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R 7O S LDMRE L2 TONI T R ESRITICE DRSO NI - BEBRE LV
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BRARNZRT —AN—X I bOBEFERICOVWTERRKN - EMFNEENEREINTVET —IN—ITHO RHENEETF
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TUTDADDT—ER—2ZERT 3.

(ERT—2~X—2X]

1. ClinVar
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3. PublicP/PublicB *?

4. ARRLNITUR)R R

31 HGMD" is a registered trademark of Cardiff University
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1. RefSeq
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31 Jul 2023 v1 posi_con

PrismGuide IRD Panel Summary Report (Prioritized Variants)
QC Status: Pass

Order ID: posi_con

Sample Information

Cl Sample ID posi_con

SNV/Indel Information

® O

Mutant Allele Frequency Mutation Content Consequence
# Gene Name Inheritance Pattern Frequency (Read) Zygosity HGVSc ACMG Classification ACMG labels
(N ABCA4 Recessive 53.29% (721/1353) Heterozygous  |c.5318C>T p.Ala1773Val Pathogenic PS1,PS3,PM2,PP2,PP3
VA ABCA4 Recessive 53.70% (610/1136) Heterozygous  |c.1760+2T>G - Pathogenic PVS1,PS3,PM2,PP3,PP5
) RPEGS Recessive, Dominant 53.73% (663/1234) Heterozygous  |c.1154C>T p.Thr385Met Pathogenic PS1,PS3,PM2,PP2,PP3,BP4
ENRPGR X-linked 98.68% (149/151) Hemi .2838_2839del p.Glu947GlyfsTer131 F i PVS1,PS3,PM2
8 CEP290 Recessive 24.35% (158/649) Heterozygous  |c.2991+1655A>G - Likely pathogenic PS3,PM2

@ SNV/Indel Report:

ABCA4DAIa1773ValdATH THY) . EE(SH)OFNLERTSH D,
ABCA4(DC.1760+2T>GRATO THY , BB DENERTHD.

RPE65M Thr3s5Metb AT O THY . HiE(HH) R G AEEE)ORNERTH S,
RPGR®DGIu947GlyfsTer131@ R E TH Y. XlinkedDFENERTH D,
CEP290(¢.2991+1655A>GEA T THY), HiE(LH)DFNEROARERN B,

@ |SNV/IndeINOtes: |
@ |SampIeNo!es: |

Report Date: Confirmation Sign:

O wN =

|
—
@ Databases/Software Used
Database/Software Version Used
PFAM 2022-05-15
VEP cache 1000 Genomes phase3
Ensembl VEP cache SIFT sift5.2.2
Benign Variants from PMID:31213501 v1.0.0
Ensembl VEP cache dbSNP 154
Ensembl VEP cache RefSeq 110
freebayes 1.3.2-38-g71a3e1c-dirty
Custom Variant List v1.0.0
GEMJ v1.0.0
multiqc 1.8
Clinvar 2023-01-09
Human gene annotation 2022-10-04
fastp 0.20.0
vep 108.2
dbscSNV 2015-04-13
Ensembl VEP cache assembly GRCh38.p13
samtools 1.9
Ensembl VEP cache 2022-10-07
Repeat Masker database 2022-10-19
BLOSUM62 108
bwa 0.7.17-r1188
\\ Pathogenic Variants from PMID:31213501 v1.0.0 [
—~—

~—~

Appendix 1. Targeted Genes

Gene Symbol Transcript Protein HGNC ID
ABCA4 NM_000350.3 NP_000341.2 34
ADGRV1 NM_032119.4 NP_115495.3 17416
AIPL1 NM_014336.5 NP_055151.3 359
BEST1 NM_004183.4 NP_004174.1 12703
C8orf37 NM_177965.4 NP_808880.1 27232
CA4 NM_000717.5 NP_000708.1 1375
CACNA1F NM_005183.4 NP_005174.2 1393
CDH23 NM_022124.6 NP_071407.4 13733
CDHR1 NM_033100.4 NP_149091.1 14550
CEP290 NM_025114.4 NP_079390.3 29021
CERKL NM_001030311.3 NP_001025482.1 21699
CFAP410 NM_004928.3 NP_004919.1 1260
12 PrismGuide™ IRD/\ZRIL & X7 L



PrismGuide™ IRD/\®RIL AT L

B —LR—rOBE
771 L% PrioritizedVariantsReport.pdf
A B NERZTFEDILA—FTCTUTOEENRTIINET,

RHL HE% N B
DOQCHIERER QC Status QCOH|TEFER
@F—4—1ER Order ID FRARBFD A —4—ID
B 7GR Clinical Sample ID EEpRH > 7ILID
Gene Name BEFE
Inheritance Pattern | J&{m/\2—>
Frequency (Read) TLILSEE
HROBGEFEICHITIERETT,
Zygosity Bl—OXILBGEFDIEEIF"Homozygous”. B A B INEGF DI A 1"
@SNV/InDel5#R Heterozygous”" Y BTN £,
HGVSc CDSZE1{t*:
HGVSp T/
ACMG Classification | ACMG%%E
ACMG labels ACMGE#

®SNV/InDel LR—k

SNV/InDel Reports

@ICEEBR NI ERREZEEBICF DA UATORATHAE
n&xv, ) EEFRIOIT7I/BELIRFE/ATOITHO.EE
NEZ—2]D[ACMGH$E] T,

®SNV/InDel /—k

SNV/InDel Notes

NAAA2TARTA v D B RERET oI R LT .GUIETERC
ICOAXYPEANTEET ANLIEOXUMINUT RS EICHATNE T,

@IV =

Sample Notes

GUIEDY Y FILEESEEE C. U FILICDWTOAX IV FIRERB D H o
B BICOXY N EASTITEET,

Report Date

LR—hAZFESTERIIW T

®LKR—tH. BLEHM

LR—MEREDEL ZFESTLH I M T

Confirmation Sign

%1 CDSZMb. 7= /B2 WIEEfI B Dt 7AIFHuman Genome Variation Society (HGVS) IZHE 3.

TF—=RAR—=R/)TITT

REL HE% " =
OF—#N-2, YIhOITIER | Do/ | s T - —z0aE L A VaV A RBENTLET,
BLFIER
Rl EE% A &
N BLEFREEEID.2>V/XVID.HUGO Gene Nomenclature
BT IR Torget Genes Committee (HGNC) DA SN ET,

PrismGuide™ IRD/NFJ)L X7 L
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31 Jul 2023 v1

Order ID: posi_con

®E

Sample Information

PrismGuide IRD Panel Sequencing Report

posi_con

|Clinical Sample ID

|posi_con

|Cus(omerfprovided Sample Sex

|Male

@ Sequencing Analysis Information

Panel

PrismGuide IRD Panel

Reagent

PrismGuide IRD Panel reagent kit

/Analysis Execution Date

31 Jul 2023 14:25:25

On Target Reads (%) 73.86
On And Near Target Reads (%) 82.55
Off Target Reads (%) 17.45
Mapped Reads (%) 99.37
Duplicated Reads (%) 6.33
Reads Mapping Quality 0 (%) 3.53
Average Quality 36.5
Average Insert Size 195.1
Insert size std 55.3
Mean Target Coverage 588.33
Targets Not Covered 4
Evenness 83.83
Uniformity 1.673
Derivative Log Ratio Score for PrismGuide IRD Panel
System 0.133
Pipeline-calculated Sample Sex Male
Low Coverage (>=100x) 98.89
Medium Coverage 65.27
High Coverage 2.14
@ Data Analysis Information
Analysis Protocol IRD Protocol v1
Pipeline Version IRD Pipeline v2.4.3
Enable CNV Calling Yes
Import SNV Results Yes
CNV Calling Mode Yes
Flanking Region (bp) 10
Allele Balance Priors Off Yes
Minimum Alt Count 5
Minimum Base Quality 20
Minimum Total Read Count 20
Minimum Mapping Quality 30
Max Read Mismatch Fraction 0.04
Threshold for Targets Not Covered 1
Germline Minimum Alt Fraction 0.2
Germline Segmentation p-value Threshold 0.01

Genetic aberration selection criteria (SNV, InDel)

Default SNV Filter

Genetic aberration selection criteria (CNV)

Default CNV Filter

Analysis Program Version

0.3.20

PrismGuide™ IRD/N#J)L > X7 L
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=TT LR—OBE
7741 )% SequencingReport.pdf

RE BIRTOJSLANMRELIEL2TONUT VR ERIFICEDEON AR - SERRE SV REFMIERICEATS

IhE- &5E1ER
REL IEE% A B
OF —4—1E#R Order ID F—HA—BHIBERLI=A—4—ID

@F>7IVIER

Clinical Sample ID

F—H—BFIERLUIERR Y > 7ILID

Customer-provided Sample Sex

F—HA—BHIBRLIBE DML

Panel J\NFJL4 (PrismGuide IRD Panel)
Reagent sA3 4 (PrismGuide IRD Panel reagent kit)

Analysis Execution Date

fRITH (BT B & &)

On Target Reads (%)

NFILTERBENICIRTOBEFETAH—/N—FvTLTWVWB Tl
S2—BEN)—FDEIE

On And Near Target Reads (%)

NI TERESNTCIRTORFTHEAMIC250bpEELTWVS
TIILE—IBEhc)—RDEIE

Off Target Reads (%)

INFILTEZEINTI-On TargetF /zlENear Targetfig & A+ —/\—
ZyFLTWAWIrLZ—EBEni)—ROEE

Mapped Reads (%)

VI7LYRT LRy EY TSN ) — ReEON—tE>T—D

Duplicated Reads (%)

20 ) - FRICH T3 EERU—FOEIE

Reads Mapping Quality 0 (%)

RYEVTRENOICEFLWI—FOEFTDEIE

Average Quality

2TD)—RDPhredX 27 DF15

G T — 2T 315K

Average Insert Size

RT7BLUOIYTENTHRARDOFEIEN T TL— R

Insert size std

7T - ENROBERE

Mean Target Coverage

F—7y MEERNOEEDOSHZINSORIFDERTE /D

Targets Not Covered

1 FEBZANLY DZFFDNRILDE—y SR D

Evenness INFILDE—/7y MEIFICIE LK B SN TLBIR—ZDEIE
Uniformity B—=YRR=ZDBO%HFHHN LY SEER T BT OICHEREE

Derivative Log Ratio Score for
PrismGuide IRD Panel System

Derivative Log Ratiod X7
ZATHBVWY VIV TRE TN CNVIFEREEIMEVC AR
BEINET,

Pipeline-calculated Sample Sex

HRERDIFNEHDA/NLY DICEDVWTT RSN 4R

Low Coverage (=100x)

ANLYSHMI00U EDR—ZDEIE

Medium Coverage

ANy D500 EOR—DEIE

High Coverage

ANy T H,000A EOR—DEIE

Analysis Protocol Bt Ora)L
Pipeline Version INATZAN=3>
Enable CNV Calling CNV#EH

Import SNV Results

SNVIER D1 >R—bk

Flanking Region (bp)

a—4y SRR ICREE U7 B RRH RTRe A 5RIE (bp)

Allele Balance Priors Off

TUILNZVRIZELDT1ILR—

Minimum Alt Count

BVRHZERU— K

@REMTSRMFICEET 3153

Minimum Base Quality BIVEHER AT
Minimum Total Read Count sIREEET) — R
Minimum Mapping Quality AR E> IO A ) T

Max Read Mismatch Fraction

BRRKU—RIZRTYF

Threshold for Targets Not Covered

Target Not Covered DREIE

Germline Minimum Alt Fraction

ZREZHAN-FBBREDR/NEE

Germline Segmentation p-value

Threshold PEDRIfE

Genetic aberration selection o N .
criteria (SNV, InDel) EERFEROBERERE
Genetic aberration selection CNVOEIRE

criteria (CNV)

Analysis Program Version

BT OIZ LN—3y

PrismGuide™ IRD /N2l > X7 L
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@ SNV/Indel Information

Gene Symbol IABCA4

Variant Type SNV

Location 1:94014685-94014685
Exon Numbers 38/50

Ref G

Alt A

Frequency (Read) 0.53289 (721/1353)

| Zygosity Heterozygous

[Amino Acid Change (HGVSp) NP_000341.2:p.Ala1773Val
User Cl { F i

[ACMG Classification Pathogenic

[ACMG Labels PS1(ClinVar, HGMD, Custom Variant List), PS3(HGMD,ClinVar),PM2(gnomAD),PP2(ClinVar),PP3(SIFT)
Inheritance Pattern Recessive

Variant Function

missense_variant

Allele frequency in gnomAD - whole
population

7.557E-5

Allele frequency in gnomAD - East Asian

5.437E-5

\\__,JA‘/
—

Variant Type Deletion
Location 4:15979817-15979967
Copy Number 1
Log Ratio -1.425
Genes PROM1 (exon 25/28)
User Classification Unclassified
4 Variant (ISCN) seq[GRCh38] 5q14.3q14.3(90724940_90725233)x1
Variant Type Deletion
— Location 5:90724940-90725233
T | e b —
—

16

@ CNV Information (as Reference)
Variant (ISCN)
Variant Type

seq[GRCh38] 1931.3(195134497_197328497)x1
Deletion

Location

1:195134497-197328497

Copy Number

1

3 Variant (ISCN)

Log Ratio -0.617
Genes ICRB1 (exons 1-2/12)
User Classification Unclassified
2 Variant (ISCN) seq[GRCh38] 2q13q13(111996876_111997026)x1
Variant Type Deletion
Location 2:111996876-111997026
Copy Number 1
Log Ratio -1.055
Genes MERTK (intronic)
User Classification Unclassified

seq[GRCh38] 4p15.32p15.32(15979817_15979967)x1

PrismGuide™ IRD /N2l X7 L
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OBEIEZFZERE (SNV/InDel) IZ
SRy
BRHINEEGFEREI XIS
T oEHRIGEEH INET,

Variant (HGVSc) HGVSc&R:EE
Gene Symbol BT
Variant Type ZEDRAT
Location ZEDONE
Ref )77 L > B2
Alt BHIN-ZER DT
Frequency (Read) $ERE (V—1R)
CHROECFEICHITE) FEE
Zygosity B—ORIDEGF DB A IFHomozygous, B4 3 1B EF D

H&IdHeterozygous BRI EINE T,

Amino Acid Change
(HGVSp)

TI/EEAE

User Classification

aA—H—HE

GUILTERDDEZZEELLVSE I EEBICFHTHEZ
EETCEEIFHTEELIHENHATNET.EELRWVE
BIFACMGHIE LRILHENRTINE T,

ACMG Classification

ACMGHIE

ACMG Labels

ACMGE#

Inheritance Pattern

BENE—>

Variant Function

NUT > KR

Allele frequency in
gnomAD-whole population

gnomAD®D 7 L JLEERE (£1K)

Allele frequency in
gnomAD-East Asian

gnomADD 7 LIJLEEE (RT7 T T)

1000 Genomes Minor Allele

11,0007/ LDORAF—=T LI

1000 Genomes Minor Allele
Frequency

1,000/ LRAF—T LILSEE

SIFT Prediction

SIFTIC KB

dbSNP ID dbSNP ID
ClinVar ID ClinVar ID
ClinVar Pathogenicity ClinVar® 7348
HGMD HGMD®ID

GEM-J WGA Allele
Frequency

GEM Japan Whole Genome Aggregation (GEM-J WGA) /X%
JLOBARAIR—EDT7LIVIEE

Report Inclusion

I —LR—MRENRDEDDER

@IE—HEFEICRHTZIER
(BE)

Variant (ISCN) ISCNREEICK BT RN
Variant Type ZEER

Location NITUMIEB

Copy Number ae—#

Log Ratio Otk

Genes BEnTFH

User Classification

A—HICKBHE

PrismGuide™ IRD/N®JL > XF L
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Appendix 1: Disease Category Referred From RetNet

Gene Associated Diseases

ABCA4 Cone or cone-rod ; Macular Retinitis pil

ADGRV1  |Usher syndrome, autosomal recessive

AIPL1 Cone or cone-rod dystrophy, autosomal dominant; Leber

BEST1 Macular i ; Retinitis pi ; Retinitis pi Other reti A ; Other
retinopathy, autosomal recessive

C8orf37 Bardet-Bied| syndrome, autosomal recessive; Cone or cone-rod ; Retinitis pi

CA4 Retinitis pigmentosa, autosomal dominant

CACNA1F [Cone or cone-rod X-linked; C y night X-linked; Other X-linked

CDH23 Deafness alone or ; Usher i

CDHR1 Cone or cone-rod dystrophy, autosomal recessive

CEP290  |Bardet-Bied! Leber diseases with

CERKL Cone or cone-rod ; Retinitis pi

CFAP410 |Cone or cone-rod dystrophy, autosomal recessive

CHM Other retinopathy, X-linked

CLRN1 Retinitis pi ; Usher

CNGA1 Retinitis pigmentosa, autosomal recessive

CNGA3 Cone or cone-rod ; Other

CNGB1 Retinitis pigmentosa, autosomal recessive

CNGB3  |Cone or cone-rod Other

CRB1 Leber Retinitis pil ; Other

CRX Cone or cone-rod Leber , Leber Retinitis pit
lautosomal dominant

CYP4V2  |Retinitis pi Other reti :

DHDDS Retinitis pigmentosa, autosomal recessive

S DRAM2  |Macular i i

Appendix 2: Criteria for classifying pathogenic and benign variants based on ACMG guidelines

Very strong evidence of pathogenicity

PVS1 INuIl variant (nonsense, frameshift, canonical 1 or 2 splice sites, initiation codon) in a gene where loss of function (LOF) is a known mechanism of disease. SOURCE=VEP Impact

Strong evidence of pathogenicity

PS1 |Same amino acid change as a ic variant of change. SOURCE=ClinVar, HGMD, Custom Variant List

PS3 |Well-established in vitro or in vivo fi studies ofa effect on the gene or gene product. SOURCE= ClinVar, HGMD

evidence of pathogenicity

PM1 |Located in a mutational hot spot and/or critical and well-established functional domain without benign variation. SOURCE=ClinVar, PFAM

PM2 |Absent from controls if or with a <=0.5% if in gnomAD SOURCE=g D Allele Frequency

PM4 |Protein length changes due to in-frame deletions/insertions in a non-repeat region or stop-loss variants. SOURCE=VEP consequence, Repeat Masker

M5 Eo;lel missense change at an amino acid residue where a different change to be ic and has been seen before. SOURCE= ClinVar, HGMD, Custom Variant

IS

Supporting evidence of pathogenicity

PP2 |Missense variant in a gene that has a low rate of benign missense variation and where missense variants are a common mechanism of disease. SOURCE=ClinVar

PP3 Multiple lines of computational evidence support a deleterious effect on the gene or gene product (conservation, evolutionary, splicing impact, etc.). SOURCE= SIFT, BLOSUM62, dbscSNV,
GERP

PP5 Reputable source recently reports variant as pathogenic but the evidence is not available to the laboratory to perform an independent evaluation. SOURCE=ClinVar, HGMD, Pathogenic
Variants from PMID:31213501

Stand-Alone evidence of benign impact

BA1 |Allele frequency is above 5% in gnomAD database. SOURCE=gnomAD Allele Frequency
Strong evidence of benign impact
BS1 |Allele frequency is greater than 0.5% for disorder. SOURCE=gnomAD Allele Frequency
BS3 |Well-established in vitro or in vivo functional studies show no damaging effect on protein function or splicing. SOURCE=ClinVar
Supporting evidence of benign impact
BP1 |Missense variant in a gene for which primarily truncating variants are known to cause disease. SOURCE=ClinVar
BP3 |In-frame deletions/insertions in a repetitive region without a known function. SOURCE=VEP Repeat Masker, PFAM
BP4 |Multiple lines of computational evidence suggest no impact on gene or gene product (conservation, evolutionary, splicing impact, etc.). SOURCE=SIFT, BLOSUM62, dbscSNV, GERP
— Reputable source recently reports variant as benign but the evidence is not available to the laboratory to perform an independent evaluation. SOURCE=ClinVar, Custom Variant List, Benign
BP6 5
— |
—

@ Appendix 3: Rules for combining criteria to classify variants based on ACMG guidelines

® Pathogenic
1. 1 Very Strong (PVS1) AND
1. 21 Strong (PS1,PS3) OR
2. 22 Moderate (PM1,PM2,PM4,PM5) OR
3. 1 Moderate (PM1,PM2,PM4,PMS5) and 1 Supporting (PP2,PP3,PP5) OR
4. 22 Supporting (PP2,PP3,PP5)
2. 22 Strong (PS1,PS3) OR
3. 1 Strong (PS1,PS3) AND
1. 23 Moderate (PM1,PM2,PM4,PM5) OR
2. 2 Moderate (PM1,PM2,PM4,PM5) AND 22 Supporting (PP2,PP3,PP5) OR
3. 1 Moderate (PM1,PM2,PM4,PM5) AND 23 Supporting (PP2,PP3,PP5)
Likely Pathogenic
1. 1 Very Strong (PVS1) AND 1 Moderate (PM1,PM2,PM4,PM5) OR
2. 1 Strong (PS1,PS3) AND 1-2 Moderate (PM1,PM2,PM4,PM5) OR
3. 1 Strong (PS1,PS3) AND 22 (PP2,PP3,PP5) OR
4. 23 Moderate (PM1,PM2,PM4,PM5) OR
5.
6.

. 2 Moderate (PM1,PM2,PM4,PM5) AND 22 Supporting (PP2,PP3,PP5) OR
. 1 Moderate (PM1,PM2,PM4,PMS5) and 23 Supporting (PP2,PP3,PP5)

Benign
1. 1 Stand-Alone (BA1) OR
2. 22 Strong (BS2,BS3)
Likely Benign
1. 1 Strong (BS1, BS3) AND 1 Supporting (BP1,BP3,BP4,BP6,BP7) OR
2. 22 Supporting (BP1,BP3,BP4,BP6,BP7)
Uncertain Significance
1. Variants that do not meet the above criteria
2. Conflicting classification labels (eg Likely Pathogenic, Likely Benign) which are listed

18
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Appendix 4: Databases/Software Used

Database/Software Version Used

PFAM 2022-05-15
Ensembl VEP cache 1000 Genomes phase3
Ensembl VEP cache SIFT sift5.2.2
Benign Variants from PMID:31213501 v1.0.0
Ensembl VEP cache dbSNP 154
Ensembl VEP cache RefSeq 110
freebayes 1.3.2-38-g71a3e1c-dirty
Custom Variant List v1.0.0
GEMJ v1.0.0
multiqc 1.8
Clinvar 2023-01-09
Human gene annotation 2022-10-04
fastp 0.20.0
vep 108.2
dbscSNV 2015-04-13
Ensembl VEP cache assembly GRCh38.p13
samtools 1.9
Ensembl VEP cache 2022-10-07
Repeat Masker database 2022-10-19
BLOSUM62 108
bwa 0.7.17-r1188
Pathogenic Variants from PMID:31213501 v1.0.0
ogtkit 0.8.6
CNV references v2.0.0
HGMD v2022.3
sambamba 0.7.1
bedtools 2292
Ensembl VEP cache gnomADe r2.1.1
GERP v1.0.0
Human genome reference 2014-01-11
vt 0.5
Ensembl VEP cache GENCODE GENCODE _42

Appendix 5: Targeted Genes

Appendix 6: QC Metrics

Name Definition

Mapped Reads (%)

The percentage of total reads that are aligned to the reference genome

Gene Symbol Transcript Protein HGNC ID
ABCA4 NM_000350.3 NP_000341.2 34
ADGRV1 NM_032119.4 NP_115495.3 17416
AIPL1 NM_014336.5 NP_055151.3 359
BEST1 NM_004183.4 NP_004174.1 12703
C8orf37 NM_177965.4 NP_808880.1 27232
CA4 NM_000717.5 NP_000708.1 1375
CACNA1F NM_005183.4 NP_005174.2 1393
CDH23 NM_022124.6 NP_071407.4 13733
CDHR1 NM_033100.4 NP_149091.1 14550
CEP290 NM_025114.4 NP_079390.3 29021
CERKL NM_001030311.3 NP_001025482.1 21699
CFAP410 NM_004928.3 NP_004919.1 1260
CHM NM_000390.4 NP_000381.1 1940
CLRN1 NM_174878.3 NP_777367.1 12605
CNGA1 NM_000087.5 NP_000078.3 2148
CNGA3 NM_001298.3 NP_001289.1 2150
CNGB1 NM_001297.5 NP_001288.3 2151
CNGB3 NM_019098.5 NP_061971.3 2153
CRB1 NM_201253.3 NP_957705.1 2343 -
———— pge————L.

Duplicated Reads (%)

The percentage of total reads that are marked duplicated

Mean Target Coverage

The mean target coverage is defined as the sum of base counts (coverage) within the targeted regions of the panel divided by the total length of these regions. All

base counts are from filtered, mapped and de-duplicated reads

Low Coverage (>=100x)

The percentage of bases that have a coverage above or equal to 100

Medium Coverage

The percentage of bases that have a coverage above or equal to 500

High Coverage

The percentage of bases that have a coverage above or equal to 1000

Evenness

The evenness score represents the fraction of whole-sequencing throughput that is correctly distributed over the targeted regions of the panel

Average Quality

The average base Phred quality score of all reads

Average Insert Size

e

Appendix 7: QC Thresholds

The average absolute template length for paired and mapped reads

—adard douiatie— i

QCTE#RDCH 57 LIBEMTICBI T 3B 125 R

Name Pass

Mapped Reads (%)* >=95.0
Mean Target Coverage >=240.0
Low Coverage (>=100x) >=95.0

Evenness >=75.0
Targets Not Covered*™ <=30.0
On Target Reads (%) >=60.0
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RHL HE% A B
OFALTWET—RX—X¥ | Database,Software/ FALTWET—ER—X VI IT T DRI EN—Ta VBRI TEH
VIR T DIER Version Used INET,
O RBECFDIER Target Genes WRETFEEDEEEID. 2> /XVID.HGNC IDAEEH I FT,
DQCEHDES Name/Definition QCIEHBZOEENGEHINE T,
®QC REDIFR Name/Pass QCIEHA LEREEDMENEEEHINE T,
X¥QCHEDEERFR—E
EE4 T &

Mapped Reads (%)

UI7LYRT /LRy EY TSN — REFDON—E > T7—

Duplicated Reads (%)

20— FRICHTZEE)-FOEIE

Mean Target Coverage

2—7y MEEROBEOAFZINSOBEHOLRTEI-IHD

Low Coverage (>=100x)

ANLYZHI00U EDR—IDEIE

Medium Coverage

ANLYZH500 U EDOR—IDEIE

High Coverage

ANy S H,000 U EDOR—ZDEE

Evenness

NRILDR—47y FEEICE LK ABENTVERN—IDEE

Average Quality

£TOJ—ROPhred27 DF19

Average Insert Size

RT7ELVIVTINIHRABMODOFES ST L — R

Insert Size std

77— b ROTDOIRERE

Reads Mapping Quality 0 (%)

RYEVIREDOICELVWI—FOEHDEIE

Targets Not Covered

1 TFEBONLY SZFFDNRILDE—7y MR D

On Target Reads (%)

NI TEESNIEIRTOEETAH—N—FYTLTVBTILEZ—4L
BEnk)—RoEE

On And Near Target Reads (%)

NP TERSNIEITRTOEE THEARIC250bpEELTVS T 1)L
R—RIBEN)—RDEIE

Off Target Reads (%)

INFRILTEZEINTOn TargetF/=IENear TargetfBiF & A —/N—5w
FTLTWARWI g )LR—IB SN —ROEIE

Uniformity

R—=7Y bR —=ZDBONMNFIHA/NLY DZIERT DT DICHERIEH

Pipeline-Calculated Sample Sex

MREEOENBEFOANLY DICESVTF ISR

Customer-Provided Sex

BEH R LR

Derivative Log Ratio Score for
IRD System

Derivative Log Ratiod X177
i;;ﬁ% WH Y ZILTHRESNIZCNVIZEBENMEVWC E 2 RES
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https://products.sysmex.co.jp/products/genetic/AY273548/index.html
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sMabe7r—L4 : https://www.sysmex.co.jp/contact/ivd_gene/index.html
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