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Cytogenetic Studies in Primary Amenorrhea

S.Y. Moon, M.D., S.H. Cha, M.D., J.Y. Lee, M.D. and Y.S. Chang, M.D.

Department of Obstetrics and Gynecology, College of Medicine, Seoul National University, Seoul, Korea

This investigation represents a cytogenetic study of 382 women with primary amenorrhea. 235 cases (61.5%) showed
normal karyotype, 46, XX and 147 cases (38.5%) showed chromosomal abnormalities.

Of 144 females with cytogenetic abnormalities, 44 cases (30.0%) showed a 45, X constitution: 37 cases (25.2%) with
45, X/46, XX: 3 (2.0%) 45, X/47, XXX: 11 (7.5%) 45, X/46, XX/47, XXX: 1 (0.7%) 45, X/46, X¥: 3 (2.0%) 46, XXp-:
2 (1.4%) 46, XXq—: 6 (4.1%) 46, X, i (Xq): 1 (0.7%) 45, X/46, XXq+: 1 {0.7%) 45, X/46, XX, inv(X): 1 (0.7%) 45, X,
inv (9Y/47, XXX, inv (9). 36 women (24.5%) had a 46, XY constitution and 1 case (0.7%) had a 47, XXX constitution.
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Table 1. Frequency of normal and abnormal
chromosomes in primary amenorrhea

Karyotype No. (%) of patients
46, XX 235  (61.5 %)
Abnormal 147 (38.5%)
Total 382 (100.0%)

Table 2. Frequency and type of cytogenetic abnormality in primary amenorrhea

Karyotype No. (%) of patients

45, X 44 (30.0)
45, X/46, XX 37 (25.2)
45, X/47, XXX 3 (2.0
45, X/46, XX/47, XXX 11 ( 7.5)
45, X/46, XY 1 (0.7)
46, XX p- 3 (2.0
46, XX q- 2 (1.4)
46, X, i Xq) 6 (4.1)
45, X/46, XX q+ 1 (0.7)
45, X/46, XX, inv (X) 1 (0.7
45, X, inv (9)/47, XXX, inv (9) 1 (0.7
47, XXX 1 (0.7)
46, XY 36 (24.5)

Total 147 (100.0)
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