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SRY Gene Evaluation in Patients with the Disorders of
Sexual Differentiation
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The disorders of sexual differentiation occurred due to the incompatibility of chromosomal sex,
gonadal sex and phenotypic sex. A gene within Y chromosome such as SRY gene has been
searched to explain this phenomenon. We report cases of defective sexual differentiation, where
it is difficult to diagnose with Giemsa stain of Y chromosome alone but SRY gene evaluation
was helpful in the diagnosis and treatment of these cases. Genomic DNA from WBC was
extracted. XES 10 and XES 11 were used as primers in separatively SRY gene by
electrophoresis. A positive SRY gene facilitated in confirming the diagnosis of the following
cases: Klinfelter's syndrome with a positive SRY gene originally diagnosed as 46 XX male,
Klinfelter's syndrome with 46XX, a positive SRY gene that was thought to be chordee without
hypospadias. Turner's syndrome that was difficult to be diagnosed due to 46XY, a positive SRY
gene, however, SRY gene detection was helpful to detect germ cell tumor development eatly.
46XX hermaphroditism without SRY gene was diagnosed as true intersex after pathologic
examination. Two cases of 46XY hermaphroditism with SRY gene were diagnosed finally as 46
XY true intersex and mixed gonadal dysgenesis each other. Congenital adrenal hyperplasia and
androgen receptor defect were confirmed by traditional methods such as hormonal tests and
radiologic findings.

SRY gene evaluation facilitated in identifying the pathophysiology of many defective sexual
differentiations, however, this alone had a limit to explain all these cases. So future research into
genes in the autosome, sex chromosome and Z protein will help in the diagnosis and treatment
of patients with the disorders of sexual differentiation.
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XES10 5-GAGCTCGAGAATTCGGTGTTGAGGGCGGAGAAATGC-3’

XES11 5-GAGCTCGAGAATTCGTAGCCAATGTTACCCGATTGTC-3’
Fig. 1. Schematic map of SRY gene.
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Fig. 2. Result of PCR detection to SRY gene us-
ing electrophoresis
M: Size marker NC: Negative control
Lane 1: XX male
Lane 2: Congenital Adrenal Hyperplasia
Lane 3: Normal male
Lane 4: Normal female
Lane 5: Androgen Deficiency Syndrome.
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Table 1. Surnmary of patients with intersex and PCR detection to SRY gene
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# Age Reared Chief Abnormal Lab findings Diagnosis
Sex Complaint P/Exam chromosome  SRY _
1 35 M infedility micropenis 46 XX (+) Klinfelter's SD
azoospermia
2 3m M  ambiguous  micropenis 46XX (+)  Klinfelter's SD
genitalia chordee
3 17 F growih shield chest 46 XY (+)  Tumers SD
retardation short stature
cubitus valgus
4 25 F primary scant pubic hair 45XM6Xi(Xq) (+)  Tuemet's SD
amenoerrhea
5 1 F  ambigwous  micropenis 46 XX (-)  46XX true
genitalia small gonad hermaphroditism
bifid scrotum
6 3m M  ambiguous  micropenis 46XX (+)' 46XY true
genitalia not palpable gonad hermaphroditism
7 1 M  ambiguous  micropenis 46XX (+)  Mixed gonadal
genitalia small gonad ' dysgenesis
g8 7 F ambiguous  hypertrophic clitoris 4635 (=) cCaH*
genitalia “single urogenital sinus
9 3 F ambiguous  hypertrophic clitoris 46XX (+) cCaw
genitalia single urogenital sinus :
10 6m F ambiguous  small penis & testis 46XY (+)  Androgen
genitalia bifid scrotum receptor defect

CAH": congenital adrenal hyperplasia
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