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CLINICAL INVESTIGATION OF MALE INFERTILE
PATIENTS WITH CHROMOSOMAL ANOMALIES
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We investigated 470 male patients who came to the Reproduction Medical Center of Yokohama City
University Medical Center complaining of infertility between April 2,000 and August 2013.  We analyzed
the chromosomes of 90 patients whose sperm concentration was below 1.0X 10’/ml.  Nineteen of the 90
(21.1%) patients showed sex chromosomal anomalies including 12 Klinefelter syndrome (47, XXY or 46,
XY /47, XXY), Robertsonian translocation, 2 autosome-autosome translocation, Y-autosome translocation,
46, X with marker chromosome (46, Xmar "), XX male and Y chromosome macrodeletion (46, XYq-).
While patients with chromosomal abnormalities except XX male or some of 46, XYq- may succeed in
reproduction using testicular sperm extraction-intracytoplasmic sperm injection, we need to inform the
patients about the risks of chromosomal abnormalities in the resulting fetus.

(Hinyokika Kiyo 60 : 309-313, 2014)
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Fig. 1. The number of patients with chromosomal anomalies classified by semen
concentration.
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Table 1. Patient characteristics and treatment
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t
Karyotype n  Age aSrfaILIllyZIils (ml) cxammation Treatment
R L LH FSH T PRL
* Mico-TESE-ICSI 3 f31
(2 B ChEAE)
47, XXY 9 36.7 Azo 9B  4.86 5.14 20.3 40.4 2.05 7.38 «Micro-TESE P& 2l
 HETEET 3
cHZEE 11
A 9 * Micro-TESE _ K&¥72 L 16l
46, XY/47, XXY 3 Of.o Tpl 147 127 8.65 16.1 3.77 13.7 EBEALLS 14
180 o RE 141
45, XO/46, XYq- 1 40 Azo 4 4 16.3 35.1 3.13 7.7 AEmLEET
3?6)XYdef (13: 14 @l0: 1 49 Oligo 2 20 0.7 8.5 2.4 7.2 PRMMELZAS AIH KETH
46, Xt (Y; 12)(q12:p13.3) 1 40 Azo 15 12 45 105 3.35 7.8 Micro-TESE-ICSI
33’1_73(;“ (15; 17) (pP11.25 1 38 Qligo 16 14 3.5 5.1 3.39 8.7 MWIkAES
3‘13’1})(“ @: 22 P16: | 31 Oligo 2 20 6.5 4.9 6.88 3.3 BESiEHRE
&t 45, XOME. 149 o 20 20 6.5 4.9 6.88 3.3 HHIEHEE
46, XX 1 2 Azo 6 5 21.2 348 3.15 7.6 AID

Azo : Azoospermia, Oligo : Oligozoospermia, T : Testosterone, PRL: Prolactin, AID :

Artificial insemination by donor.
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Fig. 2. Testicular histopathological findings of spe-
cific cases. A: Seminiferous tubules are
remarkably hyalinized in case of 45, XO/46,
XYq-. The mean Jonsen s count score
(JSC) is 2 (HE stain X 10). B: Only a few
gonadal cells and Sertoli cells are confirmed
in case of 47, XXY. The mean JSC is 4
(HE stain x40). C: A few spermatid are
confirmed in seminiferous tubules in case of
46, Xt (Y; 12) (q12: p13.3). The mean
JSC is 6 (HE stain X 10).
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Table 2. Clinical feature of chromosomal abnormalities
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