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A CASE OF SEX DETERMINING REGION OF THE Y
POSITIVE 45X0/46 X+ mar MALE

Tatsuya Nagai and Toshifumi Sakakibara
From the Department of Urology, Nishio Municipal Hospital

A 3l-year-old man with a chromosomal abnormality 45X O/46X+mar is reported.

He was

phenotypically a normal male except for azoospermia and small testes. The endoscopic and trans-
rectal ultrasonographic examinations revealed no abnormalities in his internal genitourinary or-
gans. The existence of the sex determining gene “SRY” was confirmed by the PCR method.
This suggests that his marker chromosome is a fragment of the short arm of Y chromosome.

(Acta Urol. Jpn. 38: 475-478, 1992)
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BESER L Bbhie (Fig. 1). BEBBEERAET
VEIEH ORI S X ORI Shic (Fig. 2).
BT CTILEKE 3ml Th- BT iridi
o ta, M+ E Az LH 8.2mIU/ml, FSH 39
mlU/ml, A b A7 a v 592ng/dl & FSH OA5
ETH -t POEAERTEEEVGCEBOEEC X AHE
R & 1T » e & 2 A30ffad 45X O 194, 46X
+mar 1gfAD, =91 78-Ch-te (Fig. 3). &
B < — 7 — P EIQITA Y FRETIE B &5
ETYREEDO —ETH HPESNLRAET & Ian
st ZOLDEAFBEREFRAFELTCREZ
n, YRtagmEhi, BEResERCIE L TEE
4% SRY (sex determining region of the Y )'®
DBRBERIT -7z, BfkE LT RK#BMm % v DNA
WMEHIC X b SRY 0F E¥R3 Lic. REOCHEM
BUTFRRTRD THB.

1. EDTA2Na M L7:IE% 7 =7 7 — LB E
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2. SRY o 80 amino acid conserved motif %# =
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WREC & D FIRSEIR T 5. SMERUG 4ft & first de-
nature 94°C (6 min.), denature 94°C (1l min.), an-
nealing 60°C (1 min.), extension 70°C (2 min.)
RIGH A 2 A $27E], last extension 70°C (8 min.)
THb. %7 positive control & LT human male
DNA, negative control & LT human female
DNA R\ .
3. T7Hm—AFARET, DNA MIFRIEK BRIk
FL, ethidium bromide ¥uts, UV 51 4L,
BEMREEITS.
4. o SRY dRifie DNA v VOB Sy
HES 5.

TeRARER LOREERETII=AT -1 =1 8§

Fig. 1. Endoscopy shows no abnormality in his
prostatic urethra. V: verumontanum

Fig. 2. Transrectal ultrasonography shows normal prostate (P) and seminal
vesicles (SV).

G R LT 7.

RWRT ERBYVAEFATIEAT = v + = —AHED
H#iE DNA v F& i, SRY fkoiF DNA
AV VOEENHER IR, SRY BHETHBZ LAGR
antc (Fig. 4).
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VAL TBMAERRTRFAME, BH~oShiE
FHEWSHZ EBMBRT VD, Bk~OH DR
FTHBRFAPENRORERA~ D% T 5 Wy Bk 31
HERT TDF (testis determining factor) & LT
Z OBEEIVEE SN T OREBIREE THLMLT
iXigh o7 TDF ZHET 2MRIET OFFEHMN &

LTk, Klinefelter SEREE, Turner EEROLEML
HERPBHOMC s tes b X D YRBG EHBZ L
PHEE N, ILRYRAEFOBERECET 4R
L0, xoEBACHDZ LR La LD X
DHFEL LT XX male, XY female 2335135 DN-
A VLD FIC X D 1986 GF Y R O RER
EBAEFEE (PAR) &M 5 RS Lic/h B
FETHZEVAEALMR I -7?. HY HiE  (histo-
compatibility Y antigen), ZFY (zink finger pro-
tein Y) 7c&A TDF DR EEZ bhichAIFY
¥ MM OBEINBI o - 7049, 1990 4RI
D PAR FfED 35kb Fh 8007 § 2 B HE
T 5METF SRY (sex determining region of the
Y) AEEIN, XX male iZB\\TYRaEknbD
TEHE X b Z ORIBTFAXPBE FCFEELTWS T
EAW|EIhIY. Tl ARBVTZhEHET
LBEFTH S sry BWEROSLET thOE Bie, *
SR S CCRRTHZ L6 e ) TDF
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Fig. 3. a: Chromosomal analysis shows his karyotype 45X 0O/46X+mar.

b: The marker chromosome is shown.

DENIFEREE L Dhiz®. 1991 Fic’ch Koop-
man Hit=v AN XX OFREINC sry 2BAEL,
HROBEA~DOSLE, SHEROHER~D ML E |
L, ZODMBETF sry 237 A TDF gene TH B &
WH I ENEEINBR e TP

DX 51 SRY 3 b &b & XX male, XY fe-
male [k} % DNA S BRE Sh, YElERn
TFEEZbRILDTHD, ¥RFEALETNTD
XXmale 2k T LB L LIMOHYE
RRE, Bk X OEMC KT ARFXSGDECSH
FHHNAT, £ PCBWTSRYPUREERFTH S
LHEEIND DI D L S FEFIDOEAERIK
HHRT B, 45X 0/46X +mar OREIDOEBEINL
Turner FEMERE, REMMERBEEELOEFO L5
B F MDA CELE L BHRALY AT L0 E TEL
TEIC T b Z Wb DEFIiC s\ T SRY DOFFEL
KRR OBFELY R T5 & LS Lo BRI OWT
FREVCHIREZ 7T D EBbh5®. bhith
DRETZL B AR 45X 0/46X +mar D

MFS

~— RERay bo-N
= SRY

The band of SRY is positive
only in samples from control
male and the patient. A control
band is positive in all three
samples.  This result shows
the patient is positive for SRY.

Fig. 4.

BB\ T oD SRY &K FELILOTHD,
ek Eote & SRY oFFEI—FK L. Zhik SRY
PEREREF THDH I L OBELTFHIC LB DT
BoEEXD.
¥hAFO~—» Ytk F 7 ) vRAETHH
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HrReT, HROFETEREDORBEDOFEBLCEL
oled’, SRY 2FEIRAT & X0 Y ROEER
BRAAIO—ETH B AEEI B D& Ebhb. 4
#® SRY DBFBLhD Y JfuthiEED DNA F'r —
~EFAGERER E L LI~ — P —READREBORE
CRAD D LB EBbhs.
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1. SERBHRL R LI 45X0/46X +mar D 1
TRE L.

2. DNA BRI L b SRY 2BELEBETH-
7z. SRY OBRFRLSHE, HPOEREOEME
TRHHADL DO LB EELRS.
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