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ENST00000390015.7
ENST00000302262.7

IVS1AS, T-G, -13, rs386834236: GLYCOGEN STORAGE DISEASE II, ADULT FORM606800.0006
ASP91ASN, rs1800299: ACID ALPHA-GLUCOSIDASE, ALLELE 2606800.0001

1-BP DEL, 525T, rs386834235: GLYCOGEN STORAGE DISEASE II606800.0014
ALA237VAL, rs121907944: GLYCOGEN STORAGE DISEASE II, ADULT FORM606800.0016

GLY293ARG, rs121907945: GLYCOGEN STORAGE DISEASE II, ADULT FORM606800.0017
LEU299ARG, rs121907940: GLYCOGEN STORAGE DISEASE II, INFANTILE FORM606800.0008
MET318THR, rs121907936: GLYCOGEN STORAGE DISEASE II, INFANTILE FORM606800.0002

GLU521LYS, rs121907937: GLYCOGEN STORAGE DISEASE II, INFANTILE FORM606800.0003
SER529VAL, rs121907941: GLYCOGEN STORAGE DISEASE II, ADULT FORM606800.0009
PRO545LEU, rs121907942: GLYCOGEN STORAGE DISEASE II, ADULT FORM606800.0013

GLY643ARG, rs28937909: GLYCOGEN STORAGE DISEASE II, ADULT FORM606800.0004
ASP645GLU, rs28940868: GLYCOGEN STORAGE DISEASE II, INFANTILE FORM606800.0010

GLU689LYS, rs1800309: ACID ALPHA-GLUCOSIDASE, ALLELE 4606800.0011
ARG725TRP, rs121907938: GLYCOGEN STORAGE DISEASE II, ADULT FORM606800.0005

EX18DEL, rs1555603048: GLYCOGEN STORAGE DISEASE II606800.0012
ARG854TER, rs121907943: GLYCOGEN STORAGE DISEASE II606800.0015

LYS903DEL, rs121907939: GLYCOGEN STORAGE DISEASE II, INFANTILE FORM606800.0007
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80,103,000 80,104,000 80,105,000 80,106,000 80,107,000 80,108,000 80,109,000 80,110,000 80,111,000 80,112,000 80,113,000 80,114,000 80,115,000 80,116,000 80,117,000 80,118,000 80,119,000

ENST00000390015.7
ENST00000302262.7

IVS1AS, T-G, -13, rs386834236: GLYCOGEN STORAGE DISEASE II, ADULT FORM606800.0006
ASP91ASN, rs1800299: ACID ALPHA-GLUCOSIDASE, ALLELE 2606800.0001

1-BP DEL, 525T, rs386834235: GLYCOGEN STORAGE DISEASE II606800.0014
ALA237VAL, rs121907944: GLYCOGEN STORAGE DISEASE II, ADULT FORM606800.0016

GLY293ARG, rs121907945: GLYCOGEN STORAGE DISEASE II, ADULT FORM606800.0017
LEU299ARG, rs121907940: GLYCOGEN STORAGE DISEASE II, INFANTILE FORM606800.0008
MET318THR, rs121907936: GLYCOGEN STORAGE DISEASE II, INFANTILE FORM606800.0002

GLU521LYS, rs121907937: GLYCOGEN STORAGE DISEASE II, INFANTILE FORM606800.0003
SER529VAL, rs121907941: GLYCOGEN STORAGE DISEASE II, ADULT FORM606800.0009
PRO545LEU, rs121907942: GLYCOGEN STORAGE DISEASE II, ADULT FORM606800.0013

GLY643ARG, rs28937909: GLYCOGEN STORAGE DISEASE II, ADULT FORM606800.0004
ASP645GLU, rs28940868: GLYCOGEN STORAGE DISEASE II, INFANTILE FORM606800.0010

GLU689LYS, rs1800309: ACID ALPHA-GLUCOSIDASE, ALLELE 4606800.0011
ARG725TRP, rs121907938: GLYCOGEN STORAGE DISEASE II, ADULT FORM606800.0005

EX18DEL, rs1555603048: GLYCOGEN STORAGE DISEASE II606800.0012
ARG854TER, rs121907943: GLYCOGEN STORAGE DISEASE II606800.0015

LYS903DEL, rs121907939: GLYCOGEN STORAGE DISEASE II, INFANTILE FORM606800.0007
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ALA237VAL, rs121907944: GLYCOGEN STORAGE DISEASE II, ADULT FORM606800.0016
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Supplementary Fig. 1 Schematics of exon shrinkage by SCM found in GAA.
The upper panel shows the gene structure of GAA obtained from the gene annotation data of GENCODE v29. 
The lower panel is a close-up view of the SCM and exon 5 (E5). The ClinVar track shows a known pathogenic 
variant, c.710C>T, for Pompe disease. The gene structure for a control individual is followed by that for an 
affected individual with the SCM (c.726G>A) which induces an exon shrinkage. The dotted box indicates the 
region of the shrinkage. The shrunken region changes the downstream reading frame.


