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therapy was 0.8 (0.56) years (Table 1); this time was 
less than six months in four patients (patients 3, 5, 
8 and 11).

The results of the genetic analysis are presented 
in Table 2. All boys including the one with 46,XX 
karyotype had increased penile length. Four girls 
had clitoromegaly and one girl had clitoroplasty (pa-
tient 3). Physical examination and ultrasonographic 
findings are presented in Table 2. Median basal and 
stimulated LH levels were 1 (0.4) uIU/mL and 16.3 
(12.4) uIU/mL, respectively. The detailed hormonal 
investigations are presented in Table 3.

All children underwent GnRHa treatment. Treat-

ment was maintained for over three years in seven 
patients, for 2.5-3 years in two patients and for less 
than two years in three patients. Median duration of 
therapy was 3.8 (2.1) years. Predicted adult height 
was calculated at diagnosis as 149.2 (27.4) cm (n:10) 
according to the B&P method and as 146.6 (22.3) 
cm (n:8) according to the B&S method. Predicted 
adult height at last visit was 154 (13) cm according 
to the B&P method and 154.5 (22.3) cm according to 
the B&S method. The B&P method was not used to 
calculate PAH at diagnosis as bone age was less than 
six in patients 7 and 12, while the B&S method was 
not used to calculate PAH at diagnosis in patients 
1, 7, 9 and 12 (Table 2). There was no difference be-

Table 2. Clinical findings of study population at diagnosis of congenital adrenal hyperplasia
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1 XX V282L,  
Homozygous 

mutation

7.0 8.8 130.5 167 160 19.6 3 1 18 1.8 .90 no

2 XX No mutation 8.8 11 141.5 160.8 158.5 16.2 3 2 36 6.5 2.7 no

3 XX P31L,  
Homozygous 

mutation

6.8 12 134.5 149.2 161.5 17.5 4 1 15 1.0 1.3 no

4 XX V282L,  
Homozygous 

mutation

7.8 10.5 127 148.3 153.5 15.5 3 1 35 1.2 0.8 no

5* XX 12G,  
Homozygous 

mutation

4.6 11.6 125 ND 155.5 17.5 3 1 7.5* 40 0.5 0.4 yes

6 XY No mutation 4.0 12 115.5 ND 167 18.3 3 8.5 4 no

7 XY No mutation 2.4 6 82 ND 176.5 16.3 1 11.5 4 yes

8 XY p. l173N, 
Homozygous 

mutation

8.4 13 136.2 160.3 161 16.7 4 10.0 10 yes

9** XY No mutation 4.1 9 124 ND 171 15.6 2 11.0 4 no

10** XY No mutation 5.5 11 142 ND 171 16.8 3 8.5 5 yes

11 XY I172N,  
Homozygous 
mutation/del

5.8 13.4 138.7 158.5 157.95 16.1 3 8 3 no

12 XX No mutation 2,5 3,48 96 ND 16,2 1 1 20 1,58 2,35 no

*: Reared as a male, **: siblings.


