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Ho6 so san pham di truyén san khoa lllumina
Giai phap toan dién
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Tién hén nhan va mang thai Mang thai Di truyén & strc khée

Céac giai phéap ttr lllumina dap ng toan bé nhu cau vé xét nghiém di
truyén ciaa moi ca nhan te khi sinh ra
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Hinh thai phoi va thu tinh nhan tao (in vitrofertilisation)

» X&c dinh phéi vé&i tiém nang phat trién cao nhat nham hé tro viéc
chuyén ph6i don tao ra 1 dira tré binhg thwéo'ng khée manh.!

» Tilg phat trién va hinh thai van dwec sir dung la phwong phap dau
tay cho chon loc phdi c6 tiéem nang phat trien cao nhat. 23

1. Minasi G M, et al; Correlation between aneuploidy, standard morphology evaluation and morphokinetic development in 1730 biopsied blastocysts: a
consecutive case series study. Human Reproduction, Volume 31, Issue 10, 1 October 2016, Pages 2245-2254,
2. Machtinger R, Racowsky C. Morphological systems of human embryo assessment and clinical evidence.

Reproductive BioMedicine Online (2013) 26, 210- 221
3. Kovacs P. Embryo selection: the role of time-lapse monitoring. Reproductive Biology and Endocrinology 2014, 12:124
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Lol ich cua sang loc phoi trwéc
cay chuyeéen (PGS) trong IVF
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Tién hoa cua cong nghé sang loc phoi
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Chi str dung cho muc dich nghién ctru. Khéng str dung trong quy trinh chan doan



Diminished effect of maternal age
on implantation after preimplantation
genetic diagnosis with array
comparative genomic hybridization

Gary L Harton, B.S.,? Santiago Munné, Ph.D.,® Mark Surrey M.D., Jamie Grifo, M.D., Ph.D., d
Brian Kaplan, M.D.,® David H. McCulloh, Ph.D., H.C.L.D..° Darren K. Griffin, Ph.D.,’ fand DaganWelIs Ph.D. 2"

for the PGD Practitioners Group'

® Bluegnome, La Jolla, California' b Reprogenetics, Livingston, New Jersey' © Southern California Reproductive Center,
Beverly Hills, California;  NYU Fertility Center, New York, New York; ® Highland Park IVF Center, Fertility Centers of
Ilinois, Highland Park, "lanlS f School of Biosciences, University of Kent, Canterbury, United Kingdom; and
9 Reprogenetics UK and " Nuffield Department of Obstetrics and Gynaecology, University of Oxford, Oxford, United
Kingdom; and ' Centers in the PGD Practitioners Group are listed at the end of the article

Muc dich cta nghién clru Thiét ké thi nghiém

* St dung PGS véi phwong phap vi day = Hoi ctru, so sanh két qua cta nhiéu trung
trén chip sinh hoc (aCGH) de kiém tam (~200 trung tdm IVF trén toan nwéc MY)
chirng anh hwomg cua do tudi trén:

716 lam t6 = 462 chu ky sinh thiét ph6i ngay 5:

2,467 phoi dwoc phan tich

Tilé di boi

Ti Ié xay thai

1. Harton GL, Munne S, Surrey M, et al. Diminished effect of maternal age on implantation after preimplantation genetic diagnosis with array comparative genomic hybridization. Fertil

Steril. 2013;100(6):1695-1703.
o ®
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PGS giam anh hwéng cua hiéu trng tudi me
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B Aneuploidy** [ Implantation** B wmiscarriage**

**Statistical significance of difference in rates between age groups - Aneuploidy p<0.001; Implantation p >0.05; Miscarriage p>0.25

Chon loc va chuyén phdi lwéng boi giam tac hai va anh hwéng
cua tuoi me (Ién t&i 42 tuoi) Ién ti lé lam to (IR)?

1. Harton GL, Munne S, Surrey M, et al. Diminished effect of maternal age on implantation after preimplantation genetic diagnosis with array comparative genomic hybridization.
Fertil Steril. 2013;100(6):1695-1703.
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ASSISTED REPRODUCTION TECHNOLOGIES

Single thawed euploid embryo transfer improves IVF
pregnancy, miscarriage, and multiple gestation outcomes
and has similar implantation rates as egg donation

Jamie A. Grifo - Brooke Hodes-Wertz - Hsiao-Ling Lee -
Esmeralda Amperloquio « Melicia Clarke-Williams + Alexis Adler

Thiét ké nghién cteru: H6i clru, quan sat, nghién ctru doan hé Ira tudi

Nhém A — Nhom nghién cteu Nhom B — Nhom ddi chirng
(n=95) Ngay 5/6 aCGH cung (n=355) Tién lweng tot, ngwori
chuyén phdi déng lanh cho tot, chuyén phoi déi, twoi

1. Grifo JA, Hodes-Wertz B, Lee HL, Amperloquio E, Clarke-Williams M, Adler A. Single thawed euploid embryo transfer improves IVF pregnancy, miscarriage, and multiple gestation
outcomes and has similar implantation rates as egg donation. J. Assist. Reprod. Genet. 2013; 30, 259-64.
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PGS tang do tin cay cua viéc chuyén
phoi don (eSET) va giam ti lé xay thai

*p=0.006

p>0.05

58%

*p=0.001

*p=0.023

22%

8%
2%

Implantation Rate Miscarriage Rate Multiple Gestation Rate Ongoing Pregnancy Rate

[ Morphology + PGS (N=89, eSET) I Morphology only (N=86, DET)

Statistically significant

1. Grifo JA, Hodes-Wertz B, Lee HL, Amperloquio E, Clarke-Williams M, Adler A. Single thawed euploid embryo transfer improves IVF pregnancy, miscarriage, and multiple gestation
outcomes and has similar implantation rates as egg donation. J. Assist. Reprod. Genet. 2013; 30, 259-64.
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REPRODUCTIVE ENDOCRINOLOGY AND INFERTILITY

Obstetrical and neonatal outcomes from the BEST Trial: single
embryo transfer with aneuploidy screening improves
outcomes after in vitro fertilization without compromising
delivery rates

Eric J. Forman, MD; Kathleen H. Hong, MD; Jason M. Franasiak, MD; Richard T. Scott Jr, MD

Thiét ké nghién ctru: Ngau nhién vé&i > 2 blastocysts, thir nghiém
khéng thap kém hon

Nhom A — Nhom nghién ctu (n=89) Nhom B — Nhom doi chirng (n=86)
Chuyén phoi don véi PGS Chuyeén phoéi déi khong kiem chirng

1. Forman EJ, Hong KH, Franasiak JM, Scott RT. Obstetrical and neonatal outcomes from the BEST Trial: single embryo transfer with aneuploidy screening improves outcomes after in
vitro fertilization without compromising delivery rates. Am. J. Obstet. Gynecol. 2014; 210, 157.e1-6.
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Chuyén phdi don sau sang loc di bgi ca
thiét két qua IVF

*p=0.048

58%

*p=0.001

47%

*p=0.03

*p=0.04

29%
26%

2%

Live Birth Rate Multiple Gestation Preterm Delivery NICU Admissions

[ Morphology + PGS (N=89, eSET) I Morphology only (N=86, DET)

Statistically significant

1. Forman EJ, Hong KH, Franasiak JM, Scott RT. Obstetrical and neonatal outcomes from the BEST Trial: single embryo transfer with aneuploidy screening improves outcomes after in
vitro fertilization without compromising delivery rates. Am. J. Obstet. Gynecol. 2014; 210, 157.e1-6.
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Cong bo dau tién ve VeriSeq PGS trén cong

nghé giai trinh tw the hé méi NGS
Development and validation of a
next-generation sequencing—bhased

protocol for 24-chromosome
aneuploidy screening of embryos

Francesco Fiorenting, Ph.D.,* Anil Biricik, M.5c,® Sara Bono, B.5¢. Letizia Spizziching, 8.5¢,°
Ettore Cotroneo, B.5c,* Giuliano Cottone, B.5c.,” Felix Kokodrski, Ph.D. " and Claude-Edouard Michel, Ph.D.®

* Genoma Molecular Genetics Laboratory, Rome, italy, and ~ Eluegnome, Cambridge, United Kingdom

Thiét ké: Phan tich hoi ctru ctia 208 mau té bao don da biét két qua di boi (190
blastomeres bang aCGH; 18 te bao bang karyotype) vs. PGS trén NGS

Do nhay va d6 dac hiéu >99.9% trén

5 . ‘ 0 A A X > A
tirng nhiém séc thé 100% twong dong trén ket qua phoi

“Cho dé twong dong cao v&i két qua ciia mét phwong phép tiéu chuan nhw aCGH, giai
trinh tw the hé méi NGS dwore kiem chirng nhw la mét phwong phap coéng suat cao
san sang cho cac rng dung lam sang trong di truyén hoc sinh san”

1. Fiorentino F, Biricik A, Bono S, et al Development and validation of a next-generation sequencing-based protocol for 24-chromosome aneuploidy screening of embryos. 2014;

101(5):1375-82. °
illumina
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Human Reproduction, Vol.29, No.12 pp. 2802-2813,2014
Advanced Access publication on October 21, 2014 dot 10.1093/humeep/dew277

human Re uc c
reproduction SN0 2 '

Application of next-generation
sequencing technology for
comprehensive aneuploidy screening
of blastocysts in clinical preimplantation
genetic screening cycles

Francesco Fiorentino'*, Sara Bono!, Anil Biricik!, Andrea Nuccitelli',
Ettore Cotroneo!, Giuliano Cottone!, Felix KokocinskiZ,
Claude-Edouard Michel?, Maria Giulia Minasi3, and Ermanno Greco?

"Molecutar Genetics Laboratory, ‘GENOMA', Via & Castel Gubileo, | |, 00138 Rome, iy lumina, e, Camiridge, UK
Rearoductive Madicine, European Hospital, Vis Portuense, 700, 00149 Rome, ltaly

*Comrepondence sddress. Moeadar Genetics Laboratory, ‘GENOMA!, Via & Casted Giubileo, | | 00138 Rome, Italy.
E-mail: fiorentno@@aboratoriopenoma it

Thiét ké: Panh gia song song 192 blastocysts PGS bang aCGH so v&i PGS bang NGS

99.5% (191/192) twong dong ~60% ti 18 séng s6t/phoi chuyén

“NGS dworc kiém chirng nhw mét phwong phap dang tin cay voi tiém nang
cai thién chan doan Iweng nhiém sac thé c6 trong phoi, dac bigt trong cong
suat cao, tw dong hda va kha nang phat hién di boi.”

1. Fiorentino F, Bono S, Biricik A, et al. Application of next-generation sequencing technology for comprehensive aneuploidy screening of blastocysts in clinical preimplantation genetic
screening. 2014; 29(12):2802-13.
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Tai sao phai sang loc PGS?

Phat hién phoi co doét bi

Céac cong bo ve loi ich caia PGS*

= Gidm anh hwéng cda tudi mel
= T&ng kha nadng lam t623

= Giam ti I1é xay thai tw nhién24
= Tang ti I&é mang thai23.5

= Tang hiéu suat chuyén phoéi don va giam ti 1&
mang da thai2:3.

* Per embryo transferred

1. Harton G, Munné S, Surrey M, et al. Diminished effect of maternal age on implantation after Preimplantation Genetic Diagnosis with array comparative genomic hybridization. Fertil
Steril. 2013; 100(6):1695-703.

2.  Grifo JA, Hodes-Wertz B, Lee HL, Amperloquio E, Clarke-Williams M, Adler A. Single thawed euploid embryo transfer improves IVF pregnancy, miscarriage, and multiple gestation
outcomes and has similar implantation rates as egg donation. J. Assist. Reprod. Genet. 2013; 30, 259-64.

3. Scott RT, Upham KM, Forman EF, et al. Blastocyst biopsy with comprehensive chromosome screening and fresh embryo transfer significantly increases IVF IRs and delivery rates: a

randomized controlled trial. Fertil. Steril. 2013; 100(3):697-703

Forman EJ, Hong KH, Ferry KM, et al. In vitro fertilization with single euploid blastocyst transfer: a randomized controlled trial. Fertil Steril. 2013; 100(1):100-7.

Yang Z, Liu J, Collins GC, et al. Selection of single blastocysts for fresh transfer via standard morphology assessment alone and with array CGH for good prognosis IVF patients:

results from a randomized pilot study. Mol. Cytogenet. 2012; 5(1):24

" illumina’
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Xét nghiém trwére sinh khong xam lan - NIPT

Cac lya chon xét nghiém trwéc sinh

17 ﬁ”umlna‘”



Céc Iwa chon sang loc trwée sinh truyén thong
TT Ié phat hién cho trirong hop Trisomy 21

Ti 1& phat hién (%)

1stTrimester:

1stTrimester:

2nd Trimester:

2nd Trimester:

Integrated screen:

Serum integrated:

Sequential screen:

1st Trimester
blood screen

IstTrimester
blood screen

NT Ultrasound
> NT Ultrasound
Triple screen

Quadruple screen

2nd Trimester
> NT Ultrasound > blood screen

1st Trimester > 2nd Trimester

blood screen

Ist Trimester
blood screen

blood screen

2nd Trimester
> NT Ultrasound > blood screen

64-70

82-87

69

81

94-96

85-88

95

Ti lé dworng tinh gia:

~5%

American College of Obstetricians and Gynecologists. Screening for fetal aneuploidy. Practice Bulletin No. 163. Obstet Gynecol. 2016; 127(5):e123-37.

18
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Xét nghiém khéng xam lan trwéce sinh (NIPT)

Muc tiéu cua NIPT

Giam nguy co mac céc Giam ti lé
di tat bam sinh dworng tinh gia

Xét nghiém c6 thé dé dang
tiép can phu nir mang thai

Co ti lé phat hién cao

" illumina’



Tong quan
Cong nghé NIPT

2 illumina’



DNA tw do (cfDNA) trong mau thai phu
Chét thir Iy tudng cho xét nghiém di boi

Mau thai phu chira ca DNA tw do

cla me va cua bao thai

o 2-20% téng sd DNA tw do trong mau me la tir nhau thai
(cytotrophoblastic)*

» Ching duwoc hda vao mau qua qud trinh chét theo chu
trinh apoptosis (cell death)

Phat hién ttr tudn thir 7+ caa thai ky
va tiéu bien vai gi® sau sinh’

1. Barrett, A, Zimmerman BG, Wang D, Holloway A, Chitty L. Implementing prenatal diagnosis based on cell-free fetal DNA: Accurate identification of factors affecting fetal
DNA yield. PLoS One. 2011;6(10):e25202..

2. Nigam A, Saxena P, Prakash A, Acharya A.Detection of fetal nucleic acid in maternal plasma: A novel noninvasive prenatal diagnostic technique. J Interntl Med Sci
Acad.2012; 25(3): 119-120.

21 ﬁ”umlna“



Phwong phap phan tich cua NIPT lllumina

1. Tach va chuan bj cfDNA

2. Gidi trinh tw toan bo hé gene trén NGS

3. So sanh vé&i hé genome ngwei

4. Pém cfDNA
— Not to scale
cfDNA bao thai — [:3
(20%) ] :1
] ——
| —
1 ] 10% nhiéu
[— | |
C w1 ] cfDNA
[ — NST21 & T21
[ e— |
[ a— | C————
cfDNA me ] 1 —— —
] | — —
] 1 ] 1
| | | |
| | | |
] | ] |
] 1 ] 1
| ., ..... | |
Nhiém sac thé: 1 2 21 Trisomy 21
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Giai trinh tw toan bé hé genome (WGS)
Loi ich so vdi giai trinh fw dich va vi day (array)

WGS cung cap hang triéu lan dém Microarray bi

Ll
*
n

trén toan bé genome bang chirng vé

I I I DI S DI DI S S —
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I I DI D DI DI B S . S—
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Lovi ich Han ché

o  Tilé that bai thipls o Gidi han céng b vé hiéu ndng
«  Khéa nang dwa thém céc théng tin khac Trung binh tuan thai trong cac mau
vao xét nghiém di bdi: 17-19 tuan34

»  Gioi han vé cac cong bd |am sangs

1.Taneja PA, Snyder HL, de Feo E, et al. Noninvasive prenatal testing in the general obstetric population: clinical performance and counseling consideration s in over 85 000 cases.

Prenat Diagn. 2016; 36(3):237-243.

2.Mccullough RM, Almasri EA, Guan X, et al. Non-invasive prenatal chromosomal aneuploidy testing — clinical experience: 100 000 clinical samples. PLoS One. 2014;

9(10):109173.

3. Juneau K, Mohseni M, Wang ET, et al. Microarray-based cell-free DNA analysis improves noninvasive prenatal testing. Fetal Diagn Ther. 2014; 36(4):282-286.

4. Stokowsk R, Wang E, White K, et al. Clinical performance of non-invasive prenatal testing (NIPT) using targeted cell free DNA analysis in maternal plasma with microarrays or

next generation sequencing (NGS) is consistent across multiple controlled clinical studies. Prenat Diagn. 2015; 35(12):1243-1246. o )

5. White K, Wang E, Batey A, et al. Performance of targeted cell-free DNA analysis with microarray quantitation for assessment of fetal sex and sex chromosome aneupIOﬂdl Il(l:l m I n ara

23 Presented poster at the American College of Medical Genetics, Annual Meeting 2016 March 8-12, Tampa, Florida.
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Giai trinh tw toan bé hé genome (WGS)
Loi ich so vdi giai trinh fw dich va vi day (array)

Giai trinh tw dich bi giéi han chi trong mét vai
nhiém sac thé, va locus

— — —
— — —
— — —

L I 1 I 1 LIl —y LIy S— —

Han ché
o  Tilé that bai caol?

e Gioihan khfj nang dwa thém (rng dung cho xét nghiém ma khong
phai thay doi ve quy trinh

! e  Quy trinh phtrc tap hontz2
e Phuwong phap dwa vao SNP khong str dung dé phan
tich phén tich cho cac mau mang thai do IVF2

1. Norton ME, Jacobsson B, Swamy GK, et al. Cell-free DNA analysis for noninvasive examination of trisomy. New Engl J Med. 2015;
372(17):1589-1597.

@
2. Ryan A, Hunkapiller N, Banjevic M, et al. Validation of an enhanced version of a single -nucleotide polymorphism-based H I Iu m I n a”
noninvasive prenatal test for detection offetal aneuploidies. Fetal Diagn Ther. 2016;d0i:10.1159/000442931.



Hwéng dan ve NIPT
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Thai phu nao nén xem xet thwe
hién xét nghiém NIPT?

Tat ca phu nir mang thai déu dwoc lam NIPT:

Thai phu c6 nguy co cao do:

« Nguy co lién quan t&i tudi thai phu
« Duong tinh v&i sang loc huyét thanh
o Siéu am b4t thuong

» Tién s& mang thai co6 dj tat vé T21, T18, T13 va
nhiém sdc thé gidi tinh

o Chuyén doan & bd me lién quan t&i mot trong
cac nhiem sac thé dwoc sang loc

Thai phu c6 nguy co thap

/(}

American College of Obstetricians and Gynecologists. Screening for fetal aneuploidy. Practice Bulletin No. 163. Obstet Gynecol. 2016; 127(5):e123-137.
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Hwéng dan vé NIPT

NIPT trong quan thé cé nguy co cao

“Tat ca thai phu nén dwoc sang loc dét bién di bdi [bao gdm NIPT] hoac
xét nghiém chan doan dj tat di truyén thai nhi, khdng phan biét tudi tac”

- ACOG 2016

“Ngay cang c6 sy gia tang vé bang ching chirng minh cac xét nghiém c6 thé ap
dung cho thai phu v&i nguy co trung binh... Iwa chon sau dang dwoc can nhac: sang
loc cfDNA nén duwoc khuyén khich la xét nghiém dau tay cho tat ca cac thai phy”

- ISPD 2015

“Cac kiém chirng 1am sang khuyén céo NIPS c6 thé thay thé xét nghiém sang loc
truyén thong cho cac hdi chirng Patau, Edwards, va Down. Cac két qua nghién ctru
déu ung hd xét nghiém & moi ltra tudi”

- ACMG 2016

American College of Obstetricians and Gynecologists. Screening for fetal aneuploidy. Practice Bulletin No. 163. Obstet Gynecol. 2016; 127(5):e123-137.

Benn P, Borrell A, Chiu RWK, et al. Position statement from the Chromosome Abnormality Screening Committee on behalf of the Board of the Inte rnational Society for
Prenatal Diagnosis. Prenat Diagn. 2015;35(8):725-734. d0i:10.1002/pd.4608.

Gregg AR, Skotko BG, Benkendorf JL, et al. Noninvasive prenatal screening for fetal aneuploidy, 2016 update: a position statement of the American College of Medical
Genetics and Genomics. Genet Med. 2016: doi:10.1038/gim.2016.97.
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Anh hwéng cua ti 1é that bai
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Ti 1é that bai caa NIPT
WGS vdi giai trinh fwe dich

4%
— 3% =4
S
2
g 2%
0 44
o
=
&
) .
0% | s
WG WGS Targeted SNP  SNP Array*
lllumlna Other Sequencing

Giai trinh tw toan bé genome Giai trinh tw dich

Data compiled from published clinical studies. WGS Illumina *, WGS other?, Targeted SNP Sequencing.?
*There are no published studies assessing failure rate for NIPT assays performed using SNP arrays in clinical samples.

1.

29

Taneja P, Snyder H, de Feo E, et al. Noninvasive prenatal testing in the general obstetric population: clinical performance and counseling consideration s in over
85,000 cases. Prenat Diagn. 2016;36:237-43.

McCullough RM, Almasri EA, Guan X, et al. Non-invasive prenatal chromosomal aneuploidy testing--clinical experience: 100,000 clinical samples. PLoS One.
2014;9(10):€109173.

Ryan A, Hunkapiller N, Banjevic M, et al. Validation of an enhanced version of a single -nucleotide polymorphism-based noninvasive prenatal test for detection of
fetal aneuploidies. Fetal Diagn Ther. 2016;d0i:10.1159/000442931.
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Verifi c6 hiéu ndng wu viét vé ti 1é that bai, dé nhay
va théi gian tra ket qua

Failure Rate
4% 3.8-6.4%8. 9

verifi” Maternil2f| NIFTYY" FIMQNy” @ panorame

LOD 1.4 —-2.7%5 4% 3.5%7 4% 3.8 -8.0%8
TAT 3.3t 52 103 7-104 7-109
Reference:

1 Taneja et al., Prenat Diagn. (2015), DOI: 10.1002/pd.4766

2 McCullough et al., PLoS One (2014) DOI: 10.1371/journal.pone.0109173

3 BGINIFTY Website

4 Norton et el., New Engl J Med (2015) 372(17):1589-97

5 Dar et al, Am J Obstet Gynecol (2014) 211(5): 527 6

Rava, et al., Clin Chem (2014) 60(1):243-50

7  Zhang et al., Ultrasound in Obstetrics and Gynecology (2015) DOI: 10.1002/uog.14792
8 Pergament et al., Obstet Gynecol (2014) 123(2 Pt 1):210-8

9 Ryan et al., Fetal Diagn Ther. (2016) DOI: 10.1159/000442931
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Tai sao that bai trong ky thuat lai quan

trong trong NIPT?

D6 nhay thuce té thap hon dé nhay cong bo

Nghién'c(ru chira ti lé cao cac trwdng hop di bbi trong
cac that bai ky thuat caa NIPT

L4y lai mau cho NIPT hweng khong hiéu qua

- Nhiéu cong bd vé ti I& that bai khi lay lai mau

- Tang thoi gian trd mau, gép bac si, sw bt an cho thai phu va béac
st

Lén t&i

22%

ti I& di bdi:- trong cac ca
that bai NIPT

Lén toi

65%

ti 1é thét bai NIPT:: khi
lay lai mau

1. Pergament E, Cuckle H, Zimmermann B, et al. Single-nucleotide polymorphism-based noninvasive prenatal screening in a high-risk and low-risk cohort. Obstet

Gynecol. 2014; 124(2 Pt 1):210-218.

2. American College of Obstetricians and Gynecologists. Screening for fetal aneuploidy. Practice Bulletin No. 163. Obstet Gynecol. 2016; 127(5):e123-37.
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Anh hwéng cuia that bai khi lam NIPT

Potential number of

100,000 samples

99,800 unaffected

unaffected invasive
procedures

1500 incidence T21 200 pregnancies with T21

pregnancies

2,8 ROR-E AR AR ifi s o 8 9 o ° ° K

ﬂ@**@”iﬁ@i ;;ergrl]ata] Test? ‘R\ ’R /ﬂ\ 'l\ /ﬁ > 199 detected f< al(;.;?ositive + g:s?y S 444 200 invasive
s2assasa s MaterniT21 . L. BNy ... i
;:ggg:;g:; PerSTI IR@'R /ﬁ\>197detected ;g.;z:)sitive + *;i:;failure = 884994 13%invasive }RRFEY
T T T T TTY - PARRRAA3455230 44444
:;gg::gg;; Prenatal Test? ﬁ@lﬁ\’ﬁﬂ%detected fag;r;)sitive + ﬁ 252'nyailure P2 ”""I:;@*n;a:l;e“**”,,
feeeeettee i N 1Y T R o T : 55% T RE SR T T T

ﬂ ,* * ﬁ /’ ” * ﬂ‘ ’ * Prenatal Screen* false positive * assay failure B *””*'338'8 !in:a:i\;e" TTIIY

4 IV - a o YT TLVYIITEY TIITY
A AAAAAAA A A Serum screen &9 > 188 detected ~5% - L 0% = TETRRT ....in;a::i:e. ......
@ﬂ*ﬂﬂ**ﬂ'ﬁ’ @@Hﬁ@ false positive ‘Rassayfajlure .2 ,,*“”“4'920“'”"**"*'

Test Failures May Lead to Invasive Procedures.t—Theoretical example of the number of invasive procedures requested due to NIPT failure. Failure rates include assay failures and samples rejected due to low
fetal fraction. Assay failure rate for the Harmony test is based on NGS studies and may not be consistent with actual test results achieved using the array-based Harmony Test currently in use.

t Affected pregnancies with a screening test failure were excluded from the number of detected T21.
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Tai sao nén chon lllumina NIPT?

Ap dung dwec trong nhiéu
trwo'ng hop & cac phong kham

Céac théng so6 cua xét nghiém

o Tilé that bai rat thdp 0.1%:? e Trwong hop cho trirng, song sinh,
chon loc xét nghiém doan NST, va

e Thoigian tra ket qua trong 3-5 ngay lam cac tam boi NST thuong hidm

viécl

e Kha nang thém céc ndi dung khac
(karyotype, chan doan bénh don
gene)

e CO kha nang phat hién di boi voi ti 1é
cfDNA phdi thai thap tir 1.4-2.7%2

Cong nghé vwot trdi va
quyéen s& hiru tri tué

S6 liéu dwa trén nghién ciru quy mo Ién

o 0.02% ti I&é am tinh gia! o Nén tadng NIPT da dwoc kiém chirng?

o 0.1% ti Ié dwong tinh giat ¢ Kha nang mé rong &rng dung voi cong
nghé giai trinh tw hang dau the gioi

o Quyén s& hiru tri tué trong Iinh vwe

1. Taneja PA, Snyder HL, de Feo E, et al. Noninvasive prenatal testing in the general obstetric population: clinical performance and counseling consideration s in over
85 000 cases. Prenat Diagn. 2016; 36(3):237-243.

2. Rava RP, Srinivasan A, Sehnert AJ, Bianchi DW. Circulating fetal cell-free DNA fractions differ in autosomal aneuploidies and monosomy X. Clin Chem. 2014;
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Xin chan thanh cam on

Cau haoi?
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