Supplementary Materials

Primer/Probe

Table S1. Sequences of Primers and Probes Used in the Multiplex PCR Assay for Newborn Screening of SMA.

Oligo Sequence

TREC_F
TREC_R
TREC_Probe FAM

5'-TGCTGA CACCTCTGG TTT TTG TAA -3'
5'- GTG CCA GCT GCA GGG TTT AG -3
5'- /FAM/ ATG CAT AGG CAC CTG C /MGBNFQ -3'

RPP30_F
RPP30_R
RNaseP_Probe VIC

5'-AGATTT GGA CCT GCG AGC G -3
5'- GAG CGG CTG TCT CCA CAA GT -3
5'- /VIC/ TTC TGA CCT GAA GGC TCT GCG CG /MGBNFQ -3'

SMN1_F

SMN1_R
SMN1_Probe ABY
SMN2_Blocker

5'-CTT GTG AAA CAA AAT GCT TTT TAACAT CCA T -3'
5-GAATGTGAG CACCTTCCTTCTTITT -3

5'- /ABY/ AGG +GTT +T+C+A +GAC /MGBNFQ/ -3'

5'- AG+G +GTT +T+T+A +GAC -3'




Table S2. List of controls used during the validation: SMN1 copy number was determined using MLPA before being used for vali-
dation purposes.

Number SMN2 Copy




Table S4. The MLPA analysis of the 5 cases that screened positive showed a homozygous deletion of exon 7 in the SMN1 gene. All
of the cases had 3 copies of SMN2.
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*MRC Holland Probemix P021 version B1; JSI Sequence Pilot MLPA module.




Table S5. CT values for obtained for the false positive in three separate collections.

SMN1CT RPP30 CT TREC CT
Collection 1 undetermined 26.91 36.69
Collection 2 27.80 25.33 32.25
Collection 3 28.49 27.72 32.58




