CLINICAL CHARACTERISTICS OF CYTOCHROME P450 OXIDOREDUCTASE DEFICIENCY:
A NATIONWIDE SURVEY IN JAPAN
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Cytochrome P450 oxidoreductase deficiency 1. Age, height and BMI . External genitalia at diagnosis 6. POR genetic analysis 9. Bone features and others g
(PORD), which is caused by POR gene variants, Age (Y) Height (SD) BMI (SD) External genitalia at diagnosis median range Not performed &
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shows broad clinical features including skeletal Quigley scale for male 2.5 1-3
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Deoxycorticosterone 11-deoxycortisol : Testosterone s‘lradiol
’ly Adrenal 1 M

Eoomnere e L 5. Plastic surgery for external genitalia and
18-0OH corticosterone : Backdoor pathway : .
puberty /. Imaging tests

(Fetal adrenal?) I A
ersons operations ears . Hydrocortisone 26 cases
& P Y Abdominal ultrasounds 18 cases Py dnisol 5
Male 13 External genitalia was reanisoione cases

5 urethroplasty ~ 8.4%*7.4  ore operated and median of performed age
DSD
2

Progesterone

CYP21A2 1. Fukami M, et al. J Clin Endocrinol Metab. 2009

10. Treatments

isarone o Scpragnane. T 2. Diagnosis determing symptoms

unknown

orchiopexy 1.1,5.0 No administrations

earlier in females than 0.17 years (0-18.3)
Bone malformation males. Abdominal MRI 9 cases

9 vaginoplasty 3.6x2.7 _
- Genetic comprehensive analysis of PORD was Characteristic facial features-f§ 1 7 clitoroplasty  4.7+4.4 median of performed age stressful situations

reported in Japan!, however, clinical symptoms at 6 labiaclasty  24+11 0.13 years (0.1-15.0)

0 30 (persons)

diagnosis and the clinical course of PORD have not After puberty 15
beegn reported 3. Urine steroid proﬁle males 6 Hormone replacement therapy 8. Development

o _ _ androgen replacement O  were more in females than in Developmental delay was seen in 5 of 29 patients. The
TO. reveal clinical SymthmS at dlag nosis and the 20 PORD patients were performed. females males after puberty. Degree of developmental delay was unknown. Evaluation of adrenal function is required to accumulate the POR cases.
clinical course of PORD In Japan. All 20 PORD patients were suspected with PORD. estrogen replacement
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