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mom b mapan bmab
XY with hypospadias or micropenis XX with CAH
XY with AIS (age 1-3) XY with AIS (age 4-7)
XY with 5 alfa and 17 beta hydroxyl steroid XX or XY with gonadal dysgenesis and female
dehydrogenase deficiency phenotype
XY with gonadal dysgenesis and male True hermaphroditism with female phenotype
phenotype
True hermaphroditism with male phenotype
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46 XY Complete Sex Reversal: Differential Diagnosis —

Symptoms:

» Delayed puberty, primary amenorrhea, tall stature

» Possible: eunuchoid proportions, Turner stigmata, clitoromegaly.

* Normal pubic hair development
Laboratory findings:

« Elevated level of serum gonadotropins
* Low level of estradiol
« Elevated level of androgens (within female norms)

Complete Leydig cell 17-hydroxylase CAIS**
XY GD* hypoplasia deficiency
Pubertal Mainly Different Sexual Breast only
development hair degrees infantilism
Blood pressure Normal Normal Elevated Normal
Mullerian Present None None None
structures
Gonadotropin TLH T LH T LH T LH
levels T T FSH T FSH T FSH { FSH
Androgen 0 l ) 7
levels
Estrogen levels ) J ) T

* GD — Gonadal Dysgenesis

** CAIS — Complete Androgen Insensitivity Syndrome
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DSD -2 DMT11AT D1AXN — A NH0)

ambiguity

Apparent female genitalia with enlarged clitoris, posterior
labial fusion or an inguinal/labial mass

Apparent male genitalia with bilateral undescended testes
Isolated perineal hypospadias

Severe micropenis

Mild hypospadias with unilateral undescended testis
Family history of DSD

Discordance between genital appearance and a prenatal
karyotype

In children and adolescents

Inguinal hernia in female

Delayed or incomplete puberty
Progressive virilization in a female
Primary amenorrhea

Breast development in a male
Gross, cyclic hematuria in a male
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