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Abstract: Objective To detect and diagnose the genetic etiology of 400 patients with disorder of sex de-
velopment (DSD) by various genetic techniques, and summarize and analyze their clinical characteristics.
Methods Four hundred patients diagnosed with DSD in the hospital from January 2018 to March 2023 were
selected as research objects,and G-banding chromosome karyotype analysis,fluorescence in situ hybridization
(FISH) ,multiplex ligation-dependent probe amplification (MLPA) ,copy number variation sequencing (CNV-
seq) with high-throughput sequencing, whole exome sequencing (WES), whole genome sequencing (WGS)
and other techniques were adopted to detect and locate the genetic causes of the patients. Results After G-
banding chromosomal karyotype analysis and verification of the results by FISH and MLPA, 136 cases
(34.00%) of 45,X Turner syndrome and its variants were diagnosed definitely,as well as 187 cases (46. 75%)
of 47, XXY Klinefelter syndrome and its variants. After G-banding chromosomal karyotype analysis, CNV-
seqs WES, WGS and first-generation sequencing technology,17 cases (4. 25%) of 46, XX DSD and 35 cases
(8.75%) of 46,XY DSD were diagnosed. After G-banding chromosomal karyotype analysis and verification by
FISH and MLPA,25 cases (6. 25%) of diagnostic chromosomal karyotype abnormalities were diagnosed. Con-
clusion Combination of multiple genetic methods such as G-banded chromosome karyotype, FISH, CNV-seq
and WES is possible to accurately identify the genetic causes of DSD and establish a good relationship between
genotype and phenotype.
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