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Distribution of EGL Variant Classifications
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Reference Seq: Name: Length: Region of Interest: Flank: Start Position GenomicStart Name: End Position Genomic End Flank: - Coord. Sys:
soz NM_000016.4  Ex1 30 5'UTR 1 76190473 Ex1 30 76190502 1VS1 Exon c
NM_000016.4  Ex2 88 ] IVS1 31 76194086 Ex2 118 76194173 1vs2 Exon c

2510 NM_000016.4 Ex3 98 ] 1VS2 119 76198329 Ex3 216 76198426 IVS3 Exon c
2511 NM_000016.4 Ex4 70 7] IVS3 217 76198538 Ex4 286 76198607 VsS4 Exon c
2512 NM_000016.4 EX5 101 72 1Vs4 287 76199213 Ex5 387 76199313 IVS5 Exon c
2512 NM_000016.4 Ex6 81 ] IVS5 388 76200476 Ex6 468 76200556 1VS6 Exon c
2514 NM_000016.4 Ex7 131 ¥ 1VS6 469 76205665 Ex7 599 76205795 IVS7 Exon c
2515 NM_000016.4 Ex8 109 72 IVS7 600 76211491 Ex8 708 76211599 VS8 Exon c
2515 NM_000016.4 Ex9 141 ] IVS8 709 76215104 Ex9 849 76215244 VSS9 Exon c
2517 NM_000016.4 Ex10 96 ] 1VS9 850 76216136 Ex10 945 76216231 1VS10 Exon c
2515 NM_000016.4 Ex11 249 72 IVS10 946 76226807 Ex11 1194 76227055 IVS11 Exon c
2512 NM_000016.4 Ex12 72 ] IVS11 1195 76228377 Ex12 1266 76228448 3'UTR Exon c

B. Structure of the ACADM gene.
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Actions: Description:

Gene (Local): = ACADM
Chromosome: 1p31
Seqguence: = NM_000016.4
Strand: +

Exon: Ex11

Noncoding Region: []

Class: snp
Gene Location: Ex11
c.5tart: 985
c.End: 985
g.5tart: 76226846
g.End: 76226846
Length: 1
Observed: AlG

Wild Base(s): A

Mutation Base(s): G

Variant Notes:

Codon: 329
Wild Acid: Lysine (K)
Mutation Acid: Glutamic Acid (E)

EGL Observations:

Sanger: 6/ 67:167

Variant Detail

-

ACADM:Ex11

HGVS: NM_000016.4:c.985A>G
Heterozygote: NM_000016.4:c.985A>AG
Protein: MP_000007.1:p.Lys329Glu
Genomic: chrl:g.76226846A>G

EGL Custom: ACADM:Ex11:c.985A>G [ p.K329E

Alleles: G/A (Avg. Coverage =81}
African MAF: 0.14% [G=6/A=%400]
European MAF: 0.74% [G=64/R=8536]
All MAF: 0.54% [G=T70/R=12336]

Predicted Effects:

SIFT: Tolerated (0.8894) at K325E
PolyPhen: Meutral (0.03) at K329E

Splice Site:

Type: Pathogenic El

Matsubara (1990) Biochem Biophys Res Commun 171, 498
Use this reference (shows frequency in a population study) LUHB:

Andresen et al. (2001) Am J Hum Genet. 68:1408-1418

Name:

dbSNP:  Edit |

rs #: rs77931234
chromStart: 76226845

chromEnd: 76226846

strand: -

observed: cfT onEGLstrand>  A4/G
class: single

alleles: CT,

alleleNs: 36.000000,6653.000000,

alleleFreqs: 0.005378,0.994622,

HGMD:  Edit |

Accession #: CMS00001
coordSTART: 76226346

coordEND: 76226246

strand: +

HGVS: NM_000016.4:c.9854=G / p.K329E
PubMed (pmid]: PubMed |D: 2393404

Category (tag): oM (DM > FTV / DFF > DP > FF)
Medium chain acyl CoA dehydrogenase di

aka Lys329GIu.

dizease:

Ccomments:

K304E

Additional Information:
Audit Trail

Master Variant Record Initialized:

Software: GLOBE

By: Unknown

On: 01282009

Master Variant Record Last Reviewed/Updated:
Software: EmBaze

By: GEMETICS\Ibean

On: 12/15/2012

EGL Director Last Reviewed:

By: GEMETICS\Ibean
On: 07/16/2012
Mark as Director Reviewed

C. Variant page for the c.985A>G (p.K328E) ACADM gene mutation
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Gene (Local): Exon: Sequence: Variant: Classification: Patient:  Sample: Alleles: a4 Comment:
X ACADM Ex3 NM_000016.4 €.216+10T>C Benign MV00127 Heterozygous ]
X ACADM Ex11 NM_000016.4  c.985A>G / p.K329E Pathogenic MV00127 Heterozygous [ |
C X ACADM Ex11 NM_000016.4  ¢.1102_1105delTTAG / Stop@ 1156 Pathogenic MV00127 Heterozygous  [7]
]

b% ACADM Ex11 NM_000016.4  c.1161A>G / p.V387V Benign MV00127 Heterozygous

D. Patient page for an individual undergoing ACADM gene sequencing.
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Please enter the official aene symbaol or transcript (e.g. NM_*) and click Search to see all the variants that have been seen and analyzed by Emory Genetics
Laboratory for that gene/transcript. Optionally, you may also enter cDNA position, amino acid residue number, dass of variant {snp, del, ins, dup), or enter
complete nucleotide or protein change nomenclature. HGVS nucleotide “long” and ‘short” nomenclatures as well as one letter and three letter amino acid
protein change notations are compatible with the search. The prefixes 'c.’ and 'p." are not required and may or may not be entered. Historic nomenclatures
are respected whenever possible,

Emory Genetic Laboratory classification definitions may be reviewed hers.

You may submit a guestion regarding a variant by clicking the appropriate  ? button on the returned data table.

You may prompt a review of a variant of unknown signifigance (VOUS) reviewed greater than six months ago by clicking the appropriate + button on the
returned data table.

If a reported variant has changed classification, you may reguest an amended report by clicking here.,

Gene Transcript Nucleotide or Protein Change, Location, or Class
I | OR | [+ | Search Reset
{Search HGNC) {Optional) (Show example varisnt nomenclature)

Disclaimer

The interpretation of nucleotide changes is based on our current understanding of the variant at the time it was observed in a clinical case. Interpretations may not be current. Same
dats may not be represented. These interpretations may change over time a5 more infarmation about the genss becomes available. The data presented here are not intended for clinical
use osutside of the confext of an official EGL clinical report and sheuld be approached with caution. Only variants identified at EGL are listed in the EmVClass. If you intend to use EGL's
classification for publication purposes please contact the laboratory for permission.
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c.10740G>A (p.Q3580) in MLL2 T Kabuki syndrome
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