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Table 2 | Performance of WES as a follow-up test after positive MS/MS for six selected IEMs, assuming an individual would not be referred

for additional evaluation without at least one reportable variant identified for that IEM

Abnormal MS/MS screen  Number of MS/MS ~ Number of exome false Number of exome ture Specificity % #95% (<) NPV% (95% CI)
result reported for false positives negatives (missed cases) negatives (reduction in false positives)

VLCADD 108 1 48 44.4 (34.9-54.3) 98.0 (89.1-100)
LCHADD 72 0 68 94.4 (86.4-98.5) 100.0 (94.7-100.9)
PKU 27 2 6 22.2 (8.6-42.3) 75.0 (34.9-96.8)
IVA 16 4 15 93.8 (69.8-99.8) 78.9 (54.3-93.9)
MSUD 16 1 16 100.0 (79.4-100) 94.1 (71.3-99.9)
GA-II 1 2 1 100.0 (2.5-100) 33.3 (0.8-90.6)

All of above 240 10 154 64.2 (57.7-70.2) 93.9 (80.0-97.0)

PKU, phenylketonuria. Two-sided Clopper-Pearson confidence interval (Cl) was calculated using the‘exactci’function from R package PropCls (https://github.com/shearer/PropCls).
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