital during
the past 25 years. 756 cases suspected of characteristic chromosomal aberration syndromes and
424 cases with hermaphroditism, mild sexual abnormalities, multiple anomalies, or mental & growth

Results : The male to female ratio of autosomal aberration syndromes was 1.2:1. 78.6% of auto-
somal aberrations were diagnosed under 1 year of age, whereas 89.8% of sex chromosomal aber-
rations were diagnosed over 12 years of age. Among 1,180 cases, 612 ones had chromosomal
aberrations(51.9%) : 590 of 756 cases suspected of chromosomal aberration syndromes had aberra-
tions(78.0%), whereas 22 of 424 showing the above other features had aberrations(5.2%). Auto-
somal aberrations appeared in 514 cases(83.8%) and sex chromosomal aberrations appeared in 98
cases(16.2%). The most frequently observed abberation in autosomal aberrations was Down syn-
drome, followed by E, D, B, A and C group aberrations. The most common abberation in sex
chromosomal aberrations was Turner syndrome, followed by Klinefelter syndrome and Fragile X

Conclusion : It is of vital importance that patients suspected of chromosomal aberrations under-
go chromosomal analysis. Further advanced chromosomal staining and molecular genetic methods
will raise the detection rate of chromosomal aberrations. (J Korean Pediatr Soc 2002;45:311-319)

Key Words : Chromosomal aberration, Distribution
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Table 1. Age Distribution of Cases Confirmed for
Chromosomal Aberrations

Age Autosome(%) Sex chromosome(%)
At birth-1 mo 126( 24.5) 6( 6.1)
1-12 mo 278( 54.1) 1C 1.0
1-6 yr 73( 14.2) 20 2.1)
6-12 yr 24( 4.7) 1C 1.0
over 12 yr 13( 2.5) 88( 89.8)
Total 514(100.0) 98(100.0)

Table 2. Sex Distribution of Cases Confirmed for
Autosomal Aberration Syndromes

Categories Male(%) Female(%)  Total

Down syndrome  256(57.5) 189(42.5) 445

D-group anomaly 9(60.0) 6(40.0) 15

E-group anomaly  10(37.0) 17(63.0) 27

Cri—du-chat 3(30.0) 7(70.0) 10
syndrome

Total(%) 278(55.9)  219(44.1)  497(100)
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Table 3. Number of Subjects Suspected for Chro-
mosomal Aberrations and Proportion Confirmed, as
Classified by Clinical Categories

Categories No. Chromosomal Positive

aberration  rate(%)
Autosomal aberrations 597 497 83.2
Down syndrome 501 445 88.8
E-group anomaly 54 27 50.0
D-group anomaly 28 15 53.6
Cri—du-chat syndrome 14 10 71.4
Sex chromosomal 159 93 585
aberrations
Turner syndrome 90 57 63.3
Klinefelter syndrome 57 32 56.1
Fragile X syndrome 12 4 33.3
Others 424 22 52
Hermaphroditism 83 3 36
Mild sexual abnormality 33 1 3.0
Multiple anomalies 126 8 6.3
Mental retardation 182 10 55
Total 1,180 612 51.9

Table 4. Analysis of Chromosomal Aberration Cases
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Autosomal aberration : 514<100%>(83.8%)

Sex chromosomal aberration : 98<100%>(16.2%)

Down syndrome 445<86.6%>(72.6%)
E group 27<5.3%>(4.4%)

D group 15<2.9%>(2.4%)

B group 11<2.1%>(1.8%)

A group 10

C group 3

F group 1

G group 1

69, XXX 1

Klinefelter syndrome 32<32.7%>(5.2%)
Turner syndrome 57<58.2%>(9.3%)
Fragile X syndrome 4<4.1%>(0.7%)
Others 5
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Table 5. Types of Chromosomal Aberrations in
Down Syndrome

Type Karyotype c;i?e.s ((2;0)
21 trisomy 47 XX(XY),+21 394(88.5)
Translocation 43( 9.7)
46,XX(XY),~14,+t(14q21q) 24
46,XX(XY),-21,+t(21¢21q) 17
46,XX(XY),-15,+t(15¢21q) 2
Mosaicism 8( 1.8)
46, XY/47,XY,+21 2
47 XX, +21/48 XXX, +21 2
47XY,+21/48 XYY, +21 2
45X/46,XX,-21,+t(21g21q) 1
46,XX/47, XX, +21 1
Total 445(100)

Table 6. Types of Chromosomal Aberrations in E-
Group Anomaly

Type Karyotype cal\i?e.s ((2;0)
Edwards 12(44.4)
syndrome
47 XX(XY),+18 11
45 XX,-18/46,XX/47,XX,+18 1
Variants 15(55.6)
46,XX(XY),18p~ 8
46,XY,16q + 1
46,XX,17p~ 1
46,XX,17p+ 1
46,XX,18p+ 1
46,XX,18q~ 1
46,XY,r(18) 1
45 XX,-17/46,XX 1

Total 27(100)
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Table 7. Types of Chromosomal Aberrations in D-
Group Anomaly

Type Karyotype Cig's (C;))
Patau 9( 60)
syndrome
47 XX(XY),+13 6
46 XX(XY)/47 XX(XY),+13 3
Variants 6( 40)
46,XX(XY),13p~ 2
46,XX,13q~ 1
46,XY,-12,-13,+t(12:13) 1
46,XX,14p+ 1
247 XY, +22,-14,+ t(14q4q) 1
Total 15(100)

Table 8. Types of Chromosomal Aberrations in
Turner Syndrome

Type Karyotype C;\;Z'S (%2 )
Numerical 32(56.1)
Aberrations 45X 19
45,X/46,XX 6
45 X/46 XY 4
45,X/47 XXX 1
45,X/46,XX/47 XXX 2
Structural 25(43.9)
Aberrations 46,XXp— 14
46,XXq~ 4
46,X,i(Xq) 7
Total 57(100)
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Table 9. Clinical Categories, Number of Subjects
Confirmed for Minor Chromosomal Aberrations
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