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LABORATORIES

Targeted Genes and Methodology Details for
Congenital Disorders of Glycosylation Gene Panel

The following applies to CDGGP / Congenital Disorders of Glycosylation Gene Panel. Testing is performed to evaluate for the presence of variants
in coding regions and extending to +/- 30 base pairs of adjacent intronic sequence on either side of the coding exons of the genes analyzed.

In addition, the analysis will cover select non-coding variants. Next-generation sequencing and/or a polymerase chain reaction-based quantitative
method is performed to test for the presence of copy number variants in the genes analyzed. Confirmation of select reportable variants may be
performed by alternate methodologies based on internal laboratory criteria.

This list is current from February 2021 to the present. This document is intended to highlight additional evaluations for variants of high clinical
interest to providers as well as technical limitations. However, this document does not comprehensively reflect all genomic regions covered by
this test. For questions regarding transcripts, genes or regions covered, contact the laboratory at 800-533-1710.

Genomic Build: GRCh37 (hg19) unless otherwise specified

Gene Reference Transcript? Gene Reference Transcript?®
ALDOB NM_000035.4 C0G4 NM_015386.3
ALDOC NM_005165.3 CO0G5 NM_006348.3
ALG1 NM_019109.5 COG6* NM_020751.3
ALG11 NM_001004127.3 C0G7 NM_153603.4
ALG12 NM_024105.4 C0G8 NM_032382.4
ALG13 NM_001099922.3 CRPPA NM_001101426.4
ALG14 NM_144988.4 DDOST NM_005216.4
ALG2 NM_033087.4 DHDDS NM_024887.3
ALG3 NM_005787.6 DOLK NM_014908.4
ALG5 NM_013338.5 DPAGT1 NM_001382.4
ALG6 NM_013339.4 DPM1 NM_003859.2
ALG8 NM_024079.5 DPM2 NM_003863.3
ALG9 NM_024740.2 [GRCh38(hg38)] DPM3 NM_153741.2
ARCN1 NM_001655.5 DSE NM_013352.4
ARV1 NM_022786.3 EOGT NM_001278689.2
ATP6AP1 NM_001183.6 EXT1 NM_000127.2
ATP6V0A2 NM_012463.4 EXT2 NM_207122.1
B3GALNT2 NM_152490.5 FCSK NM_145059.3
B3GALT6"* NM_080605.4 FKRP NM_024301.5
B3GAT3 NM_012200.4 FKTN NM_001079802.1
B3GLCT NM_194318.4 FUT8 NM_178155.3
B4GALNT1 NM_001478.5 G6PC3 NM_138387.3
B4GALT1 NM_001497.3 GALE NM_000403.4
B4GALT7 NM_007255.3 GALK1 NM_000154.2
B4GAT1 NM_006876.3 GALNT2 NM_004481.5
C1GALT1C1 NM_152692.4 GALNT3 NM_004482.4
ccoetis NM_032357.4 GALT NM_000155.4
CHST14 NM_130468.3 GET4 NM_015949.3
CHST3 NM_004273.5 GFM1 NM_024996.5
CHST6 NM_021615.5 GFPTT® NM_002056.4
CHST8 NM_001127896.2 GMPPA NM_205847.3
CHSY1b* NM_014918.5 GMPPB NM_013334.3
COG1 NM_018714.3 GNE NM_001128227.3
C0G2 NM_007357.3 GNPTAB® NM_024312.5
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Targeted Genes and Methodology Details for
Congenital Disorders of Glycosylation Gene Panel (continued)

Gene Reference Transcript® Gene Reference Transcript®
GOLIM4* NM_014498.5 POMT?1 NM_007171.3
GORASP2 NM_001201428.2 POMT2 NM_013382.5
LARGET1 NM_004737.6 PRKCSH NM_002743.3
LFNG* NM_001040167.2 RFT1 NM_052859.4
MAGT1 NM_032121.5 RXYLT1 NM_014254.3
MAN1B1 NM_016219.5 SEC23A NM_006364.4
MAN2B2 NM_015274.3 SEC23B NM_006363.6
MBTPS1 NM_003791.4 SEC63 NM_007214.5
MGAT1 NM_001114618.1 SLC10A7 NM_001300842.3
MGAT2 NM_002408.4 SLC26A2 NM_000112.4
MOGS NM_006302.3 SLC35A1° NM_006416.5
MPDU1 NM_004870.4 SLC35A2 NM_001042498.3
MPI NM_002435.3 SLC35A3° NM_012243.3
MPV17 NM_002437.5 SLC35C1 NM_018389.5
NGLY1 NM_018297.4 SLC35D1° NM_015139.3
NUST® NM_138459.5 SLC37A4 ENST00000545985.1
PAPSS2 NM_001015880.2 SLC39A8 NM_022154.5
PGAP2 NM_001256240.2 SRD5A3 NM_024592.5
PGAP3 NM_033419.5 SSR3 NM_007107.4
PGM1 NM_002633.3 SSR4 NM_006280.3
PGM2 NM_018290.4 ST3GAL3 NM_006279.5
PGM3 NM_001199917.2 ST3GAL5 NM_003896.4
PIGA NM_002641.3 STT3A NM_001278503.2
PIGL NM_004278.4 STT3B NM_178862.3
PIGM NM_145167.3 STXBP1 NM_003165.4
PIGN* NM_176787.5 SYp NM_003179.2
PIGO NM_032634.4 TF NM_001063.4
PIGT NM_015937.6 TMEM165 NM_018475.5
PIGV NM_017837.3 TMEM199 NM_152464.3
PIGW NM_178517.4 TRAPPC11 NM_021942.6
PMM1 NM_002676.3 TRAPPC9 NM_031466.7
PMM2 NM_000303.3 TRIP11 NM_004239.4
POFUT1 NM_015352.2 TSTA3 NM_003313.4
POGLUTT® NM_152305.3 TUSC3® NM_006765.4
POMGNT1 NM_017739.3 VMA21 NM_001017980.3
POMGNT2 NM_032806.6 XYLT1 NM_022166.4
POMK NM_032237.5

2 Reference transcript numbers may be updated due to transcript re-versioning. Always refer to the final patient report for gene transcript
information referenced at the time of testing.

® There are regions of this gene that cannot be effectively amplified for sequencing as a result of technical limitations of the assay, including
regions of homology, high GC content, and repetitive sequences.

¢ There are regions of this gene that cannot be effectively analyzed for the presence of copy number variants.
To verify if a specific region/exon/variant is covered by this assay, contact a laboratory genetic counselor at 800-533-1710.
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