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Current status of transition medicine for 21-hydroxylase deficiency in Japan: from the
perspective of pediatric endocrinologist

Endocr J 2022, 69:75-83.

UTEIARLDOEE -« T7 AT 7 FThD

Kei Takasawal), Akari Nakamura-Utsunomiya2), Naoko Amano3),4), Tomohiro Ishii3) ,
Tomonobu Hasegawa3), Yukihiro Hasegawab), Toshihiro Tajima6) and Shinobu Ida7)

1) Department of Pediatrics and Developmental Biology, Tokyo Medical and Dental
University, Tokyo 113-8510, Japan

2) Department of Pediatrics, Hiroshima University Graduate School of Biomedical and
Health Sciences, Hiroshima 734-8553, Japan

3) Department of Pediatrics, Keio University School of Medicine, Tokyo 160-8582, Japan
4) Department of Pediatrics, Saitama City Hospital, Saitama 336-8522, Japan

5) Division of Endocrinology and Metabolism, Tokyo Metropolitan Children’s Medical
Center, Tokyo 183-8561, Japan

6) Department of Pediatrics, Jichi Medical University, Tochigi 329-0498, Japan

7) Department of Gastroenterology and Endocrinology, Osaka Women’s and Children’s
Hospital, Osaka 594-1101, Japan

Abstract

To manage of 21-hydroxylase deficiency (21-OHD), transition medicine from pediatric to
adult health care is an important process and requires individually optimized
approaches. We sent cross-sectional questionnaire surveys on the current status of
transition from pediatric to adult health care in 21-OHD patients to all councillors of the
Japanese Society for Pediatric Endocrinology. Many pediatric departments (42.2%)
experienced adult 21-OHD patients, and 115 patients (53 males, mean age of 26) in 46
institutions were identified. Whereas almost two-thirds of pediatric endocrinologists
regarded the problems of counterparts and cooperation as hindrance of transition
medicine, the major reason for continuing to be treated in pediatrics was the patient’s
own request. The prevalence of long-term complications including obesity, osteoporosis,
infertility, menstrual disorder, gender dysphoria, and testicular adrenal rest tumor were
27.5%, 8.8%, 11.1%, 26.3%, 7.1%, 12.5%, respectively, which is comparable to those of

other cohorts previously reported. However, several items, especially infertility and
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osteoporosis were not checked well enough in adult 21-OHD patients treated in
pediatrics. Though 44 of 62 female patients had genital reconstructive surgery, more
than half of them were not followed up by gynecologists or pediatric urologists. Quite a
few adult 21-OHD patients had been followed up in pediatrics even after coming of age;
however, surveillance by pediatric endocrinologists of gynecological, reproductive, and
mental problems may be insufficient. Therefore, multidisciplinary approaches should be
required in transition medicine for 21-OHD and prerequisite for graduation of pediatrics.
Pediatric endocrinologists will need to play a leading role in the development of
transition systems. Key words: Congenital adrenal hyperplasia, Transition medicine,

21-hydroxylase deficiency
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Abstract

Ohjective: In primary aldostercnism (PA), renal impairment has been identified as important comorbidity. Excess
cortisol production also may lead to renal damage; thus, concomitant mild autonomaous cortisol secretion (MACS) may
predispose PA patients to renal disorders. However, there is limited evidence to support this claim. Therefore, this
study aimed to determine whether the concurrence of MACS and PA increases the risk of renal complications.

Design: This study is a retrospective cross-sectional study.

Methods: A total of 1310 patients with PA were stratified into two groups according to 1 mg dexamethasons
suppression test (D5T) results {cut-off post-DET serum cortizel 1.8 pgfdL): MACS (n = 340) and non-MACS (n =370). The
prevalence of renal complications was compared between the group. We also performed multiple logistic regression
analysis to determine factors that increase the risk for renal complications.

Results: The prevalence of lowered estimated glomerular filtration rate (eGFR) and proteinuria was nearly twice

higher in the MACS group than in the non-MACS group. Mot only plasma aldosterone concentration (PAC) but also the
presence of MACS was selected as independent factors that were associated with the owo renal outcomes. The risk of

lower eGFR or proteinuria in patients who had MACS and higher levels PAC was'savaral folds higher than in those who
had an absence of MACS and lower levels of PAC.

Conclusions: MACS is an independent risk factor for renal complications in patients with PA, and MACS concomitant
with higher aldosterone secreticn in PA patients causes an increase in the risk of developing renal complications.
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