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Abstract: Object To explore the clinical characteristics, gene mutation type, phenotype-genotype correlation of 21-
hydroxylase deficiency (21-OHD) in female infants to provide new evidence for phenotype-genotype correlation of 21-OHD
and for molecular diagnosis and individual management of 21-OHD children. Methods The data of clinical and genetic
testing of 6 female infants with 21-OHD diagnosed definitely by Zhengzhou Children’s Hospital from January 2016 to April
2018 was retrospectively analyzed. Using Sanger sequencing and multiplex ligation-dependent probe amplification
(MLPA) , point mutation and large deletion in exon region of CYP21A2 gene were detected to analyze the relationship
between clinical phenotype and genotype. Results Six female infants presented mainly with enternal genital abnormalities
and no weight gain, of which 5 cases belonged to phenotype of salt wasting, and 1 case belonged to phenotype of simple
virilizing(SV) . Genetic testing results for 5 cases of salt wasting phenotype were respectively 12G/Ex. 1-7del (1 case) ,
2G/12G (2 cases) ,12G,p. Q319X/p. R357W (1 case) ,p. Q319X/12G(1 case) ,which all belonged to group A mutation,
and [2G/p. I173N for one simple SV type, which belonged to group B mutation. In the six cases, the support rate of
phenotype-genotype correlation was 100% . Conclusions  The diagnosis of congenital adrenal hyperplasia should be
considered when the baby has an external genital malformation with weight loss. The relevant laboratory tests and further
genetic testing should be completed in time to make a definite diagnosis, and further genetic testing must be carried out in
order to formulate a more individualized management and follow-up plan. The genotype and phenotype has a good
consistency in 21-OHD female infants. It also suggests the necessity of promoting early screening of 21-OHD newborns.
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