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DSD (Disorders of Sex Development)
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e Sex Chromosome DSD
— TurnerfE{EEE. KlinefelterfE{&EE. 45,X/46,XYdH S V[F46,XX/46,XY
(Ovotesticular DSD)
* 46,XY DSD
- HRBLEES

* Complete gonadal dysgenesis, Partial gonadal dysgenesis
- PRV EE/ERESE

* Androgen biosynthesis defect, AlS, LHR defects, AMH(or AMHR) defect

* 46,XX DSD
- HREERE

* Ovotesticular DSD, Testicular DSD (SRY+ etc), Gonadal dysgenesis
— 7oRas BB
* Fetal (21-hydoroxylase def. etc.), Fetoplacental (aromatase def. etc), maternal

- Tt

* Cloacal extrophy, Vaginal atresia, MURCS (Mullerian, renal, cervicothoracic
somite abnormalities), R-K-H syndrome

Lee PA et al, Pediatrics 118:e488, 2006
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Kt (BFHILTICLBDER) : 304

« TDHLIEEEEER: 4l
« 5F520.6+6.77% (12-43) (meanSD)
* 45,X (mosaic) : 6451, 46,XY: 7451, 46,XX: 1745
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