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Rare Diseases:
Endocrine — Gonadal,
sex development,
hypothalamic and
pituitary disorders
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» 21 Hydroxylase
deficiency

+ 11 Hydroxylase
deficiency

+ 3 Beta hydroxysteroid
dehydrogenase
deficiency type 2

* Cytochrome P450
reductase related
disorders

» 17 Alpha hydroxylase
deficiency

)

* 5 Alpha reductase
deficiency

+ 3 Beta hydroxysteroid
dehydrogenase deficiency type 2

» Cytochrome P450 reductase
related disorders

» Aromatase deficiency

* Androgen insensitivity syndrome

3)

Recruitment should NOT include unaffected

relatives except in severe / syndromic cases.

Multiple affected relatives are preferable to

singleton cases
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