Congenital hypothyroidism (CH) detected by the second newborn
screening in Lombardia region: incidence and evolution of CH
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Objective

To assess the incidence of CH in Lombardia region and the percentage of patients identified by the 2"¥NBS. To describe the clinical features and
evolution of CH patients detected by the 2"d NBS.

Methods

The 15t NBS (cut-off blood-TSH>10mU/L) was performed at 2-5 days in all neonates born in Lombardia region.

The 2"d NBS (cut-off blood-TSH>5mU/L) was performed in selected cases: prematurity, weight<2000g, malformations/syndromes, admission in
NICU, twins, steroid treatment, maternal thyroid disease, borderline 15t NBS and associated risk factors.

Clinical data at diagnosis and reevalutation of patients detected by the 2" NBS (period 2007-2014) and followed-up at a single tertiary centre for
pediatric endocrinology were collected. At 2—-3 years, patients with gland in situ (GIS) underwent reevaluation and were classified as permanent CH
(s-TSH>10 mU/L), persistent hyperthyrotropinemia (HT) (s-TSH 5-10 mU/L), and transient CH (s-TSH<5 mU/L).

Results
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Conclusions

* Between 2007 and 2014 the incidence of CH confirmed at birth in Lombardia region was 1:911 (permanent and transient).

* In the absence of the 2"¥ NBS the incidence would have been 1:1348: 32.4% of patients were detected by the 2" NBS.

* In our cohort, preterm infants were 39%, indicating that other risk factors can contribute to delayed TSH elevation.

* The frequency of malformations was higher than expected.

* Although the majority of patients identified by the 2"9 NBS had transient CH and HT, the 2"Y NBS allowed the identification of severe
cases of CH, cases of thyroid dysgenesis, and cases of CH caused by genetic variants.
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