Clia) ey
Laboratory Investigation Report

Patient Name Centre

Age/Gender OP/IP No

Max ID/Mobile Collection Date/Time
Lab ID Receiving Date

Ref Doctor Reporting Date/Time
Passport No.

NON INVASIVE PRENATAL ANEUPLOIDIES AND MICRODELETION SCREENING

1. SCREENING RESULTS

Chromosomes Risk Zscore Test Results Referenceinterval
@II Chromosome 21 0.60 Low Risk -6<Zscore<2.8
m Chromosome 18 0.32 Low Risk -6<Z score<2.8
WM Dcromoone s | @ | 45 | o000 | ocoreas
Other Chromosomes Partll Low Risk -6<Z score<6
Microdeletion Syndromes Part Il Low Risk -4<Z score

FETAL FRACTION -18%

As per PCPNDT act, sex chromosomal
SCA Low Risk | aneuploidies will only be provided in case an
aneuploidy is detected.

Low Risk Group
‘ Borderline Group
‘ High Risk Group
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2. OTHER CHROMOSOMES
Chromosome Risk | Zscore | TestResults | Referenceinterval
Chromosome 1 N A mii 0.41 Low Risk -6<Z score<6
Chromosome 2 MIATINNC 0.10 Low Risk -6<Z score<6
Chromosome 3 OO0 0.22 Low Risk -6<Z score<6
chromosome 4 | _HTTIIIENINL 0.35 Low Risk -6<Z score<6
Chromosome 5 W mann 0.11 Low Risk -6<Z score<6
Chromosome 6 l]]mﬂm]lll]]] 0.26 Low Risk -6<Z score<6
chromosome 7 | (DT ICINIL 0.16 Low Risk -6<Z score<6
chromosome 8 | [NIDIMHANILT 0.38 Low Risk -6<Z score<6
Chromosome 9 | (A B7/HN] KN | 0.05 Low Risk -6<Z score<6
chromosome 1o | (TTDCHETINND 0.19 Low Risk -6<Z score<6
Chromosome 11 DN 0.28 Low Risk -6<Z score<6
chromosome 12 | [IDUIIE 0.35 Low Risk -6<Z score<6
Chromosome 14 0.13 Low Risk -6<Z score<6
chromosome1s | J(TIIITT 0.32 Low Risk -6<Z score<6
Chromosome16 | [ L JZIN 1] 0.26 Low Risk -6<Z score<6
chromosome 17 | (DI 0.09 Low Risk -6<Z score<6
Chromosome 19 0.19 Low Risk -6<Z score<6
chromosome 20 | (L 0.27 Low Risk -6<Z score<6
Chromosome 22 | QIOCIIL 0.34 Low Risk -6<Z score<6
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3. MICRODELETION SYNDROMES

Microdeletion Syndromes ‘ Risk ‘ Zscore ‘ Test Results ‘ Reference interval
DiGeorge syndrome 0.34 Low Risk -4<Z score
1p36 deletion syndrome 0.21 Low Risk -4<Z score
Angelman syndrome [ Prader-Willi syndrome 0.18 Low Risk -4<Zscore
Cri-du-Chat syndrome 0.22 Low Risk -4<Z score
Wolf-Hirschhorn syndrome 0.36 Low Risk -4<Z score
PRENATAL SCREENING PATHWAY
SCREENING METHOD 1 SCREENING METHOD 2 SCREENING METHOD 3
Traditional Non Invasive Testing Non Invasive Prenatal Testing Invasive Testing
4 ) 4 I 4 I
Borderline
Group s N\
First Phase
Screening Amniocentesis
High Risk 1 High Risk L )
Group ) Non Invasive Group

Prenatal Testing

Second Phase Chorionic villus

Screening SERPING
\ J
X A \_ T J o &
Low Risk Group
No further testing required
. S
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Test Methodology

The NIPS test screens a maternal blood sample for chromosome aneuploidy in placental DNA using the following
methodology:
(1) Extraction of cell-free placental DNA from the maternal blood sample
(2) High throughput sequencing of the extracted cell-free placental DNA
(3) Calculation of molecular mass of placental DNA in all chromosomes
The method is intended for use in pregnant women who are at least 10 weeks of pregnancy. The method is suitable for both
singleton and twin pregnancies. The accuracy may be slightly lower in twin pregnancies due to multiple sources of fetal
DNA.
Based on the scope, the NIPS test can detect the following:
Whole Genome - 23 pairs of human chromosomes
Microdeletions - 5 specific disorders including: DiGeorge syndrome, 1p36 deletion syndrome, Angelman syndrome/Prader-
Willi syndrome, Cri-du-Chat syndrome and Wolf-Hirschhorn syndrome
The test is capable of genome-wide aneuploidy detection over the whole fetal genome and gives the results for 23 pairs of
chromosomes. This test confers an accuracy of up to 99% on the detection of fetal aneuploidy for chromosomes 13, 18 and
21.
Results are indicated for screening, NOT diagnosis. — (Results should be reviewed and discussed with your healthcare
provider.)

Limitations of the Test

Non invasive prenatal is a screening test and all high-risk results should be confirmed through further investigation which may
include tests such as amniocentesis or Chorionic Villus Sampling (CVS). Pregnant women with a high-risk result should be
referred for genetic counseling and offered invasive prenatal diagnosis for confirmation of test results. Pregnant women with
a negative test result do not ensure an unaffected pregnancy. While results of this testing are highly accurate, not all
chromosomal abnormalities may be detected due to placental, maternal or fetal mosaicism, or other causes (micro-deletions,
chromosome re-arrangements, translocations, inversions, unbalanced translocations, uniparental disomy). The test is not
reportable for known multiple gestations, or if the gestational age is less than 10 weeks.
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