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2iX} 7|2 HE (PATIENT INFORMATION)

Unique ID [Unique ID] EEo| [=Eel] MEEIY EDTA blood
3bilionID  [3billion ID] = Pediatrics MEMFY  yyyy-mm-dd
WA/ HE yyyy-mm-dd / Male o|2|7 |2 [212]7]2H HAMSEY  yyyy-mm-dd
oI= Latino/Admixed American MEFLA yyyy-mm-dd
A Mother/[3billion ID]

Variant 1: NC_000023.11:9.25013650NGC[23] (GRCh38) Detected

Results Variant was observed

Gene ARX

cDNA NM_139058.3:¢c.298GCN[23] (p.Ala100[23])

Zygosity Heterozygous

Disease [Inheritance Mode] Developmental and epileptic encephalopathy 1 (OMIM: 308350)

Classification Pathogenic
G GT CTCTCGC G G GGT
arTcTcCcTTGC G a GarT

Aol

NM_139058.3:¢c.298GCN[23] (p.Ala100[23])
Chromatogram showing +/-10bp flanking region of the variant breakpoint (vertical line).

Variant 2: 2-210606931-A-G (GRCh38) Not detected
Results Variant was not observed
Gene CPS1
cDNA NM_001875.5:¢.2182A>G (p.Lys728Glu)
Zygosity Not applicable
Disease Carbamoylphosphate synthetase | deficiency (OMIM:237300)
Classification VUS
Toreaccre acc.craa

AR et

NM_001875.5:¢.2182A>G (p.Lys728Glu)
Reverse chromatogram showing +/-10bp flanking region of the variant. The variant position is highlighted in yellow
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ZApHH (METHODS)

BERAX|IEIMO|| w2t buccal kitE AFRSI0] k%Sl HAI0IM genomic DNAZS Z==MELICE Primer3 (v. 0.4.0), (Whitehead institute; http://
bioinfo.ut.ee/primer3-0.4.0/) [1,2] % NCBI GenBank &% MEE AtE3%t0]| PCR primers C|XIQ! StHELICE EEEAX|EIMO]| 2t PCR Master
Mix Kit (ThermoFisher Scientific, Waltham, MA, USA), ExoSAP-IT™ PCR Product Cleanup Reagent (ThermoFisher Scientific, Waltham, MA,
USA), BigDye™ Terminator v3.1 Cycle Sequencing Kit (ThermoFisher Scientific, Waltham, MA, USA)2t SeqStudio Genetic Analyzer (Applied
Biosystems, Foster City, CA)S AtZ35}0] PCR amplificationzt Sanger sequencingS st &LICt A|2lA Alt= Sequence Scanner Version
2.0 (Applied Biosystems, Foster City, CA, USA)Z 0|238}10] 28I &L|Ct.
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7| M 0] (single nucleotide variant, SNV) 2! 2 A2l/Z4 #0]| (small insertion and deletion, small INDEL)2} breakpoint 7+ 2
0| (structural variant, SV)& ZAZst7| 2ol Me|Uz|ol|M IHLEAUSLICE 2 HAME College of American Pathologists
750906)2} Clinical Laboratory Improvement Amendments (CLIA#: 99D2274041) 22E{ 10| QIMAAE 23T & Qe A2 1S
f. O] ZIAK= CHS ot 22 H[$h AtetE Zetote| Zote|X|= tELICE A5 X5 E@Y (homologous genomic regions)2| co-amplification@ 2
A Znt, mato|H Zek Foo| YRX|X| 2 tFUHT|CHREM (polymorphism) 22 1%t CHE] RFXt &2 (allelic dropout) 22 1%t 2154 Zat,
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ACCREDITATIONS AND CERTIFICATIONS

CAP License # CLIAID #
8750906, AU-ID# 2052626 99D2274041

O| HEXE= QAL RS}, HESAIZE T E UAE0| ZRHoZE HEMSLICH
Report electronically signed by:

Go Hun Seo, M.D, Ph.D.
Chief Medical Officer & Laboratory Director
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