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Screening prenatale non invasivo basato sul DNA
(Non Invasive Prenatal Testing — NIPT)
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La disponibilita di varie tecniche che
utilizzano il DNA fetale per la ricerca di
anomalie genetiche nel corso della
gravidanza rende tassativa la consulenza
pre-test, che rappresenta lo strumento di
elezione per informare la gestante/coppia
sulle diverse opzioni disponibili.

Infatti, €& stato dimostrato che Ila
comprensione delle potenzialita e dei
limiti del test cfDNA/NIPT e fortemente
compromessa, in assenza della
consulenza.

La consulenza pre-test deve essere
effettuata da uno specialista esperto di
medicina fetale.
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Expected ratio for | ABRSJA5517 | Maternal
Trisomy (buffy
coat)
4% 1.02 r—
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Fetal fractio

Expected ratio for
Trisomy

4% 1.02
10% 1.05
20% 1.10
40% 1.20

Fetal Fraction

Fetal fraction and test failure Fetal fraction and gestation

WEELS
Cases 1200 Mean weeks 12,34

Successful 1%t tier 1187 Mean fetal fraction 11,5%
Successful 2nd tier 9 (0,7%)
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Validation

CVS trophoblast
62000 cases*

NIPT total 2013-2015
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Screening prenatale non invasivo basato sul DNA
(Non Invasive Prenatal Testing - NIPT)
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Screening prenatale non invasivo basato sul DNA
(Non Invasive Prenatal Testing - NIPT)
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Validation and Aneuploidy risk prediction:

Frequenza Anomalie
Cromosomiche SEX
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Appropriate Options for Patient Management

lini s
Clinically Ade?uately P Impacts clinical
relevant validated mgmt

Core NIPT
(T21, T18, T13)

Invasive t§sting

Expanded NIPT
(microdels)




Twin pregnancies

Twins/multiple

regular No sex, no identificazione feto affetto

IVF No sex, no identificazione feto affetto

Docytes etero No sex, no identificazione feto affetto

*Gil M et al 2015 Ultrasound Obstet Gynecol 45, 249 |
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Patient informatio

2015 NEXT STUDY 16000 parallel cases: data trisomy 21




Anomalie Cromosomiche NIPT validazione
T21 T18 T13 XXX XXY XYY XO

>99 60-90 no on-field clinical data
Validated Validated
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Geneva - Switzerland Medical Record/Patient 1D:
Gestational Age at Draw (weeks): 12
Indication:
Counselor:
Client Sample ID: *

PREMATAL ANEUPLOIDY TEST RESULTS - Singleton Pregnancy.
RESULT INTERPRETATION
Mo aneuploidy detectad Results consistent with-twe coples of chromosome 21
No aneuploidy detected Results consistent with two coples of chromosome 18

QOrder ID: Sample ID: Draw Date: 02.Mar.2015 Receipt Data: 06.Mar.2015
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* increased NT *  Increased NT

False Positive T13 45X © abnormalUs
= === Population rate 0.13% 0.13% 0.23% AP
semEEmEeaeet]  Case to case (PPV) 23/100 66/100 62/100

I i 10 o2asn dag st iormgsan.

Dise i T CRaans ey
Tha mers in wiich this infomasion (s weod i e palent <% s ihe s
araa T o b
ok apan clearoe or apeared b UKLy i 3% 3 dErOTRC leel Thie st mpmensnks (1e et sarics c

e S — NS
f 4 Dy Canama . 17 Satemtanc at 421 53 1000 110, 2 iy cnerod ek o Epmis NV iy ‘d PLURIGENTEST 3 v
" uEs BIBTECHNGLOGT Tranqutty Sancra wd £ 3 =

{115

atnartarts, . 3¢ (£ 575 507 190,
nd Eaacie ars Iracemaeks of 1o Goertn Geo, Al wher rames. logoa, and cther adererca sre (e seagerty of bak mepciin onners.

TADS2.0- TN




Indice di comprensione dopo
consulenza genetica pre test passa
dal 25-40% al 85-100%
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