Hoi thao Sang loc trude sinh va sau sinh, ngay 15-12-12

CHUONG TRINH SANG LOC
LECH BOI

» Cac bénh ly muc tiéu ctia sang loc trwéc
sinh:
—BAat thuworng nhiém sac thé
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CHUONG TRINH SANG LOC
BAT THUONG NHIEM SAC THE

» Muc tiéu cltia sang loc:
— False positive rate (FPR)

Cut-off

R > 1/50: 1,5%
Trong d6 chiém
85% T21

15%
Trong d6 chiém
14% T21

R < 1/1000:

83,5%
Trong d6 chiém
1% T21
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SANG LOC BT NST QUY 1

e NT:
— DR: 69 — 75%
—FPR:5-8.1%

~ Wapner R et al. First-trimester screening for trisomies 21 and 18. N Engl J Med

SANG LOC BT NST QUY 1

» Chuan hdéa NT kho khan do Ié thudc rat
nhiéu vao nguwoi lam

« Phai thwc hién déng bd
» Thu thuat chan doan
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SANG LOC BT NST QUY 1

« FTS (first trimester screening): két hop
tudi me, NT, PAPP-A, free p hCG
— DR: 83%
— FPR: 5% (cut-off: 1/300)

Wald NJ, First and second trimester antenatal screening for Down’s syndrome: the

m" ~ results of the Serum, Urine and Ultrasound ScreeningStw:l S|

gl g TR J Med Screen 2003;10:56-10




Hoi thao Sang loc trude sinh va sau sinh, ngay 15-12-12

SANG LOC BT NST QUY 2

« Sang loc dung ba dau an sinh héa (Triple
marker screening)
—DR: 72%
— FPR: 7% (cut-off: 1/385)

Wy e

’_P,‘d"{?-

a

9
Term rigk
Screening option Markars isti2ndtimester  cut-off DR {%) FPR{%) OAPR
Opfiens that meet the minimum standard
Frs'® NT, free f-hCG, PAPP-A, MA 1st 1n325 8 50 127
Quad screening AFP, UE3, free [-hCG, inhibin A, MA 2nd 11in 385 77 52 1:50
IPs " NT, PAPP-A, AFP, UE3, free j-hCGHttal 15t & 2ndl 1in200 &7 18 110
hCG, inhibin A, MA
IF;S without Inhibin NT, PAPP-A, AFP, uE3, total hCG, MA 151 & 2nd 1in 200 aa 30 1:20
Iﬁ'
Serum 1pg* " PAPP-A, AFP, uE3, free FhCGHotal GG, 1st& Znd 1in200 85 44 128
inhibin A
Optigns that do not meet the minimum standard
Matemal age’ MA 1st & 2nd 1in 385 44 16 1:21
Triple screening’ AFP, uE3, total RCG, MA 2nd 1in385 71 72 159
DR: Detection rate; FPR: false positive rate; DAPR: Odds of being affected given a positive result; FTS: first trimester combined screening;
WT: nuchal translucency; MA: Matemal age; IPS: Integrated prenatal screening.
“Some centres In Canada may offer variation on IPS (sequential screening or contingent screening ) with cut-offs set that achieve at least the
minirnm standard,
e
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o K. H. NICOLAIDES

Tuble | —Performance of different methods of screening for tisomy 21

Method of screening Detection rate (%) False-positive rate (%)

MA 30 5

First trimester

MA + fetal NT 15-80 5

MA + serum free f-hCG and PAPP-A 60-70 5

MA 4 NT 4 free A-hCG and PAPP-A {combined test) §5-95 5

(Combined test + nasal bone or tricuspid flow or ductus venosus flow 93-96 23

[Second trimester

MA + serum AFP, hCG (double test) 55-60 5

MA + serum AFP, free f-hCG (double 1est) f0-65 5

MA + serum AFP, hCG, uE3 (triple test) fi0-65 b

IMA + serum AFP, free f-hCG, uE3 (triple test) 65-T0 5

MA 4 serum AFP, hCG, uE3, inhibin A (quadruple test) 63-70 3

MA + serum AFP, free B-hCG, uE3, imhibin A (quadruple test) 10-75 5

MA + NT + PAPP-A (11-13 weeks) + quadruple test 90-94 b

MA, maternal age; NT, nuchal transhucency; f-hCG, f-human chorionic gonadotrophing PAPP-A, pregnancy-associated plasma protein-A,
Kypros H Nicolaides. PRENATAL DIAGNOSIS.Prenat Diagn 2011; 31: 7-15.
Published online in Wiley Online Library; (wileyonlinelibrary.com) DOI: 1
10.1002/pd.2637
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GENETIC SCAN

« Soft markers (minor fetal abnormalities):
— Khéng la hinh &nh cla bat thwéng cu tric
— Nhém dan sé muc tiéu: nhém nguy co trung
gian

« Nhirng chi diém si@éu am hd tro thém trong
sang loc quy 1
— Xwong mi
— S6ng a dao nguoc & 6ng tinh mach

boiada

ol t | - .
Nicolaides, 2004; Faiola et al., 2005; Falcon et al., 2006; Kaga
et al., 2009b,2009c; Maiz et al., 2009 14
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Sonographic ~ Trisomy  Normal Positive Negative LR for
marker 21 LR LR isolated
marker

Nuchal fold 107/319 59/9331 53.05 0.67 2.8
(33.5%) (0.6%) (39.37-71.26) (0.61-0.72)

Short humerus ~ 102/305 136/9254 22.76 0.68 4.1
(33.4%)  (1.5%)  (18.04-28.56) (0.62-0.73)

Short femur 132/319 486/9331 7.94 0.62 1.6
(41.4%) (5.2%) (6.77-9.25) (0.56-0.67)

Hydronephrosis  56/319 242/9331 6.77 0.85 1.0
(17.6%) (2.6%) (5.16-8.80) (5.16-8.80)

Echogenic focus 75/266 401/9119 6.41 0.75 1.1
(28.2%) (4.4%) (5.15-7.90) (0.69-0.80)

Echogenic bowel 39/293 58/9227 21.17 0.87 3.0
(13.3%) (0.6%) (14.34-31.06) (0.83-0.91)

Kypros H Nicolaides, 2011 15

Combined screening

Other defects

In euploid pregnancies the average free 8-hCG is 1.0 MoM and
PAPP-A is 1.0 MoM

Free B-hCG MoM
: @O :

Euploid
¢ In chromosomal defects the values are: 0
free B-hCG PAPP-A

Trisomy 21 2.0 0.5 Trisomy 18

4 0.05
Trisomy 18 0.2 0.2
Turner 12 05 PAPP-AMoM
Triploidy

Digynic 0.2 0.1

Diandric 9.0 0.7

16
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« Sang loc Iéch bdi quy 1

2011 9/2012

Z nguy co cao 1381 1792

Sang loc Iéch bdi quy 2

2011 9/2012

Y nguy co cao 1529 1587
Trisomy 21 20 13
Trisomy 18 1 5
Trisomy 13 0 1

rne patey T

18
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Két qua A I&ch bdi bang Choc 6i

2011 9/2012
Toéng sb thyc hién 4311 5062
Binh thuong 3715 4391

oW leada” O

Klinefelter

Két qua A léch bdi bang CVS

2011 9/2012
Téng s6 thyc hién 547 454
Binh thuong 402 276

somy 2

10
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