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About 1in 150 newborn babies has chromosomal abnormalities.  #%6 150 ZERPHE 1 REELEBREE - SMZREH
Pregnant women of all ages are at risk of having a baby with MEEE4EELAEERERNEE » HEZETIERIEE - [F
chromosomal abnormalities and having such test will reduce (&g o
that risk.
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including trisomy 21 (Down’s Syndrome), trisomy 18 (Edward’s

Syndrome) and trisomy 13 (Patau Syndrome), as well as testing RiEREEFEEREAMRERIFDEROMAURIR - #
) . BEREAK / B1E > IRIMRIEEE -

options for sex chromosomal aneuploidies, other chromosomal

aneuploidies, certain chromosomal deletions/duplications, and

gender identification.

NIFTY® is a non—invasive fetal chromosomal abnormality test developed by BGI,
which requires only 6mL of intravenous blood from the mother. It analysis of
cell-free fetal DNA by next—generation sequencing combined with bioinformatics ,

® which calculates the risk of the fetus having a chromosomal abnormalities, such as
N ' F I Down syndrome.

NIFTY® B—EFFR AN R R EEE R EIRRIRAT - NIFTY 8 R B HERSSS 5-10mL 5%
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NIFTY Pro™is a non-invasive prenatal test for fetal chromosomal abnormalities. It
analyzes cell-free fetal DNA through high—throughput next—generation sequencing
combined with bioinformatics to determine the chromosomal health of the fetus.
Compared to traditional invasive prenatal testing such as serum screening and

rom amniocentesis, Nifty Pro™is safer and has higher coverage than traditional invasive
N ' FTW P testing, and can be performed from the 10th week of pregnancy onwards.
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Advantages B2 :

@ Safe &&

Non-invasive sample collection with no risk of miscarriage.

EAIEER > BIRERR -

@ Accurate %5
Proven 99% sensitivity for T21, T18 & T13, based on a study of more than 146,000 pregnancies.
$13 146,000 FIRZAOWTE - s5BR% T21 - T18 # T13 MBRLESR 99% -

@ Trusted H5{558
/S Over 1,400,000 NIFTY® tests carried out to date by clinicians in more than 100 countries.
25 A1k > 100 ZEERMERREAE BT T 838 1,400,000 X NIFTY® o -\
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Test from a small >5mL maternal blood sample as early as week 10 of pregnancy.
BERFERE 0 B RIFMEN 55 EFRMEEAPETEA -

E. Simple #EHIE§E

Comprehensive testing of 23 pairs of chromosomes.
2ERA 23 £ EEE -

C@D Comprehensive £H

NIFTY® is not suitable for patients with the following indications:

e Maternal, fetal and/or placental mosaicism (mixtures of chromosomally normal and abnormal cells in the pregnancy).

* Balanced or unbalanced translocation and chromosomal inversion.

e Patients who have received a blood transfusion within one year before the testing date.

e Patients who have had transplant surgery.

e Patients who have had stem cell therapy.

Vanishing twin syndrome:
e |f a pregnancy is more than 8 weeks along, a reduction procedure can be performed or one of the embryos can stop developing.
e If a pregnancy is less than 8 weeks along and a reduction procedure has been done or one of the embryos has stopped

developing, the pregnant woman should rest for less than 8 weeks.

NIFTY® FNERRMUTAL :
o 88 PASRH] / FAABHRAE (HRRACERERNREMRARESY )
o AT SRR EEEEN ;
o SRR —ERNESBRMNES
o EZBEBEFMNES
o BTIBRMIAENESE
HKEMBESE
o B3 >8 EBTRHREMNEP—RELRE
o 572 <8 EETRRHREMSNET—RELZEMRERE 8 BHZE -

The test will give results of where or not the fetus has any risk of obtaining chromosomal abnormalities. This will effectively
prevent giving birth to a child with chromosomal abnormalities.
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Product Specification & RiRg :

Product Name

ER o NIFTY) NIFTYPro NIFTYpro +
T21, T18, T13 v v v
Gender Identification

Bl B v v v

Sex chromosome aneuploidy
e gaIER X v v

Test Contents

BARNS Other autosome aneuploidy

kel Pl X v v

Chromosome deletion/

osC 84 (22q11.21 84 (22q11.21
duplication (CNV) X deletion included) deletion included)
PEREER LRI EE>
Additional Findings Optional
Ehmm am X v

L All pregnancies with gestation between 10-24 weeks
Indication .
ERAAR (includes IVF pregnant)
FrE1EZ 10-24 B ENZ2E (845 IVF 18Z2)

Data sequencing amount 6M o5M o5M
AFgiEE
Technology Low coverage Low coverage Low coverage
Rl WGS WGS WGS
Sample Requirements 5-10 mL of maternal peripheral blood
BRAERE 5-10 Z2AZ2iFH/MNE M
TAT 5-7 working days
R EA 5-7 EIfER
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NIFTY/PrO" Test Content:

Chromosome
Abnormality

Trisomies

Down Syndrome
Trisomy 21

Incidence Rate

Risk will increase
with the age of
woman
(Age 35: 1/400)

Clinical Features

It is a condition caused by an extra copy of chromosome 21. Miscarriage occurs in about 30% of
pregnancies with Down Syndrome. Those children born with Down Syndrome will need extra
medical care depending on the child’s specific health problems. Most children with Down
Syndrome have intellectual disabilities that range from mild to moderate. Early intervention has
proven to be essential in enabling individuals with Down Syndrome to lead healthy and productive
lives.

Accuracy Rate

Sensitivity: >99.99%
Specificity: >99.97%

Edwards
Syndrome
Trisomy 18
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1/6,000

It is caused when a baby has three copies of chromosome 18. Pregnancies with Edwards
Syndrome are at high risk of miscarriage and most babies who born with Edwards Syndrome will
die within the first few weeks of life while less than 10% live beyond one year. Infants with
Edwards Syndrome have severe intellectual disabilities and birth defects typically involving the
heart, brain, and kidneys, and external abnormalities such as cleft lip/palate, small head, club
feet, underdeveloped digits, and small jaw.

Sensitivity: >99.99%
Specificity: >99.97%

Patau’s Syndrome
Trisomy 13

Rare Autosomal Aneuploidies(o

Trisomy 9

1/10,000-1/21,700

unknown

It is caused when a baby has three copies of chromosome 13. Pregnancies diagnosed with Patau
Syndrome are at high risk for miscarriage or stillbirth, and most babies born with Patau Syndrome
will not survive beyond the first weeks of life. Babies with Patau Syndrome may have heart
defects, brain or spinal cord problems, extra fingers and/or toes, an opening in the lip (cleft lip)
with or without an opening in the roof of the mouth (cleft palate), and weak muscle tone. Many
babies have birth defects of other organs as well.

nly for singleton pregnancy)

Trisomy 9 is a rare chromosomal condition. Full trisomy 9 is a lethal chromosomal disorder
resulting in miscarriage in the first trimester. Rare survivors usually cannot live more than a week
after birth.

Mosaic Trisomy 9 is the condition that the fetus carries two entire chromosomes 9 plus part of
a third copy. The Symptoms include developmental delay, dysmorphisms in the heart system,
nervous systemm and skull.

Trisomy 16

32/100,000

Trisomy 16 is a rare chromosomal condition. Full trisomy 16 is a lethal chromosomal disorder
resulting in miscarriage in the first trimester. Mosaic Trisomy 16 is the condition that the fetus
carries two entire chromosomes 16 plus part of a third copy. The rare survivors are at increased
risk for delayed growth and cognitive disorder.

Trisomy 22

Sex Chromosome Aneuploidies

9/1000,000-
20/100,000

Trisomy 22 is a rare chromosomal condition. Full trisomy 22 is a lethal chromosomal disorder
resulting in miscarriage in the first trimester. The majority of live births will die during early
postnatal period.

Mosaic Trisomy 22 is the condition that the fetus carries two entire chromosomes 22 plus part

of a third copy. Affected individual usually experiences intellectual disability, kidney malformation
and imbalanced development.

(only for singleton pregnancy)

It is caused by a completely or partially missing X sex chromosome in females. Females with

Sensitivity: >99.99%
Specificity: >99.96%

Rare Sample
Sensitivity
rate not yet
validated

45, X (XO) Turner syndrome often have a wide range of symptoms and some distinctive characteristics. Two
Turner 1/2,000-1/5,000 that occur in almost all cases of Turner syndrome are: being shorter than average. Sensitivity: >95%
Syndrome underdeveloped ovaries (female reproductive organs), resulting in a lack of monthly periods and
infertility.
It is a genetic condition that only affects males. Affected males have an extra X chromosome.
Males with Klinefelter's syndrome have small testes which do not produce enough of the male
.XXY hormone testosterone before birth and during puberty will lack of testosterone means that the Sensitivity: >95%
Klinefelter 1/500 normal male sexual characteristics will not be fully developed during puberty . There is reduced
Syndrome facial and pubic hair, and some breast tissue often develops. The lack of testosterone is also
o responsible for other symptoms, including infertility.
(7]
= It is characterized by the presence of an additional X chromosome in each of a female’s cells. The
- symptoms and physical features associated with trisomy X vary greatly from one person to
t another. Some females may have no symptoms (asymptomatic) or very mild symptoms and may
w XXX go undiagnosed. Other women may have a wide variety of different abnormalities. Triple X
P4 Triple X 1/1,000 syndrome is associated \{Vlth an increased risk of learning dISabI!ItIeS and dela\‘/eq developmer‘ﬂ of Sensitivity: >95%
Syndrome speech and language skills. .Delayed deve-lopment of mo‘tor sk|l!s .(suc‘h an sitting and vyalklng),
weak muscle tone (hypotonia), and behavioral and emotional difficulties are also possible, but
these characteristics vary widely among affected girls and women. Seizures or kidney
abnormalities occur in about 10% of affected females.
XYY It affects only males and is caused by the presence of an extra Y chromosome. Affected
XYY 1/1,000 individuals are usually very tall. Many experience severe acne during adolescence. Additional Sensitivity: >95%
Syndrome symptoms may include learning disabilities and behavioral problems such as impulsivity.
Gender NA The singleton gender identification. >99%
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ERGEE
Trisomy 21
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21 SRRBERRE  AEERGSE  RENST 1% 21 SRABHEMSIREER - 49 30%

WREARBERAAREERGSENRR - REFBNEERRE  ALBARRGSENE
FREFRINREREBFEE AZHERGSERESHENEH BEREMIITERS -

RHTIREREERNERAEERGERENREREE -

BRI E

>99.99%!"
1 >99.97%!"

ERERFSE
Trisomy 18

(1/6,000)

18 SEARBRETRE  XEEBERGAE  EHNBRBAERTA =R 18 5REMR - RAR
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1 >99.99%MM
1 >99.97%!M

B ERAREE
Trisomy 13

1/10,000-1/21,700
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9 FABR=MREEFRMNAEEER - T2 o SRASE=EE (Full Trisomy 9)
SHNE—PRELERRE  BENBRABMDERBLEL—B -
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Trisomy 9 e B 9 WAEM=(EM (Mosaic Trisomy 9) FTMSHMAMLSH—1F o e =
BEFERBRERG  £RILORR - BORR  MEARETEERBRIARRES -
16 SREH= RIS TRNEIE - T2 16 WA (Full Trisomy 16) F5E
T REBNE—PHREARE ¢
i 32/100,000 ) _ _ .
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Trisomy 22
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FERNEABENER  BRETERE  SREMATHERES -

1 >99.99%
1 >99.96%"?
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45, X (X0O) 1/2,000-1/5,000 ZMERERENRRBSR —EBEEN  BRASHEMRGESESEHEUTMER EEE : >95%
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Klinefelter e A% HTERE A EEES - ERMaER SEREE - LEEEMES - & BN © >95%
Syndrome D BRI ES R AR BIEFE -
=X GAE > XS X RERTEE > SRREEEESE—E X REIEMNSIRIES - =
. X GAEEENSEEERERFUEERAANR - ALEEeaTamRaY  RREE
e 1/1.000 BBIR - BEERKRGMRIRED - BELEETARRERESEEOER ; fMLNT2E S
Triple X Syndrome ’ RERRRORES (RS R RIRE CBIERA (MARTE) MBEEE RINAENET - AR °
BRI L BENERANER - B 10% SHENLEDe RRNENERRESSR
o
XYY SEe AR XYY SEEeaE - NERSRE - RBEREY - BELEEAENS T Y REE -
XYY 1/1,000 XYY GEESEEEENEA  MAESENRESARENEETNE - S REESE EHUE: >95%
XYY Syndrome St —L475 ERIRIRE > R RRRE -
PSRRI NA 1R REBRARA SRR - >99%
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