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Cytogenetic Studies of Turner Syndrome

Sung Ro Chung

Department of Obstetrics and Gynecology, School of Medicine, Hanyang University

= Abstract=

During the years 1983 to 1991, cytogenetic analysis was performed on 19 women with Turner
syndrome in order to find out the incidence of symptoms and signs according to the classification of

chromosome abnormalities.

1. All of them showed short stature and the mean height in 7 adults was 140.71 £5.26 cm.

2. Among the 19 patients with Turner syndrome, 7 (36.8%) had 45,X0 karyotype, 7 (36.8%)
had 46,Xi (Xq), and remained 5 (26.3% ) had mosaicism.

3. Five patients with mosaicism had 45,X/46,XX (2), 45,X/46,Xi(Xq) (2) and 45,X/47, XXX

(1), respectively.

4. Patients with 45,X0 and 46, Xi(Xq) had amenorrhea, whereas only 33% (1/3) of patients
with mosaicism had amenorrhea. Total incidence of amenorrhea was 84.6% (11/13).

5. Abnormal external genitalia was detected in 63.6% of patients. The incidence of abnormality
in patients with mosaicism was lower than that of other groups.

6. OMPC and deafness were detected in 3 of 19 patients.

7. Two cases of cardiovascular abnormalities were found in patients with 45, XO.

This study suggests that gnenetic counselling according to the classification of chromosomal ab-

normalities could be needed in patients with Turner syndrome.
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Table 1. Chromosome studies in Turner syndrome
No. Name Age (yr.) Height (cm) Karyotypes
1 KH Koo 4/12 63.3 45,X0/46,XX
2 MS CHung 24 46,XX/45,X0(1:2)
3 YS Yoo 22 134* 46,Xi(Xq)
4 SR No 29 45,X0
5 KJ Chun 24 145* 45,X0
6 HS Kim 25 46,Xi (Xaq)
7 0OJ Byun 31 45,X0
8 BS Han 27 46,Xi (Xq)
9 KH Han 13 132 46,Xi (Xq)
10 MK Cho 19 45,X0
11 HS Lee 29 142* 45,X0/47, XXX
12 HS Oh 9 117.5* 46,Xi (Xq)
13 SJ Chung 19 145* 45,X0
14 SJ Park 12 46,Xi (Xq)
15 SJ Lee 11 117.5 45,X0/46,Xi(Xq)
16 KS Cho 28 131* 46,Xi (Xq)
17 KM Sa 21 145* 45,X0
18 MS Sung 18 143* 45,X0
19 AJ Son 1 74.2 45,X0

* ! Mean of height in 7 adult cases : 140.71 +£5.36 cm.
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Table 3. Clinical findings in chromosomal variants of Turner syndrome*

No. of patients 45,X0 46, X1 (Xq) Mosaicism Total

7 7 5 19(%)
Short stature 6/6 7/7 4/4 17/17 (100)
Amenorrhea 6/6 4/4 1/3** 11/13 (84.6)
Nipple abnormalities 3/4 4/5 1/3 8/12 (75.0)
Abnormal external genitalia 4/5 2/3 1/3 7/11 (63.6)
Webbing of neck 3/5 2/4 2/4 7/13(53.8)
Edema of hand and feet 1/5 1/5 1/4 3/14 (21.4)
OMPC, Deafness 0/7 2/7 1/5 3/19(15.8)
Cardiovascular abnormalities 2/T*** 0/7 0/5 2/19(10.5)

* : Total number in which clinical observation was made relative to total in which the finding was men-

tioned.
*** . A case died from coarctation of aorta.
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** . Two patients (45,X0/46, XX and 45, X0/47,XXX) had oligomenorrhea.
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