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Maternal age:
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Author FPR Sensitivity

Orlandi (1997) 744 5.0 6 of 7 (87%)
Biagiotti (1998) 232 5.0 24 of 32 (76%)
De Biasio (1999) 1,467 33 11 of 13 (85%)
De Graaf (1999) 300 5.0 31 of 37 (85%)
Spencer (1999) 1,156 X0) 187 of 210 (89%)
Krantz (2000) 5,718 5.0 30 of 33 (91%)
Niemimaa (2001) 1,602 54 4 of 5 (80%)
Wapner (BUN) (2002) 8,514 5.0 48 of 61 (79%)
Schucter (2002) 4,939 5.0 12 of 14 (86%)
Von Kaisenberg (2002) 3,864 6.6 16 of 19 (84%)
Bindra (2002) 15,030 5.0 74 of 82 (90%)
1 3 Spencer (2003) 10,458 X0} 23 of 25 (92%)
m mm Sheffield (2003) 18,140 50 60 of 64 (@4%)
Borrell (2004) 2,780 33 7 of 8 (88%)
Kin is cie i 0 for t dy” Stenhouse (2004) 5,084 X°) 14 of 15 (93%)

g S I : “
Observations on an ethnic classificati Langdon Down uﬁ%ﬁgfzso(gg)%) ;ggézlels 2(23 I;g(l) g; ﬁg 82023
linical L ecture Reports, London Hospital 1866;3:259. Perni (2005) 4,883 X0) 20 of 22 (91%)
Total 190,278 5.0 9638 of 1089 (89%)

free-Beta / PAPP-A / NT

SCREENING OPTIONS
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sec NT — Normal karyotype

Souka e al 2001
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Abnormality Cut-Off* Prior risk Posterior risk
(@ term)

Down syndrome 1in 380 1in 950 1in 114,000
Edwards syndrome 1 in 3,500 1in 8,600 <1in 150,000
Patau syndrome 1in 11,000 1in 28,000 <1in 150,000
Turner syndrome 1in 6,600 1in 6,700 <1in 150,000
Triploidy 1in100,000 1in 100,000 <1in 150,000

All major chromo 1in 320 1in 730 1in 113,000

+XI/Y or other 1in 230 1in 280 1in 500

*Term risk at age 35
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RhD and Sex using fetal DNA

Gestational Age Sensitivity Specificity

PCR for SRY 11.5-34.6  94%
PCR for RhD 13-17

100%(n=52)
96%(n=25) 100% (n=9)

SRY/RhD 13-17 92.6%n=27) 100%(n=7)

* Zhong XYZ,, Holzgreve Wiahn S
Lancet, 357, 310, 2001

Lo YMD et al., Lancet 1997
Presence of fetal DNA in
maternal plasma / serum

Mother Father

Fetus.
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PROC [True |False |FISH |Kary |[True |Total
Neg |Pos |corr |corr |Pos
CVS |2466 |0 15 14 79 2574
AMN (2325 |0 4 2 37 2368
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Homozygous deletion ASPA exon 1-
154 326

1]

Specificity of
MLPA probes
is very high.

control
2 ¢

Heterozygous ASPA del. exon 1-6
1 54 3 T 6
‘ \ Reproducibility
of MLPA is
sufficient to
distinguish
Control homozygotes
2 6 and
heterozygotes.
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BACs-on-Beads™ Detection Technology
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