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CLINICAL INVESTIGATION OF INFERTILE MALES
WITH CHROMOSOMAL ANOMALIES
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A chromosomal survey using the G-banding technique was performed on 87 subfertile male whose
semen analysis demonstrated severe oligospermia and azoospermia at Yokohama City University
Hospital between January 1990 and October 2002. Fourteen of these subjects demonstrated major
chromosomal anomalies (16.1%). Semen analysis in these cases demonstrated azoospermia, except in
one case of autosomal abnormality. Twelve patients showed sex chromosomal abnormalities
including 8 Klinefelter syndrome (47XXY) and 2 XX males (46XX) and two patients had autosomal
abnormalities. The follicle-stimulating hormone (FSH) value in these patients, except for the two
cases of autosomal abnormality and one case of 46XY(q-, was much higher than normal. Histological
examination was performed in 7 cases. In these cases, intratesticular spermatozoa were seen in only
two cases (Klinefelter syndrome case and ring chromosome 21 case). Chromosome studies are
important in the evaluation of subfertile patients with azoospermia and severe oligospermia. Because
the abnormal genotype could be transferred to the next generation, the importance of chromosome
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studies before ICSI should be emphasized.
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Table 1. Patient characteristics
i )
Age ’?ﬁ? Se. Endocrine examination ik Eikinetd
CcC
No  Karyotype g % g% ;?1211- R
. ; ; A Leydie Gen- 5
Pat Wife Rt Lt YIS LH FSH Ts PRL j Tubule C‘/eug osis T
1 47, XXY 37 84 177 65 none 1 1 azo 28.562.12.78 4.9 X
9 47, XXY 31 30 184 93 none 6 6 azo 13.337.152 1.6 X AID
3 47, XXY 32 31 186 80 none 9 92 azo 6.930.153 1.7 X AID
4 47, XXY 27 97 173 62none 2 2 azo 18.251.22.91 37O WL L O JESE
5 47, XXY 33 32 187 78 none 99 azo 12.0929.0 7.71 X
6 47, XXY 39 34 172 88 RT (L)* 2 1 azo 7.7 24.7 0.26 1.0 X
7 47, XXY 30 28 181 110 none 1 1 azo 30.6 0.59 3.0 O ff1t  Hg%E L X
8 47, XXY 30 928 169 74 none 9 9 azo 15.0 75.0 35.0 O WAL B 7L X
9 46, XX 49 98 160 58 none 5 8 azo 17.0 46.6 4.46 1.9 O WA¥ @EmH 2L X
10 46, XX 29 98 167 61 none 5 5 azo 21.0 62.3 2.81 6.2 O BTk g L X AID
11 46, XYq- 34 34 167 70 none 12115 azo 3.1 9.43.05 3.5 O IJFIEH IZIFER 2
12 46, X+mar 32 97 161 46 varix®* 15 18 azo 6.8 54.5 4.13 11.8 X
46, XY t (1:10) oli-
13 G o0 pl) 4239 none 1212 g7 2.0 6.92.77 3.5 X IVF-ET
14 46 XY, v Q2D 59 36 168 60 none 18 18 azo 1.7 4.8 4.97 2.9 O WAL ©RHH Y O PIREE
(p11.2:q22.3) : SO : rest R
* . retentio testis.  **: varicocele.
UIEERAEZ Tk LCRE L. BEDTFY (46, XX) 21 - Y gt fhko il /K48 (46, XY q-)

W33, 514, 65% (27~425%), BLIE OFH 4L
31.1+3. 85 (27—39%) TdH o7z FffEZEON
FUIME GO AR IR 281244 T, 9 B Klinefelter JE B #
(47, XXY) 8#l & &R HL EE L&D - XX male

Case 9

1B - v =7 —getafh L b 2 getmthz b D il
(46, X+mar) 7% 1 BICTH - 7z, FEHEPTRIT S F R
FHETH - 72,

WHEAREE L2 R L. 2 & Rbi22. 3Ah%EE

| Case 10
Testicular histology of specific cases with chromosomal anomalies. A : 47,
seminiferous tubules (Case 8: HE stain X40) and hypo spermatogenesis (Case 4: X100). B: 46,

XY r (21) showing spermatogenic arrest (HE stain X400).
of Leydig cells (Case 9: HE stain X 100) and hyalinized seminiferous tubules (Case 10: HE stain
X40). D: 46, XY g- showing spermatogenic arrest (HE stain X400).

B: 46, XY r (21)

Case 11
XXY showing hyalinized

C: 46, XX showing with proliferation
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LY Y TIRE o 7HER (46, XY, r (21) (pll.2:
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IR HE T 2 7RO 7275, KA WALIREEL, 00075/
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BEOHEIT Klinefelter FEBERED 8 BlIE 1 BILAE
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18.4%ThH 1Y & LTWwb. HERFITOYf REH i
Bl OREE X AR E D1, 9% L ABFF O ik 12 UK
WA AUF RS TRE - R TR EE10077 /ml BT o i B
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Table 2A. Clinical feature of sex chromosomal abnormalities
Klinefelter XX male 47, XYY 46, XY g- 46, X, “+mar
XYY B <i?u x x r
XXYY 7 & (2 Bl 46, XX & Z20EH 46, XY q-L Z0E 46, X, + z
Karyotype §¢x§1muﬁ@ 1y 47, XYY #ay 0 DEFL Y
— B D0. 2% % T e - — %5 T COMEE I
2% 9om 90, 000#Hi 4 4B T OB IZ R T COMEIEE
gy LEEEOA SN LT YRR 0.1 %, AL T W], BN )
édfauwﬁha. @02% 1,000 A 122. 98 A. D14~20%. 2
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Table 2B. Clinical feature of autosomal abnormalities
A i R Robertson #iz iz ) ¥ 7RG AR U VA
Karyotype \%?égg%}%?\%w & (54-5i4§)Y7 13, -14+t (13 %{%%ﬁﬁ%“$ﬂﬁf‘ﬂi% 9 Fe et fhCL 0,
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