Patients referred for thalassemia work-up
(clinical / CBC / HPLC indication, Dec 2022 - Mar 2026)

!

74 unrelated patients analysed
(repeat samples & within-family duplicates excluded)
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Both assays HBB sequencing only a-globin MLPA only
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HBB variant: 19
a-globin variant: 5 HBB variant: 6 a-globin variant: 9
Combined HBB + a: 1 No variant: 7 No variant: 8
No variant: 19
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Consolidated molecular findings (n = 74)
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HBB variant a-globin variant ;
25 + 1 combined = 26 14 i cormbined =15 No vanar;tAdetected
(P/LP; incl. 2 VUS) (12 deletional; 3 aaq@ntis.7)

MLPA, multiplex ligation-dependent probe amplification; P/LP, pathogenic/likely pathogenic; VUS, variant of uncertain significance.
The combined case carried an HBB codon 39 variant and a homozygous aaa®"3-7 triplication and is counted once in each gene column. One
variant-negative patient (P74) had a thalassemia-trait phenotype without a detectable variant on either assay.

Supplementary Figure 1. STARD-style flow of testing and molecular findings



