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A1} 29 (RESULT SUMMARY)

Primary findings No variant reported Additional findings No variant reported

Secondary findings No variant reported

1X} Z2} (PRIMARY FINDINGS)

NEGATIVE

[Intellectual disability, Atrial septal defect, Cryptorchidism]E Y27|= A E LTI RTXI0HA THY G| Ho|, =2 AU/AMK| 0|, EXi<= #Ho|, O]
EZ 2|0 #Ho|, gt M B7t 12 Ho| S YMHOE 0|03t HO| I UAR|X| QtSLICH

;==

-—

X A3} 51{A4 (PRIMARY FINDINGS INTERPRETATION)

_|>

3| A (autosomal dominant inheritance) 22t ST X0l heterozygous VUS 0|7} Qli= AL, AlFMA| 24 (autosomal recessive), A S AA|
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111 H|o|E{|0] 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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1. 21 QoF Z1ut= Positive, inconclusive 12| 1 negative M7tX|2 EFE/L|C}.

Category Explanation
Positive + AD/XL Ezte| 201 RHXI0l|A P/LP variant 7t Q1= = 22
- AR Zgte| ol TMXI0l|A] 27 O] 42| P/LP variant 7+ &Q1E|= 2 (proband only 2| 2 phasing study 7} A=/ X|
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Negative - YO FTE 0|U= HO| 7} =RIEX| b= F

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.
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Al24 HI0|E{= DNA LINK 0flA] PacBio Revio system & AFE5H0] MM EUSLICE 1K} 5 2Kt A& H|O|E] 2412 DNA LINKO|A 3510 BAM 2
VCF IYUS MHFELICH (RIS L2 ofef & =), Ma|d2|H2 K|S E VCF TIUE Ho| 24 8l shA S fHBIFELICH M=l Z [[totalYield]]7He| &
7| M€ Ol0|E{= Genome Reference Consortium Human Build [[build]] (GRCh[[build]])2t 2IZHI|EZE=2|of DNA2| Revised Cambridge
Reference Sequence (rCRS)0] align=|A&LICH FE Q%K= [[meanDepth]]x mean depth-of-coverage 2 AIEA! E[ASLICE MEQTH|Q| of
[[cov10x]]% 7t 10x O|A Q2 A|@ A =ASLICEL Z [[snp]]7Hel THUGET7IME HO|(SNV)t [[indel]]7H2] ZH2 &) 2 Z4A #O| (small INDEL)O| 2HRlE|
AELICE SNV/small INDEL ZAZS 2I8l DeepVariant (Nat Biotechnol. 2018 Nov;36(10):983-987)2 AFE35t1, copy number variant (CNV) £ X
kot structural variant (SV)E Z&5tH7| f/8 PBSVE AFSIRSLICE 12|10 repeat expansion HO| ZZE& ?lsl Tandem Repeat Genotyping Tool
(Nat Biotechnol. 2024 Oct;42(10):1606-1614) £ A3t M, paralogous regions O|Lt segmental duplications0ilA Xt gene copy number
9} phased variants ZZE2 2|8l Paraphase (https://doi.org/10.1101/2024.04.19.590294) 2 A2SIHELICE EE3H regions of homozygosity (ROH)
I AE2 2lsl AutoMap v1.2(Nat Commun. 2021;12:518)E AMESIFH M, #0| FMZ QA= Variant Effect Predictor v104.2 (VEP, Ensembl,
Genome Biology 2016;17:122.)7t AFSE|USLICH A4 0|5 241 5 Ho| siA2 Ma|Uz|AHoj|A JHEEl XtSHO| 314 A|AEIQI EVIDENCE v4.2
(Clin Genet. 2020;98:562-570)2 AI&3t0{ +AHSIRSLICEL | #Ho|e| ME 3l 2F= American College of Medical Genetics and Genomics
(ACMG) % Association for Molecular Pathology (AMP)0llAl #&3SH= XI& (Genet Med. 2015;17:405-424, Genet Med. 2020:22:245-257, Hum
Mutat. 2020;41:2028-2057)0]| (2}, StXfe| HoAY, 7153, J2| 1 O|HMof| AU HAF ZUHE T7[HIOE SHE|USLICE HO| siAd AJFo| YMEo=
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Go Hun Seo, M.D, Ph.D.
Chief Medical Officer & Laboratory Director
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