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Clinical Study of Chromosomal Aberrations in Childhood

Eun Ae Park, Gyoung Hee Kim
Depariment of Pediatrics, College of Medicing, Ewha Womans University

The present report described the cytogenetic findings in 262 cases under the age of 15 years
who were suspected as having chromosomal abnormalities clinically at department of pediatrics,
Ewha womans university hospital, from May 1982 to April 1992.

The following results were obtained

1) Chromosomal abnormalities were found in 81(35%) of the cases studied.

2) Age distribution revealed 54% of all children subjected to chromosomal analysis to be
under 1 month of age.

3) Sex distribution revealed boy to girl ratio to be 1.1: 1.

4) In children with Down syndrome, Edwards syndrome, Patau syndrome, Cri-du-Chat synd-
rome, Turner syndrome, Klinefelter syndrome, growth and mental retardation, hematooncologic
disease, multiple congenital anomaly were observed in 74%, 64%, 50%, 20%. 33%. 33%, 12%.
13% and 16% respectively.

5) The most frequent karyotype revealed in Down syndrome was 21-trisomy type(94% ),
followed by translocation type(4%) and mosaicism type(2%).

6) The most frequent karyotype revealed in Edwards syndrome was 18-trisomy type(88% ).
followed by mosaicism type(12%).

7) The most frequent karyotype revealed in Patau syndrome was translocation type(67%),
followed by 13-trisomy type(33%).

8) Among the various other clinical conditions such as sexual organ abnormality, failure
to growth and mental retardation, hematooncologic disease, multiple congenital anomaly and
other suspected chromosomal anomaly, chromosomal abnormality was found in 15 cases(10% )
of 148 cases.

9) The maternal age of Down syndrome at delivary was between 20-29 years in 57%.
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AR E FAE A HAAT]
Golul7} 14282 AA 9] 54%E AAFHL, 24
Yol A 12718 Atol7t 798 R 80%, LAoA 64
Aol7h 258l & 10%, 6AlclA 124 Ale]7}t 8| Z

3%, 12d0]4e] sdlZ 3w ch =g Fay A
A o]l Adg Bl BxtE AE HE 74 &Rp7t
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o) 3A7} 128 2 15%, 1A A 64 7}x] 2] Ez}7}
32 4%, 6A| A 124742 e] 2471 192 1%,
124 o]4e] &xl7t 282 2% Gk (Table 1).
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Table 1. Age distribution of total study cases and
study cases with chromosomal aberration

confirmed

total study cases with chromosomal
Age aberrations
No (%) No (%)
0— 1 Mo 142 (54) 63 (78)
1—12 Mo 79 (80) 12 (15)
1— 6 Yr 25 (10) 3 (4
6—12 Yr 8 (3 1 (D
Overl2 Yr 8 (38) 2 (2)
Total 262 (100) 81 (100)




Table 2. Sex disuibution of total study cases and
study cases with chromosomal aberration

confirmed
total study cases  with chromosomal
Sex aberrations
No (%) No (%)
Male 139 (58) 45 (45)
Female 129 (47) 36 (56)
Total 262 (100) 81 (100)
olo] gel¥ Fole] 7} 81HE 31% ] YA
2 Btk 7P 2L G4 e B A
DownZFT o2 dddoz g4-d 728F
538 7F QAA o) do] BlEo] T4% <] FHEL
B4t EdwardsZFE (18 uisomy)S Y482
AR &4 97F 6FlolA A o]Fol
g0} 67% 9] YHES i‘}iﬂ} a2 Hel B

A A (autosome) ©]’do] AAHHH 148 o] HAF
AN o|io] g H¥E ParwFF (18 wi-
somy)o] 28|, Cri-du-Cha %——?E(Hé(ﬁé)?-"
ol 28 Gk HE A o)

oAz 1 Z sewre] QA e sl
% 9] AANFE BH o Turner FE50] 24, Kli-
nefelterZ & o] 18t} 18] Ambigus genita-
lia?t Cryptochidismo] lojA AEAEE $3+
ANA AAE APErgd 133:]] TEo A &R
]}J—o] ulﬁg;q ols;v]\.o‘:q 1_321:0‘_ ZJ.L]' X]o

N&gg 1785 23
12% 2 GAEL
B2k 3 dAzgo] gldd 169 #xlF 2
A HAe o] F A=
el ATk 2o ARA
A 7)o dd 67H% 11#dA B
oPdol ¢l Hel 16%9 FHES EHh 78
QA ol HARsL AEo] M BAE
A3 d s5EdlME BE BAAEE YER

somyE i?l 27} 5988 HA] DownZEF 2
94% & AANFPL, 28 o4 A2 (ranslocation) &
Z Jeged e 132188301 UHA] 13
T 152142 F o] At} 7]El MosaicismE EQl 73
71 18 AATH(Table 4).

5. Edwards&& 7 g 25

EdwardsZ3Fo 2 FH sdle] A5 18-ti-
somyE B¢l A9t 782 A EdwardsgF 9
88% 2 AP, YA 19 0] 4 MosaicismE E
A th(Table 5).

Patauv:?‘—v—fﬁ.i 22 3 & 3-trisomyE 29I

Table 3. Number of subjects suspected for chromosomal aberrations and proportion confirmed, as classified

bv dinical categories

Karvotype

Categories No( %) pry———CD) p— Proportion{ % )
Autosomal abnormalities 95(86) 63(78) 39 66
Down 72(27) 53(66) 19 74
Edwards 9( 3) 6( 7) 3 67
Patau 4(2) 2( 2) 2 50
Cri du Chat 10( 4) 2( ) 8 20
Sex chromosomal abnor. 9( 4) 3( 4) 6 33
Turner 6( 3) 2( 2) 4 33
Klinefelter 3( 1) (D 2 33
Ambigus genitalia 10( 4) o( 0) 10 0
Cryptochidism 13( 5) 0( 0) 13 0
Failure to thrive 17( 6) 2( 2) 15 12
(Growth & mental retardation)
Hematologic 16( 6) 2( 2) 14 13
Muldple cong. defects 67(26) 11(14) 56 16
Carrier 35(18) 0o 0) 35 0
Total 262(100) 81(100) 181 35

— 95 —



Table 4. Types of chromosomal aberrations in down

syndrome
No of cases
Type Karyotype (%)
21-tni
Trarll]sslzrcnaytion 47XX or XY+21 53593
46XX+1(13 : 21)
46XX+1(15 : 21)
Mosaici
OSUCM 46XX 15P+/4TXK+21 102
15P+
Total 53(100)

Table 5. Types of chromosomal aberrations in edwa-
rds syndrome

No of
Type Karyotype © (O % ;as <
18-trisomy 47XX or XY+18 7(88)
Mosaicism 46XX/ATXX+18 1(12)
Total 8(100)

Table 6. Types of chromosomal aberrations in patau

syndrome
No of cases
Type Karyotype
P youp (%)
18-trisomy 47XX + 13 « 1(33)
Translocation 46XX or XY-+t(13 : 14) 2(67)
Total 3(100)

ALt 182 AA PatauEET §xle] 33%E A
£ B2Yrh

3 AHEY DownZEF o] 18], EdwardsZ
To) 28, 18/14F 9] PatauFFT o] AFY ol l%!:ﬂ,
Marker@d MR & 7R3 AAYE A7) 24, 99
A A=rt 2], 1884 A ¢ (long arm) ]
59+ A A (isochromosome) 74 18], 291 A A9
M A 3}4=(chromosomal breakage)©] 1], Fragile
XZFFo] 18 AAH(Table 7).

8. DownFE 7o nAAdAH
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Table 8. Age distribution of mothers of down synd-

g3, JH A 28 ol A 13/142] A=F rome
(Table 6). Age(Yr) No (%)
20—29 30 GD
7. A AR V19 AFEF 30—39 16 (30)
thatAd A 7130 Yo a4 AAE 4 Over 40 7 (18)
ARE $AF G4 o)dol H HAD 1A Toul %8 (100)
Table 7. Karyotypes of multiple congenital defects
No. Sex Age Impression Karyotypes
1 F 7/365 Single umbilical a. 45X0, 46X0O+Marker
2 F 1/365  Hydroanencephaly 47XX+18
3 F 4/365 Omphalocele, dub foot 46XX csb(2) (g33)
4 M 5/365  Cleft lip & palate 46XY inv(9)
5 M 2/365  Menigomyelocele 46XY inv(9)
6 M 3/865 Multiple anomaly 46XY/46XY *fra(X)
7 F 1/365 Multiple anomaly 46XX i(18q)
8 F 1/365  Corpus callosum agenesis 46XX+Marker
9 F 2/365  Multiple anomaly 46XX+1(13 : 14
10 M 7/365 Spina bifida, R/O Down SD 47XY+21
It ¥ 3/365 Single umbilical a. 47XY+18

syndactyly, both foot
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