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CASE REPORT

A Case of CATCH22 Syndrome with Normal Parathyroid Function

Min-Jeong Lee', So-Yeon An', Chang-Bum Bae', Young Bae Sohn? Yoon-Sok Chung'

Departments of Endocrinology' and Metabolism and Medical Genetics®, Ajou University School of Medicine, Suwon, Korea

CATCH 22 is a medical acronym for cardiac defects, abnormal faces, thymic hypoplasia, cleft palate, and hypocalcemia, and a vari-
able deletion on chromosome 22. It includes DiGeorge syndrome, conotruncal anomaly face syndrome, and velo-cardio-facial
syndrome. It has a prevalence estimated at 1 : 3,000-1 : 6,000. Most deletions occur at de novo, but autosomal dominant inheritance
is observed in 6-10% of cases. Hormonal disorders are common in patients with CATCH22 syndrome. While hypoparathyroidism
was the predominant endocrine disturbance that has been documented in the DiGeorge syndrome, other hormonal defects, such
as growth hormone deficiency, hypothyroidism, and hyperthyroidism have been occurred in patients with CATCH22 syndrome.
The spectrum of parathyroid gland dysfunction in this syndrome ranges from severe neonatal hypocalcemia to normal parathyroid
function. Most patients are usually diagnosed in young age, but a few patients with mild abnormality are presented later in life. We
report a case of CATCH22 syndrome with normal parathyroid hormone and calcium level in an adult. The diagnosis of CATCH22
syndrome was confirmed by fluorescence in sifu hybridization analysis. (Endocrinol Metab 27:151-154, 2012)
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Fig. 1. Brain magnetic resonance imaging showed normal findings. There is no
abnormal lesion in the cerebrum and cerebellum including sellar area.
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Fig. 2. Result of fluorescence /n situ hybridization analysis during metaphase.
Red spot is TUPLET gene probe (DiGeorge/velo-cardio-facial syndrome region
of chromosome 22q11.2) and green spot is ARSA control region (22¢13.3)
probe. Red spot is visible only in one of chromosomes number 22.
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