C
“
Whole Genome Q

Sequencing Pregisi reventive
Screening

-




y Y Essense Al - 2 B TEDS 1530
6 g = "/ FTEBE 1582458 | NGS2406124
ZHREEM
AR 5 1962/11/10
NGS2406124 BLOOD 2024/06/24
A HE 2025/(1)1/02
RS EEEH

1.

FREETHEREBNESD » BIFAERKERE(Pathogenic) RETEHRFMERIME (Likely
pathogenic) 2 BEEE &g o

AR ERERFEZ HFAEESRSRURTRAMAMMER, Fit, SEEERNTEREEERTUFTEEER
PREEEMERPAAZE o

KI|EZ AIMERUE TERNNABMNERENS L LR SIBENERNERABEERALE - BRRE
FEMNZREEREEMGEERE BN > B T BURBIRENR L HE DT o
FRERENESE—ELRSRISERERBRNME > IRETRBEERNEERERMTE » EFERER
BEZEASHER > AN —ESERIEEEN « EEAS - BEHIENE o

FREREZAD » TiEwEERASERERGTAEMBRIENER - SHEMEE - EREEER
PRE&EM o

t Rl 75 7EREA

1.

ER RS ER 2 EEEE Fiii(whole genome sequencing, WGS) » #&lllumina NovaSeq
6000 //NovaSeq X PlusTEFFf&#172x150bp paired-endERF ©

T 2EIEEZRCE » FREMENS T TEDRAGENDHT » RIZGRCh38FF L& » EITER
SR ~ ERERFIE o

BRI IRAE TRINNERE R RE R EClinVar&TELEFEREE

AERERHRS RERIERFSINEZEREEE « /R ERBREASBANREE > EESTERKR BN
R ~ A EEFIEENRE > FEREMIFTHEES K -
AGEREZIONARBAMERERI PO TFEEERMEEEFmE > AltaEE I EFmERE
NEREE > WERE—FMUSangerEFEEE ©



B B[] 7 5 1A

BACMG-81E X 5l

Single-variant and ACMG-81 Test




6’ Fssnse Al 2 BRI £

TERR 52ET 1 NGS2406124
1 ZEEAGERMG SRS

E/ B3 + A
" E == E . E{? = n\ 0 ofd
LERRE EA:REA

L SLC6A4 : EEEFEAMBREERNEMEAER > AJAER
" o EBAAREEFREHIBERT > AIHE
Y APOA2 : BEXKIK Iﬁmﬁﬁlﬁ;fﬂlrﬂf%ﬁ > AJ8 %E&Iﬂlﬁ%

EEERR > ZERTHEERES

I'l' am
WE> ?\"@

PHNF1A :  TIsEERIERL BB B AR e ~ 8 BUIERY E g RIER o BLRR
& OIS BEEEEARTE -
¥ PNPLA3 : ERFAS A AN IS 14 S i AT MRS EEESIERE T EEEM -
R LERRESEFEE - BHEENEIER s BIANTERZRUE ~ 15 E 48R MIBERE
o EEARY - BEAFRER R
o YIMUTYH @ FISEE4E BEEIEEEEE > LEEEH
FHEE

LZI=F

ST LERRE BT

2 fm B 5 ERRE ©
 BRSEEERY) > BEBHLHVES -
J Lmﬂ%ﬂ%ﬁﬂiﬁm > E—H i R B RIABRIEAR ©

J

« 5t R BRERNBREEGENERMLHFRZBREREBRTE -



2 REEEEDRR ' 5
Essense Al 2 ERGEZEETERG 108 % %Eél_:'.ﬁ? ﬁ

FERE 6255 NGS2406124

=

S P (R B 4880 BF Clinvar ERlEERARFERERERE, FRFE
E %Elz' w7 *EEE | AEEEEhEEE BN ERILESHAAR

= APOA2 % E @ % NC_000001.11:g.161223893G>A
[ERERE G R K 2 B M Pathogenic
EEERR A REREEHEEAR SHEREEM
SRV ERE 1/1 BRpRaB 5 R 4S8R (ClinVar) BIERA

HEREEFE SEEREME~ K&~ 1 (Hypercholesterolemia~ familial~ 1)

sPGER AR R

s SHERBAGREREE —HREEchrlt ) APOAZEEERNUERETF —ERERER > EH%rs5082 > A
GERTA - KHERRZEL/1 » RTEREMBERLTEEER -

- ER—REMEZSARERNEN » ERAREEEREE SN LERRRNER - BIEFA—EGRTER -
FRERRY TZEER) BERERTEEERER > £E8I8 « RIRFIMIRR SR EREIRN

s SEERERERMNEREPEERZTT% AMSRERFIBEIRRBEERD > BTT%HABRTEREER

« BARESE > IREBEERMANERPOERR SESEHNRETZEBNPERE - BAEBRRERSE > BriEE
FERECINVarBEREPHNERLHEER DY ELT LE > EEKENBE2AHN EEEENTERIBFE—
BWEE-

- BERAREERN 0 EEESEEKKEESMHEEREME (Hypercholesterolemia~_familial~_1) ARl o EEBE
SERMBTPHEEREKFEESS R TRAMEEMOMNEFERRER

- AAERZRRES MU EEEHTHNREEEEE - BEERRIFRRENARE > Bl BEeY 1A
EITHEEES » BERAMEERRKT - MREERBERERRERE » BETHRE > W EAUE B SR EMELE
ITE— DA o

- FEELEENNCEER) > EETAMERRTEE—S TR > BRULGAMERCHER BB o

o FRERE RBIBACREERIEClinVar: https://www.ncbi.nlm.nih.gov/clinvar/variation/17936/
« EEEBRAEREGeneCards: https://www.genecards.org/cgi-bin/carddisp.pl?gene=APOA2



? ZEZFh Essense Al 2 E RS ER 1%
6—4 .lNDEiSONn{LINFC

FTEBR 65255 | NGS2406124

= SLC6A4 B HE & % NC_000017.11:.30237299_30237341del
AGGGCTGCAGGGGGGA .

IEEEREA  TecTeeeeeTecAGGE  bBm R B OE 1% Pathogenic
GAGATGCTGGGG

SRR A RREGBEREWN EQFSES

TREREE 1/1 BRPREBHRAZES (Clinvar) BEEE

FERIEE Serotonin transporter activity~ increased/decreased (Serotonifitransporter activity

~increased/decreased)

ERAERIEE e
- RECHERBAER - BRE—LEENEARTERTHRE o

s Bt ERERGEMNRAINSE 1T ERE ERISLCOA4RE o SR NS Ers774676466 » EERERRMIEEFS
FEZEAGGGCTGCAGGGGGGATGCTGGGGGTGCAGGGGAGATGCTGGGG » MR FFIERERM TA » BRAK
THERARZEL/1 > tHMEEEEREUE LEEERNFET

EEERSRNAGENA (SREEME L EREREER NS ERRNEXEN BT EERERS
ER— AR - BEEERIRSBEXRRNES - FUCTRBINED 0 ARBERAREE RS —
ETIAENHRAE - AENERR S QY BOAMEOAERES - TAESHBEEY -

- RERFENROEE > LERSESEROERTEARE (middle) - BEKETTETHTNREER—
REIEE - BAAEAICInVar S B RN RS BRI T R B RBETS G AIRNER > FEEE
SHEHE o

- CRETENR » SRR T AR RN R ETOBIS « BHENEE AN IGIBRILREN o

- EELRIEERE FEBENEA R (Pathogenic) » IRIITHE I RLE A TS 3| ERERAR IR S AR
B o EREEEH RERFCE—SHOUREN  WSHES WEE MRS -

- BISRH  CEEAREBIAE - BEIEA R E N TANEEEREREFENEERAS - BELTEN
B SR ETRREN LRI SRR o

- MRERMENRBEE—5 TR > AR -

o ERPRE RTRACREERIEClinVar: https://www.ncbi.nlm.nih.gov/clinvar/variation/12934/
» EREBERARERIEGeneCards: https://www.genecards.org/cgi-bin/carddisp.pl?gene=SLC6A4



2 B[] JEl Bz ¥ 1
AL 5 B

Complex Disease Susceptibility




Essense Al 2 ERBZETERG A
FTEME 1585259 0 NGS2406124

ELTTN A BERSARLE

RRRAREE FFAEE M % RE e E A
KimeE COLON CARCINOMA 95.90 NS
H P& EYE CATARACT 91.13 oS
E7Z PSORIASIS 80.38 e
FENERE ENDOMETRIAL CARCINOMA 79.69 ™
BEASE AUTISM SPECTRUM DISORDER 76.79 h \ W=
18RRI COPD ra74d \
BiEE ESOPHAGEAL CARCINOMA / 74.57 B i
BERKERERER BEHCET SYNDROME 73.89 o =
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NC_000013.11
chr2 chrl4 NC_000014.9
chr3 {C_000003.12 chrl5 NC_000015.10
chra NC_000004.12 chrlé NC_000016.10

r5 NC_000005.10 chrl7 NC_000017.11
NC_000006.12 chrl8 NC_000018.10

chr NC_000007.14 chrl9 NC_000019.10
chr8 NC_000008.11 chr20 NC_000020.11
chr9 NC_000009.12 chr2l NC_000021.9
chrl0 NC_000010.11 chr22 NC_000022.11
chrll NC_000011.10 chrX NC_000023.11
chrl2 NC_000012.12 chry NC_000024.10
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| ACMG SF v3.2#5 I B E &

ACMG SF v3.2#5 Rl fkiz =R B 25 E2BERE 22 & (ACMG, American College of Medical Genetics
and Genomics) &R M8 1EERE z Bt € AR ERMIERE (G TR) » BLEEREREE « OMERRK « 1
HE R R E MR F4STESRA R o MR FIERZREE » B RER A UERIFERL S & RER > ML
WERE SRENEE NS RHAENEE - AT BETUENRS > BARE BEKFHERM (Pathogenic)
BOBERRERAME (Likely pathogenic) (U R BEE (2 o

FEREARRAEE
] Phenotype HHF
FK iR 4 S AR Familial adenomatous polyposis (FAP)
Kk AR AR AR Familial medullary thyroid cancer
EEEILRE IR E Hereditary breast and ovarian cancer , BRCA2, PALB2
BB R EE- Hereditary paraganglioma- SDHAF2, SDHB, SDHC, SDHD,
FESR AR AR S pheochromocytoma syndrome MAX, TMEM127
W SRERRE Juvenile polyposis syndrome (JPS) BMPRI1A, SMAD4
F-HEEERE Li-Fraumeni syndrome TP53

Lynch ECE(REE

(BB A AIS E R MLH1, MSH2, MSH6, PMS2

SEMRDMEELIR MEN1

MUTYH#ERA S PYEE MUTYH

PRSETESS 1 3h NF2

B S PEREY STK11

PTEN#ER S RER EN hamartoma tumor syndrome PTEN

RYBRE S4B Retinoblastoma RB1
Tuberous sclerosis complex TSC1,TSC2
Von Hippel-Lindau syndrome VHL
WT1-related Wilms tumor WT1

] Phenotype EHH

FBN1, TGFBR1, TGFBR2,

FEIRE Acropathies SMAD3, ACTA2, MYH11

Arrhythmogenic right ventricular cardiomyopathy PKP2, DSP, DSC2, TMEM43,

N2 AL N N 4t
MEREMERLE RS (a subcategory of ACM) DSG2

Catecholaminergic polymorphic ventricular

SRR E D ENEER tachycardia RYR2, CASQ2, TRDN
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i E R EE

e

Phenotype EHF

HRIRME O

TNNT2, LMNA, FLNC, TTN,

Dilated cardiomyopathy BAG3. DES. RBM20. TNNC1

ST E% Z RAEREY

Ehlers-Danlos syndrome, vascular type COL3A1

FKik M= MR E B2 I e Familial hypercholesterolemia LDLR, APOB, PCSK9

N . . MYH7, MYBPC3 TPM1,
BEE 4O Hypertrophic cardiomyopathy MYL3, ACTCL, Vi
RQTIEMREF 1R B8 Long-QT syndrome type 1 and type2

RQTAEIREF 3B B B 35 12 FOAE IR B

Long-QT syndrome type 3, Brugada syndrome

RQTERE 145162

Long-QT syndrome type 14-16

SRR ERER BE

LSS Phenotype A
EMERIRZIE Biotinidase deficie BTD
JE Tl ECAE Fabry disease GLA
ERMa FIREERIRZE e deficiency 0TC
B GAA

HthxmtErAE =

EH

Phenotype

Hereditary hemochromatosis HFE

Hereditary hemorrhagic telangiectasia ACVRL1, ENG

Malignant hyperthermia RYR1, CACNALS

FIAVERRHI B ERE Maturity-Onset of Diabetes of the Young HNF1A
RERCE Wilson disease ATPTB
EEERMEERRR Hereditary TTR amyloidosis TTR
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i1 SEES R

REDHABERNERHEREESEREREMENN » ERERBZEEEMET—EINURR
ZHNESEREZETSEHER) > AT EHIREERARAIIRLE - BR > EXEEENEEHR 1
BEN—ENNE > BN ELENEERRERNFE » FERRRE

FRIA > MNREFE CEERRNEABRIBES > ATAERR » EFAKRR—EGTER > ERER
TAEERRVETRE  ERRASERFHARENFRREE » IUARBERARELER, TRE
FEFREERRNRRETF » BRERRGELEEEFRIEERAERLD - SERBNERETF
HEAREHEMER ERRBEREEF(Ex : KiGEREEERF)EeIUAERFE

SREREGEEMRAFIBUNECRER » EHOBEERCHER L A TRREES#EESE
& > BFITESTERIRHRS S IMNEI L 586 E—RARA > B— RN BEESERFRNRAR - BELEAN
DHHINER » ER—ERERD M > DEAETHNARS » AEUMZARESERENA » R2EE
HREERERIARD - FINEEER » EE—RGESEPRERRNERMLE  tERER ML
EE A= E » HBENR50% UT » FEE 50% F95% [ » 4IE=Z 95% MU L °

ERPRAEEE L > ABPEERGIASEZE REEEASTER  EREBE—MKATELZE - £
BEEHAE ° BEFRNEETRARERNBN LEXAE » EEIRFERNER » BRXEER
HRRSAEEMNE ? EE2EE FNERAFLELS 0 B2 03 1 ZEAN—EHF » #Fi) > AXRE
EfGBYEEER) - MR EE RS *HEURKRARZRE ©

| ZERRBRATERIR
HREPH GWAS DIFBIERIREEES 1000 Genomes Project ~ GWAS catalog(ftiEAGCST)
BioBank Japan(f{i5A %% % #8) 1 NCBI PubMed(XEE2APMID) » ¥ TR o
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R e RS ERE GWASH g KR
B BhARE CeAn: Cerebral aneurysm
TEARENARIR IR CAD: Coronary artery disease, GCST010840, PMID: 28714975
DR BEEBIER PAD: Peripheral arterial disease
Cardiovascular Disease OERE Arrhythmia
B2l E=S CHF: Chronic heart failure
Rt E IS: Ischemic stroke
SRR OvC: Ovarian cancer, GCST90018888
BRI Tz CeC: Cervical cancer
Gynecopathy FEAERE EnC: Endometrial cancer, GCST00646
A= BrC: Breast cancer, GCST90018799
fﬁﬁf AIFIRREE
FBRBE
Ptz
RiEE
CRC: Colorectal cancer, GCST90079581
B BtC: Cancer of hepatic bile ducts
cancer Malignant lymphoma
GCST90018709, GCST90018929
GaC: Gastric cancer, GCST90018849
FreE HepC: Hepatic cancer
R GCST90018701, GCSTI0018921
x Pz FRARBRINEER T GCST90018642, GCSTI0018862
Endocrine pisease RIS IIAE T GCST90018627
1M PR E M TR COPD: Chronic obstructive pulmonary disease, GCST90018586
P HRURRIETX GCST005569, GCST90014458, GCSTI0013534
Immune Disorder s Asthma
AIBHEIRE GCST90018697

106



Essense Al

EERARBETRNRA

N/

e

ANDERSON CLINIC

=N
"z

TEMR 525G | NGS2406124
R FRESREE GWAS S gk iE
B ECFRARAR K GCST90018855
o GCST90014456, GCSTI0018907
BZIRAE COPD: Chronic obstructive pulmonary disease, GCST90018586
%ﬁ%m*iﬁ F—EIERR GCST005569, GCST90014458, GCST90013534
Immune Disorder
HERFKERERER Asthma
BIRKRIER GCST90018697
4R ER GCST90018855
1AL 7R EKIE GCST012431, GCST90018674 , GCSTIQ
BHAfE Cataract
;B
BILEERR KEE GCST005922, GCSTO0T,
Degenerative Disease
ERAETR PMID: 3066474
B EERFRIE Osteop
FFREME Cirrhosis, 90018606
. FERINERA “Type 2 diabetes, GCST010118, GCST004773, PMID: 30718926
RHRBEHR
Metabolic Disorder .
ody mass index
Glucose
Nephrotic syndrome, GCST90018664, GCST0018884
BUBERBRHR
Renal Dysfunction S
Urolithiasis

PMID: 29483656, 294836556, 31740837

PMID: 34002096

PMID: 30718901
PMID: 30478444
BEAfE GCST008484, GCST010513, GCST010514
Neurodevelopmental Disorder
BENB R GCST90016596
BHER Glaucoma
BEERE Keloid
Hithxm
Common Disorder BRI S HLER PMID: 29452408
FE&R Periodontal disease

107



il REERHER

Essense Al
TEHE

2ERBETER R
KpesseE © NGS2406124

o | & H HERAtE
CDKN2B DB LR
MTHFR DB ~ EES
F5 DB LR
PON1 DB LR
g ACE finl=3
ADRB2 SRHFCH ~ O I
LPA RERFTRHE ~ MG
FABP2 RERFTRHE ~ DM  JERTS
CETP SRAFCH ~ O I
ES APOE SRHFLHE  FIZGEEE
CD36 AERE
PPARG ABRY « KBRS
FEE1HR LEPR
ucP1
FTO
ADAM33
ORMDL3
CRP
T
L BIRIE
HL BRFE
R R FE
BRI B T BEESR
IL13 A B T RS
FCERIA BRTE B Fh - BEESR
TSLP BRI~ BE - Tl BEEER
HLA-DQAL BHRE ~ BE S T BEESR
CD14 BARIE B B
TCF7L2 R
HEFR % IRS1 YERA
INS R
NQO1 A
FEIE
ATM nd
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DRD2 54 ~ BLE
COMT &4
AR
BDNF DIRRERR - BISRE
VDR IESE
GSTP1 Frigs
BF
PNPLA3 RERRRT
ABCG2 BE
CHRNA3 FATE
ADH1B TERERHE
ALDH2 AR
CYP2C9 BEYMGH ~ IR E R A
At CYP2C19 Ly
CYP2D6 M
FADS1 R RERE AR
FADS2 R RERsRA
VDR fth&s DIk
MTRR FZB12MH
&I
FAEARME
R
RERZ
FOXO03 RrE
ABCCl11 Hif ~ B8
VEGFR2 MEERL
OXTR X175
IRF4 =E=3
MCIR REMEREES
ABO ABOIME!
CCR5 HIVELR 5 R
ESR1 BEE
CYP19A1 i3
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aly FRERIERAA

FRESEEEEFEE > EARFMANER > REENERULLHY > 2EAIKIEEER] o B1E
BEHNERBEAARS A G EEEREIEK » ARG EZNEREFER -
BEEEF > HFORREE > 1 ARBEME - FIU—HERTF > (0/1) ARE—EERRE > (1/1) KK
MEEERHERE - R L FAREEREE (1/1) WEESLHEE—EEREEE (0/1) KEXK M
RIEFEAZREM > (0/1) 2 (1/1) MARETERER - MREFEAZRM - AIRE (1/1) 7 EER
I o

MRBZHAFRER  ARERFTERRRRAZFH - ERRRZEREZ EEEREEF—
EGER > A8 (0/1) A (1/1) MEEIMEREAR > 8 (1/1) IREERKR

RIEHRREZESIR  REDH=ED > BB oREMERTHRECEREENE—ER
BEYGE - FEMNEHEERFRIERASTHNZERRR DO FZ0B SR EFRFIERE
HEREE -

\\\
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