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FHH A& (Whole-genome sequencing, WGS), T&F Al
A& (whole-exome sequencing, WES), 4] T2t 7HAF
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Emedgene 2~Z E0{= DRAGEN™ Secondary Analysis,
BaseSpace™ Sequence Hub, lllumina Connected
AnalyticsE Z2St= lllumina 24 244 81 H|0|E AE2|X]
SEZ0 SYUYOCEM DEA SHE MBS oA ME
Me|RE AT EOM MK 22 SAO lluminall &2
SRNE 8T £ UL 2LICH Emedgene 2 ZEQ|0=
WGS, WES, E4 1lid 8! 0to| 3 20{2{[0|(microarray) HIO|E{<]
A2 S X|@IELCE o228 O] AZEY0E= T Mg
H0|(single nucleotide variant, SNV), & &/Z&(insertion/
deletion, Indel), Xt =X #10[(copy number variation,
CNV), B EZEZ2|0f DNA #H0[(mitochondrial DNA

variant, mtDNA), 7% #0|(structural variant, SV), &<
A BH=(short tandem repeat, STR) § 2 2|eH HO|
FYs ZIHO 2 XAYLICE Emedgene AT EL|0=
DRAGEN Secondary Analysis® ZZ2X{Ql #Ho| A=
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of interest, RO H&stA AESH0 oA £E AHEXL
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Emedgene 2T EQ|0{= 0 53 % AR H[0|H

AAE YO0|ESIH T4 MER DS YHg BtEstn
UGLICL O] AL ES0{= Online Mendelian Inheritance

in Man(OMIM) ZtEf23, ClinVar & & ¥+XH&0|

AE3H= 22 C|O|EH|0[ AL} X0 X2|(natural language
processing, NLP) 7|=0| H&& Xt 2t == F2l|0|M
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VARIANT
Missense Variant
NM_02449402  ¢.722G>A
NP_078163.1  p.Gly241Asp
Heterozygote
Total allele count = 0in
gromAD and BXAC
prediction=damaging,
conservation=high GENE OMIM
PMID: 29909964
WNT2B
:
Intolerant Gene
Total allele count = 0 in Compound Heterozygote
gnomAD and ExAC, . Autosomal Recessive
prediction=damaging, Variant in
VARIANT
Frameshift Variant
NM_024494.2 c.423del
NP_078163.1 p.Phe141LeufsTer10
Heterozygote
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Emedgene 2ZEQI0{= SNV, Indel, CNV, SV 3! mtDNA
H0oloi| cHet Uliol%*%ﬁ%*ﬁl(Amerlcan College of Medical
Genetics, ACMG)2| Xt =2tEl 27 I1|74|E AHE3dH HO|
F20|E(variant curator)2l Ats 25 Ef MEH(automated
classification tag selection)2 7\:.55}5 ESPN = FdEntel o)
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SUBJECT PHENOTYPES
Matched

Diarrhea
Malabsorption
Aplastic Colon

Disease Phenotypes

DISEASE PHENOTYPES
DISEASE

Diarrhea 9

Disease Phenotypes Intolerant Gene

Read more... Compound Heterozygote

Autosomal Recessive

SUBJECT PHENOTYPES
Unmatched

Chronic diarrhea
Villous atrophy
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ACMG Classification Pathogenic | 1.00
«0.99.0.9 o
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Gene Number: Copy number loss overlaps 1 protein-coding gene (including 1 established ClinGen gene and 0 predicted HI genes).

Genes affected by breakpoints: LHX4 (both breakpoints inside the canonical transcript)

Gene description Overlap info ClinGen HI predictors
Name Strand Gene CNV s HI pLlscore HI index
LHX4 + 16.3% 100.0% o 3 0.02 6.37
Section 1 Section 2 Section 3
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NEPL LS EHiES Sl 28 224 3 £0|1 EF
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HEY UH, YIEER, EUIME MMt FE A TEEYH
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operating procedure, SOP)E 7#3ig &= USLICE
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DRAGEN Secondary Analysis oA

DRAGEN Secondary Analysis 2ZE&|0{= NGS H|0|E
Xe| Aat Fe=tstn ZZX0|H 22X Q1 0| HE(variant
calling) ¥& M3eLICH DRAGEN Secondary Analysis=
precisionFDA Truth Challenge V20i[Af HZIX|0f| 7ot
CHE =& WS of ©H| X032 EY(all benchmark
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Hee &M Mol A= Fek CHfoh assay X HO0| Rt

=ty Yot RTA CIOIEHMES] 28Xl M| 5 RTA|
A Al YISt PPl ZH|of ciet SiZEX S MAIZLICH

EESF Multigenome(Z2iE) 2HEAZ RTA CHFE (genetic
diversity)2 Z&5t11 21E M3k (ethnicity bias)2 Z0|H

CHE YECH SNV =L E =0 ELICH DRAGEN Secondary
Analysis= A540| &2 F(high-homology region)dilAl =
TYMOE HOIE HEYLICL

Emedgene 2~ E2|0{= DRAGEN Secondary Analysis2t
71 TRl Serg Soff X XstEl 24 24 8l 3K+ 24
SFHES MSELICH DRAGEN IHO|Z2fRl2 2 QIAFHA
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management system, LIMS)2t2| Sehg XIHL|CE =
T|EQT Qlueteto] RAS S210] 7Hs5H = BaseSpace
Sequence Hub, lllumina Connected Analytics, Amazon

Web Services®l Amazon S3, Azure Blob S& /et LIO|&
0|5 gle AER|X| E8E X|EHLCt,
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Emedgene 2ZEQ|0j= 42 H 2 5! Mof| 2ot
#(Health Insurance Portability and Accountability Act,
HIPAA)S| 2718 XIX[stH R olgrel detHo|H B
T8 (General Data Protection Regulation, GDPR) #%l2
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lllumina= #2[%, 225 2|10 7|&X Zot g | =l
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2lZ(single sign-on, SSO) &M Sgfnt 242 g &Y Hot
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Your Own Key)StH CO[E| £ 0|F Y=otste= SME AL
7t sy,
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Emedgene software—Genome Equivalent

20073772
Sample (FASTQ)
Emedgene software—Genome Equivalent
20073773
Sample (VCF)
Emedgene software—Annual S tand
. g vv. ual Support an 20073776
Maintenance (Basic)
Emedgene software—Annual Support and
) ) 20073777
Maintenance (Professional)
Emedgene software—Annual S tand
. g w ' ual Support an 20073778
Maintenance (Enterprise)
Emedgene software—Training at Customer Site 20073774
Custom report (Annual) 20073778
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EALE AZEQI{0l|M XIHHC 2 ER S0l HOE MEE
YR T Hoteh B4 4 JUSLICH XtMet HEE lllumina Y
EEXIOIA Z22I5kA|7| BEELICE,


https://www.illumina.com/products/by-type/informatics-products/emedgene.html
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