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NIPT Result Frequency (%) PPV (%) NIPT Result Frequency (%) PPV (%)
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T18 0.36° 80° 0.07 98
T3 0.43% B 67¢ 0.08 B 53
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Positive Predictive Value Negative Predictive Value
Reference Sensitivity% Specificity%
PPV)% (NPV)%
A. Daretal., 2022 [26] 83.3 99.8 52.6 99.9 t:|: ) 2 Qﬁ
B. Linetal., 2021 [28] 100 99.9 53.9 99.9 r:|:1 ) 2 Qgé'é
Bevilacqua et al., 2021 . .
C. : 69.6 * 100 * 100 * 08 * 5!) X JE*
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Karyotype:
-148 without ACAs
-2 with CPM*
-42 with ACAs
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YEEE:99.32%

X145 4 I1ZCPM
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Study population
n=192

————> 4 failed NIPT samples |
Y

Final NIPT cohort
n=188

Y

150 low-risk calls
38 high-risk calls

A\ 4

145 true negatives
37 true positives
S false negatives
1 false positive

[FRYEREED ANIHE])

Type of Rearrangement Observed on Karyotype, n Detected by NIPT,n Detection Rate, % (95% CI)

Deletion 13 11 84.6 (54.6-98.1)
Duplication 28 24 85.7 (67.3-96.0)
Interstitial 5 5 100 (47.8-100)

36 28 77.8 (60.9-89.9)
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¢fDNA screening CfDNA screening W
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! I —52 cases y

_________________________________ -

1

Concordant with Discordant with Concordant with DiscordamtWithil | Bl S ok o o o o e e e e e e e e e e e e e e e e e e /
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- - £ ) o b
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Result from
fDNA in Fetal /

neonatal
maternal otvDe
plasma e

Gestation Lowest SD
weeks at  value of fetal
diagnosis weight

ek
12.5%

Age Gravida Parity

Birth
weight (
D)

Gestational
weeks at
delivery

Placental
Karyotype

g Placental
weight

1 -4 Trisomy 22 46,XX 47 XX, +22 37.1
(-3.9SD) (-5.1SD)  (-2.6SD)
498g
22w . 200g
2 38 2 -5.1 Trisomy 2 46, XY 47 XY, +2 31.0 (-5.6SD)
(-3.65D) (-1.58D)
IUFD
26 w _ . 1390g
3 31 3 1 (-2.58D) 3.4 Trisomy 2 46,XX 47 XX, +2 34.7 (-2.9SD) 240g
47 XX, +mar |47 XX, +mar
23w ) ] 2045g 470g
4 32 3 0 3 Trisomy 2 [14] /46, |sSMC derive 38.8
(-2.0SD) (-2.6SD)  (-1.0SD)
XX [6] from chr.2 )
\_ J
Trisomy 7
5 38 1 0 32w 2.8 (about 12%  46,XX 46,XX 343 154% 250
(-2.05D) ‘ : ¥ : (-2.08D) g
mosaic)

CPMIZ. EELFGROH 10%% L5,

R BE DGR R F :80%(4/561)

RRBEPOEEMIE S S WVITLIRBKEERECFGROEE/LT AR H S, 22

Miyagami K, et al. Reprod Sci. 2022;29(3):896-903.
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5% :2017/4-2019/1 11230EEF £ L IINIPT% £ L4432, 2084
HAEINIPTRICHEENRE (BEMZAIIEER) HREL BEZHER

$ER GEGIFHROHERINIEF TIIARGE AR IR H SN h Tz,
Samples received for [ %*ﬁﬁé]

NIPT-SGD testing

2 4 1 6 Positive result
(n= ) Indication for NIPT-SGD* Referrals (n) n % (95% CT) F% ﬁ $
Positive family history 132 20 15.2 (10.0-22.3)

. (o)
Abnormal US finding 514 99 19.3 (16.1-22.9) g&& © l 5. 2 /O
- i =23 o E; o
Long-bone abnormality 178 60  33.7(27.2-40.9) ﬂ =P Pﬁ- 0 l q.3%

Test not performed

( n=13 2) Cranial/facial abnormality 21 6 28.6 (13.6-50.2)

Lymphatic system defect 150 20 13.3 (8.7-19.8)

A Cardiac defect 31 4 12.9 (4.5-29.5)

Result n'Ot aval ]able Other or unspecified US finding 134 9 6.7 (3.4-124)

because sample Advanced paternal age 912 2 0.2 (0.0-0.9)

Fg'ﬁ$ —» failed qua] ity control Advanced maternal agefunspecified/other 650 4 0.6 (02-16)

éw: 5.7% (n - 76) Total 2208 125 5.7 (4.8-6.7)

v > RIIRERTLIIBERFTRHYVESIRETNED,
NIPT-SGD result

available [é% *ﬁﬁ&]

(n=2208)
arameter Positive result (n = 99) Negative result” (n = 400) All (n = 499)
Timing of referral”
First trimester 7(1.1) 87 (21.8) 94 (18.8)
Second 62 (62.6) 223 (55.8) 285 (57.1)
Positive result Negative result T
Third trimester 30 (30.3) 90 (22.5) 120 (24.0)
(n=125) (n=2083)
Gestational age (weeks) 24.3(11.4-36.7) 21.5(9.4-383) 22.1(9.4-38.3)
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Vistara non-invasive s N atera ‘ Y'ﬁ??m o

prenatal screen

Vistara identifies probability for conditions that may have otherwise gone undetected until after birth or into childhood. A

Mypochondro-
onditions are inherited in an autosomal or X-links shion, which means that if the mutation is p - : @ o
FGIRI
by the cendition and experiance refatad symptoms
Intellectual
disability x; o 53 > 1
Condition' Clinical g
” Clinical sis® Jackson Weiss 36
Genals) o Third actionability el A typ ot crar
- datvor Juvenite
: 8 e @ sz yelomono aa ] . .
Achondroplasis y ou o @ @ spia oary shoco leukemia (JMML) o -
LEOPARD
Alagille i syndrome 1,2
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’(5 GeneSafe  facilitates early diagnosis of
single-gene disorders.

It involves 3 different levels of screening:

This test screens for 5 common inherited recessive genetic

/ . - A SA,
5 GEHE&%_[G disorders, such as Cystic Fibrosis, Beta-Thalassemia, Sickle |:> AR é'ﬁ&% l\i {K ﬂ:/ _tl % Z %%\E\r—
s’ cell anaemia, Deafness autosomal recessive type 1A, Deafness ‘_—‘5_-" W5 71"9% B5 'fE FHY xj' %

autosomal recessive type 1B.
Genes screened: CFTR, CX26(G)JB2), CX30 (G)B6), HBB

This test screens for 44 severe genetic disorders due to de novo

s ~ N > = N
(} GEHESE_}CL’ mutations (a gene mutation that is not inherited) in 25 genes |:> Er)—h 75\ |Ej (A (%%ﬂd{\ﬁﬁ\%%ﬁ?“
’ 2) 255 B A4S o
Yl T F O
Genes screened: ASXL1, BRAF, CBL, CHD7, COL1A1, COL1AZ , COL2A1, ) 9& "~ IE{ -5?— j- %
FGFR2, FGFR3, HDACS, JAG1, KRAS, MAP2K1, MAP2K2, MECP2, NIPBL
NRAS, NSD1, PTPN11, RAF1, RIT1, SETBP1, SHOCZ2, SIX3, 5051

)’Genesaﬁeu Trlis test screens for both inheritc?d a‘nd de novo single:—gene ia Zﬁﬁ E ,%la /%E

disorders and represents a combination of the tests A GeneSafe ~£E_ _ oL
f‘ and {/Genesaf: ETEII providing a complete picture of the 3 O');é :\9 @{K % HY Xj- %
pregnancy risk.
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