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Y-AUTOSOME TRANSLOCATION ASSOCIATED
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A 40-year-old man was referred to our hospital with a 12-year history of infertility. He was a well-
developed male weighing 78 kg with a height of 171 cm.  Physical examinations revealed male habitus with
normal adult pubic and axillary hair. The penis, epididymides, spermatic cords and prostate were normal.
The right testis was about 15 ml in volume and left ne was approximately 12 ml, respectively. Repeated
semen analyses showed azoospermia except for only one time when 4 immotile sperm were detected. The
plasma levels of lactate hydrogenase, follicle stimulating hormone prolactin and testosterone were within
normal limits. Chromosome analysis of peripheral lymphocytes revealed a balanced reciprocal
translocation between the short arm of chromosome 12 and the long arm of the Y chromosome (46, X, t (Y ;
12) (q12;p13.3)). We performed microdissection testicular sperm extraction and retrieved 11 spermatozoa
(10 progressive motile). Seminiferous epithelium showed maturation arrest at the stage of spermatid.
Mean Johnsen’s score count was 6. The etiology and clinical features of this rare disease were briefly
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discussed.
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G banding pattern of peripheral lymphocytes. Arrows indicate the translocated chromosome. Analysis
revealed a balanced reciprocal translocation between the short arm of chromosome 12 and the long arm of the
Y chromosome (46, X, t (Y; 12) (q12; p13.3).
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Fig. 2. Histological findings revealed maturation
arrest at the stage of spermatid. Mean
Johnsen’ s score count was 6 (HE stain
x 10).
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Table 1. Patient characteristics according to num-
ber of autosomes onto which chromo-

Table 2. Patient characteristics according to phe-
notype (gender, age) and chief compli-

some Y translocated in the literature cation
Balanced Unbalanced Balanced Unbalanced

UL RS D Ge ik BEVER

No. 1 6 0 Male 43 23

No. 2 2 0 Female 1 7

No. 3 2 0 Intersex 0 2

No. 4 1 0 R D R X 55

No. 5 1 2 Infant 4 5

No. 6 2 1 Child 3 8

No. 7 3 0 Adult 36 16

No. 8 3 1 Unknown 1 3

No. 9 1 1 TH (EHEDHD)

No. 10 2 2 AN 32 6

No. 11 1 0 BIRGRE 0 1

No. 12 1* 1 VRN S RS 3 1

No. 13 2 3 Mental retardation 3 8

No. 14 3 3 PR 7 17

No. 15 1 8 FeR#E 1 12

No. 16 7 2 L 1 7

No. 17 1 1

No. 18 0 ) _ ) o

No. 19 ) 0 AT E CRAE L 72 S b b o FR 72 IR Y 14614

No. 20 0 0 DINS% Table3 12F L7z 10 HiwEIFIEE
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Table 3. Balanced reciprocal Y-autosome translocation in infertile males ; results of semen analyses, hormonal data
and histological findings in the literature

Semen

Year  Author Karyotype analysis Histology LH FSH T

1 1965 \]lgz;}gizn 46, X, t (Yq— ; 2p+) Azoospermia Bgiglscrativc spermatogonia and sperma- N N NE

2 1975 Dutrillaux 46, X, t (5;Y) (pl5.3; ql1) Azoospermia  Arrest at primary spermatocyte N N NE

3 1976 Laurent 46, x, t (Y; 14) (q11; pll) Azoospermia  Arrest at secondary spermatocyte NE NE NE

4 1979 Smith 46, x,t(Y;7) (q12.2; q11.1)  Oligospermia  No spermatogenic maturation H H NE

5 1979 %&Qz 46, %, t(Y; 10) (q12; pl3)  Azoospermia  Arrest at metaphase I NE N N

6 1981 Gonzales 46, X, t(Y;3) (qll.2; ql2) Azoospermia  Arrest at pachytene spermatocyte N N N

7 1982 Faed 46, %, t(Y; 16) (q11; ql3) Oligospermia  Parital block spermatid NE NE NE

8 1982 Viguie 46, %, t(Y; 6) (Ypbp; Yqbq) Azoospermia  Arrest at metaphase I N N N

9 1982 Laurent 46, X, t(Y;17) (q11.21; ql2) Azoospermia  Arrest at secondary spermatocyte NE N N

10 1985 Abeliovich 46, %, t (Y; 16) (q11; q13) Azoospermia  Maturation arrest N N N
11 1989 Matsuda 46, %, t (Y; 3) (q12; p21) Azoospermia  Arrest at secondary spermatocyte N N N
121993 Sasagawa 46, X, t (Y;7) (911.2; p22)  Azoospermia  Arrest at spermatid N N N
13 2008 Gunel 46, x, t(Y; 16) (q12; ql3) Azoospermia  Arrest at primary spermatocyte N N N
14 2011 Ourcase 46, X, t(Y; 12) (q12; pl3.3)  Oligospermia  Arrest at spermatid (JCS6) N N N

N: Normal, H: High level, NE:

Atz EFE L

=]

Not examined.
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46, X, t (Y;12) (q12;p13.3)
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