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Three Cases of Primary Hypothyroidism with Down Syndrome in Adult

Young Goo Shin, M.D., Seong-Kyu Lee, M.D., Seong-Keun Lee, M.D.
Yoon-Sok Chung, M.D., Kwan-Woo Lee, M.D. and Hyeon-Man Kim, M.D.

Department of Endocrinology and Metabolism, Ajou University School of medicine, Suwon, Korea

ABSTRACT

Down syndrome is perhaps the most common genetic condition associated with mental .
retardation. In cytogenetic examination, trisomy 21 is in 95% of Down syndrome, and the others
are mosaicism, translocation or deletion. There are many associated diseases with Down syndrome
such as, thyroid function abnormality, congenital heart disease, intestinal blockage, and so on.
Hypothyroidism appeared in 15% before adolescent in Down syndrome patients. In Korea, there
were several reports of Down syndrome with hypothyroidism in childhood but not in adulthood.
And we had three cases of hypothyroidism with Down syndrome in adulthood. Cytogenetic
examination revealed trisomy 21 in the 2 cases and 1 case of mosaicism. Antithyroid antibody
was positive in one case. None of these cases was admitted due to symptoms of hypothyroidism.
It is very difficult to make the diagnosis of hypothyroidism in Down syndrome because of
similarity in symptoms between Down syndrome and hypothyroidism. Thus, periodic thyroid
function test should be made in Down syndrome, and this could be a part of improving quality
of life in Down syndrome (J Kor Soc Endocrinol 13:453-458, 1998).

Key Words: Down syndrome in adult, Hypothyroidism
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Table 1. Chinical Characteristics of Three Cases of Adulthood Down’s Syndrome with Primary

Hypothyroidism
1 * . A 1311 %
BC pge Sex  Cywgenetic  *DxAg FT4 TSH MCAb TGAb prake(%)
No. Diagnosis e 2hr 24hr
1 25 M 47XY +21 25 83 1.12 5.54 - - 5 3
2 22 F morpholo 15 1366 5.07 1.05 339 + - 9.5 36
3 37 F 45X0, 46XX 37 194 0.11 336.17 - - 2 1.7

47(XX+21, XXX)

*Age at chromosomal diagnosis of Down’s syndrome
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