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Abstract A 22-year-old female patient was admitted due to primary amenorrhea and chronic weakness. Parental consanguinity, 

delayed puberty with normal stature form the additional information. Hypokalemia with metabolic alkalosis, low cortisol, high 

ACTH, LH and FSH pointed to the possibility of congenital adrenal hyperplasia (CAH) with 17α hydroxylase deficiency (17 OHD). 

46XX karyotype and high progesterone supported this. In summary, the possibility of 17 OHD should be suspected in patients with 

hypokalemic normal blood pressure or hypertension and hypergonadortropic hypogonadism. Our patient all clinical and laboratory 

findings we diagnosed a 17-alpha-hydroxylase deficiency in this patient and hydrocortisone (10 mg/day) and ethinyl estradiol 

0.03 mg/day was started.   
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Introduction      
17-hydroxylase (17-OH) deficiency is a rare form of 
congenital adrenal hyperplasia resulting from 
mutation in CYP17 gene (Chung et al., 1987). It is an 
a autosomal recessive defect and estimated incidence 
is approximately 1 in 50.000 individuals (Grumbach 
et al., 2003). This enzyme is necessary to convert 
pregnenolone to 17-hydroxypregnenolone and proge- 
sterone to 17-hydroxyprogesterone. Absence of this 
enzyme impairs all sex steroid and cortisol production. 
It cause to reduced or absent levels of both gonadal 
and adrenal sex hormones result in sexual infantilism. 
Patients are usually diagnosed during an evaluation of 
delayed puberty. We reported a female patient with 
typical of 17OHD.  

Case 
A 22-year-old female patient was admitted due to 
primary amenorrhea and chronic weakness. She had 3 
normal siblings and parents of patients were 
consanguinious. Physical examination revealed sexual 
infantilism (Figure 1). Persistant hypokalemia 
(3.1 meq/L) and metabolic alkalosis were determined 
(pH: 7.6). Karyotype of the patient was 46XX. Serum 
cortisol (0.8 mcg/dL), aldosterone (40 pg/mL), DHEAS 
(14,8 μg/dL), estradiol (<11,8 pg/dL), total testesteron 
(<10 ng/dL) and 17-OH progesterone (0,46 ng/mL) 

 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 

Figure 1 Apperance of the patient with sexual infantilism  

levels were low, whereas ACTH (119 pg/mL), FSH 
(86 mIU/L) and progesterone levels were high 
(11 ng/mL, normal range <1.5 ng/mL). With these 
findings we suspected from congenital adrenal hyper- 
plasia and an ACTH stimulation test with 1 mg 
tetracosactrin was performed. Results pointed out an 
17-alpha hydroxylase deficiency (17-OH progesterone 
levels were low (baseline: 0,46 ng/mL, 30th min: 
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0.52 ng/mL, 60th, min: 0.53 ng/mL, 90th min: 
0.55 ng/mL) and hydrocortisone (10 mg/day) and 
ethinyl estradiol 0,03 mg/day was started.  

Discussion 
17OHD is a very rare syndrome and there was only 1 
case reported in Turkey (Kandemir and Yordam, 1997).  
Prevalence may be more common in Brazil (Belgini et 
al., 2010). The classical presentation of 17OHD is 
hypokalemia and delayed puberty (Biglieri et al., 
1996). Approximately 90% patients are hypertensive 
or hypokalemic at presentation. Our patient had all the 
classical features of this syndrome apart from 
hypertension. Adrenal insufficiency does not reflect  
classical fetaures of Addison's disease because of 
increased production of corticosterone. Our patient 
had normal female phenotype, primary amenorrhea 
with sexual infantilism (absence of breast 
development and axillary and pubic hair). Deficient 
estrogen production explains hypergonadotropic 
hypogonadism. Estrogen therapy is given for 
induction of puberty and could be required with 
progesterone in later life to prevent osteoporosis. 
Parents of our patient were consanguineous and there 
was no any similar patient of family history of the 
patient, therefore, consanguineous marriage may be 
responsible for emerging of this patient.  

As a conclusion, although 17OHD is a rare cause of 
CAH and primary amenorrhea; it should be consid ered 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 
 

when delayed puberty occurs in patients with hypo- 
kalemia and hypergonadortropic hypogonadism. 
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