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£ o|o|E{H[o] A (RESOURCES)

+ Online Mendelian Inheritance in Man®:This report contains information from the Online Mendelian Inheritance in Man® (OMIM®)

database, which has been obtained under a license from Johns Hopkins University. This report does not represent the entire,
unmodified OMIM® database, which is available in its entirety at http://omim.org/downloads.

- gnomAD (genome Aggregation Database): gnomad.broadinstitute.org

« ClinVar (National Center for Biotechnology Information ClinVar Database): ncbi.nim.nih.gov/clinvar

« HGVS (Human Genome Variation Society): varnomen.hgvs.org

+ HGMD (The Human Gene Mutation Database) Professional

+ MITOMAP (A human mitochondrial genome database): https://www.mitomap.org/MITOMAP
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A ArEH (NOTES)
1. 21t 9k A1t Positive, inconclusive, 12|11 negative MI7HX|Z2 2FElL|C
Category Explanation

Positive - AD/XL Zete| 2191 RTXIof| A P/LP variant 7t 21| = HL
- AR ZZto| 2Iol QEXIO|A 27 O] Ake] P/LP variant 7} ZRIE|= AL (proband only 2] 22 phasing study 7+ AIBSE|X| QQHSLICE)

Inconclusive . AD/XL Alstof RIQI REXIU|AMVUSIt 2RlE| = E2
. Zlzto| glol QHXIOf| A 17H0] A2 VUST} 2ol &= A
- AR ZZto| 2Iol QEXIO|A 22! JHe| P/LP variant 7t 2.‘.1' =32

Cl=A
- 2] ot et &&3h= GUS 0l variant 7t 2ol = 22
Negative - YYHOZ BBE O|0|U= HO|Tt 2HRIE[X| b= B2

Abbreviation: AD; autosomal dominant, AR; autosomal recessive, XL; X-linked, P; Pathogenic, LP; likely pathogenic, VUS; variant of uncertain significance, GUS; gene of uncertain
significance.

2. Ho| &F (Variant Classification): ACMG guideline (PMID 25741868)01|lX X|A|gt evidence type [population data, computational

and

predictive data, functional data, segregation data, de novo data, allelic data] B2 Zt evidence?| Z= [very strong (VS), strong (S),

moderate (M), supporting (P)]£ Z&3l0] 2} H0|S Bt=3st 1 23 (classify)SHLICt.

HEAIZ (RECOMMENDATIONS)

1. ZAL Zatof| chgh /7 HEo| 2ot

2. 0| ZAK= CHREEQ| QFA| FHof|M THAHT|ME HO| (single nucleotide variant)2t 2 AFRl/Z Al B10] (small INDEL(<50bp)), £H|Z=£40] (CNV),
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ZAlaiH (METHODS)

ZXAX|EIMO]| 2t EDTA tubeS AFEoHo] AMiZF|E! HE HA|0|M genomic DNAS FE3MELICE TruSeq DNA PCR-Free kit (llumina, San Diego,
CA,USA)E AF2310] sequencing libraryS MIZH6tH 1, NovaSeq 6000 system (lllumina, San Diego, CA, USA)S AFZ38t0] sequencings &L
Ct MHEl & 114,598,635,492712] E7| M€ HI0|E{= Genome Reference Consortium Human Build 38 (GRCh38)1} Q17H0|E2=2|0F DNAS|
Revised Cambridge Reference Sequence (rCRS)0| 135HA| DHE UL, & FTM|= 35.49x mean depth-of-coverage £ Al E|ASLICE X
HRTIHQ oF 97.22% (TIA| HHMK|S| 97.99%)7t 20x O|42 2 A|AY E|UELICHL EF RTK| FH0|| TSt depth-of-coverage HE= 2 Al M3
LIC}. & 4,128,3387112| THAHT|ME HO|(SNV)2 1,007,340702] ZH2 4] 5! 24 HH0|(small INDEL)O| ZHRI=|AELICE F=M0|Lt 14 sil40] gli= THH|
Ho| SE2 @8 Al MSELICE MYERTHM|| 2.78%= coverage?t ZEIX| LUK, O] +X|= DEE HERTA| AIZA HI0[E2| E4o|| 2eistH, 24
ol Zgfet 2402 ZEREL|CE |XHO0Io| ME Gl TH=E2 Ma|U2[A0j| A JHEHEl XSO |sHA A|ARIQI EVIDENCE v.3.2 (PMID: 32901917)E AI83IR=
Ol, American College of Medical Genetics and Genomics (ACMG)0[A &St 7to|=2tel (PMID: 25741868, PMID: 31690835, PMID:
32906214)2 7|Hto= ZAHAXIS| A4 HEHet RMHO| HEE Fsto] ~HSIASLICEL 2 RTHO|= 7H0|=21lo| M2} "pathogenic”, "likely
pathogenic”, "uncertain significance", "likely benign”, "benign"2| CHIZHX| 7E| 02| 2 2F IR, "likely benign"2t "benign"of| siE x| = #Ho|= &
TEIX| b= S X0 2 SIHALICE FEsH BE SNV, small INDEL, 12|10 breakpoint?}t 2012l RE LZH HHO| (SV)= AH0] A|RAIS S8 ZolstH
L|Ct SHHO| HilE= AAOStRMEr MET et &St et UMOAZE MEE HO| ST Zsto CHel Wrteh 2of| YA OR J1Ek fo|ofst #Ho

£ MEfsto] 2ot 1, SFHO0l= Human Genome Variation Society (www.hgvs.org)2| B&E HHEHS M2 HHSIHELIC
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2 Ak CHHES FEloh= CHRE 0| At F LHol| A, THAHT|ME 0] (single nucleotide variant, SNV) X &2 4f¢l/Z A 0| (small insertion and deletion, small INDEL) 2t 2 EH|4- #10|
(>=3 A& A& g THSH= copy number variant, CNV)E ZE6t7| 2lsi A2|La| ol ZHLUEASLICE 2 ZAHIE College of American Pathologists (CAP#:8750906)2t Clinical Laboratory
Improvement Amendments (CLIA#: 99D2274041) 25E{ T1H0| = QAL QIE 2RSS

0|2 o3t e} 8l RTH[Ste| (ACMG)2| 7|&EZ 3! 710|=2121 MM G https://www.acmg.net/PDFLibrary/Standards-Guidelines-Clinical-Molecular-Genetics.pdf) il L2} =8| ALt &2
Atz CHES ASH= tR22] A HH LHoflA SNV, small INDEL (<50 bp) % 2 SH|: HO| (>=3 ¢l Ald)at =2 M2 =2 ZAES 4 AFL|CL 9] (inversion), T2 (translocation), K=&
22, oliet Y9 Ho|E 52 M= 2 HES|

AZIAIS 428 4 s RIS 015 WRIBLICL ZAF WOl BAR QAT N RuY BE 813 SEK ZA ke %

0|EZE2|0F X[ 0] (low level heteroplasmic mitochondrial genome variant)2t Z+2 £0|[7} o|Alg|= &
TE MAIE CHE HAE St 248 HERILICE 5t 52, AIZA W HHO| 7|&X oSO Qloll S2tTstA| AIFA &= FHo| EXHELICE of2{s EH L #0|7} ol M| = 2R, slieh FHo| Y|
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Accreditations and Certifications

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

Ol BEEL oA, QHBIA, MBI T4 YAEO| FEFOE HEYSLICL

Report electronically signed by:

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