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PAX8 7 12
Congenital hypothyroidism; Congenital hypothyroidism due to absence of thyroid gland; Congenital hypothyroidism without goiter; Congenital thyroid atrophy; Spermatocele; Testicular disease;
Thyroid agenesis

IGSF1 6 12
Congenital hypothyroidism; Congenital hypothyroidism without goiter; Congenital thyroid atrophy; Testicular disease; Thyroid agenesis; X-linked central congenital hypothyroidism with late-onset
testicular enlargement

NKX2-5 5 12 Congenital hypothyroidism; Congenital hypothyroidism due to absence of thyroid gland; Congenital hypothyroidism without goiter; Congenital thyroid atrophy; Thyroid agenesis

TSHR 5 12 Congenital hypothyroidism; Congenital hypothyroidism due to absence of thyroid gland; Congenital hypothyroidism without goiter; Congenital thyroid atrophy; Thyroid agenesis

THRA 4 12 Congenital hypothyroidism; Congenital hypothyroidism without goiter; Congenital thyroid atrophy; Thyroid agenesis

TSHB 4 12 Congenital hypothyroidism; Congenital hypothyroidism without goiter; Congenital thyroid atrophy; Thyroid agenesis

DUOX2 3 12 Congenital hypothyroidism; Genetic transient congenital hypothyroidism; Thyroid dyshormonogenesis

SLC26A
4

3 12 Congenital hypothyroidism; Congenital hypothyroidism due to absence of thyroid gland; Thyroid agenesis

TPO 3 12 Congenital hypothyroidism; Iodide peroxidase deficiency; Thyroid dyshormonogenesis

DUOXA
2

2 12 Congenital hypothyroidism; Thyroid dyshormonogenesis

IYD 2 12 Congenital hypothyroidism; Thyroid dyshormonogenesis

PPP3CA 2 12 Arthrogryposis, cleft palate, craniosynostosis, and impaired intellectual development; Testicular disease

SLC5A5 2 12 Congenital hypothyroidism; Thyroid dyshormonogenesis


