2022;22(2):46~52

i)
e

o
2
ox

o A

Bhot= A2 dohAtzE
AEe Aobadt
¥ 5

Endocrine Manifestations Related with Inborn Errors of Metabolism

Jeogho Lee, MD, PhD

Department of Pediatrics, Soonchunhyang University Seoul Hospital, Seoul, Korea

Inborn errors of metabolism (IEM) are very rare and genetically transmitted diseases and have
man y different symptoms related with multisystemic involvement. More rarely, endocrinopathies
can be an early and first symptom of IEM, but presents with signs of later complications in
adolescent or adulthood. The mechanisms of endocrine dysfunction in IEM are poorly under-
stood. Hypogonadotropic hypogonadism is common in hemochromatosis, adrenoleukodystrophy,
galactosemia, and glycogen storage disease. Many girls with classic galactosemia are at high
risk for premature ovarian insufficiency (POl), despite an early diagnosis and good control.
Mitochondrial diseases are multisystem disorders and are characterized by hypo- and hypergo-
nadotrophic hypogonadism, thyroid dysfunction and insulin dysregulation. Glycogen storage
disorders (GSDs), especially type la, Ib, Ill, V are assocciated with frequent hypoglycemic events.
IEM is a growing field and is not yet well recognized despite its consequences for growth,
bone metabolism and fertility. For this reason, clinicians should be aware of these diagnoses

and potential endocrine dysfunction.
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Table 1. Endocrinal dysfunction in IEM (Inborn errors of metabolism)

Endocrine gland Endocrine dysfunction

Diseases

Blood test to screening

Ovaries, testicles Hypogonadism

Mitochondrial disease

PCOS (Polycystic ovary GSD type [
syndrome)

Thyroid Hypothyroidism
Hyperthyroidism

Adrenal gland Adrenal insufficiency

Pancreas Diabetes/insulin resistance

Mitochondrial disease, Fabry disease
GSD type (la, Ib), CGD

Fabry disease (prior to ERT)
X-linked ALD (adrenoleukodystrophy)
Fabry disease, Mitochondrial disease
Mitochondrial disease, Wilson disease

Galactosemia (type 1), hemochromatosis LH (Luteinizing hormone)

FSH (follicle stimulating hormone)
Estradiol, Anti mullerian hormone
Testosterone, prolactin

TSH (Thyroid stimulating hormone)
Free T4, Free T3

Anti TPO (thyroid peroxidase) antibody
Serum cortisol at 9 am, fasting glucose
VLCFA

Random glucose, HbA1C, lipid profile

Organic acidemia, GSD [, 1II, V
Alstrom syndrome, CDG

CDG, congenital disorder of glycosylation; ERT, enzyme replacement therapy; GSD, glycogen storage disease; VLCFA, very

long chain fatty acid.
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