T8l P
il /
¢ "
-
r Jay Marlow

Obstetrician an

- [
-1 | € f
%







'v
L

‘ﬁ£ i A
owle&’P Optlons’? Change el g .

.."’\







Maternal Risk of T21 increase with age

Risk for trisomy 21

At Birth At 12 weeks
1in 1527 1in 898
1in 1352 1in 795
1in 885 1in 526
1in 659 1in 388
1in 446 1in 262
1in 280 1in 165

157 1in 98
@ {in 57
: 1in 32

1in18
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Nuchal Translucency

» Subcutaneous fluid-filled space located
between back of fetal neck and skin

 Measured on USS between 11-13*°weeks
 measurement is not valid outside of this time period

* NT Increases with gestational age






Nuchal Translucency

« Between 11-13*% weeks >3.5mm considered elevated
 Diagnostic testing indicated
« Tertiary anatomy scan at 18-20 weeks
* Fetal screening echocardiogram indicated ~24 weeks

* |ncreased NT thickness is associated with:

* Trisomies 21, 18, 13, triploidy and Turner syndrome
« Spontaneous fetal loss
* With normal chromosomes:

cardiac defects, diaphragmatic hernia, pulmonary defects, skeletal
dysplasias

congenital infection
metabolic/haem disorders
rare single gene disorders

Nicolaides. Am J Obstet Gynecol 2004;191:45
Souka et al. Ultrasound Onstet Gyncol 2001;18:9



Nuchal Chromosomal Nmm'il Karotype grou Alive and well

Translucency | abnormality (%) Cardiac given original
(mm)

Chance of a normal birth varies
with size of NT measurement
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Why Is our detection rate so low?

Incorrect maternal data
Lack of certification/quality control for nuchal
Erroneous reporting of the nasal bone

Self reported postnatal diagnosis of T21.
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What's in a name?

e NIPTest
e NIPScreen

* Down Syndrome blood test

SCREENING TEST



What is NIPT?

Screening test to prenatally detect

Down syndrome

other aneuploidies (extra or missing
chromosomes)

* trisomy 21, 18, 13

* trisomy of sex chromosomes (XXX, XXY, XYY)
* Turner syndrome (monosomy X)

* triploidy (extra copy of all chromosomes)
Microdeletions

Chorionicity in twins



F’Iacenta—l J— Maternal BlOOdT
-ar-
.

Measures circulating cell-
free DNA (cfDNA) from
placenta present in
maternal blood

~10% of DNA In maternal
blood

— Increases with gestational
age

As early as 9-10 weeks
gestation

— (company specific)

Dating U/S —

— viability, accurate GA,
exclude multiples

e Fetal DNA
p@a Maternal DNA

cfDNA comes from apoptotic cells derived
from:
Maternal Circulation
» Adipocytes
» White Blood Cells
* Fetal

* Placental cells (trophoblasts) in the
maternal circulation



The Evolution of NIPT

1st generation: 2nd generation: Other labs enter'domestic
Quantitative or Qualitative or NIPT space using
“Counting” “SNP-based” 15t generation counting

technologies

24



NIPT Methodologies
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Counting

Chromosome 21

Chromosome 3

28



Counting

Chromosome 21

Expected Amount: 20% 80%

GDD ﬁmﬁ

Chromosome 3

29



SNP = Single Nucleotide Polymorphism

* A DNA sequence variation
occurring when a single
base pair is changed

* Normal genetic changes
that occur in every person

 SNP-based NIPT analyzes
more than 13,000 SNPs

30



SNP-based NIPT Technology

Proprietary SNP analysis distinguishes between maternal & fetal DNA

31



Clinical Advantages of SNP-based NIPT

Uniquely differentiates between maternal and fetal DNA

Fetal fraction

Maternal contribution
Vanishing twins
* Fetal sex accuracy ~

Triploidy/complete mole W
y

32



SNP-based

Aneuplmdy Screening
for Twins
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Benefits of NIPT

Fewer women having diagnostic tests
— associated risk of pregnancy loss

Early test result (drawn at = 9-10 weeks at earliest)

No risk of miscarriage
Detects the most common chromosomal aneuploidies

Higher detection rates and lower false positive.rates than
CFTS



What can go wrong with NIPT?

 Unusual result
« Not a true result

* Only detects those conditions It tests for
























Patient Information Test Information F)

Patient Mame: Jane Doe Ordering Physician: Dr. Matthew Goodbirth, >

Dite of Birth: 11/08/1975 MD. (G122456) SBOUT THIS SCREEN ™

Matemal Age at EDD: Clinic Information: Natera, Inc. :f:t, WIE;“SC_F_ Itwaplaua:s genetic information

Gestational Age: /0 days Additional Reports: ~ N/A in the maternal bload, which is a mixture of matemal

Matemal Weight: - 02/01/2013 and placental DMA to determine the chance for

Patient ID- 39 01/31/2013 spedific chromosome abnomalities. The test does

| Record &: ; 02/01/2013 mT?Ilﬁminwﬁame:;fﬁﬂ andh-:':r

Ed“ : o tests for the conditions ordersd healthcare

Collection Kit: Mather Blood provi A low risk result does not guarsntee an

Reference ID: ¥ 2 unaffacted fetus.

Accessioning ID: C47855

Case File ID- 159428 TEST SELECTED: Sex of Fetus

FINAL RESULTS SUMMARY
Result Fetal Sex Fetal Fraction

LOW RISK Male 8.3%

Motes by the ical reviewer, if any, will be shown here.

RESULTS DETAILS: ANEUPLOIDIES
Condition tested' Panorama Risk Score”

<1/10,000

1 Zachudes cazes with svidence of fetal and/or slacertal mazalchr. I Bazed on mabemal ags, gectationsl sie, and 'er feneral sopsiation, o asplcabie. Reterence: avalable sgon reauest. I Bazed on a prier] dsk and
raquitz of snabyds of clrulsiing placentsl DB

Approved By: Gregery M. Enns, MEB, ChE, FAAP ’ Susan Zneimer, Ph.D., FACMGG, Laboratory Director

IF THE ORDERING PROVIDER HAS QUIESTIONS DR WISHES TO DESCURZS THE RESULTS, PLEASE CONTACT US AT 630-249-9090 3. Ack for the NIPT genetic counselor on cll.

CLEA ID#0I0L0220953; Rew DEV_BUILD: Eprs IDLas sk PancramaOniyHoFather
Hintwra, inc., 1-535-282- HIPT [2478) 201 Induririal Rosd Sefbe 410, San Cariaz, CA B4070




 Patient Information Test Information ) :
Patient Name: Jane Doe Ordering Physician: Dr. Matthew Goodbirth, Q pam%’;a. [P@

Date of Birth: 11/08/1975 g _ MD.(G1245) ABOUT THIS SCREEN: Panorama™ is a screening
Maternal Age at EDD: 37 Cl|n|lcllnfurma1mn. Natera, Inc. test, not diagnostic. It evaluates genetic information
Gestational Age: 11 weeks/Q days Additional Reports: ~ N/A in the maternal blood, which is a mixture of maternal
Maternal Weight: N/A Report Date: 02/01/2013 and placental DNA, to determine the chance for
Patient ID: P99457 Samples Collected: ~ 01/31/2013 specific chromosome abnormalities. The test does

, . P NOT tell with certainty if a fetus is affected, and only
Medlcall Reclord #: M84533 Samples Received 02/01/2013 tests for the conditions ordered by the healthcare
Collection Kit: 123233-2:N Mother Blood provider. A low risk result does not guarantee an
Reference ID: 254233-2-N unaffected fetus.

Accessioning ID: C474695
Case File ID: 159446 TEST SELECTED: Sex of Fetus

FINAL RESULTS SUMMARY

Result Fetal Fraction

LOWRISK 8.3%

9 ¥

Notes by the clinical reviewer, if any, will be shown here.

RESULTS DETAILS: ANEUPLOIDIES
Condition tested" Result Risk Before Test’ Panorama Risk Score’
Trisomy 21 Low Risk 1/152 <1/10,000

Trisomy 18 Low Risk 1/111 <1/10,000

Trisomy 13 Low Risk 1/357 <1/10,000

Monosomy X Low Risk 1/256 <1/10,000

Triploidy Low Risk

1. Excludes cases with evidence of fetal and/or placental mosaicism. 2. Based on matemal age, gestational age, and/or general population, as applicable. References available upon request. 3. Based on a prior risk and
results of analysis of circulating placental DNA




Patient Information Test Information
Patient Mame: Jane Doe Ordering Physician: ~ Dr. Matthew Goodbirth,
Date of Birth: 11/08/1975 MDD (G123456) ]
N : . . ABOUT THIS SCREEM: Panorama™ sCreening
Wm AgeatEDD: 37 Cllnu:.lnf o Haters, Inc. test, not diagnostic. It evaluates genetic information
Gestational Age: 11 weeles/0 days : / in the maternal blood, which iz a mixture of matemal
Maternal Wiight: MNiA : : 2015 and placental DMA, to determine the chance for
Patient ID- 2 J201: spedfic chromosome abnormalities. The test does
i . - - 7 01/201 NOT tell with certainty if a fetus is affectad, and onby
Medical Record & MB433 ﬁ‘ 0 2;':_:' tests for the conditions ordered by the healthcare
Collection Kit . ’ provider. & low risk result does not guarantes an
Reference ID: : 3-2 unaffected fetus.
Accessioning IC:
Case File ID- TEST SELECTEL: Sex of Fetus

OVERALL TEST SPECIFICATIONS FOR PANORAMA

The Panorama rizk score shown Sensitivity is the ability to correctly identify a truby high risk case as high rigk. For example, in a group
on page 1 reflects the confidence of Trisomy 21 cases, Panorama will correctly identify more than 9924 of those cases.
of the algorithm for the result Specificity is the ability to comectly identify an unaffected case as low risk.
reparted for an individual sample. . o i o B

X L Pasitive Predictive Value is the likelihood the result says high-risk and the fetus is actually affected.
n:rmf?muh?ﬂ in H:F table b"‘"":'f" For example, when Panorama shows a high-risk result for Trisomy 21, there is a %1% chance that the
re f‘ 0 the general performance fetus iz affected by Trisomy 21. In other words, 9% of the time, you may get a high-rizk result when
of the test. the fetus is not affected by Trisomy 21.

HMegative Predictive Value is the likelihood the result says low-risk and the fetus is truly not affected.

Condition Sensitivity (95% CI)  Specificity (93% CI) Positive Negative
Predictive Vialue  Predictive Value

Trizomy 217 *9% [C1 99.7-100)
; (C199.7-100)
: (C199.8-100)

»99.9% (C1 99.5-100)

* Onigeing ciinkal folow-up I parformed to snaure She HFY does not Tall beicw the suoted vk but folow up 1z net chialnes
For a o rik calz

" PPV for £1911.2 deletion syndrome In pubilthed studles war 20% wihen no sibrazsund snomalisr sees seen and a2 oE 5
100 ¥ whan uEraond snom aler wirs Tsen prior 5o barting.

"' Dapendent uzen fetal frection, zes Panorma Sk sore on mesort Sor scourrats B For & apeciic patient.

Fox edeitiznal nformation, plears kil www netors.comipansrama-te st erhqpecs

Tuating Muthossiogy: DHS holted from the matemal iz, which santains pecentsl DHA, 13 ampified ot pecfic oo urng & tarieted P02 5287, anS tequences unng & Mgh-throughzat Jeqeencer. Seusncing
fata Tr analysed uring Habe's propristany siforithm So debsrmin the fetal copy mumber for chromesomes 13, 18, nd ¥, Hwrsby Identifying whole chromorome sbnormalier o Sece locations, nd IF ordened,
‘the micmdsistion Fansd wil Mestify micrsdeistions a2 e specfied iocl cnly. If 8 cempls fa02 52 mest the qualty threchald, no rezelt will be rescrisd for She spectied chramazsmel:). Tha bact requires sufecient fesl
#raction &z produce & recsit. Fetal fraction iz Seterreined uring & propristary algdthm incoporating Seta fram Zings nucleotiss pokmonibize-Eeed rark-gmeration sequencing. Extinates of fetal Srection may S
ek rrsnzured iy diwrent wiortorie: andor mathedoiz g,

Cuaciaimers: Thiz T3t has been valantsd on women with & Jngieton pregrancy and of it lsast nine wescs geatation. A rezeit wil not e Bzl whare the raterma | Slocd oMz Bnd SSOVIRD AN NOt o the ZaTe
wneic Ineage, " . v : zcrwening be: ard rot Sagrostic talze pozithees
e falze mejasives can oocer. High risk teat recuits need diagnoctic confirmation by aRemaive tectink mehods. Low rizk rezsits do not fully sxciude She disgnoals of any of She nndmees ser da they ssclade
pearbilizy of cther chromezomal stnormalBlez or birth defects, which are not & part of thiz tect. Fobtentisl ource: of Insccurnste mauks incude. but sre not Brelted bo, mozsichim. iow fetsl fraction, Bmstion: of
carrent dagraztic technigues. o malentiation of zarpiez. TRz test Wil not identity all Seietionz ancclntes & BN sach rricrodsistion synarome. Thiz teat ha: Been valdetsd on ful redon delstionz only and may b
wnable 2o debect zralier Seitlonz. M krosemtion rik zcome I: dependens upon tetal fraction, a1 deletions cn e mabemaly Inherized copy ane dPficut to Identify st lower tecal fractions. Te: recuits chould amays be.
mterpreted By 8 chniclan in the comextaf cinksl ans familel dats sith s svalasitty of @enetis cownzeing shen ssercprists. The Pancrama prenatal test Wi Seveoses by Naters, Inc., & baratary certified unser
the Cinkal Laboratory Improvement Arssdments [CLIAL This bec haa net been clssred or speroved by the LS, Feod and Drug Adrminktration (PDAL

CLEA ID#530 10 OEV_BUILD mpart IDLawElzk FanoramalinkySioPather
Hinbwrs, inc, 1-895.882- HIFT [5478] Induririsl Rosd Sefte 410, San Carior, CA 84070




OVERALLTEST SPECIFICATIONS FOR PANORAMA

The Panorama risk score shown Sensitivity is the ability to correctly identify a truly high risk case as high risk. For example, in a group
on page 1 reflects the confidence of Trisomy 21 cases, Panorama will correctly identify more than 99% of those cases.

of the algorithm for the resuit Specificity is the ability to correctly identify an unaffected case as low risk.

]:;f ;::ﬁ;;:?ﬂ::ﬂg;jﬁi Positive Predictive Value is the likelihood the result says high-risk and the fetus is actually affected.

For example, when Panorama shows a high-risk result for Trisomy 21, there is a 91% chance that the
relates to the general performance fetus is affected by Trisomy 21. In other words, 9% of the time, you may get a high-risk result when
of the fest. the fetus s not affected by Trisomy 21.

Negative Predictive Value is the likelihood the result says low-risk and the fetus is truly not affected.
Condition Sensitivity (95% Cl)  Specificity (95% Cl)  Positive Negative
Predictive Value  Predictive Value
Trisomy 212 »>99% (C197.8-99.9) >99 (C199.7-100) 91% >99.99%:
Trisomy 182 98.2% (C1904-99.9) >99% (C1 99.7-100) 93% >99.99%:
Trisomy 132 >99% (C1 87.2-100) >99% (C1 99.8-100) 38% >99.99%:
Monosomy X2 94.7%(C174.0-99.9) >99% (C1 99.7-100) 50% >99.99%

Triploidy** *99% (Cl 66.4-100) >99% (C1 99.5-100) 5.3% >99.99%"
XXX, XXY, Xyy* N/A-Reported when identified ~ N/A-Reported when identified  89% M/ A-Reported when identified

20112 deletion syndrome™®®  95.7% (C185.5-99.5) 599 (C198.6-99.9) 20%* 99.97-99.99%
1936 deletionsyndrome”  »99% (C1 2.5-100) >99% (C199.1-100) 717%™ 99.98-99.99%
Angelman syndrome’™ 95.5%(C177.2-999)  99% (C199.1-100) 4% 599.99%
Cr-du-chat syndrome’® >99% (C1 85.8-100) >99% (C199.1-100) 2-5%++ >99.99%

Prader Wil syndrome™ 938%(C169.8998)  >99%(C199.1-100) 5% >99.99%

Female 599.9%(C199.4-100)  >99.9% (C1 99.5-100)

Male >99.9%(C1995-100)  >99.9% (C1 99.4-100)

1. Nicolaides KH et al. Prenat Diagn. 2013 June;33(8):575-2 * Oinguing clinical follow-up is performed to ensure the NPV does not fall below the quoted value but follow up is not obtained
2. Pergament E et al. Obstet Gynacol. 2014 Aug: 124{2 Pt 11:210-8 for all low risk calls.

3. Ryan A et al. Fetal Diagn Ther. 2016;40{3:219-223 “ . . . . .

4 Dar Pet al. Am ) Obstet Gynecol 2014 Nov,241(5527.61-527 17 mg;‘ul'v;‘or 22||:|t11.2 d:‘!e'aon s'plljdrome in pu bl|s_he¢{ st;ud;ugs was 20% when no ultrasound anomalies were seen and was up to
5. Nicolaides KH et al Fetal Diagn Ther. 2014:35(31212-7. 0 LILrasouNd aNomales were seen prior o testing.

6. Curnow KJ et al. Am ) Obstet Gynecol. 2015 Jan; 21179 £1-9 *** Dependent upon fetal fraction, see Panorama Risk score on report for accurrate PPY/NPY for a specific patient.
7. Wapner RJ et al. Am J Obstst Gynecol. 2015 Mar.212(3):33221-9

8. Ryan A et al. EUR J Hum Genet. 2015 May;24:E-supplement 1:53 For additional information, please visit: www.natero.com/panorama-test/test-specs

9. Matera. Panorama: SNP-Based Mon-Invasive Prenatal Screening Test,

white paper V3. 2017 Feb.




Sensitivity is the ability to correctly identify a truly high risk case as high risk. For example, in a group
of Trisomy 21 cases, Panorama will correctly identify more than 99% of those cases.

Specificity is the ability to correctly identify an unaffected case as low risk.
Positive Predictive Value is the likelihood the result says high-risk and the fetus is actually affected.

For example, when Panorama shows a high-risk result for Trisomy 21, there is a 91% chance that the
fetus is affected by Trisomy 21. In other words, 9% of the time, you may get a high-risk result when
the fetus is not affected by Trisomy 21.

Negative Predictive Value is the likelihood the result says low-risk and the fetus is truly not affected.




Patient Information Test Information . _ ~
Patient Name: Jane Doe Ordering Physician: ~ Dr. Matthew Goodbirth, (:f peﬂ orarmd

Date of Birth: 11/08/1975 Gl Information E'D'{G:‘msﬂ ABOUT THIS SCREEN: Panorama™ is a screening
Matemal Age at EDD: 37 lm,(_ nformation: atera, Inc. test, not diagnostic. It evaluates genetic information
Gestational Age: 11 weeks/0 days Additional Reports:  N/A in the maternal blood, which is a mixture of maternal
Maternal Weight: N/A Report Date: 02/01/2013 and placental DNA, to determine the chance for
Patient ID: P9O457 Samples Collected: 01/31/2013 specific chromosome abnormalities. The test does

. . Samples Received: 02/01/2013 NOT tell with certainty if a fetus is affected, and only
Medlcall RK?rd # MB4555 mples Receive Mother Blood tests for the conditions ordered by the healthcare
Collection Kit: 254233-2-N ereloo provider. A low risk result does not guarantee an
Accessioning 1D: C47695 unaffected fetus.

Case File ID: 159466

natera prenatal screen

¢ TEST SELECTED: Sex of Fetus

FINAL RESULTS SUMMARY

Result Fetal Fraction

HIGH RISK for Trisomy 21 8.3%

A ¥

This is a screening test only. Genetic counseling and diagnostic testing should be offered to further evaluate these findings.

The Panorama risk score reflects analysis of DNA from the placenta. The placental DNA may not accurately reflect the status of the fetus;

therefore, no irreversible decisions should be made based upon results of this screening test alone.

RESULTS DETAILS: ANEUPLOIDIES

Condition tested" Result Risk Before Test’ Panorama Risk Score’
Trisomy 21 High Risk 1/152 >99/100

Trisomy 18 Low Risk 1/111 <1/10,000

Trisomy 13 Low Risk 1/357 <1/10,000

Monosomy X Low Risk 1/256 <1/10,000

Triploidy Low Risk

1. Excludes cases with evidence of fetal and/or placental mosaicism. 2. Based on maternal age, gestational age, and,/or general population, as applicable. References available upon request. 3. Based on a priori risk and
results of analysis of circulating placental DNA.

POSITIVE PREDICTIVE VALUES (PPV) Trisomy 21 91%

Positive Predictive Value (PPV) is the likelihood that diagnostic testing will confirm a High Trisomy 18 93%
Risk result. PPV provided is NOT personalized for this patient, but calculated from a published Trisomy 13 38%
study of 17,885 women. PPV for an individual specimen will vary based on prior risk.

Monosomy X 50%




Perinatology.com

L Perinatology and Obstetrical C.. | F NIPT Predictive Value Calc., %

File Edit View Favortes Tools Help

Genetic NIPT/Cell Free DNA Screening

Counselors o
Predictive Value Calculator
alculator De

Please select aternal age at the time of EDD.
Alternatively yo ;




Genelc 6 NIPT/Cell Free DNA Screening @@t

Predictive Value Calculator

Counselors

Overview PPV Calculator NPV Calculator Definitions FAQs Resources References

Please select the chromosome condition and maternal age at the time of EDD.
Alternatively you choose to enter Prevalence directly.

Grom 7) @ 7)

The estimated prevalence of Trisomy 21 at 16 weeks gestation for women who are 37 at EDD is 1 in 186. Where does this
number come from? See the FAQs from the menu above for details.

Sensitivity: Specificity:

99.2 99.91

The default performance metrics for Tnsomy 21 are set at a sensitivity of 992 and specificity of 99.91 based on the weighted and pooled data
from a meta-analysis by Gil et al (2015). The user may wish to change these inputs fo refiect the performance statistics provided by the

refarral laboratory.

(Calculate) ( Clear )

() ev-tia-tin |
NIPT/efDNA Caclulafor is licensed under the

Creative Commons Attribution-NonCommercial-NeDervatives 4.0 International License.

Use of this site constifutes acceptance of the terms of use.




Genefic NIPT/Cell Free DNA Screening (Ui

Predictive Value Calculator

org

Counselors

Overview PPV Calculator NPV Calculator Definitions FAQSs Resources References

The prevalence of Trisomy 21 at 16 weeks gestation for a woman who is 37 at EDD is 1 in 186.

The probabily talresul g oy Provabiy tat s atilse 4 oy
s 4 true positive (ihe 0 positive (the fetus is not 0
fetus is affected). PPV affected)

PPV (not rounded): 85 62796719596401%

PPV = (sensitivity x prevalence) / ((sensitivity x prevalence) + (1 - specificity)(1 - prevalence))

PPV = (0.992 x 0.005376344086021506) / ({0992 x 0.005376344086021506) + (1 - 0.9991)(1 - 0.005376344036021506))

Please note: the post-test probability for an individual patient may differ bazed on other factors that influence her unigue prior rizk to have an affected
pregnancy, such as gestational age of the pafient, ultrazound findings and biochemical screening.

(Calculate) ( Clear ) ( Revise )

[G) &v-tic-no |
NIPT/cFONA Caclulafor is licensed under the

Creative Commons Attnibution-NonCommercial-NoDenvatives 4.0 Infernational License.

Use of this site constitutes acceptance of the terms of use.




Genetc (G NIPT/Cell Free DNA Screening Qo

Predictive Value Calculator

org

Counselors

Overview PPV Calculator NPV Calculator Definitions FAQS Resources References

The prevalence of Trisomy 21 at 16 weeks gestation for a woman who is 20 at EDD is 1 in 1177,

The probability that result 480/ Probability that it is a false 5217
Is a true positive (the 0 positive (the fetus is not 0

fetus is affected). PPV: affected).

PPY (not rounded): 48.35080374561025%

PPY = (zensitivity x prevalence) f ((sensitivity x prevalence) + (1 - specificity){1 - prevalence))

PPV = (0.992 x 0.0008436176720475746) / ((0.992 x 0.0008496176720475786) + (1 - 0.9991)(1 - 0.0008496176720475756))

Please note: the post-test probability for an individual patient may differ based on other factors that influence her unigue prior rizk to have an affected
pregnancy, such as gestational age of the patient, ulirazound findings and biochemical screening.

(Calculate) ( Clear )

(G ev-ric-ro |
MNIPT/DNA Caclulator is licensed under the

Creative Commons Attnbution-NonCommercial-NoDenvatives 4.0 International License.

Use of this site constitutes acceptance of the terms of use.




Genetic 16 NIPT/Cell Free DNA Screening Sfiftty

Predictive Value Calculator

0/

Counselors

Overview PPV Calculator NPV Calculator Definitions FAQs Resources References

The prevalence of Trisomy 21 at 16 weeks gestation for a woman who is 44 at EDD is 1 in 28.

The probability that result 9 80/ Probability that it is a false 2;-7
is a frue positive (the 0 positive (the fetus is not 0
fetus is affected). PPV: affected)

PPV (not rounded): 97 608973726822981%

PPV = (sensitivity x prevalence) / ((sensitivity x prevalence) + (1 - specificity)(1 - prevalence))

PPV = (0.992 x 0.03571428571428571) 1 ((0.992 x 0.03571428571428571) + (1 - 0.9991)(1 - 0.03571428571428571))

Plzase note: the post-test probability for an individual patient may differ based on other factors that influence her unique prior rigk to have an affected
pregnancy, such as gestational age of the patient, ultrasound findings and biochemical screening.

(calculate) ( Clear )

() &v-reo-ruo |
NIPT/ciONA Caclulator is licensed under the

Creative Commons Attnbution-NonCommercial-NeDenvatives 4.0 International License.

Use of this site constitutes acceptance of the terms of use.




Test Information ;
Ordening Physician: Dr. Matthew Goodbirth,
. MD. (G125
Date of E: 1/08/1575 G234 i ABOUT THIS SCREEM: Panorama™

Matemal Age at EDD: 37 Clinic Information: Natara, Inc. as

¢ test, not diagnostic. It evaluates genetic information

Gestational Age: 11 wesks/0 days Additional Reports: ~ N/A  in the matemal binod, which iz 3 mixture of matemal
Matermal Weight: M/A : 02012013 i and placental DNA, to determine the chance for
Patient ID- 99457 01/31/2013 : specific chromosome abnormalities. The test does

’ . - B 02401/2013 i NOT tell with certainty if a fetus is affected, and only
Medcal Record £ MB#933 " tests for the conditions ordered by the healthcare
Colleouml(ft. 2542_35'*“ i provider. A low risk result does not guarantee an
Accessioning 10: CATE95 ; unaffected fetus.

Case Fi
i TEST SELECTED: Sex of Fetus, 22q11 2 Deletion

FINAL RESULTS SUMMARY
Result Fetal Sex Fetal Fraction

HIGH RISK for Trisomy 13 Male 8.3%

.r"rl?l\'
This is a screening test only. Genetic counseling and diagnostic testing should be offered to further evaluate these
The Pancrama risk score reflects analysis of DINA from the placenta. The placental DMA may not accurately reflect the status of the fetus;
therefore, no irmeversible decisions should be made based upon results of this screening test alone.
RESULTS DETAILS: ANEUPLOIDIES
Condition tested'

Triploidy

RESULTS DETAILS: MICRODELETIONS

Condition tested" Result Risk Before Test' Risk After Test
22q11.2 deletion syndrome Low Risk 1/2,000 1/13,300

1 Zxcuder cane with evicence of fetel and/or plecencal mozakctm. L Bazed on matemal sge, gectasional age, and/cr jenerel pepulstion, s sgplcabe. References svalakie vpon requeat. 3. Bazed an 8 prier] fzk and
mauits of snalfydls of cimulnting plecental O8A.

POSITIVE PREDICTIVE VALUES (PPV)

Positive Predictive Value (PPV] is the likelihood that diagnostic testing will confirm a High
Risk result. PPV provided is MOT personalized for this patsent, but caloulated from a published
study of 17,885 women. PPV for an individual specimen will vary based on prior risk.
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Please select the chromosome condition and matemal age at the time of EDD.
Alternatively you choose fo enter Prevalence directly.

(o T) 6 7

The estimated prevalence of Trisomy 13 at 16 weeks gestation for women who are 37 at EDD is 1 in 1575. Where does this
number come from? See the FAQs from the menu above for details.

Sensitivity: Specificity:

| 99.87

The default performance metncs for Trnsomy 13 are set at & sensitivity of 91 and specificity of 99.67 based on the weighted and pooled data
from a meta-analysis by Gil et al (2015). The user may wish to change these inputs fo reflect the performance stafistics provided by the
referral laboratory.

(Calculate) ( Clear )

() &t |
NIPT/efDNA Caclulator is licensed under the

Creafive Commons Attribution-NonCommercial-NoDerivatives 4.0 Infernational License.

LUse of this site constitutes acceptance of the terms of use.




Genetic 14 NIPT/Cell Free DNA Screeni fifti
enetic ell Free creening (Qviimd

Counselors .
Predictive Value Calculator

‘ PPV Calculator NPV Calculator Definitions AQs Resources leferences

The prevalence of Trisomy 13 at 16 weeks gestation for a woman who is 37 at EDD is 1 in 1575.

The probability that result 0 Probability that it is a false 0
i a true positive (the 31 A positive (the fetus is not 69 / 0
fetus is affected). PPV: affected).

rior rigk to have an affected

&







