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Single Gene Testing

Patient ID Gender Age (Yr) Gene Allele 1 Allele 2

PO1 F 55 GAA c.2281delGinsAT c.-32-13T>G

PO2 M 61 GAA c.-32-13T>G c.-32-13T>G

PO3 F 63 GAA c.-32-13T>G c.1438-1G>T

PO4 F 44 GAA c.-32-13T>G c.-32-13T>G

PO5 F 45 GAA c.-32-13T>G c.2140delC

PO6 M 22 GAA c.-32-13T>G c.1841C>A (p.T614K)

PO7 M 6 month GAA c.1559delA c.2560C>T (R854X)

Panel

P08 M 64 GAA c.-32-13T>G c.1841C>A (p.T614K)

PO9 F 71 GAA c.-32-13T>G c.1655T>C(p.L552P)

GBA Sequencing

Patient ID Gender Age (yr) Gene Allele 1 Allele 2

GA1 F 4 month GBA c.1448T>C (p.L483P) c.115+1G>A

GA2 F 4 GBA c.1342G>C(D448H) c.1448T>C (p.L483P)

GA3 M 41 GBA c.1226A>G(p.N409S) c.1448T>C (p.L483P)

GA4 F 61 GBA c.1226A>G(p.N409S) c.1226A>G(p.N409S)

GLA Sequencing

Patient ID Gender Age (Yr) Gene Allele 1 Zygositiy

FA1 F 52 GLA c.886A>G(p.M296V) Heterozygous

FA2 F 40 GLA c.646dupT Heterozygous

FA3 M 63 GLA c.640-1G>A Hemizygous

FA4 M 61 GLA c.548G>A(G183N) Hemizygous

DMD Exons Approximate Genomic Location Predicted Frame

DMD1 45-47 g.32105254 (intron 44) – g.31928505 (intron 47) In-frame

DMD2 45-49 g. 31999052 (intron 44) – g. 31840805 (intron 49) In-frame

DMD3 63-79 g.31284954 – g.30863055 Difficult to predict

DMD4 45-47 g. 32053654 (intron 44) – g. 31897167 (intron 47) In-frame

DMD5 45-48 g. 32050624 (intron 44) – g. 31891829 (intron 48) In-frame

Sample ID Event Chromosome Region Cytoband Length Classification

CNV1 CN Loss chr1:45,641,410-47,527,709 1p34.1 - p33 including POMGNT1 1886300 Pathogenic

CNV2 CN Loss chr13:23,538,464-24,883,863 13q12.12 including SGCG 1345400 Pathogenic

*CNV3 CN Loss chr13:23,500,814-24,937,513 13q12.12 including SGCG 1436700 Pathogenic

CNV4 CN Gain chr19:10,939,566-10,942,766 19p13.2 including DNM2 3201 VOUS

CNV5 UPD1 Chr1: 1-249,250,621 1p36.33q44 Entire chromosome 1 AOH

Positive case summary (Both Single gene and panel testing)

Test

GAA single gene sequencing

GAA Definite GAA carriers

7 8

GBA single gene sequencing

GAA Definite GAA carriers

4 3

GLA single gene sequencing

Affected Males Female Carriers

2 2

LGMD Panel
Total Positive Cases (all 

genes, both SNV and 

CNV) GAA Definite

GAA Likely 

(carriers)

50 2 7
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