Supplementary Tables
Supplementary Table S1. Sequencing and bioinformatic parameters
	Workflow component
	Parameter
	Description

	MLPA
	Assay
	SALSA MLPA P034/P035 DMD/Becker; ABI 3500 XL capillary electrophoresis; Coffalyser.Net analysis

	MLPA
	DNA input
	Approximately 200 ng genomic DNA per reaction, adjusted according to kit requirements and DNA quality

	Exome sequencing
	Platform
	AIExome Human Exome Panel V2 Plus; Illumina NovaSeq 6000; paired-end sequencing

	Exome sequencing
	Quality metrics
	Mean depth >=100x; target coverage >=98%

	Variant annotation
	Reference
	DMD transcript NM_004006.4; GRCh37 or validated clinical pipeline reference build

	Variant filtering
	Databases
	dbSNP, 1000 Genomes, gnomAD, HGMD and LOVD where available

	Sanger sequencing
	Platform
	ABI 3500xl Genetic Analyzer; ABI Sequencing Analysis software



Supplementary Table S2. PCR and Sanger sequencing methodology
Supplementary Table S2A. Primer design and PCR setup
	Parameter
	Description

	Target-sequence source
	Ensembl Genome Browser

	Primer-design software
	Primer3

	Primer synthesis
	Sangon Biotech, Shanghai, China

	Primer information
	Variant-specific primer sequences are available from the corresponding author upon reasonable request.


Supplementary Table S2B. PCR reaction mixture
	Component
	Volume per reaction (µL)

	2× Es Taq Master Mix
	15

	Forward primer
	1

	Reverse primer
	1

	Genomic DNA template
	2

	ddH₂O
	11

	Total volume
	30


Supplementary Table S2C. PCR cycling conditions
	Step
	Temperature
	Time
	Cycles

	Initial denaturation
	94°C
	2 min
	1

	Denaturation
	94°C
	30 s
	35

	Annealing
	60°C
	30 s
	35

	Extension
	72°C
	30 s
	35

	Final extension
	72°C
	2 min
	1

	Hold
	15°C
	—
	—


Supplementary Table S2D. Amplicon assessment and Sanger sequencing
	Parameter
	Description

	Agarose-gel electrophoresis
	1% agarose gel; 5 µL PCR product with 1 µL loading buffer; 120 V for 30 min

	Gel-imaging system
	BioSpectrum 310

	Sequencing chemistry
	BigDye Terminator v3.1 Cycle Sequencing Kit

	Sequencing direction
	Bidirectional

	Genetic analyzer
	[bookmark: _GoBack]ABI 3500xl Genetic Analyzer

	Chromatogram-analysis software
	Sequencing Analysis software version 5.1

	Reference transcript and nomenclature
	DMD NM_004006.4; HGVS recommendations
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