SR AR FEAMENREBIEGRERES
China Medi;al Uzversity HospiZ; SC REENIN G T EST RE PO RT
LA Y 1 fFEL
s hdp g o p iy
R2 T e FE P
- P

¥ %78 P LB ML G B HRTA F RS B4k 4 (NIPS+Microdeletion)

. #pES
R P %4 WEP RISK SCORE RS
B 21849 Rtz % 1: 10,000 (<0.01%) MR
ERE R 18 854 ¢ B2 2 4 % 1:10,000 (<0.01%) R
® IR N 13 554 & B2 12 48 A # 1 : 10,000 (<0.01%) MR

& iR|E P BRIES

UEXE EX 2 Y
FEA S AR AR

hd AR B A RIS

& RIIE P Bplm g RS
1p36 4+ % Jr iz ¥ (1p36 deletion Syndrome) 1p36 [ A
7% & -F3F 2 XU ik ¥ ( Wolf-Hirschhorn syndrome) 4p16.3 b %
% % e i ¥ ( Cri-du-Chat Syndrome) 5pl5 b '
% £ & (X # 5) (Angelman's syndrome) 15q11-q13 R e
I 746 1% % # (] "% 4] )( Prader-Willi Syndrome (PWS) ~ 15q11-q13 B %
X & o i ¥ ( DiGeorge's Disease) 22ql11.21 b %
I H®EFT3
T3 HRlE %35 ¥ iR 5
PEYIA  RE v &) (Fetal fraction) 7% 5%,~40% R ]

FIRIA M BA T B 2%V40% R 0 Vi N RBIE AT T B3R 29 L EATHR S BT HRR
PR (B4 B en D FEM o

Hie R B <R P
il M YR EE B R 5 GIRER] R
#k 3o 4F , X 1&3 e
#020595] LA 12016484 2062765 :

CM-T2A0-594120 % 1F



. &RIP aRep

LEAMM AT LS R R (Non -Invasive Prenatal Screening > NIPS) $B~{RZ 474 % :Fx > 1% & ch
POEHL DNA B R o R RIEE R0 d sl BV gk o 3 d Hdkp B #m”“r :,\.mﬁ
FpE AR U215 RS MR Mg (B VE) 18 %Lhd M= R Mg (TAESE) 13
LA k= 43 WrE (T8 R) nﬁx# Leng d ’i@}iﬁfa F B3] DNA A& =+ $cp A ki £ %
IR ARSIV e BF = %9 Bm o0t ) /HM%45@;43W5(%«5)B%%5%;%
¢ RE (B ENE) 013 5LL 4 %ﬁ; 43 Wi (M <) R F 3 E 99.5% &2 ]
0.5% -

AERRBVER AR LT D i?i ABRiITL2Y B TRRRAZISREREY gpm
CE i

iﬁﬂiﬁ—%iﬁﬁﬁﬁﬂ%%iﬁﬁ’%diﬁ&i%ﬁ%iﬁﬁﬂ°

IV. &P

B+t NIPS & % &

PLirf AT R d MR (NIPS) = % > ¥ S L& ch DNA A 47 H et ipl* M ik ¥ e ehh i
P53 DNAC A = & 4-4¢7 V’f‘E%F‘ gt H lalﬁlﬁ}i}?‘,m)}; BIEE R RS A k)
= A MR DR AR F $A9w/Nwsﬁimw4£%$ﬁw«~ S IE Sl Sl

o TS RC ARG TRRbe BN (TR WS ETenE RE LA Rt AR G~ SRS e
LS A

R
AR LB ANPGRS N T EAEABRATAL R e P AR 2152 F = L
FAE (B V) 18 BLA G M= 4 Mg (SAE V)13 8% W= % M (TR V)2
RS ik 99.5% 0 B3 0.5% 5 KA o A RPN E G ARG A S 2R IR
AT F P ERTS E  MARG T ik g

BB T ORI MARAMA R T F S E R Ko ol ] Y B2 TR e 4 R (S
SMB)~BER % - 2 ME e v A HEE ~F- AL LM TR s LS T
P ~ERAAIMERY - Fl > TRBRASEZHBGS AR > ¥ TR R 2PRINTE
4ﬁ.a45§¢ﬁf;f‘5~—:;;f4o

FoB o FAEAAGRIMAERHE
FAFIRE F R0l 3T 10 R Y £ i

$2 5 B R EERE A Fé"*\kﬁpﬁﬁ&ﬂ*ﬁf{ﬁ*ﬁ@\
4 REAELR T ’la%’ﬁim g_@ Myt fteS Nen

Rrelt o
FZ 8 AHRRIEE RIS A b %
Hrl

o R R ¢ 7 PFHEa S 52 DNA B EC (Cell-free fetal DNA, cffDNA) » F]pt » A p| = 2 1%
WEHEEIRE 101 F Bk FFE % > T mﬁ'l"ﬁﬁrirﬂfﬁzﬁl :
1.9$iw%§%\Lu4L%’v&ﬁ+& S8t DNA 4 E2 o

2. HMPEHLDNA B EEE 5 DNA = B - & fhd S & 2R TR DNA 2 Pk A 71

3. BRARSBEASFFTA I ZEFAH DI HTRE AR EE LI MERKE Y2 HELSE -

B
PSSR WAL R ERRY P AENTRZ IR FEHRELE T R E 0 2
AE g et

CM-T2A0-594120 %2F



34

1. lJiang, F, et al., Noninvasive Fetal Trisomy (NIFTY) test: an advanced noninvasive prenatal diagnosis methodology for
fetal autosomal and sex chromosomal aneuploidies. BMC Med Genomics, 2012. 5: p. 57.

2. Chen, S., et al., A method for noninvasive detection of fetal large deletions/duplications by low coverage massively
parallel sequencing. Prenatal Diagnosis, 2013. 33(6): p. 584-590.

3.  Chiu, RW, et al.,, Noninvasive prenatal diagnosis of fetal chromosomal aneuploidy by massively parallel genomic
sequencing of DNA in maternal plasma. Proc Natl Acad Sci U S A, 2008. 105(51): p. 20458-63.

4, Gregg, A.R., 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. 18(10): p. 1056-65.

5. Chiu, R.W., et al., Non-invasive prenatal assessment of trisomy 21 by multiplexed maternal plasma DNA sequencing:
large scale validity study. BMJ, 2011. 342: p. c7401.

6. Bianchi, D.W,, et al., Genome-wide fetal aneuploidy detection by maternal plasma DNA sequencing. Obstetrics &
Gynecology, 2012. 119(5): p. 890-901.

7. Chen, M., et al., Validation of fetal DNA fraction estimation and its application in noninvasive prenatal testing for
aneuploidy detection in multiple pregnancies. Prenatal Diagnosis, 2019. 39(13): p. 1273-1282.

8. KIM, Sung K., et al., Determination of fetal DNA fraction from the plasma of pregnant women using sequence read
counts. Prenatal Diagnosis, 2015, 35(8): p. 810-815.

9. Raman, Lennart., et al., WisecondorX: improved copy number detection for routine shallow whole-genome sequencing.
Nucleic Acids Research 2019. 47(4): p. 1605-1614.

CM-T2A0-594120 %3F



