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New directions

Non invasive diagnosis of trisomy 21

Selective sequencing of cell-free DNA in maternal blood

Trisomy 21 Normal =0Tr 21
= = r,r-‘ ChRt bbb
N4 ol >09%
: A 20 ‘
:::‘.;:. 70 1
x i 60 ‘ Probability thatthe
% - . o &0 ‘ fetusis trisomy 21
T T g 3 %1
R | L
o i) <1110,000
Jon Hyett : o
Royal Prince Alfred Hospital / University of Sydney o 300eupd

The Fetal Medicine The Fetal Medicine

Foundation ductus venosus / tricuspid regurgitation Foundation Screening for major cardiac defects
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Maternal history: a priori risk
Prospective screening study at 11-13 wks Detaction rate. :
Total: 64,647; PE: 1,482 (2.3%) 100 for FPR 5% and 10% 30 §1 3 30
o
- o0 : -
Age nyrs < 4 S - J 2 25 212 25
2 : ——— w £ i A = 20
Weight in kg 70 . . 70 a2 2
%0 - &0 56 wca 15 a 10 . g 15
Race  Caucasan . L 1% e | [
AND CaNbbaan i = < 9%, 3 101
Souh Asian jT— 2 { 4% g 10 gog
Inuitro fectilization e o[ - |
Type | dlabetes pEi g —— ~N 05" E sl L 05
o SLE | APLA S - o0 § -
"”""’, rocias { J .
Family history of PE = 20 Nomsd  Earty 5 Noemal Eary Normal Esely
Nulparous . 1 PE FE PE
magfu’:s—-no%% — e Eaty-PE  Late-Pf
avio0s : 0d, v ; P Screen+ve 5%
0 12 5 10 100 G0 G2 a4 <% <8 Al Poon et al. 2009
Odds rasio (5% confidence intervals) PE: Gestation at delivery (wks|




The Fetal Medicine
Foundation

Uterine artery Doppler and aneuploidy
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Early prediction of pre-eclampsia
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Trisomy 18 = 55 | 0.22(0.13-0.37)" | 0.27 (0.14-0.41) | 1.20 (0.96-1.35)"
Trisomy13 | 19 | 0.32(0.22-0.47)* | 0.55(0.39-0.91) | 1.24 (1.04-1.33)
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Early prediction of

small babies (no PE)
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" Prophytactic low-dose aspirin

<16 wks (n=222) .

> 20 wks (n=983)
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12 W: History, Uterine P, MAP, PLGF / PAPP-A
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Prediction of

spontaneous preterm birth

History, NT, uterine Pl, MAP, PAPP-A, PLGF at 11-13wks

Previous small baby
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fAsslsted conception
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12 weeks predictive modeling for:
» Chromosomal abnormality
» Pre-eclampsia / IUGR / abruption
* Preterm delivery
» Major cardiac defects
» Twin twin transfusion syndrome

36 weeks predictive modeling for:
« Stillbirth / Hypoxic Ischaemic Encephalopathy
» Caesarean delivery
» Perineal trauma / shoulder dystocia



