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Symptoms of schizophrenia can occur in multiple disorders with different causes.

22q11.2 deletion syndrome typically involves a 3.0 Mb deletion in region 11.2 of the long arm
of chromosome 22. This deletion includes the COMT and DGCRS genes and it has been shown

to be associated with a high incidence of cardiovascular problems, hypoparathyroidism, intel-

lectual disability, and schizophrenic symptoms.

The patient was a woman in her twenties. She was transported to Hospital A with cyano-

sis at birth. Due to airway obstruction caused by laryngomalacia, she underwent tracheotomy

and used an artificial nose until entering primary school. As an adult, she was suspected to have

a developmental disorder and visited a psychiatric clinic. Her full intelligence quotient (IQ)

was 60, and she was treated for intellectual disability, attention—deficit/hyperactivity disorder
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(ADHD), and schizophrenia. She also experienced impaired consciousness, loud snoring, and
occasional cyanotic seizures, which were diagnosed as psychogenic hyperventilation or epilep-
sy. Due to worsening auditory hallucinations and seizures, the patient was referred to our hos-
pital on November X — 2. Following a change in the attending physician in April X, a decision
was made to review the diagnosis. Given the laryngomalacia, intellectual disability, and short
stature of less than —2SD, a rare genetic disorder was suspected. A consultation with the Cen-
ter for Clinical and Molecular Genetics at Hospital A revealed 22q11.2 deletion syndrome.

22q11.2 deletion syndrome can cause hypoparathyroidism, thus resulting in low calcium
levels, tetany, and pharyngeal spasms. Further examination revealed low levels of intact para-
thyroid hormone (PTH), low calcium levels, and high phosphorus levels. After initiating addi-
tional calcium therapy, the seizures and auditory hallucinations disappeared.

In this case, a rare genetic disorder was suspected. Since the diagnosis was 22q11.2 dele-
tion syndrome, parathyroid dysfunction was suspected, allowing the identification of the cause
of the seizures. In the cases of mental illness accompanied by intellectual disability, congenital
organ dysplasia, or short stature of —2SD or less, where treatment is ineffective, genetic test-

ing may provide clues to treatment.
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