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Second tier test options in newborn screening for inborn errors of immunity
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) o " TAAACCTAACCA PCRprimer TAAACCTAACCA (Baron et al. Sci o
to be accompanied by secondary findings and false positive Trans| Med. 2018)
referrals. M ) » )
f PCR reaction 3. Epigenetic immune cell counting
26% (15/58) of the newborns with low TREC levels and 17% (18/103) of the newborns
no product with low KREC levels had relative T- and B-cell counts within the 99.9% confidence ellipse

Objectives

* To explore different second tier options after TREC/KREC of the healthy newborn controls.
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DNA was isolated for TREC region sequencing from NBS cards of 500 . o ofoe * Conclusions
healthy controls (N=12), idiopathic lymphocytopenia cases (N=4) ~ {________ . -----------::55: ------- - All second tier options have the potential to reduce the number of referrals and
and false positive referrals (N=8). ol , g0, 805000y g _ ._? secondary findings in NBS for SCID and XLA.
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3. Epigenetic immune cell counting (Epimune GmbH) are currently being explored as well.
Relative quantification of CD3+ T-cell and B-cell counts (BLC) was Sensitivity, specificity, costs, feasibility for the screening laboratories and

performed in NBS cards of healthy controls (N=311), newborns throughput time should be further evaluated before second tier options can be
with low TRECs (N=58) and newborns with low KRECs (N=103). | . implemented.
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