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Abstract: Objective To explore the possible connection and mechanism between Disorders of Sex Development (DSD) and anti-NMDAR encephalitis.Method's
The clinical data and diagnosis process of a patient with 46,XY DSD accompanied by anti-NIMIDAR encephalitis were reviewed. The possible connection
between these two rare diseases was analyzed based on the domestic and foreign literature, and the potential mechanism was speculated. Resuits The
patient was a 26-year-old female (social gender) who was admitted to the neurology department due to status epilepticus. Dynamic EEG showed a
large number of synchronous extreme delta brushes in bilateral whole leads, and anti-NMDAR antibodly titers in cerebrospinal fluid was 1:16 as same
as in serum, so that anti-NMDAR encephalitis was diagnosed clearly. Undeveloped breast, immature female external genital appearance, absence
of pubic hair was found by physical examination. No gonads and internal reproductive organs were found by the contrast-enhanced pelvic magnetic
resonance scan and color Doppler ultrasound. The patient was further tested for karyotype that showed chromosome is 46, XY, so 46, XY DSD was
diagnosed, and the genetic gender was male. According to relevant literature evidence, we suspected that the occurrence of anti-NMDAR encephalitis
is associated with abnormal gonadal germ cell differentiation in DSD. With further test for inguinal and labia ultrasonography, it was found that there
were atrophic cryptorchidisms in the bilateral inguinal. Considering the risk of cancer, we recommended to remove cryptorchidisms, but it was refused
by patient's family. Conclusion DSD is a rare congenital genetic disease with inconsistent gonad or genital phenotype corresponding to the chromosome
karyotype, and the risk of gonadal tumor increases with age. Anti-NMDAR encephalitis is a rare autoimmune disease that is common in women with
ovarian teratoma and testicular cancer in men. The pathogenesis of Anti-NMDAR encephalitis in DSD patients may be that the activation of nervous
system autoimmunity was induced by abnormal gonadal germ cell differentiation.
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