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Targeted Genes and Methodology Details
for Cholestasis Gene Panel

The following applies to CHLGP / Cholestasis 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 (CNV) 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 October 2025 to the present. This document is intended to highlight additional evaluations for variants of high
clinical interest 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 Additional Evaluations Technical Limitations
ABCBI11 NM_003742.4 - -
ABCB4 NM_000443.4 - -
ABCC2 NM_000392.5 - -
ABCG5 NM_022436.3 - -
ABCGS8 NM_022437.3 - -
ABHD5 NM_016006.6 - -
ACOX1 NM_004035.7 - -
AGL NM_000642.3 - -
AGPAT2 NM_006412.4 - -
AKR1D1 NM_005989.4 - -
ALDOA NM_000034.3 - -
chr9:g.104198194C>T (c-214G>A);

ALDOB NM_000035.4 chr9:2.104197990C>G (c.-11+1G>C); -
chr9:g104183575A>T (c*516T>A)

AMACR NM_014324.6 - -

ARSB NM_000046.5 - -
ASAH1 NM_177924.5 - CNVs may not be detected in exon 4
ATP8B1 NM_005603.6 - -

BAAT NM_001701.4 - -
BSCL2 NM_032667.6 - -
CAVIN1 NM_012232.6 - -

CC2D2A NM_001080522.2 - -
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Targeted Genes and Methodology Details
for Cholestasis Gene Panel (continued)

Gene Reference Transcript Additional Evaluations Technical Limitations
Poly T tract;
TG repeat region for 5T alleles only;
deletion/duplication analysis;
chr7:g17179040AGAAT>A
(c.870-1113_870-1110del);
chr7:g117199500G>A
(c1393-18G>A); chr7:g117227784T>A
(c1585-9T>A); chr7:g117227785G>A
(c1585-8G>A); chr7:g117218381A>G
(c1585-9412A>G); chr7:g117229521A>G
CFTR NM_000492.4 (c1680-886A>G); chr7:g117229524A>G | CNVs may not be detected in exon 13
(c1680-883A>G); chr7:g117229530G>T
(c1680-877G>T); chr7:g117246713T>G
(c.2909-15T>G); chr7:g117250260A>T
(c.2989-313A>T); chr7:g117251609A>G
(c.3140-26A>G); chr7:g117251619T>A
(c.3140-16T>A); chr7:g117266272C>G
(c.3469-1304C>G); chr7:g117267864A>G
(c.3717+40A>G); chr7:g117280015C>T
(c.3718-2477C>T); chr7:g117288374A>G
(c.3874-4522A>G)
CIDEC NM_001199623.1 - -
CLDN1 NM_021101.5 - -
CYP27A1 NM_000784.4 - -

CYP7A1 NM_000780.4 - -

CYP7B1 NM_004820.5 - -

DCDC2 NM_016356.5 - -

DGUOK NM_080916.3 - -

DHCR7 NM_001360.2 - -

EHHADH NM_001966.4 - -
FAH NM_000137.3 - -
FBP1 NM_000507.4 - -

FUCA1 NM_000147.4 - -

G6PC NM_000151.4 - -
chr17:g.78078341T>A (c-32-13T>A); )
GAA NM_000152.5 chrl7:578090422A>G(c.2190-345A>C)

GALNS NM_000512.5 - -
GBA NM_000157.4 - -
GBE1 NM_000158.4 - -
GLB1 NM_000404.4 - -
GNE NM_001128227.3 - -

GNPTAB NM_024312.5 - CNVs may not be detected in exon 4
GNS NM_002076.4 i CNVs may not be detected in exons

2and7
GUSB NM_000181.4 - -
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Targeted Genes and Methodology Details
for Cholestasis Gene Panel (continued)

Gene Reference Transcript Additional Evaluations Technical Limitations
HADHA NM_000182.5 - CNVs may not be detected in exon 14
HGSNAT NM_152419.3 - -
HNF1B NM_000458.4 - -
HSD17B4 NM_001199291.3 - -
HSD3B7 NM_025193.4 - -
chrX:g148586802-148586978del
(c-311_-135del177); chrX:g148578704C>T
IDS NM_000202.8 (c709-657G>A); chrX:g148568762 -
(c1007133A>G);
IDS/IDSP1inversion
IDUA NM_000203.5 - -
INVS NM_014425.5 - -
JAGT NM_000214.3 - -
KCNH1 NM_172362.3 - -
LIPA NM_000235.4 - -
MAN2B1 NM_000528.4 - -
MKS1 NM_017777.4 - -
MPV17 NM_0024375 - -
MVK NM_000431.4 - -
NAGLU NM_000263.4 - -
NEU1 NM_000434.4 - -
- e s nd AL
NPC1 NM_000271.5 chr18:g.21132700C>T (c.1554-1009G>A) -
NPC2 NM_006432.4 - -
NPHP1 NM_000272.4 - CNVs may not be detected in exon 3
NPHP3 NM_153240.5 i CNVs may not be detected in exons
8and 22
NPHP4 NM_015102.5 - -
NR1H4 NM_005123.4 - CNVs may not be detected in exon 3
PEPD NM_000285.4 - -
PEX1 NM_000466.3 - -
PEX10 NM_153818.1 - -
PEXT11B NM_003846.3 - -
PEX12 NM_000286.3 - -
PEX13 NM_002618.4 - -
PEX14 NM_004565.3 - -
PEX16 NM_057174.2 - -
PEX19 NM_002857.3 - -
PEX2 NM_000318.3 - -
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Targeted Genes and Methodology Details
for Cholestasis Gene Panel (continued)

Gene Reference Transcript Additional Evaluations Technical Limitations
PEX26 NM_017929.6 - -
PEX3 NM_003630.3 - -
PEX5 NM_001131023.1 - -
PEX6 NM_000287.4 - -
PEX7 NM_000288.4 - -
PHKAZ2 NM_000292.3 - -
PHKB NM_000293.3 i CNVs may not6b:n<3e1t1ected in exons
PHKG2 NM_000294.3 - -
PKHD1 NM_138694.4 - -
PNPLA2 NM_020376.4 - -
POLG NM_002693.2 - -
PRKAG2 NM_016203.4 - CNVs may not detected in exon 13
PSAP NM_002778.4 chr10:g.73583679G>T (c.777+1915C>A) -
PYGL NM_002863.5 - -
ScpP2 NM_002979.5 - CNVs may not be detected in exon 7
SERPINA1 NM_000295.5 - -
SGSH NM_000199.5 - -
SLC10A1 NM_003049.4 - -
SLC10A2 NM_000452.3 - -
SLC17A5 NM_012434.5 - -
SLC25A13 NM_014251.3 - -
SLC27A5 NM_012254.3 - -
SLC37A4 ENSTO0000545985.1 - -
SLC7A7 NM_001126106.2 - -
SMPD1 NM_000543.5 - -
SUMF1 NM_182760.4 - -
TALDO1 NM_006755.2 - -
TJP2 NM_004817.4 - -
TMEMZ216 NM_001173990.3 - -
TRIM37 NM_015294.6 - -
TRMU NM_018006.5 - -
UGTI1A1 NM_000463.3 - -
VIPAS39 NM_022067.4 - -
VPS33A NM_022916.6 - -
VPS33B NM_018668.4 - -
Effective Date Version Synopsis of Test Change
| 10/2025 V2 Added IDS/IDSP1 inversion detection for the IDS gene
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