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This report was prepared in collaboration with external experts.
The responsibility for the contents of the report lies solely with IQWIG.

According to 8139 b (3) No. 2 of Social Code Book (SGB) V, Statutory Health Insurance,
external experts who are involved in the Institute’s research commissions must disclose “all
connections to interest groups and contract organizations, particularly in the pharmaceutical
and medical devices industries, including details on the type and amount of any remuneration
received”. The Institute received the completed Form for disclosure of potential conflicts of
interest from each external expert. The information provided was reviewed by a Committee of
the Institute specifically established to assess conflicts of interests. The information on conflicts
of interest provided by the external experts and external reviewers is presented in Chapter A8
of the full report. No conflicts of interest were detected that could endanger professional
independence with regard to the work on the present commission.
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Key statement
Research question

The aim of this investigation is to assess the benefit of newborn screening for severe combined
immunodeficiency (SCID screening) in combination with curative treatment (allogeneic bone
marrow or stem cell transplantation) compared with no SCID screening. The focus of the
investigation was on patient-relevant outcomes.

Conclusion

There is a hint of a benefit for SCID screening in combination with treatment to prevent
infections, which is followed by curative treatment.

A dramatic effect in favour of an earlier versus a later start of treatment to prevent infection is
described for the outcome of mortality. The data from the studies on diagnostic quality were
not sufficient to calculate sensitivity and specificity. The positive predictive value (PPV) for
SCID screening by the determination of T-cell receptor excision circles (TREC) from filter card
blood shows that the test for SCID is basically suitable for identifying children with SCID. It is
unclear how many children are not detected.

These results are based on 3 non-randomized comparative intervention studies at the start of
treatment as well as 5 studies on diagnostic quality, which were combined using a linked
evidence approach. All studies show a high risk of bias.

An ongoing French comparative intervention study of the screening chain, in which data on
sensitivity and specificity are also to be collected, suggests that results will be obtained to
answer the question of the benefit of SCID screening; data will be collected up to June 2018.

The full report (German version) is published under
https://www.igwig.de/de/projekte-ergebnisse/projekte/nichtmedikamentoese-verfahren/s-
projekte/s15-02-screening-auf-schwere-kombinierte-immundefekte-scid-screening-bei-
neugeborenen.6805.html
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