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Positive Predictive Value

Reference Sensitivity% Specificity%

Negative Predictive Value
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B. Linetal., 2021 [28] 100 99.9 539 99.9 \:P ) Z gﬁ
Bevilacqua et al., 2021 .
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[(FROGHREE+EREHEN)VI-0EE] [(RERGEENAHDIZE]

-148 without ACAs StU dy pOpUl ation Type of Rearrangement Observed on Karyotype, n Detected by NIPT,n Detection Rate, % (95% CI)

Karyotype:
-2 with CPMt n=192 ‘ Deletion 13 11 84.6 (54.6-98.1)
-42 with ACAs 28 24 85.7 (67.3-96.0)

Duplication

‘ .
———> 4 failed NIPT samples | Interstitial 5 5
Y Terminal 36 28

100 (47.8-100)
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Final NIPT cohort
BE:88.1% e B R 1 85%
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XAAFGEIZCPM BB R K :T77.8%

- Y
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[EFER]
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36.1y
N (%)
64 (58.7%)
3 (2.8%)
2 (1.8%)

5 (4.6%)

35 (32.1%)

[RAASH BN | 09BIDAER] KT 13/18/2 1 1EKR<
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22 -

20 4
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: Pregnancy outcome
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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
(-3.958D) (-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,

RO MER R :80%(4/561)

BT OEREMIE S S WVITLIRBRERECFGRYOEE/LLT SR H S, 2

Miyagami K, et al. Reprod Sci. 2022;29(3):896-903.
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GREFERBICSHTSDNAZAWEHENESE]
1998 PCRIEICLYBE IR BRKAAD D FARMEE / mIEPFFONAD3I-6%= LS
CrERR
1998 RhDFRMEFFENARNDEZF YU EL EhE
2000 RBR DM R E * EfE
BRNDE—REFEBHELRIE (BREBAAKIE)
2010 BF LR DOSNPEZFIAL.RER DT/ L7 NEEMT & EhE
REFEK: Y — I T BT THE
BEHEER  NTOIATRFTTHE
2012 BHER-ZARAZEDIGEILY— I T RENHER
2016 7/ LTARY — T TV AT DOEE
2019 BEHEXKX (L HER) - IndelDIGFEIHY— 7 T2 @ HER

—MREACI TV TEE B RERFREEHRULEBER-—RDEE
BITRAE 1 FH%8 23




BADENE — N REB—

Oz (B—B=FHRBE)

R :2017/4-2019/1 11230 Bz F 2 XFRIINIPT: £l = 1F 172,208
FEINIPTRICHEEMRE (BAERTFAIEEER) 2HEL BEZHEDR
LB B EIERAFERINI-ER TIIARR M - AR M ILEZD SN 1=,

Samples received for
NIPT-SGD testing
(n=2416)

e ® S

246:5.7%

A 4

Test not performed
(n=132)

Result not available
because sample
failed quality control
(n=76)

(

NIPT-SGD result

available
n=2208)

e

Positive result
(n=125)

Negative result
(n=2083)

[ZiR3E]

Indication for NIPT-SGD"

Positive

Referrals (n) n

result

% (95% CI)

Positive family history 132
Abnormal US finding 514
Long-bone abnormality 178
Cranial/facial abnormality 21
Lymphatic system defect 150
Cardiac defect 31
Other or unspecified US finding 134
Advanced paternal age 912
Advanced maternal age/unspecified/other 650
Total 2208

125

15.2 (10.0-22.3)

19.3 (16.1-22.9)

33.7 (27.2-40.9)
28.6 (13.6-50.2)
133 (8.7-19.8)
12.9 (4.5-29.5)
6.7 (3.4-12.4)
0.2 (0.0-0.9)
0.6 (0.2-1.6)
5.7 (4.8-6.7)

FEiE R
KR 15.2%
BEEAR19.3%

>N RIBKERIIBERFARARHYVEFIFRETNED,

[ZHRBE]

arameter

Positive result (n = 99) Negative result” (n =400) All (2 = 499)

Timing of referral

First trimester T(7.1)
Second 62 (62.6)
trimester

Third trimester 30 (30.3)

Gestational age (weeks) 24.3(11.4-36.7)

87 (21.8) 94 (18.8)
223 (55.8) 285 (57.1)
90 (22.5) 120 (24.0)

21.5(9.4-33.3)

22.1(9.4-38.3)

>R BT E RIS A IS RTIEAF S W,
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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
syndrome p ¢ | eepmhe (Noonan syndrome " § g -
1G? B with multiple Doce
lentigines)
PTPN11, RAFT
Antley Bixier "
syndrome o &
FGFR2 = Muenke syndrome  my cause niarv . o M >
5 FGFRA savalopmantsl coys, and @ acce ‘ -
Apert Anp a
ol pesi & Noonan syndrome
and : P u sLrgery monkor 1345689 ;
' wds
Cardiofaciocu- ( [ q 2 92
taneous syndrome = 2 o
1 ; ® La ecogra
CATSHL syndrome =¥ £ 96 e
e u @ anguige o 1 ¢ atal care, oz
ard trostmert cf Yache
SR . Pleiffer : ‘ i
syndrome majority syndrome & : - 36
9 type 123 ” . po
Comnelia de Lange
syndrome 123,45 i Farge o gl S5 g Mo . . auses & rapid rogression in Angus
n Sca o ) ) Gl, anc Ime Rett syndrome and 8 ® a X
MECP? an . e v
Do o fydiarns) 7 majosity (« 4 Sotos syndrome 1 s < <
Crouzon o 5 < Thanatophoric A savora kot disorar that gl
syndrome prct @ dyspissia, L o e ogonatal COah A0 mgjceyy ® e arvd ey managy ?
F FaFRI s ca prat 2 types LI L oyt
Ehders-Danlos g2%
syndrome, classic, ausas St ” st o
type VIIA, cardiac a2 " 0 = o
valvular form, type , - chcaton
vis
Epileptic encepha- " { =some types or cases
lopathy, early > nca o ° Maritor and B
infantile, 2 . el e 2t Roferences

NEK! 118

afigherim.sin Qo

— EABKEME I IIGEEES BT LS
25& B30iEEFHONE 25

= some types or cases
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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 |:> MR é'ﬁi% lli {K ﬂ:/ _kl E Z % i\/ﬁ\r—
s’ cell anaemia, Deafness autosomal recessive type 1A, Deafness ‘_—'53 W\ 5 ,}"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

/ - . =1
() Genes'c_ﬁ’ mutations (a gene mutation that is not inherited) in 25 genes |:> E 3)—‘— r 75\ SN (% 7N 37{{ _-I=t-7§\ Z*E A:#/L
78 0 Novo %) 25K BAMEGTFHIHEER

Genes screened: ASXL1, BRAF, CBL, CHD7, COL1A1, COL1AZ , COL2A1,
FGFR2, FGFR3, HDACE, JAG1, KRAS, MAP2K1, MAP2K2, MECP2, NIPBL,

NRAS, NSD1, PTPN11, RAF1, RIT1, SETBP1, SHOC2, SIX3, SOS1

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

disorders and represents a combination of the tests A GeneSafe ~£E_ _ oL
f‘ and {/Genesaf: ETEII providing a complete picture of the 30'}_9% :\9 @{K % HY Xj- %
pregnancy risk.

REIFEDEGFENFRELEBINOLIEERISAIN TS,
T—IDERITEY AFKIIILY AR B F R HIEIB TS REM B B0 0
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FEtEA 18, & RaVI IR E A E T 522 h Rz,
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CHNLHR BEERTSEEICEVWTI BEEMEN R D0 -5 8 T HEER
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ARE S NFRRE L 7= R BV T,
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A & 2R DIRBOZREMEN & < L BEIR
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PN IEEMAEE L, B, AR
OMAFZERE R~ DT T 72 2 & B
L7,
AERAEATIZ, IRTE B XML, B
LRI ESHT ATV, & DICHEII R
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3) WFFEIZEBIT 2 MR ELRE
ABFZEIL, BEMFE 2 x5 & Uz B R
Th ., BT EOFRH LI AW i 5t fa
RS ORI H 72 O 7y, BN KFE
NBAR DKL F R IEmBLFREHZ L7z
TANNES AV NE= YN SP DOV = SN I NS E T
DREE R O MEEE R B S OB EZ T
7= OKRFE = 2023-161),

2. YHEEZ MG L LIsiA

WEHEERR E LI2FIEIc oW T, BFgEsE
Wiz 31T A BRI OWTHET L. FE i
FFEZOWTRGR L, RO %R 217 - 72,

C. WFFERER
L. /N 2 AR RN & 3 2 AR Em EE P 1
ERRL LT v — Mk

486 44\ E MIMEE 2 Bk L, 28 @A &
7otz WIRNOREN 178 b, 95
FIENRTERETH o7 42 Rs LB 174
P2 fRbret e & Uiz ([HI%ER 35. 8%)

FIAEDRBMEIILLTOE B TH D, MR
1%, 1 88 44 (56. 3%) | et 73 44 (42. 0%) |
O34 (1.7%) ThoTo, FRE LT,
30 mEAt 7 44 (4. 0%) . 40 %1% 86 4 (49. 4%) .
50 mkfX 53 44 (30. 5%) .60 m&fR 21 44 (12. 1%) |
105 LLE T4 (4.0%) Thoi-, HAN
WRPEo AR = oL MNRREICS
WTTIE, 70 44 (40.2%) MMRAE L. 104 4
(59. 8%) NIEREAETH-72, BFEhL LT
. KREFERE 72 40 (41, 4%) . KRB LISL
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DIETRIE 84 4 (48. 3%) \ BHZEE 6 4 (3. 4%) |
ZoM 124 (6.9%) Thot-, HEDOBLE
WZBWT, /NERIZREBEZEOLEDL S
DEENZ I EZRLE A, MRS
RN NE LT DM 132 4 (75.9%) . &
RN 26 4 (14.9%) . [RFEEED 11 4
(6.3%) . ZIRIZITE D> TV 7R & H A
BN 54 (2.9%) Tholo, HERIZ, H
AERTEIRFIREDOBE I T Y VT
BbsZ Lidds008/Mics LTt IH
0 75376 4 (43. %)\ [72 L1725 98 44 (56. 3%)

ThoT,

HERAIIRMT D NIPT ORISR E 720 9 DR
DEMEL LT, EOXI)RBFHENEELZ
2 BID T ONT S EBMED Likert A 7 —
INTCEMAEIToT2E 2 A, LLFD X 9 Z2lH
BERGoNT, EERIERNRHDHZ &) 1T
DOWTIE, HEETHD 1524 (87.4%), X
REETHDL 144 6.0%. EbH LB
RNT 4 (4.0%), HEDVEETITRW 14
(0.6%) . EHETIZZR2\WN 044 (0%) Th o7,
MEBOIIEHRASBRENH L L 725
TWAHZ L IOV, BEETHD 1374
(78.7%) . RCREETH D 26 4 (14.9%) |
EHLHEH0NZRN9% (5.2%), HEVE
BCIE A 2 4 (1. 1%)  EEE T 720 0(0%)
Tholz, IFFERENPEN & JITONTIL,
EHETHD 125 4 (71.8%), OXEETH
5284 (16.1%) ., EBHH EHNR RN 164
(9.2%) . HFV HETIT/RWV 54 (2.9%) .
HETIERWVWO0 (%) THoiz,

REBOBMIEDNHILENTWAZ L] (I
DOWNWTIE, BETHD 1394 (79.9%) ., X°
RLEETHDH 164 09.2%) ., Eb5EH 0
72N 12 4 (6.9%) . HE Y EETILRW B
£ (2.9%) ., EETIEARWV2 (1.1%) THhHo
Teo TRIRNZXI T 2VERIEN HDH Z &) 12D
WL, BEETH D 56 4 (32.2%) . ORH
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RN 544 (31.0%) . HFE Y HETIT W
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ThoT, T OMOREREAIIEHT O NIPT D xf
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