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ABSTRACT

17a-hydroxylase/17,20-lyase deficiency is a rare phenotype of congenital adrenal hyperplasia (CAH), and

this is characterized by hyporeninemic hypertension, primary amenorrhea and abnormality of the secondary

sexual characteristics (pseudohermaphroditism in men). This type of CAH is usually misdiagnosed at first as

mineralocorticoid induced hypertension with primary aldosteronism, but primary amenorrhea with deficient sex

hormone is a clue for making the correct diagnosis. The authors experienced 6 cases of 17a

-hydroxylase/17,20-lyase deficiency in patients who ranged from 15 to 42 years of age. 4 cases were

diagnosed according to the investigation of their mineralocorticoid-induced hypertension and 2 cases their

primary amenorrhea and sexual infantilism. All of them had hypokalemia, hyporeninemic hypertension and an

atrophied uterus and ovaries. In the genotypic male (46 XY), the testicles were atrophied in the abdominal

cavity. The levels of cortisol, estrogen and dehydroepiandrosterone sulfate (DHEAS) were low, but the levels

of progesterone and 11-deoxycorticosterone were high. Therefore, the diagnosis of 17a-hydroxylase/17,20-lyase

deficiency should be considered in female patients who present with both sexual infantilism and

mineralocorticoid hypertension. We report on these cases with a brief review of the literature. (J Korean

Endocr Soc 24:109~115, 2009)
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Table 1. Clinical characteristics of patients with 17¢-hydroxylase /17,20-lyase deficiency

Case 1 Case 2 Case 3 Case 4 Case 5 Case 6
Age at diagnosis 18 22 42 15 26
(years)
Chief complain amenorrhea high blood amenorrhea  poorly controlled Poorly controlled Poorly controlled
sexual infantilism pressure sexual infantilism  hypertension hypertension hypertension
Height (cm) 162 180 170 188 174 180
Weight (kg) 82 64 90 64 61
BP (mmHg) 150/70 130/100 180/90 200/105 170/100 200/120
Phenotype Female, Female, Female, Female, Female, Female,
Sexual Sexual Sexual Sexual Sexual Sexual
infantilism infantilism infantilism infantilism infantilism infantilism
Genotype 46 XX 46 XX 46 XY 46 XY 46 XX 46,XX
Family history ) (- ) =) ) )
Accompanying (—) Acute (—-) (—) Moyamoya (—)
disease lymphocytic
leukemia

BP, blood pressure.
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Table 2. Serum levels of baseline laboratory findings of patients with 17g¢-hydroxylase /17,20-lyase deficiency

Case 1 Case 2 Case 3 Case 4 Case 5 Case 6

ACTH 189 157 190 410 211 378
(0~60 pg/mL)

Cortisol 1.3 0.3 33 1.5 1.7 1.5
(5~25 pg/dL)

Potassium 3.0 2.9 35 3.7 35 2.8
(3.5~5.5 mEq/L)

Renin activity 0.2 0.1 0.1 0.3 0.1 0.1
(1~2.5 ng/mL/hr)

Aldosterone 70 71 71 173 136 248
(50~194 pg/mL)

Progesterone 7.0 25 11.1 16.5 6.7 6.7
(female 0.2~1.4 ng/mL
male < 1.2 ng/mL)

11-deoxycorticosterone 1.48 0.44 1.31 2.32 35 5.01
(0.03~0.33 ng/mL)

DHEAS 68 315 176 < 25
(350~4300 ng/mL)

Estradiol 20 < 10 13 12 24 8
(30~120 pg/mL)

LH 15.1 7.3 86 9.1 26.7 13.4
(1~12 mIU/mL)

FSH 6.6 27.2 118 28.2 13.2 12.5

(2~13 mIU/mL)

ACTH, adrenocorticotropic hormone; DHEAS, dehydroepiandrostenedione sulfate; FSH, follicle stimulating hormone; LH,

luteinizing hormone.

Fig. 1. Computed tomography scan of the abdomen, case 1 (A) and 2 (B). Bilateral adrenal hyperplasia was noted (arrow).
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Fig. 2. Computed tomography scan of the abdomen (case 4). A. Bilateral intra-abdominal testes are atrophied (arrow). B. There

are no uterus and adnexa in the pelvic cavity.
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