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Background:

Differences of Sex Development (DSDs) encompass variations in formation of internal or external sex characteristics.
Historically, sex assignment in children with DSDs depended on phenotype, and gender was thought to be
malleable. Attention has recently shifted toward reducing gender dysphoria and preserving fertility potential in
individuals with DSDs.

Objectives/Goal:
Our objective in this study was to determine the rates of sex reassignment and gender dysphoria in our patients
with DSDs.

Methods/Design:

A chart review was done on all patients seen in GUIDE clinic between April 2008 and June 2019 to determine rates

of sex reassignment and gender dysphoria. Two hundred patients were seen: 23 were found to not have DSDs; 61 were
46,XX; 66 were 46,XY; 31 had a sex chromosome DSD; 5 had gonadal dysgenesis without known chromosome
mosaicism; and 14 had syndromic genital atypia. Mean age of follow-up is 8.77 years.

Results:

Only 2 patients underwent sex reassignment at our institution. One was assigned male at birth, but was found to be
46,XX with 21-hydroxylase deficiency and was reassigned female at 1 month of age. The second was assigned male at
birth and was found to be 46,XY with an NR5A1 variant. Sex was reassigned female at two months of age. Two additional
patients had a sex reassignment outside our institution. One was born abroad and assigned male at birth. The patient
was found to be 46,XY with an NR5A1 variant, and was reassigned female. The second patient was assigned male at
birth, but was found to be 46,XX with P450 oxidoreductase deficiency. The parents changed the sex of rearing to female
at 19 months of age. To date, none have signs of gender dysphoria.



A total of three patients experienced gender dysphoria and underwent transition. The first had genital ambiguity

with sex chromosome mosaicism in the gonads and was assigned female at birth. We held care conferences with the
family and discussed the possibility of gender dysphoria. At age 3, the patient declared that he was male,

and parents socially transitioned him at that time. Two were assigned female after receiving the diagnosis of 46,XX 21-
hydroxylase deficiency. Both declared male gender identity later, one at 12.5 years of age, and one at 20.5 years of age.

Conclusions:

Whereas our patient population is still relatively young, it is reassuring that the overall rate of gender dysphoria is low.
The rate in patients with CAH is similar to previous reports in the literature. Careful attention to sex assignment in early
childhood may reduce the rates of gender dysphoria in children with DSDs.
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