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Abstract Objective: The clinical characteristics and gene mutation types of two patients with different chro-
mosomes 17a-hydroxylase/17,20-lyase defect syndrome (17a-hydroxylase/17,20- lyase deficiency,17OHD) were
retrospectively analyzed. Method: For patients with routine physical examination, fasting venous blood was collected
for detection of electrolytes,endocrine hormones, chromosome and SRY gene. The adrenal CT scan was enhanced
by high pressure injection of contrast,uterine and ovary examination by ultrasound. Result;: The chromosome of pa-
tient 1 was 46.,XX,and SRY (—). Ultrasonography detected the reduced uterus and ovary in the abdominal cavity.
The chromosome of Patient 2 was 46,XY,and SRY (+) and he has no explored uterus and ovary in abdomen. The
common characteristics of two patients were hypertension and secondary sexual dysplasia,cortisol levels were sig-
nificantly decreased in AM8.:00 and PM4 .00, while the level of corticotropin (ACTH) in synchronous blood sam-
pling increased significantly. Estrogen (E2) and testosterone (T) decreased, while follicle stimulating hormone
(FSH) and luteinizing hormone (LLH) increased significantly. Renin activity (PRA) was decreased in both clinos-
tatism and standing position, while aldosterone (ALD) level increased significantly. Both adrenal CT were bilateral
diffuse hyperplasia. Gene sequencing analysis showed that the CYP17A1 gene of patient 1 was detected in homozy-
gous mutation c. 985-987delinaa (p. Y329K{sX89) ,which produced truncated proteins containing 417 amino acids.
Patient 2 was detected heterozygous mutations c. 987C>A (p. Y329X) and c. 985del (p. Y329T{sX89) ,which pro-
duced 329 and 418 amino acid transversal proteins respectively. Conclusion: The 17OHD of patient 1 was caused by
homozygous mutation c. 985-987delinaa (p. Y329K{sX89),and the 17OHD of patient 2 was caused by complex het-
erozygous mutation c. 985del and c. 987C>> A. The clinical characteristics of 17OHD with different chromosomes
are mainly the different sex organs.
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Table 1 The results of endocrine hormone of two patients
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Figure 2 Gene sequencing results of case 1
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Figure 3 Gene sequencing results of case 2
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