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NR5A1 9 16
46, xy disorder of sex development; 46,xx ovotesticular disorder of sex development; 46,xx sex reversal; 46,xy gonadal dysgenesis; 46,xy partial gonadal dysgenesis; 46,xy sex reversal; Gonadal
dysgenesis; NR5A1-related sex development disorder; Swyer syndrome

SRY 7 16 46,xx ovotesticular disorder of sex development; 46,xx sex reversal; 46,xy gonadal dysgenesis; 46,xy partial gonadal dysgenesis; 46,xy sex reversal; Gonadal dysgenesis; Swyer syndrome

DHX37 6 16 46,xy gonadal dysgenesis; 46,xy partial gonadal dysgenesis; 46,xy sex reversal; Gonadal dysgenesis; Swyer syndrome; Testicular regression syndrome

SOX9 5 16 46,xx ovotesticular disorder of sex development; 46,xx sex reversal; 46,xy gonadal dysgenesis; 46,xy partial gonadal dysgenesis; Swyer syndrome

BMP15 4 16 46,xy gonadal dysgenesis; Gonadal dysgenesis; Ovarian dysgenesis; Ovarian teratoma

FSHR 4 16 46,xy gonadal dysgenesis; Gonadal dysgenesis; Ovarian dysgenesis; Ovarian hyperstimulation syndrome

MAP3K
1

4 16 46,xy gonadal dysgenesis; 46,xy partial gonadal dysgenesis; 46,xy sex reversal; Swyer syndrome

CBX2 3 16 46,xy gonadal dysgenesis; 46,xy sex reversal; Swyer syndrome

DHH 3 16 46,xy gonadal dysgenesis; Gonadal dysgenesis; Swyer syndrome

MCM9 3 16 46,xx ovotesticular disorder of sex development; MCM9-related gametogenic failure; Ovarian dysgenesis

MRPS2
2

3 16 46,xy gonadal dysgenesis; Gonadal dysgenesis; Ovarian dysgenesis

NUP10
7

3 16 46,xy gonadal dysgenesis; Gonadal dysgenesis; Ovarian dysgenesis

PSMC3
IP

3 16 46,xy gonadal dysgenesis; Gonadal dysgenesis; Ovarian dysgenesis

SPIDR 3 16 46,xy gonadal dysgenesis; Gonadal dysgenesis; Ovarian dysgenesis

BNC1 2 16 46,xy gonadal dysgenesis; Gonadal dysgenesis

DMRT1 2 16 46,xx ovotesticular disorder of sex development; Swyer syndrome

LHCGR 2 16 46, xy disorder of sex development; Testotoxicosis

NR0B1 2 16 46,xy sex reversal; Swyer syndrome

NR2F2 2 16 46,xx sex reversal; NR2F2 related multiple congenital anomalies/dysmorphic syndrome

POLR3
H

2 16 46,xy gonadal dysgenesis; Gonadal dysgenesis

SOX3 2 16 46,xx ovotesticular disorder of sex development; 46,xx sex reversal

ZFPM2 2 16 46,xy partial gonadal dysgenesis; 46,xy sex reversal

ZSWIM
7

2 16 Gonadal dysgenesis; Ovarian dysgenesis


