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NIPT- SANG LOC TRU'OC SINH KHONG XAM LAN

NIPT - la xét nghiém sang loc trwdc sinh khédng xam lan gitp phat hién cac hoi
chirng lién quan dén béat thuwong vé sé lwong NST (thé dj boi) & thai nhi bang viéc
phan tich cfDNA cua con c6 trong mau me

b Hé théng NGS cong suét Ion,
Mother's DNA di? liéu dau ra 400 triéu lwot doc
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Cell free DNA (cfDNA)

Sw hién dién caa ADN bao thai khéng chira té bao

(cffDNA) lwu thdng trong huyét twong cia nguwdi

me dworc mo ta l1an dau tién vao nam 1997.

] . ) ] Thai nhi
1. Bat nguon twr té bao chét (apoptosis) I ADN thai nhi
cfDNA c6 thé dwoc gidi phong tlr té bao la nudi
(cytotrophoblast) cia nhau thai. WSch AL
o o \ . nguoi me
2. La nhirng doan DNA co kich thwéc nhé (150-200bp)
3. C6 thé phat hién tlr tuan thai thir 7 tr di 05 || ADNciame
4. Khéng con trong mau me vai gi¢ sau sinh }

5. Chiém 2 —20% téng s cfDNA trong mau ngu®i me
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~ || sang loc cfDNA: VeriSeq™ NIPT - lllumina

Quy trinh sang loc cfDNA (NIPT - lllumina):

« L4y 10ml mau tinh mach tir canh tay nguwdi thai phu mang thai tw
tuan ther 10 trd di. Tai phong thi nghiém, cfDNA dwoc tach chiét ttr
mau nguoi me.

« Gii trinh tw cfDNA bang hé théng giai trinh tw thé hé m&i NGS céng
suét cao.

« Phan tich sé lwong cfDNA tir di¥ liéu gidi trinh tw dé& sang loc bénh vé
nhiém s3c thé

VeriSeq NIPT
Workflow Manager
[+ ' | VeriSeq NIPT
ooy ‘eriSeq
F L‘ f 48-96 Assay Software
| ' Sample batches TN oE
Sample to Clinical Report in ~1 day

Sample Accession Isolation Extraction Library Prep Sequencing* Analysis Reporting
* The sequencer depicted here is for illustrative purposes only and is not CE-IVD marked.
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Sang loc cfDNA: VeriSeq™ NIPT - Illlumina

Thong s6 ky thuat caa xét nghiém sang loc cfDNA (NIPT - lllumina):

- Giai trinh tw toan bd hé gene cua thai nhi (Whole genome sequencing) trén
hé thdng gidi trinh tw thé hé moi Nextseq 550 (lllumina), ddm bao théng
lwong di¥ liéu dau ra I&n, >400,000,000 reads cho 1 lwot chay may

-S4 mau trén mét lwot chay: 14 mau dich vu + 1 mau dbi chirng dé kiém
soat toan bé qua trinh xét nghiém

- Sb read (doan trinh tw doc dwoc tir may NGS) trén 1 mau I&n: >25,000,000

read/mau
criots L ower L Uepur ] P or i
Total Clusters PF 300 million Warning
Cluster Density 140 K/imm? 250 Kfimm? Warning
“PF <=80% NA Warning
“Bases >=Q30 < 75% MNA Warning
> NIPT - ILLUMINA
(@ Sang loc trude sinh khéng xam lan P
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Xét nghiém NIPT - lllumina

DOI: 10,1002/ pd 4766 PREMATAL DIAGNOSIS

ORIGINAL ARTICLE

Noninvasive prenatal testing in the general obstetric population:
clinical perFon;rmqnce and counseling considerations in over
85000 cases

Patricia A. Taneja™, Holly L. Snyder, Eileen de Feo, Kristina M. Kruglyak, Meredith Halks-Miller, Kirsten |. Cumow and Sucheta Bhaitt

lllumina, Redwood City, CA, USA

*Conespondence fo: Paticia A. Taneja. Email: planeja 1 @illumina.com

'Data was previously presented as an oml presentation at the Fetal Medicine Foundation [FMF) 14th World Congress in Fetal Medicine, Crete, Greace,
June 21-25, 2015.

ABSTRACT
Objecfive The primary goal of this study was to provide clinically relevant information for appropriate patient counseling.

Method Demographics and test metrics were reviewed for 86658 clinical cases. Outcome information was requested
for samples reported as aneuploidy detected or suspected for chromosomes 21, 18, or 13; voluntary outcome
reporting was encouraged for all discordant outcomes.

Results Of86 658 cases, 85298 (98.4%) met inclusion criteria for result reporting. Of the 1360 (1.6%) cancellations, only
101 (0.1%) were for technical reasons. Average time to result was 3.3 business days. Aneuploidy was detected or
suspected in 2142 (2.5%) samples. For aneuploidy detected cases with known clinical outcomes, the overall positive
predictive value (PPV) was 83.5% (608/728); observed PPVs for trisomies 21, 18, and 13 ranged from 50.0 to 92.8%.
As individual PPVs are determined by a patient’s prior risk, we developed a chart for counseling patients on positive
predictive value based on maternal age.
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70 DO NHAY & PAC HIEU

Chromosome - Sensitiviti - Specificity - Accuracy -

21 500 >99.9% (90/90) 96.0 - 100.0 99.8% (409/410) 98.7 - 100.0 - -

18 501 97.4% (37/38) 86.2-99.9 99.6% (461/463) 98.5-100.0 - -

13 501 87.5% (14/16) 61.7 - 98.5 >99.9% (485/485) 99.2 - 100.0 - -
Chromosome - Sensitiviti - Specificity - Accuracy -
Monosomy X 508 95% (18/20) 75.1-99.9 99.0% (483/488) 97.6-99.7 - -

XX 508 97.6% (243/249) 94.8-99.1 99.2 (257/259) 97.2-99.9 98.40% 96.9-99.9

XY 508 99.1% (227/229) 96.9-99.9 98.9% (276/279) 96.9-99.8 99.00% 97.7-99.7

Other sex aneuploidies will be reported if detected.

XXX/XXY/XYY
/XXy (Limited data og these more rare aneuploidies preclude performance calculations)

Microdeletion &
other autosomal
aneuploidies

Microdeletion & other autosomal aneuploidies if requested and detected will be reported.
(Limited data og these more rare aneuploidies preclude performance calculations)

+ Data on file, lllumina, Inc
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GENTIS: DON VI DAU TIEN NHAN CHUYEN GIAO NIPT - lllumina
0l & VIET NAM

llumina

Certificate of Completion

This certifies that:

Gentis

has successfully completed competency testing for:

Cell Free DNA Sequencing

provided by lllumina, Inc. y /

%1 5
— 3{.‘.\ : //
Date: 21-FEB-2018 Signed: ¢ = / A\

Heldl Cheng
Sentor Field Applications Scientist
lllumina, Inc.
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Chuyén gia
lllumina  dao
tao truc tiép tai
GENTIS  vé
nguyén ly xét
nghiém, quy
trinh thwe hién
va phwong
phap phéan tich

Thuc hién

competency

GENTIS thwc hién xét
nghiém vé&i mau chuan
ma hang cung cip va
gUri két qua lai cho hang

=S0 sanh voi co s& dir
liéu ciia mau ma hang
da co san

=Danh gia cac thong sb
chét lwong cha lan chay

=Doi héi 4 1an dat yéu cau

Xét
nghiém bo
sung sau

competency

Thue hién thém 2
lan chay véi mau
chuan cla hang
nhw hang khuyén
cao

=Tang ty tin
trong xét nghiém

=Tang di liéu cho
qua trinh danh gia
va phan tich

CHUYEN GIAO NIPT: ILLUMINA - GENTIS

Thuc hién

Validation

GENTIS ty thwc hién
xét nghiém v&i cac mau
chuan tw thu: gébm céc
mau da biét trudc két
qua duwa vao két qua
choc &i/ sinh thiét gai
nhau hodc tr két qua
xét nghiém NIPT gt di
nwdc ngoai

—Chia sé v&i chuyén gia
h&ng va nhan phan hoi

Téng dai: 1800 2010

Ha No6i: 0989.090.812

Hé Chi Minh: 0968.221.606

Ban dau s dung
ngwdng ma hang

da duwara
=Ty xay dwng
nguong xét

nghiém sau khi
da thu thap dua
di liéu ttr cac lan
xét nghiém thuc té
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-| CAC HOI CHU'NG NIPT - ILLUMINA CO THE SANG LOC bUOC

G6i NIPT - illumina Cao Cap 1

10,350,000 vnd
Goi NIPT - illumina Cao Cap 2
Goi NIPT - illumina Cor Ban 13,350,000 vnd Goi NIPT - illumina VIP
5,800,000 vnd ( 3 ngay co Két Qua) 17,300,000 vnd =
| HOI chirng Edwards ( Insomy 18) v v v
2 Héi chirng Patau (Trisomy 13) v v v
3 Héi chirtng Down (Trisomy 21) L' L% v
4 HGi chirng Turner (X0) x v v
5 HOI chirng Kilnefelte (XXY) x v v
6 HGI chirng 3X (Trisomy X) 2 v v
7 Hai chi¥ng Jacobs (XYY) X v 1%
0 Phathién bat thuéng s6 lwgng tét ca cac NST con lai x v v
9 Hbi chirng DiGeorge X X v
10  HGi chirng Angelman /Prader- Willi X X v
11 Hal chirng Wolf - Hirschhorn 2 * v
12 HOI chirng Cri-du-chat x x v
13 HOI chirng Mat doan 1p36 x X v
Ap dung v&! thal don va thal anl Ap dung v&l thal don va thal gol Ap dung v&! thal don
Cac diéu kién ap dung va théng tin chi tiét: . . . .
Ho trgr bao hiem Ién den Ho trgr bao hiém Ién den
150 triéu vnd 150 triéu vnd

H@ tror mién phi 100% chi phikhi kétqua  HE tro 3,5 - 7 triéu vnd khi két qua

direyng finh durerng tinh
Sau 7 ngay Ird két qua Sau 5 - 7 ngay fra két qua Sau 7 - 10 ngay fra két qua
(tinh c& Thir 7 va Chu nhat) {tinh c& Thir 7 va Chl nhét) {khéng tinh Thir 7 va Chu nhét)

(107 30.11.2018) M3iu duwge giri di My

: . ;
CT khuyén méi con 9,500,000d [ = i
: |

L]
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SO LIEU GENTIS PA TRIEN KHAI

S6 lwong mau NIPT da thwe hién: 3,995 mau

S6 mau da thwe hién tai Gentis: 2,494 mau (Chi c6 03 mau thu lai do ban chat mau)

S6 mau gvi hang lllumina: 1,501 mau (trong d6 59 mau phai thu lai, chd yéu do qua
trinh van chuyén khdong dam bao dan dén mau khéng da chéat lwong lam xét
nghiém)

S6 mau NIPT dwong tinh: 134 mau

Chwa phat hién trwong hop am tinh gia.

S6 lwong mau NIPT da thwe hién 3,995

S6 mau gvi hang lllumina 1,501

S6 mau da thyc hién tai Gentis 2,494
S6 mau dwong tinh 134 (chiém 3.35%)
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| NGUON MAU

Bac sy chi dinh:

| Khach hang ca nhan

% ) Bac sy + ca nhan

S6 liéu Marketing-Gentis ndm 2018

y
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| POI TUONG THUC HIEN XN

Phu nir mang thai tir tuan thor 10:
( chwa lam XN khac: 29% - 1158 mau

———e Dac biét can thiét cho phu nir mang thai
c6 nguy co’ cao nhw: 71% - 2837 mau

= Trén 30 tudi, d&c biét trén 35 tudi

= Cé tién st bj thai lwu véi mang thai di dang hodc
thai lwu khéng rdé nguyén nhan

= C6 két qua siéu am bat thudng

= C6 két qua Double test va /ho&c Triple test nguy co
cao

= Co thwe hién ky thuat hd tro sinh san (IVF)

» Mang da thai

= Gia dinh c6 tién sir mac bénh di truyén

\—__e Trweng hop thai doi: chiém 3.3% téng s6 mau
(dorn + do6i)

S6 liéu Marketing-Gentis ndm 2018

/
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| SO LUONG MAU DUONG TiNH

B4t thwong s6 lwgng NST S8 ca dwong tinh gia

Trisomy 21 Chuwa ghi nhan

Trisomy 18 Chuwa ghi nhan

Trisomy 13 Chuwa ghi nhan
Ty lé cac bat thworng NST
XXY 2
0.03% - 0.03%
Monosomy X

0.03% 0.03% = Trisomy 21
. (]
Triple X 1
= Trisomy 18
XYY Chwa ghi nhan
: : - = Trisomy 13
Microdeletion 15q11.2 (PWS/AS) Chwa ghi nhan
Trisomy 20 Chwa ghi nhan = XXY
Trisomy 14 Chuwa ghi nhan = Monosomy X
Trisomy 4 Chuwa ghi nhan = Triple X
m XYY

Ti lé Duong tinh

3,35% Chuwa ghi nhéan cac ca am tinh gia

/
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W KET LUAN

1. Gentis |a don vi dau tién nhan chuyén giao thanh
cong va chay dich vu NIPT — lllumina tai Gentis

2. Tong s6 mau 3995: s6 mau dwong tinh 134 (chiém

3,35 %) giup nhiéu bénh nhan khéng can thwe hién

choc 6i (>2700).

Th&i gian c6 két qua chi con 3 ngay (goi nhanh nhat)

Giam dwoc s6 mau phai thu lai do thwe hién ngay tai

Viét Nam (khéng phai chuyén mau ra nwéc ngoai)

5. Chwa ghi nhan tredng hop am tinh gia

B W
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HUONG TRINH GIAO LUU: NGHE THUA
TU HAO THUONG HIEU VIET NA
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