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FDP 232 ug/ml Cre 0.51 mg/dl (35.7 ~ 240.0)
D¥Af~— 28 ug/ml UA 6.2 mg/dl L= Ui 1.1 ng/ml/hr
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Hypocalcemic convulsion with rhabdomyolysis, an indicator of 22ql1.2
deletion syndrome in an adolescent boy

Megumi Okawa", Takuya Ishikawa?, Yoshifusa Abe*?,
Yoko Ishii”, Yuta Onuki?, Masaki Fuyama?,
Tsuneki Watanabe?, Daisuke Toyama®, Takahiro Nishioka?,
Yuko Kako" and Hirokazu Ikeda®?

Abstract —— A characteristic facial appearance and congenital heart diseases are the most common
clinical features of patients with 22q11.2 deletion syndrome, many of whom are diagnosed in early child-
hood. Approximately 70%-90% of adolescent patients develop developmental disorders. Hence, early di-
agnosis is vital to accurately determine their clinical status and provide effective treatment and support.
However, some patients are not properly diagnosed and treated due to nonspecific clinical features. Here,
we report the case of a 13-year-old boy who presented with convulsion accompanied by rhabdomyolysis,
signs that ultimately led to a diagnosis of hypocalcemia and 22ql1.2 deletion syndrome. In patients with
convulsions due to hypocalcemia, 22q11.2 deletion syndrome should be considered as a differential diagno-
sis, despite the adolescent age and absence of any other specific complications.

Key words: 22qll.2 deletion syndrome, hypocalcemia, convulsion, rhabdomyolysis
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