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In Shuttleworth reported the
relationship between Down syndrome and In Lejeune&Jacobs determined an extra
chromosome in Down syndrome.



In , American Obs and Gyn
association recommended to screen

Amniotic fluid prenatally for all women
s - Down syndrome
- Spina bifida
FADAM
In , Down syndrome diagnosed prenatally by
amniocentesis.
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, screening DS by
biochemistry: triple test for all women.

Free beta HCG- AFP- UE 3- Inhibin A

Cucnlvisol

MAand AFP & hCG In screening DS by Nuchal translucency
MAand AFP & hCG & uE3 DR

MAand AFP & 8:0CG s measurement at 11-13 weeks 6 days.

MA and AFP & B-hCG & UE3 67% 65/0

MAand AFP & B-hCG EUuE3 & 1A



=In euploidy, NT increase according with gestational age.

»75% Trisomy 21 NT measurement>95™"
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The First Trimester Screening Program

The Fetal Medicine
Foundation
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F etal anatomy:
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Estimated risk for Trisomy 21 (Down's syndrome), 18 (Edward’s syndrome) +
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O NT normal, risk decrease Combined test

First Trimester URrasound:

US machine. GE Viauals stien geod

Gewt tiona age: 2 vweeks ¢ Gdays from CRL EOD by scam: T2 March 2010

Findings: Alve fotss « Fetal heant actiwly present

Fotal heart tate 160 spm ® FInE Tnmester URratouna

Cromn-rump length (CRL) #L3 ’ et T R T i
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Trisomy 21 Trisomy 18 Temomy 13
Background risk 108 1eT 12
Adjusted rish: 11388 11247 110456

Matemal / Pregnancy Characteristics:
Previous chromesomally abnommal child o fetus tisomy 21

First Trimester Urasound:

Gestational age: 12 weels ¢ Gdays from CRL EDD by scan: 14 July 200
Crownrump length (CRL) 050 men L

Nuchal trars lucancy (NT) 12 mm

I — Strategy of screening Down syndrome

Sample taken on 04 January 2010,
Flee B0CG; equivalent 10 1.000 MM
PAPP-A: equivalent to 1.000 MeM

Estimated risk for Trisomy 21 (Down's syndrome), 18 (Edward's syndrome) +
13 (Patau's syndrome):
Patient counseled and comns ent given- Maternal age: 29yean

Trienmy 21 Trisomy 18 Trisomy 13

Background risk: 1188 120 1: 7618
Adjusted rish: 1:2923 1: 48571 1152289



z@; 1. Maternal age . 2. Second trimester
: : !
= N biochemistry

, Available to entire pregnant population
&1 Highly accurate for all chromosome X 3
abnormalities Non-invasive
Improved detection rate for DS
Miscarriage risk
Poor sensitivity (40% detection) Late diagnosis of abnormality

100+1eststo detectone DS fetus Poor predictive value (40 invasive tests to
detect one DS fetus)

*@i 3. Mid trimester ultrasound if Screening strategies for Down
et ¥  syndrome
2 Detects many but not all fetal structural Strategy Detectionrate  Faise positive  # Invasive tests
abnormalities (%) MLV, | edadewm
2 Placental position/ cervix status Maternal age 40 8 185
2 Detects multiple pregnancy %35 Y) = - 5
2 |dentifies markers of aneuploidy screening
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Aneuploidy detected in last 5 years %x
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Screening DS at Tudu hospital %&
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Thick NT and aneuploidy

ot + Double test

n=15.567 Chvemosoma
% 50-
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Risk>1/300 n=1325
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Turner (n=6) Fotal NT (mm)
Klinefelter (n=2)




Thick NT and Fetal death, structural anomalies and live birth .
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T I S T Thank you for your attention

(n=4), Polydefects: 17, Total62



