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= Abstract =

Cytogenetic Studies in 236 Patients with Primary Amenorrhea
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Dong Zae Cho, M.D., Dong Whun Hwang, M.D. and Gap Bum Huh,* M.D.
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The high rate of chromosomal abnormalities in patients with primary amenorrhea implies the need for routine screen-
ing for chromosomal abnormalities among such patients.

This study was designed for the cytogenetic analysis of 236 patients with primary amenorrhea, which was referred
to Yonsei University Medical Center, from January, 1, 1974 to December, 31, 1985.

The results were as follows:
1. Of the 236 patients, 145 cases (61.4%) showed normal karyotype, and 91 cases (38.6%) showed chromosomal ab-

normalities.
2. Gonadal dysgenesis was found in 56 cases, consisting of 42 cases, Turner's syndrome, 12 cases, pure gonadal

dysgenesis, and 2 cases mixed gonadal dysgenesis.

a) Turner’s syndrome was found in 42 cases, consisting of 18 cases of 45, X and 24 cases of mosaicism.

b) Pure gonadal dysgenesis was found in 12 cases, consisting of 10 cases of 46, XX and 2 cases of 46, XY.

¢} Mixed gonadal dysgenesis was found in 2 cases, consisting of 1 case of 46, XY and 1 case of 45, X/46, XY.
3. Intersex was found in 80 cases, consisting of 35 cases of 46, XX, and 45 cases of 46, XY.

4. Congenital anomalies of reproductive system was found in 82 cases and all cases were normal karyotype.
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Table 1. Diagnostic classification of the cases

Type No. cases %

Gonadal dysgenesis 56 23.7
Intersex 80 33.9
Comentl ol oy
Hypothalamus pituitary 6 2.5
Unknown 12 5.1
Total 236 100.0

Table 2. Frequency of chromosomal abnormalities
in primary amenorrhea

ol c} (Table 2, Fig. 1).
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A4 ag FAzo seelo]dnt. o|F HUFF
Fo] 4201 (75.0%) 24 AAAHAFP L 45, X0, 24}
12, 22 189 (32.1%), 2491 (67.9%) 1L, T
4] A4 w8 B = (pure gonadal dysgenesis)

124 (21.4%) 24 46, XX = 104 (83.3%), 46
XY 24 (16.7%)0lglon &34 A4 2§ ¥
] % (mixed gonadal dysgenesis)-& 2] (3.6%) &
A 46, XY 1d], 46, X/46, XY ld|o]%ic}(Table 3).

=Xz (Gonadal dysgenesis)
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Table 3. Chromosomal analysis of gonadal dysge-
nesis

Karyotype No. cases %

46, XX 145 61.4
Abnormalities 91 38.6
Total 236 100.0

Type No. cases %
Turner’s syndrome 41 75.0
45, X 18 32.1
45, X /46, XX 19 33.9
4, X, -G /45, X 1 1.8
45, X /47, XXX 3 5.4
45, X/46, XY 1 1.8
Pure gonadal dysgenesis 12 21.4
46, XX 10 17.9
46, XY 2 3.6
Mixed gonadal dysgenesis 2 3.6
46, XY 1 1.8
45, X /46, XY 1 1.8
Total 56 100.0
145
N=236

38.6% Abnormal|karyotypes

48

25

18

46, XX 46, XY mosaics 45, XO

Fig. 1. Karyotypes distribution of patients with
Primary Amenorrhea.
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Table 4. Chromosomal analysis of sexual developmental dfsorders

Type Karyotype No. cases %

Male pseudohermaphroditism 46, XY 45 56.3
Female pseudohermaphroditism 46, XX 31 3.7
True hermaphroditism 46, XX 4 5.0
Total 80 100.0

Table 5. Chromosomal analysis of congenital anomalies of reproductive system

Type Karyotype No. cases - %

Ovarian dysgenesis 46, XX 21 25.6
Millerian dysgenesis 46, XX 20 24.4
Uterine hypoplasia 46, XX ' 13 15.9
Congenital absence of vagina 46, XX 11 13.4
Bicornuate uterus 46, XX 5 6.1
Imperforate hymen 46, XX 7 8.5
Transverse vaginal septum 46, XX 4 4.9
Partial vulva fusion 46, XX 2 1.2
Total 82 100.0

Table 6. Previous investigations in primary amenorrhea

Author and year No. cases Chromosomal Abnormalities
investigated No. cases

Jacobs et al, {1961) 32 15 46.9

Bjoro (1965} 85 15 17.6

Jagiello et al. (1966) 18 14 77.7

Kondo (1970) 17 4 '23.5

Pardo et al. {(1973) 16 11 68.7

Kallio (1973) 100 20 2.0

Sarto(1974) 50 19 38.0

Aimakhu et al. (1975) 31 9 2.0

Gupta et al. {1976) 23 6 26.1

Vaczi et al. (1976) 106 53 50.0

Van Nickerk (1978) 77 21 27.3

Opitz et al. (1983) 88 25 28.0

Present study 236 91 38.6
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%), AR AAE 116 13.4%), #A4=F 5 o
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A 44 7F 46, XX 2] 383 S ehu gicHTable 4). eh ¢ e} (Table 5).
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