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A 26-year-old man with the chief complaint of male infertility for 3 years was referred to
our clinic. Physical examination of the patient revealed normal male habitus except for a
small testis. His semen analysis showed no sperm. Levels of plasma LH and FSH were
high compared with normal ones but that of plasma testosterone was within the normal range.
Histological examination of his testis showed no spermatogenesis. Chromosome analysis with
peripheral blood revealed 46, XX. H-Y antigen could be detected by in witro cytotoxicity
tests. By the above findings, the diagnosis of XX-male was made. Literature dealing with
this disease is scanty. Only 18 cases of XX-male including our case were collected in Japan.,

The etiology and clinical features of this disease are discussed in the present report.
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BN 26%%, FEBLN 23 TH - 1.

BUFIE : #5054 3 /e B0, WTFrc&ioun ey,

198448 1 A 17 HEER % X2 L, JETFIEE BWEh
fo. W41 BI8ERBER B L L TEILERSER Y
WIRER ZZR2 L. EOERMEIT . 5k - 2hild
HREEFTHS.

B - & 167 cm, 4% 54kg, $5H 167.5cm &
PRI CFRIR. LG L. MoiEEAn
EH. BEERClF - - Bipame . BEIE
. OREBNLIGH 6 ml &/ AV, FEREEM BRILE
W BNZBRE S BARK, BN,

ABEHRSRER R

1) MmEEesmE, sl REET-TFhb
EH.

2) HBERE  FBKRE 1.8 ml, T4 O/mm?, K
FARE IR

3) WHWFRME : m4E LH 63 mIU/ml, FSH
60 mIU/ml & & Hic@EERRL,
ng/ml, prolactin 15 ng/ml IZEH TH-7:. hCG
B Cix I testosterone fEIX AR 4.6 ng/ml, &

testosterone 4.7

fiitk4 AH 86ng/ml & KET2RLA (Fig. 1).

LH-RH gfiAk X, M LH {HixA%87 63

5% 19854%

mlIU/ml, ##i#304 450 mIU/ml ¢, M4 FSH
B AMAT 60 mIU/ml, &% 304> 160 mIU/ml

Tdh -t (Fig. 2).

4) XBEME - RERY cClBEEREHEER
3 (Fig. 3a, b), BERERY CLLREOIERE
EFREOCHEORE A (Fig. 4).

5) HBEE RE : REB BE BB T3 inig
17.8 g, ¥ 20.7 ml LEBKRTH -7 .

6) REMABFANR - BAEEOIE, Ttk
IOBHEAE O TR RD, BRI BET
550 TH BT 5 Hifai: Sertoli MEDAR TH-
7o ¥ie, MEIE Leydig #ifaod #4% b o
(Fig. 5).

7) Rafbdr : R Y v BRESEY 2 BRITL
7205, Wihd 46, XX ThH -1 (Fig. 6).

8) H-Y #iE#% (Fig. 7) : male pattern, 0%
b, NUEBHETH -1

U EDFTR Y b XX-male 287 L7.

% 2

XX-male iZH AR, 46, XX CHEABES
b, KEEVFTTHY, HeBrxeicBuic
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Fig. 1. hCG 3Bk plasma testosterone {EHDIIN

iz LIS ERIEDIET2RD 5
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HBHLDENS.

AFAIL19644F De La Chapelle 239 THE L
TLR, Bk T 100 BlDREL B 54, AT,
bhbhDBHEX e & ) BRE% &5 TI8FOHRE
2B BT Eig\» (Table 1).

FEBORBE LT, FEFTOHBDY, KD
ZELI B,

1) 46, XX Milaoizsric, EhdTIRO Y %
iR B OHIANTFET 5, RELTVAEVIHE
(q—: ‘V:/f 7%‘;&17)).

TR Y Y BREYFELCEL, Y§
kxS MiarEHEL, XX fil@n&iic s> TL
* 57253 (cell selection F'®).

3) X #EfEk LY Y BefafkfE]o interchange,
2% b, RBRHUOXXDER, Y Ralh LICHFE
T AR RERET N X Rl EH D X FERARL
R B L5 B (EREE ).

Flg 5. FEHAAKE  BaE ﬁ@ﬂlﬂ@, ﬁﬁ?fbkllﬁf“ﬂﬂ’*ﬁ
oRFLE RS, HEBCERFT 5 A1 Sertoli mEH
JanATH 5. HERIE Leydig HifgoHERR

Fig. 6. Yutafhiity (Qv Kk 46,XXTHhH
B Y Batbo X Ytk X OV Y
AN DIEFE LR B AL

1) HREE EORTFIBERECHES T E W)
E%,‘Zl)'

BEo 4 >oRFE1EZ bR T 5.

ok, T BRoORECE H-Y fESLET
BB ENBELNCIL > TR DD, o H-Y #I
RO FEBL & % DRBAHI BB D\ Tk 3 SO fRE
LORDIL->TB® ThBRIUTRBNS Z &L
ThH5.

1) Y Rtk (YqlD) o HEgET (Y-
linked regulatory gene) 2 % b, % FEKET (in-
ducer) HHEAT 5.

2) X Yufn fhoo 45 g i (Xp223) ikl M inTF
(X linked reguratory gene) 2 b, il HF
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Fig. 7. HimiEc X3 <V 2AZBETFRB EESHLELo
pattern 78U, H-Y HREBHETHS
Table 1. XX-male OAFRHREF]
qE w HY ZTHEH 58 BE KIHE 5
ooz HEE E® X B o Teoe () e L ERE R OA OB L HED
11968 % -Eh BR BENORE 298 27 154.0 50.0 — KM 20x1.5x15e E B A —
2 199 & Eg‘;ﬂ’, B8 RE TR 167.0 63.0 — Bl B 5 5x7 0cn RETHR
4)
31912 E T, WA AMBRE 0% 258 - - 7 RETH
)
4 1914 % s,‘;ﬂ, ug * 1 268 208 163.4 - HMB 18  E® A —
6)
5 1975 & # . 108 punhy bR UM 4.0 28 -  — LIX0IX0Ga 3.0 RMLE
6195 KB 428 ABBRE - - E®mx Byra
8 HBRERS R -
7 1976 mzfﬁg ME WU E 160.0 55.0 + kiR HFRe
8 1976 M B, 4R BENOKE 5% 19% 162.0 67.0 — K#E 20w 8| A —
10)
9 19T g, 08 T 8 - BHE 4
1)
01978 & & 0k T # -
1198 RME I R @ T B 03.0 80 - — E®*X RiETH
12 1978 WME, B R B T M 5.0 104 - — E#®X RETH
) FaR - BEn
13198 AW AR BAROME + 6@ M 1640 60 - BUE AmEX E®RX -
LRI S S+ 2R 248 147.0 66.0 + KM 2008 2.5X4.5m -
15 190 % g 208 T B+ 28R W 1540 63.0 - Bm BUINIIe 3eGg,
} 3 J
16 1982 ﬁﬁ';\ AEBRE + - - Ewx zEwx BATH
16,
171984 o F o BRK 8 162.0 54.0 — HHE 1.0X1.0X080 -
181986 8 BB 268 T $ + 26& 238 167.0 570 - kMY 60w E® K —
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Table 2. F

20MKM  20MELL b

LU
= 22 0 8 A 8 A
HRBRY 6 2 8
HEHRE 0 2 2
TiEEILE 0 | l
€t O fi 0 1 t

Table 3. HEFTR (W28, 208LIE)

E E. 160.0+2.0 (n=10)
* b 3 60.1+2.1 (n=9)
L Bl 4% (36%)
% % { TR 78 (64%)

" 281 (17%)
EAHEILE {ae 1091 (83%)

(repressor) ¥ EAT 5. FREFIIHRFAL
THENE®THD.

3) HrEREECHEERET LY HY SiRY
EATS. H-Y BElREFRI R EI KD 3 DD
#sH % 2 — FT5%5 nucleotide sequences 2 HE5.
2% b, OXPebtoMHETFI EETHHL @
MEIREE oMIERECFESEE I NS H-Y it
Fiexf1 5 %287 gonadal receptor & DA
7. @RBEFHLTRREEY = — T 5 sequences
YEETS.

BEDZ &mnt, FREBIKTDENRER, —5
ik Y-X BEFHCTYS 7R b ELbRBN, K%
REREHEN D H-Y #ERETF O MHET & o4
WAL CEAER N BE, MHRTFOEREIERSH
H-Y fiFREAT LI Ccotcdk EL bR TWA.
ZLTC AT H-Y EORER RSk o
Tod DIXTRTBHETH oo b S TEEPLRKEEL X
O HEMEEBE s115 H-Y IRMAERBEFO+h
IDIET LTI E VI ERDIEOEL ETHT
2b0EBbh5.

RICAIRIC 35 1) B AP RB DEEIRAIRT RIc 2\ Tl N
b, ERFEMITAERIOE YRR E TT, B (=
BiMRE) 23.84+3.9 BT, LIRR20ME 22T
5H0TIE, TE (84, ZEIWE (24) 2%
{, ThEGEZLT 50Tk, £0AERRY T
Hote (Table 2). T, AOFEHL, BCERTIIR
VTN 9B RET B E bR TNB0, KIFC
9B (50%) Lok, MRiZToKRED,
BHERIEE® MNabhie. HAEROTROEMS, LR
(X367%, FEBIES4RDRE T, & 4« DFHER (2
HEZHZE) 1330+ 1%, 25+ 2R TH b ERKMG® & Ak

EREROEMA L - T2,

HEFT R (Table 3) Tix, HRIFH (LEESR
%) 160.0+2.0 cm, fAE 60.1+2.1 kg THEITEL,
HRBEDL DM Eds -7, HBRB TL HR 167.0
cm, fhE 57.0kg LRLPLRET Ho. EHFRO
FR&LTC Y BatboRBH (Yq 12) @ b5 5K
YIREIEHETFON, ABEETIFELRNZ EN
#xbhs ¥f, EEIFEIDVRVIOTE 2
em® ¢, WrEHVEOL H 0P, BEEEEFES
Klinefelter SERBEDGEI L 13 Rn-> Tz, BEIZX
TG T Bl (64%) & LMERIASh 570k,
LB 1200 2 81 (17%) & De La Chapel-
12 D32HB T R TERTH -7e. BEREFALD
EFVELDL WD, BRIIREEREDOLON Fho
7o, BREITIE I DICENIES X URBER Y BN
BTeBEHAILAE &5, BLlE 17.8g, HER
207 ml LIEWALZE XIS 5T

wiz, AERBOBEABE CHLY, BHEENED
s« BA%E - WFL, BATEDOIES LU Leydig
MRaDME L e L, Klinefelter FEEFHOLHE
FEFCEML %, BROEITHEAHEOTRLEEDH
hic. —RcBEHic/c% & LH, FSH 2345 &h,
KRHs Leydig MMOEETELL BHTEENF
£+ 5 i LH, FSH fER EFT%. Coff
FF e UEORRI X ) ERTEDIRECEMS Y
‘L, BEERMR~OXEREEY L, RKY
ERHTFAEREYRITEELLN TV S®, KRBT
B AEEEEL Y REafFoREVR—REL>TW
BLEZLRDN, LTOFMCOWCTIIWEFREAHR
R,

ARG WERIY, M LH, FSH EO#ns te-
stosterone fEDETA 8 E I T 52, HRA
ik LH, FSH {EiX@&E%R R Lich, M te-
stosterone {EILIEH CThH-7-. hCG RETI1X, B
Bz i 51 testosterone fE ORI A FTRIE
DLEELERIEMET LT\, Zhix, Leydig M
Jaz BERERRBEA FRFET B 7o, B BWE Leydig
HURaAS BRI < ¥ T HEE L 7o IRB 72302 1w FIIBC
T HRMETLT WAk E Exbh3. ¥k
LH-RH ARRBRCT, i LH, FSH EXREfEC
L b b9, LH, FSH 134 4« ARRIEDT. 145,
2.7 5 DHEINR TIRIHERERBEER 2R L.

AR OERBBEREEC T 50, BEoLs
A, TAMAT e VTR X 5 HERERERLY
BRIV L B BH0GRERSRCI&ET 5 Lrk
W AEKBIT SRR o il B B P T RN
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7o, RETHELEONEBRREEI DB AIT AR X
RTWBZ ENEhoTe. UL, REARELEE
Bekzindz itk b, $HBELr%L DEMANRE
BXhsiotEbhs.
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