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Cong ty BioCeryx, Inc — chuyén vé chan doan phan tir

Sw phat trién cha cac phuwong tién tam soat léch bodi
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NIPT nén la xét nghiém tam soat léch boi
dau tay cho moi thai phu
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Phuong phap truyén théng tdm soat cac léch bdi

O )

Lich str

Ban dau dugc phat trién dé tdm soat hdi chirng Down (trisomy
21) — tiép theo 13 trisomy 18, va sau d6 |a trisomy 13, sau khi phat
hién ra rang cung mot dau hiéu hormon cé thé duoc sir dung dé
tam soat cac léch bdi khac nhau

Tam soat Trisomy 21 phé bién nhat va cé y nghia rd rang

Phuwong phap truyén thdong tam soat cac léch boi

Lich str

‘Tiéu
chuan
cham séc’

Ban dau duoc phat trién dé tam soat hdi chirng Down (trisomy
21) — tiép theo Ia trisomy 18, va sau dd 1a trisomy 13, sau khi phat
hién ra rang cing mdt dau hiéu hormon cé thé duoc st dung dé
tam soat cac l1éch bodi khac nhau

Tam soat Trisomy 21 phd bién nhat va cd y nghia rd rang

Tiéu chudn chdm séc & nhiéu nwdc — mang tinh qudc qia, khu
vuc hay tiéu bang (VD & Anh, Pan Mach, Bang California)

Nhiéu qudc gia KHONG cé chuwong trinh tdm soat. Phac do tam
soat bang huyét thanh/ phuong phdp ‘dénh tring va bé 1&, van
dé tam sodat con hon loan.

PO md da gy khéng/sgn ¢6 cho nhiéu bénh nhan trén toan cau
(VD. Nhiéu vung & Uc, My, chi cho BN trén 35 tudi & British
Columbia, Canada)




NIPT la xét nghiém tam soat dau tay: Pung thé

* Ky thuat DNA tu do — d6 chinh xac cao trong tdm soét

* Tot hon so v&i tdm sodt dya trén huyét thanh nhé vao
khodng tdm soat rong

Hiéu qua

Hiéu qua cfDNA : Phan tich gop

tit cd cdac phwong phdp

T21 99.7% 0.04% 1,963

T18 98.2% 0.05% 560

T13 99.0% 0.04% 119

va Iy vao nghién clru ca nhitng trvdng hop tdm soat trong quan thé

[Phén tich gbp dugc cap nhat: gdm sd lwgng I&n hon cac trwong ho‘p}
chung hodc d6i twgng «nguy co thap»

Gil et al, 2017, Ultr Ob Gyn — updated meta-analysis, 35 relevant studies, >200,000 unaffected




* Nghién ciru NEXT: Xét nghiém tam sodat chung cho cong déng

: e NEW ENGLAND
JOURNAL of MEDICINE

‘ ORIGINAL ARTICLE

Cell-free DNA Analysis for Noninvasive
Examination of Trisomy

* Tam soat két hop trong tam cd nguyét 1 so v&i phan tich cfDNA
Trisomy 21

+ Tam soat trén quan thé thai phu chung

* P0G nang luc dé phat hién Trisomy 21 trong cdng dong l1én

This article was published on April 1, 2015,
at NEJM.org.

DOI: 10.1056/NE]Moal407349
Copyright © 2015 Massachusetts Medical Society.

NIPT Gia tri dv bao duong: Trisomy 21
Nghién clru NEXT

PPV déi véi Trisomy 21

0% 25% 50% 75% 100%

2 1A LA ] cfDNA 81%
Ty Ié hién méc _

Nang lyc XN FIS | 3.4%

Ty 1é hién mac 1/417 (38/ 15,841)

Gia tri tién doan
duong (PPV)

Nang lwc XN:
cfDNA = Do nhay 100 % FPR =0.06 %
FTS = D6 nhay 79 % FPR=5.4%

Norton et al, 2015, NEJM




NIPT: Xét nghiém tdm sodat dau tay cho quan thé tot nhat

O T21: kha nang phat hién cao (cao hon FTS 20% )
Q T21: Ty & dwong tinh gia thap (thap hon FTS 90 lan)
O T21: PPV cao = 81% (so v&i 3.4% cua FTS)

O Phéan tich cfDNA cho két qua t6t tuvong tw & nhdm nguy co
thap duwoc so sanh trong nghién ciru doan hé

QO Ty lé dwong tinh gid cwc thap cho ca Trisomy 18 (0.01%) va
Trisomy 13 (0.02%)

FTS (First Trimester Combined Screening) : Tam sodat két hop 3 thiang dau

Norton et al, 2015, NEIM

Nhiéu Hiép hoi Ién tng hd s&r dung NIPT lam xét
nghiém tam sodat dau tay

Tit cd phy niv nén dwgc cung cip théng tin vé sw sin c6 ciia xét nghiém
CfDNA vi c6 hiéu qud vwot tri trong tdm sodt cdc logi tam bgi pho bien

E; Roval Collegeof (3 12014) cong nhén gid tri ctia NIPT nhw phwrong phap tam soat dau tay cho bat ki phy ni
Gynaecologists n3o ["NIPT tam sodt bat thweng NST sir dung DNA trong huyét twong me"]

(5/2014) «S3 liéu gan day tir nhirng nghién ciru twong dwong niang lwe ciia NIPT nhw mét
xét nghiém sang loc budc dau trisomy 21 & phu ni ¢é nguy co’ trung binh»

ESHG/ASHG  (3/2015) NIPT nhu mét Iyra chon thay thé cho phéc d sang loc trong TCN 1

AR .
P%g IS pd (4/2015) ISPD "hién nay ngay cang cé nhiéu bing chirng cho thay test c6 thé ap dung cho
\&».,_!,‘ ca phu ni¥ ¢6 nguy co trung binh”

Q)ACMG (2016) NIPT la lwa chon tam soat nhay nhat cho viéc sang loc léch bdi truyén théng

= Y kién ca H6i dong ACOG vé NIPT (2015)




NIPT la xét nghiém tam soat dau tay: Pung thé

Hiéu qua

Cham séc tot
nhat cho bénh
nhan

Tién loi

Nhu ciu cta bénh nhén khong dugc dap ing dua
trén cac xét nghiém huyét thanh

4 Bat tién
Cac xét nghiém sang loc dua
trén huyét thanh dang l1am vao
tinh trang céng kénh vi doi hoi
phai cé siéu dm dic biét +/- dén
khdm nhiéu [an. Bénh nhan cé
thé bi han ché ti€p can |
\_ siéu Am do NT r

-~

Dwong tinh gia cao
4 8 .
5% ty l1é dwong tinh gia (FPR)
= gay lo lang cho hang ngan phu ni
moi nam.

e s

~

Gidi han thoi gian

Can tuGi thai chinh xac dé lam xét
nghiém tam sodt trong 3 thang d4au
hodc 3 thang gitta hodc ca 2
(kéo dai giai doan khong chic chdn—

p N thyc hién ‘integrated screen’)
- J
— Lo léng vé sy an toan

Ty |é can thiép thu thuét cao do
FPR = Nhiéu phu nit tir chGi
thuat thudt xdm Ian vi lo ngai
nguy co




Tam soat huyét thanh két hgp trong TCN 1

* Do DPMDG cb thé
khong san cé cho tat
ca bénh nhan trén ca

nuéc

e Can tinh ddng tudi
thai

*  Khong doi héi co vai
NIPT

NIPT

Tac déng chia NIPT dau tay trong phat hién Trisomy 21
Belgium Health Care Economic Analysis
Tong cong 122,543 cudc sinh don thai

250
215
200 -
84
S8 truwdng hop T21
150 - ~ duoc phat hién
100 - T21 du.'q\c sinh raA,
sau khi sang loc am
tinh gia
>0 1 41 42
29
O T T T 2
Current Contingent  Contingent Primary
screening screening screening
(>1:300) (>1:600)

Source: Belgium Health Care Economic Analysis ( KCE Report 222, Table 20)




NIPT: giam can thiép thu thuidt xam lan

B Unnecessary
NIPT M Indicated

,0 40,000 80,000 120,000 160,000

Invasive procedures

Fairbrother et al, 2015, Prenatal screening for fetal aneuploidies with cell-tree DNA in the
general pregnancy population: a cost-effectiveness analysis

bung bo quén TCN 2

Bénh nhan dén
khdm mudn va bd 1&
clra s6 tam sodt ba
thang dau




NIPT la xét nghiém tam soat dau tay: Pung thé

* Taisao chung ta khdng cung cip cho bénh nhan xét nghiém
tdm sodt tot nhat? — Gidm sé lwong bénh nhan can thuc hién
xét nghiém chan doan xam |an nh& giam déng ké ty 1& duong
tinh gia

Cham séc tot
nhat cho bénh

nhan

Gia thanh.
Vé GIA THANH thi thé nao?
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Gid thanh cia NIPT: muc tiéu giam dan

* Trong moét vai nam tdi, gia cla xét nghiém
sé& gidm xuéng nhiéu

* Nhiéu ky thuat mai sé gidp lam gidm gia
thanh sém

NIPT c6 thé mang lai hiéu qua kinh té

$800,000

NIPT mang ¢ Gia thanh NIPT trén mdi truong >
lai hiéu

2 kinh t& hop trisomy thap hon FTS
$600,000 -H{ auakinhte

$453 $665
$400,000 _—

50 /
/

($200,000) ‘ ‘ ‘ : :
$,400 $,450 $,500 $,550 $,600 $,650 $,700
NIPT unit cost

xac dinh thém

Chi phi trén mbi trworng hop trisomy dwoc

Fairbrother et al, 2015
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Sy giam gia cta XN cfDNA :
Gia thanh mdi ca s& tuwong duong hay thap hon FTS

d €350,000
. Mtrc 254 EUR cho NIPT
4 ” 2 Y -
3 €:00,000 _ g tro thanh chién luoc
td
o ”, > ~
E 250,000 . chu chot
o prs
b -
Z €200,000 -’
.@ ,” = = clinical practice, i.e. FTS by FCT
"E €150,000 == —-’:'- === = = = = NPT as secondary screening test
a
E '1' === NIPT as primary screening test
g € 100,000 ','
- -
2 -’
<
€50,000
€0 T 1

T T T T T T T T T
0 100 200 300 400 500 600 700 800 900 1,000
Cost of NIPT (€)

Model of 180.000 pregnancies per annum; Screening participation 50% (Current), NIPT scenario 60% (<36y) & 70% (>36 y); Cost assumptions: 15t
trimester screening cost 162,2 EUR, NIPT cost 775,8 EUR,, Invasive testing 951,3 EUR, CMA 775,8 EUR

Source: Beulen L et al. EJOGRB (182) 2014, 53-61 (Figure 2d)

Nhu ciu cla bénh nhan dugc dap &ng bang XN cfDNA

Tién loi Théng tin sém
e Ldymau1llan * Hoan tét khi thai > 10t tuan
« Khéng can siéu &m do NT e Chinh xac cao
* Quay vong nhanh (<7 ngay) (o thoi gian dé quyét dinh
=¥,

Dwong gid thép it lo l3ng vé tinh an toan

Duong gia (FPR) < 1% = giam lo léng Gidm déng ké can thigp thu

cho nhiéu phuy nit - thudt nho FPR thdp
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Cf-DNA 13 xét nghiém tam soat dau tay: Ping thé

* Ky thudt DNA tu do — tdm soét c6 do chinh xac cao

* Tot hon so v&i tdm soat dya trén huyét thanh nhé khoang
tam soat rong

* Taisao chung ta khdng cung cap cho bénh nhan xét nghiém
tdm sodt tot nhat? — Gidm sé lwong bénh nhan can thuc hién
xét nghiém chan doan xam |an nh& giam déng ké ty 1& duong
tinh gia

Diéu dung dan nén lam

Cham séc tot

Hiéu qua Tién lgi nhat cho bénh

nhan

Thank you
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