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U'U PIEM....

NOI DUNG

SU RA DOl CUA KY THUAT SINH HOC PHAN TU* MO'I NHAM MUC DIiCH:

*PHAT HIEN SOM LECH BOI NHIEM SAC THE CUA THAI VA NHI'NG ROI
LOAN O MU'C PO VI THE HON (SUB-CHROMOSOMAL) (VI MAT DOAN, ROI
LOAN DON GEN)

=vVO'I DO CHINH XAC CAO VA KHONG TANG NGUY CO SAY THAI
= DUA VAO BO BE QUYET DINH SOM
TIEP TUC THAI KY
DUA RA QUYET BINH SAU KHI CO DAY BU THONG TIN
THU THUAT PHA THAI AN TOAN HON
CHUAN B| CHO NHU'NG BIEN CHUNG CO THE XAY RA
LEN KE HOACH CHAM SOC BAC BIET CHO THAI KY




NIPT

* Quy trinh |am sang don gian hon

e Thoi diém sdm, ngay khi cé thai
10 tudn

* Tilé phat hién cao hon

 Tilé duong gid thap hon 30-50
lan

QUY TRINH LAY MAU CHUAN LOI icH

Nhirng chirng cr khac

Tdng sb bénh nhan dwoc xét
nghiém trong nhirng nghién ctru
mu, tién clru, da dwoc thAm dinh

#N.cru lam  # N.ctru doc lap
sang

MaterniT21 -6.280 6 0
verifi I 2.510 3 0
Panorama I1.306 2 1

As of April 2015




Nghién ciru vé fetal fraction va cell-free DNA dé& chan doan léch bdi

Nhitng bai bao
dau tién vé NIPT
duoc thdm dinh

trén 1am sang
duoc xuit banl4

4/2015 - ISPD'*:
“That bai trong do luwdng
A fetal fraction c6 thé bj
NIPT dau tién duoc dénh gid sai
thiét k& dé do ludng ’
chinh xac (DANSR)
va dua fetal fraction

vao danh gia nguy

Nhiéu phuong phap
dé do fetal fraction
da duoc phat trién
va dua vao xét
nghiém dang 6710

9/2015 — ACOG/SMFM!2:
“Fetal fraction... can thiét dé
c6 két qua chinh xac”

Xét nghiém NIPT
dau tién duoc

dua ra trén thj

truong B o A S (52
Ngay nay: Dong thuan chung vé tam quan trong
cla viéc do fetal fraction!?
1. Chiu et al. BMJ. 2011 Jan 11;342:c7401. 2. Chen et al. PLoS One. 2011;6(7):e21791. 3. Palomaki et al. Genet Med. 2011 Nov;13(11):913-20. 4. Palomaki et al. Genet Med. 201. ar;14(3):296-305.
5.Sparks n. 2012 Jan;32(1):3-9. 6. Sparks et al. Am J Obstet Gynecol. 2012 Apr Rava et al. Clin Chem. 2014 Jan;60(1):243-50. 8. Nyg| hem. 2010
Oct;56 Prenat Diagn. 2013 Jun;33(6):575-9. 10. Y Proc 1 10;111(23):8583-8. 11. Benn et al. Prenat Diagn. 2015 Aug;35(8):725-34.

156 tal
12. ACOG-SMFM Committee Opinion No. 640. Obstet Gynecol. 2015 Sep;126(3):e31-7. 13. Jani et al

co (FORTE)S#

Ultrasound Obstet Gynecol. 2015;46:515-517.

Cell free DNA test

Trisomy 21

Author DR (95% CI) Wt (%) FPR (95% Cl) Wt (%)

Chiu et al., 2011 [86] - 100.0 (95.8 to 100) —— 2.06 (0.43t05.9) 1.52
Ehrich et al., 2011 [39] —+  100.0 (91.0 to 100) -~ 0.24 (0.01t01.4)  4.02
Palomaki et al., 2011 [212] l 98.6 (95.9 to 99.7) * 0.20 (0.04 to 0.6) 11.87
Sehnert et al., 2011 [13] ——+  100.0 (75.0 to 100) 0.00 (0.00t0 10.3)  0.37
Ashoor et al., 2012 [50] —  100.0 (92.9 to 100) - 0.00(0.00t01.1)  3.45
Bianchi et al., 2012 [89] - 100.0 (95.9 to 100) = 0.00 (0.00 to 0.9) 3.97
Jiang et al., 2012 [16] ——  100.0 (79.4 to 100) 0.00 (0.00t00.4)  7.93

Lau et al., 2012 [11] 100.0 (71.5 to 100) — 0.00(0.00t03.7)  1.02
Nicolaides et al., 2012 [8] 100.0 (63.1 to 100) 0.00 (0.00t00.2)  14.54
Norton et al., 2012 [81] - 100.0 (95.6 to 100) 0.04 (0.00 to 0.2) 18.89
Sparks et al., 2012 [36] —  100.0 (90.3 to 100) — 0.00 (0.00t02.8)  1.37
Zimmerman et al., 2012 [11] 100.0 (71.5 to 100) — 0.00 (0.00 to 2.7) 1.40
Guex et al., 2013 [30] — 100.0 (88.4 to 100) — 0.00 (0.00 to 2.5) 1.52

— 100.0 (90.5 to 100) - 0.00 (0.00 to 1.0) 3.63

Nicolaides et al., 2013 [25] —  100.0 (86.3 to 100) — 0.00(0.00t01.8)  2.09
Song et al., 2013 [8] 100.0 (63.1 to 100) 0.00(0.00t00.2)  13.41

— 97.4 (86.5 t0 99.9) - 0.00 (0.00t00.9)  4.20

Verweij et al., 2013 [18] — 94.4 (72.7 t0 99.9) - 0.00(0.00t00.7)  4.83
Pooled analysis [809] 4 99.0 (98.2to 99.6) 100.0 ¢ 0.08 (0.03 to 0.14) 100.0

50 60 70 80 90 100 0 3 6 9 12
DR % (95% CI) FPR % (95% CI)




Tam quan trong cuta viéc sang loc tat ca cac thai phu
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NEJM Nghién ctru Harmony — Két luan

= Harmony wu viét hon c6 y nghta thong ké trong tam soét & tam
ca nguyét 1 dé phat hién trisomy 21 trong dan sé thai phu noi
chung

Ti Ié phat hién cao hon ¢cé y nghia:
— Harmony: 100%
— FTS: 79%
Ti l1é dwong gia thap hon 90 lan:
— Harmony: 1in 1,756
— FTS:1in19
Gia tri tién doan dwong cao hon 20 lan:
— Harmony: 81%
— FTS:3.4%
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Nhirng moi lo ngai....
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Trisomy 18 va 13 — thé kham banh nhau

* cfDNA xuét ngudn tir banh nhau
e Thwdng dén tir 14 nudi phoi
e Twong tw nhw “Hinh anh truyén

AN

trire tiep” cha gai nhau
* Nhiém séc thé ctia nhau va thai c6 thé
khac nhau
* Thwong gap & nhiém sac thé 13 va
18 hon so v&i nhiém sac thé 21

C6 thé dan dén “dwong gia” va “am gia” trong két qua NIPT

1. Kalousek DK et al., Am J Hum Genet. 1989 Mar;44(3):338-43. 2. Wirtz et al, Prenat Diag. 1991 Aug;11(8):563-7.




Hiéu ré hon vé thé kham

Normal cell with 46 chromosomes

A

missing X
chromsome

Cell missing a chromosome Chromosomal
Mosaicism

U.S. National Library of Medicine

http://ghr.nim.nih.gov/handbook/illustrations/mosaicism Accessed 4/15/13

Thé kham cua thai va thé kham cua nhau

Image adapted from: Kalousek et al. Hum Genet. 1992 Mar;88(6):642-6.



http://www.bing.com/images/search?q=mosaicism+picture&id=762670118443EB5EE601BEAC1A45D737CCAABDF9&FORM=IQFRBA
http://ghr.nlm.nih.gov/handbook/illustrations/mosaicism

Ty 1é mé&i mac chaa thé kham

New England Chromosomal Microarray versus
Journal of Medicine K ; ; i
aryotyping for Prenatal Diagnhosis
(Dec. 2012) R.J. Wapner, et.al.

» Muc tiéu nghién ctru: danh gia dé chinh xac, hiéu qua
va lgi ich cia CMA so v&i karyotype

= 4,391 thai phu dwoc chan doan tién san bdi sinh thiét
gai nhau hoac choc 0i

= Mau thé kham dwoc loai triv:
e 58 mau thé khdm (1.3%) b&i karyotype
e 8 méau thé khdm (0.2%) b&i microarray

Thé kham dwegc phat hign trong 1.5% phan Ion dan s6
dwoc chan doan tién san

Ty 1é mé&i mac léch bdi nhiém sac thé gi&i tinh

Nhirng réi loan I&ch bdi nhiém sic thé gidi tinh thudng gap:

* 47,XXY (Klinefelter syndrome) 1/500-1/1,000 males
47 XXX (Triple X syndrome) 1/1,000 females

s 47XYY (Jacobs syndrome) 1/1,000 males

* 45X (Turner syndrome) 1/2,500 females

Overall incidence of SCAs:  ~1/500 live births
(Overall incidence of Down syndrome: 1/700 live births)

March of Dimes, December 2009. Retrieved January 2013 at
http://www.marchofdimes.com/baby/birthdefects_chromosomal.html




Nhirng méi quan tam vé mat ky thuat: X,Y Testing

» Karyotype clia ngudi me — cé thé anh hwdng dén cfDNA
e Cé thé do nhirng tinh trang bénh ly nhe chwa dwoc chan doan
trwdc day cia ngwoi me
e 90% phu ni¥ c6 bd nhiém sac thé 47, XXX khong biét réng ho co
nhiém sac thé X thi bal

»  Thé kham — 2 mét cla van dé
e Thé kham cuia nguoi me: Moi lién quan tuyén tinh gitra tuoi
me va thiéu nhiém sac thé X2
e Thé kham cua thai:
— 15% ca hoi chirng Klinefelter?
— 10% ca 47, ,XXX1
— >50% ca hoi chirng Turner*

1. Tartaglia et al. Orphanet J Rare Dis. 2010 May 11;5:8.

2. Russell LM et al. Cytogenet Genome Res. 2007;116(3):181-5.

3. Visootsak J et al. Orphanet J Rare Dis. 2006 Oct 24;1:42.

4. Thompson & Thompson Genetics in Medicine, Sixth Edition. Nussbaum R et al. Philadelphia: Saunders, 2001.

Harmony va X,Y — Hai nghién ctpu mu doi

Xac dinh Tv 16
Karyotype nguy co %; 95%CI yie i %; 95%ClI
dwong gia
cao
45,X 69/74 93; 85 - 97 2/496 0.4;0.1-1.5
47 XXX 6/6 100; 61- 100 3/496 0.6;0.2-1.8
47 XXY 717 100; 65 - 100 0/496 0;0.0-0.7
47, XYY 3/3 100; 44 - 100 0/496 0;0.0-0.7

+ Nicolaides et al, Fetal Diagn Ther. 2014;35(1):1-6.
+ Hooks et al, Prenat Diagn. 2014 May;34(5):496-9.




Song thai — s6 hop tir
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cf DNA testing

DR 30 (97%) DR 1(50%) DR 2 (100%) FPRO

Ti Ié sai [am (Failure rate):

- Bon thai 1%
Canick et al., 2012; Gil et al., 2013; Lau et al., 2013; Huang et al., 2014; Gromminger et al., 2014 _ Song thai 2.5%
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http://www.google.com/url?sa=i&rct=j&q=&esrc=s&source=images&cd=&cad=rja&uact=8&ved=0ahUKEwjqz5vm5a_LAhUK_mMKHXG8CasQjRwIBw&url=http://www.fotosearch.com/clip-art/fetus.html&bvm=bv.116274245,d.cGc&psig=AFQjCNHkbHXCSPtoVIVpzVBWWrxtX3VUVw&ust=1457481988313418
http://www.google.com/url?sa=i&rct=j&q=&esrc=s&source=images&cd=&cad=rja&uact=8&ved=0ahUKEwjqz5vm5a_LAhUK_mMKHXG8CasQjRwIBw&url=http://www.fotosearch.com/clip-art/fetus.html&bvm=bv.116274245,d.cGc&psig=AFQjCNHkbHXCSPtoVIVpzVBWWrxtX3VUVw&ust=1457481988313418
http://www.google.com/url?sa=i&rct=j&q=&esrc=s&source=images&cd=&cad=rja&uact=8&ved=0ahUKEwjqz5vm5a_LAhUK_mMKHXG8CasQjRwIBw&url=http://www.fotosearch.com/clip-art/fetus.html&bvm=bv.116274245,d.cGc&psig=AFQjCNHkbHXCSPtoVIVpzVBWWrxtX3VUVw&ust=1457481988313418
http://www.google.com/url?sa=i&rct=j&q=&esrc=s&source=images&cd=&cad=rja&uact=8&ved=0ahUKEwjqz5vm5a_LAhUK_mMKHXG8CasQjRwIBw&url=http://www.fotosearch.com/clip-art/fetus.html&bvm=bv.116274245,d.cGc&psig=AFQjCNHkbHXCSPtoVIVpzVBWWrxtX3VUVw&ust=1457481988313418

2 nghién ctru vé nang lwec caa XN trén song thai

Beyilacquaet al. Gi[et al. Gi[et al.
(hoi ctru) (hoi ctru) (tien ciru)

Trisomy 21 11 trong 12 9 trong 10 2 trong 2
Trisomy 18 5trong 5 - 1trong 1
Trisomy 13 - 1trong 1 -

Euploid 323 trong 323 181 trong 181 60 trong 60

Puoc xac dinh 1a “nguy co cao”:

e 22/ 24 catrisomy 21

* 6/6 catrisomy 18

 1/1catrisomy 13

« Khoéng cé “dwong gia” trong hon 500 ca binh
thwong vé sb lwong nhiém sic thé

1. Gil et al. Fetal Diagn Ther. 2014;35:204-11.
2. Bevilacqua et al. Ultrasound Obstet Gynecol. 2015 Jan;45(1):61-6.

NIPT mé& réong — Van dé va nhirng méi quan tam

Tiéu chuén hién nay

T21, T18, T13>

Léch boi
X, Y

Vi mét doan >

Lam sang twong thich
Dt lieu duwoc thadm dinh
Ti & phat hién

Dwong tinh gia cao hon
Tw van phtrc tap hon

11



NIPT mé rong — Nang lwc Test chwa dwoc biét ro

T21, T18,T13> Le;h$ol > Vi mét doan>
- Thap
Tilé 0 - >
phat hién 99% > khoang

60%*

NIPT mé réng — khong thay déi cach xur tri

Xét nghiém xam lan
«Xét nghiém khéng dinh
chan doan dwgc khuyén
cao

*Gia tri tién doan dwong
cwe th&p cho mot sb hiém

A g NIPT phat treong hop
Siéu am bat A p £
. hién vi mat
thwong
doan

Xét nghiém xam lan

+ Nguy co con lai dang ké

« Ti & phat hién thap hoac
khong biét

+ Nhiéu bénh Iy di truyén/ vi
méat doan khong dwgc phat
hién b&i NIPT

Cé thé dan dén chan doan cham tré, ting thém

chi phi va lo lang cho bénh nhan

12



NIPT - vi mat doan

Chwa dworc danh gia trén lam sang
Tranh cdi dua trén c6 rét it hay khong c6
xét nghiém trén méu bénh phadm cda
bénh nhdn that*

S6 bénh ly dwoc chan doan cé gi¢i han
Thay déi rét it vé nguy co vi mat doan
ctia bénh nhdn sau xét nghiém?*

Ti lé dwong gia cong gop
M0i bénh ly dwoc chan dodn c6 mét
ti lé duong gid co lién quan?

Gia trj tién doan dwong thap (PPV)
Do ti lé luu hanh thap cua bénh ly,
phan [&n két qua dwong tinh co thé
la dwong gi&?

—

—
—

mml Khong lam bénh nhan yén tam

Lo l&ng va xét nghiém xam lan

khong can thiét
Tw van kho

—

1. Hui L. Ultrasound Obstet Gynecol 2016; 47: 137-141. 2. Yaron Y et al. Obstet Gynecol. 2015 Nov;126(5):1095-9.

Viéc ap dung & cac nwéc co thu nhap cao

* N K K K ¥ *

Phan phéi tuy tirng ving

Bao hiém chi tra

Lo ngai vé chat lwong cac xét nghiém xam lan
Can tw van, trwéc va sau xét nghiém

Tranh cii van con vé quyén sé hiru tri tué
Tiéu chuan cua sang loc khac nhau

3 cach ap dung:

thay thé phwong phap sang loc hién nay

la bwérc trung gian

thay thé tha thuat xam lan

13



Viéc ap dung & cac nwéc co thu nhap cao

Maic du cac nha 1am sang tai My chap nhan NIPT nhanh
hon dw doan, viéc cung cap xét nghiém nay van con
khac biét.

VAn ton tai méi lo ngai rang khi stv dung NIPT nhiéu
hon, sw san cé va chat lwong cua xét nghiém xam lan
sé giam xudéng, vi cac nha lam sang khéng c6 co’ hdi
thwec hanh nhirng quy trinh ky thuat nay.

Thém vao dé, cac nha 1am sang sé can phai bao dam
rang bénh nhan da dwoc tw van day du dé tw dwara
quyét dinh sau khi da nhan théng tin, bao gém cé
thwe hién NIPT hay khéng va lam thé nao dé hiéu két
qua ciing nhw giéi han cua né.

Nhirng van dé trén Iam sang

* Chuyén gia vé tién san va bac si da khoa (fetal fraction..)
* Sw Iwa chon xét nghiém dwa trén rat nhiéu yéu t6
thi gian trung binh dé nhan dworc két qua
kha nang tiép can dich vu hé tro khach hang
kién thirc vé ky thuat cia ngwei ban hang
(1am tang gia tri kinh té)
khéng cé chirng chi vé cac tha thuat xam lan

Phan tich gia ca van la van dé thoi sy

14



Tamminga S et al.

Prenatal Diagnosis 2015
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Prenatal Diagnosis 2015
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Nhivng van dé trén lam sang

= Tw van di truyén trwéc va sau xét nghiém
= Viéc ap dung thwong quy NIPT

= «Giam quyét dinh cam tinh»

= Van dé cta VUS

= Khong c6 DNA ‘ré rang’

= Th&i gian dé quyét dinh

Chu dé 1: Pac tinh caa NIPT: xét nghiém chinh xac, an toan, sém

“T6i c6 nguy co 1/800 (sau combined test vao tam ca nguyét 1), va téi cd vai ngwdi ban ¢6 nguy co
1/20. Ho khdng c6 con bi hoi chp’ng Down nhuwng téi lai c6. Téi hoan toan khéng chuén bi cho diéu
nay, b&i vi toi thye sy da nghi rang con cla tdi sé khong bi hdi chirng Down, bdi vi toi da dwgc loai
trie b&i xét nghiém [FCT].”

“Néu NIPT c6 sén truwdc day, t6i mudn dwoc lam xét nghiém nay, bdi vi it nhat t6i da biét
dwoc (réing con tdi mac hdi chirng Down). Trwéng hop con clia chiing toi duwdng nhw
khéng c6 16i thoat (vao Idc sinh), nguy co' sé it hon néu chang t6i duoc biét treéc”

“T6i nght rang ban cang biét truéc sém, tha thuat pha thai sé& cang don gian hon, vi t6i
nghi dira tré sé& phat trién rat nhanh [...] Tai nghi t6i c6 thé séng tét hon véi didu do
(ch&m dt thai ky) khi né dwoc thue hién cang sém cang tét”

J Genet Counsel 2016
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Chu dé 2: Két qua cua viéc giam di nhirng rao can déi véi sang loc trwéc sinh

“Xét nghiém nay dé duoc tiép can hon vi thuc té nguy co' sdy thai thap
hon [...] ban chi can lay mau xét nghiém, vi vy & khia canh nay, n6
dé tiép can hon [...] n6 1am gidm di nhirng rao can”

“ Khi ban lam cho céc xét nghiém sang loc dé tiép can hon va giam di
nhirng rao can [...] nhiéu nguoi sé lam xét nghiém do [...] va két qua
la dan sbé (nhirng nguoi mac hoi chirng Down) sé giam xudng. Toi
cam doan diéu dé.”

J Genet Counsel 2016

Chu dé 3: Yéu cau déi véi viéc cung cap NIPT cé trach nhiém

“ Ban nén bat dau cung cap NIPT cho céng dong, dam bao viéc tw
van thich hop sau d6, hon 1a chi dinh ngay NIPT & nhirng noi
mang tinh thwong mai”

“Cé mét nhém méc dinh Hoi ching Down rét tich cue, nhung ho muén
cénlbéng béng cach doi dién vc’)’[ tat ca nhirng klj/’a canh tiéu cuc |
mubn nhin thay hinh anh thuec té trung thue nhét [...] va thuce sw thi
né rat da dang.”

“Hoi chq’ng qun t{’ll_,l’C sw da duoc gén‘ nhan la mét hdi chieng khéng
nén ton tai. It nhat doé la cach ma nhiélu béc’phu huynh (c6 con mac
héi chirng Down) nhin nhén, va vi thé ho dé 16i cho chinh phd”

“Cau néi ma nguoi ta thl:f’d’ng duoc nghe la ‘A, ban da duoc choc 6i, ban
dang mang mét bé mac héi chirng Down, vay khi nao chung ta dat
hen dé chédm dut thai ky?’”

J Genet Counsel 2016
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Chu dé 4: M& rong pham vi cua sang loc trwéc sinh véi NIPT

“Néu ngwoi ta thwe sy mac mot bénh ly ma ban c6 thé ngan chén
dwoc phan nao, vi du véi 16i song hay ché d6 an [...] di nhién, dé

Ia wu diém”
Cau héi: “Mé& réng NIPT cho céc rbi loan khéc, ban nghi gi vé diéu
nay?”

Tré Ioi: “T6i nghi rang: mién la né [xét nghiém NIPT mé réng] di kém véi
cung cép théng tin tét hon, diéu ma téi thdy khéng hop ly & thoi diém
nay la viéc tap trung qué nhiéu vao hoi chimg Down [...] va néu cé
nhiéu bénh ly hon, [...] mién la viéc cung cép théng tin la chinh xac,
moi nguoi co thé tw minh quyét dinh lam”

“Téi thdy diéu nguy hiém la trong x& héi chung ta cang ngay cang danh
gié nhiing nguoi khéng phu hop véi dinh nghia khat khe cida ‘binh
thwong”

J Genet Counsel 2016

Viéc ap dung & nhirng nwéc c6 thu nhap thap va trung binh (LMICs)

Sw san cé cua nhirng ky thuat di truyén tién san khac nhau
ré rét & nhirng nwéc dang phat trién. Khu vire do thi, novi
ma tang I&p thwong lwu va trung lwu sinh song, c6 nhiéu
thong tin va dwoc tiép can véi xét nghiém tién san nhiéu
hon.

Viing ngoai 6, nhitng khu 6 chuét & dé thi, va nhirng khu
vwre nghéo khac, thiéu tiép can véi viec cham séc trwéc
sinh. NIPT dwoc thwe hién nhiéu hon & nhirng bénh nhan
c6 trinh dé giao duc cao, thu nhap cao, va cé bao hiém chi
tra, nhirng yéu té nay hién dién & nhirng dat nwéc giau
hon 1a nhivtng nwéc thu nhap thap va trung binh.

Sw bat binh dang ngay tai nhirng nwéc thu nhap thap va
trung binh cé thé tang lén vi gia ca caa NIPT va NIPT chi
c6 & nhirng phong kham chuyén khoa tai thanh phé.
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Nhivng van dé trén lam sang

Ti Ié mac cua léch boi khac nhau

Thjéu chwong trinh sang loc trwéc sinh rong rai va cé hé
thong

Co s& vat chat tao ra nhirng rao can

Xét nghiém xam lan trwéc sinh khong dwoc chap nhan vi
ly do t6n gidao va van héa — xa hoi

Hiéu biét vé di truyén con gi&i han

Tinh céng bang vé mat tiép can

Can ngan viéc sinh ra nhirng tré tan tat

Viéc ngwng xét nghiém giai trinh tw & Trung Quéc: nhirng
hau qua lién quan

Théng tin vé gi&i tinh cua thai & mét s6 khu vwe

Ti lé “khong tra két qua” sau NIPT

Nguyén nhan “khoéng tra két qua”

Fetal fraction thap

Nhirng nguyén nhan vé
mat sinh hoc

Nhirng nguyén nhan vé
mit ky thuat
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Ti 1é “Khéng tra két qua” ... can bang

Ti 1& “Khong tra két qua”? (0%-11.1%)2

Quéa cao:
* Qua phtrc tap )
* Nang lwc xét nghiém thap

~ CANBANG
CHAT LUWONG XET NGHIEM
VA NANG LUC CUA TEST

Qua thép:

* FF khong dwoc do

+ D6 nhay thap hon

+ Bao gdm ca nhixng mau dwéi chuén

1. Jani et al. Ultrasound Obstet Gynecol. 201!
2. Gil et al. Ultrasound Obstet Gynecol. 2015;

Tong két

- TAt ca xét nghiém sang loc trwdc sinh déu c6 mot ti 1& ‘khong tra két
qud’
- Ti & 'khong tra két qud’ khac nhau tuy theo phwong phép sang loc

« Ti1é ‘khong tra két qua’ Ia hé qua cla viéc kiém soat chat lwgng lab
- Can nang lyc test toi wu va chéat lvong test
- Viéc l4y mau tht 2 sau ‘Yéu cau lay lai mau’ 1a lwa chon quan
trong trén l&dm sang
» Phan I&n mau thir thir 2 s& nhan duoc két qua
- Khéng khac biét cé y nghia trong viéc dién giai két qua dbi voi
mau thér ther 2
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Cell ffDNA

Gido duc/
Tw van

Trién khai trong boi Hé théngy

canh sang loc/chan té/

doan trwdc sinh Bao hiém
chitrd

Dw bao...

= M¢& rong xét nghiém NIPT cé hiéu qua va
dung y dac

= Nhiéu bénh ly di truyén dwoc thém vao

= Phat trién kha ning xét nghiém tai nha

= Giado duc cho cha me

= Céan nhiéu nha tw van di truyén hon

= Kha nang xay dwng, dau tw va huan luyén
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