Down syndrome screening
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B—ZuHH © First-trimester

Combined test:
* Blood sample:
* hCG:FaF A EADSIE IR gL -
e Total form: 11+0~13+6[ & [L]#s AERE

* Beta-form: 9+0~13+60Y & [EjEnAERE ( F i fmlTE
* PPAP-A (Pregnancy Associated Plasma Protein-A) :

* Sonographic findings

* Nuchal translucency : Eposterior fetal neckAV/E
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* 3~4dmm > HE A HDS

* 1074 : 51% detection rate, 5% FPR(false positive rate)

e 114 : 59% detection rate
e 12~137F : 62% detection rate

* absent nasal bone: 60% trisomy 21 with absent nasal bone
* megacystis: longitudinal bladder length =27 mm at 10 to 14 weeks of gestation



=8 T ZuHH : quadruple test

o UM ¢ 15+0 to 18+6 weeks(22+6 weeks)

* AFP (open neural tube defects), unconjugated estriol (UE3)> reduced by 25~30 % (
* human chorionic gonadotropin (hCG), dimeric inhibin A (DIA)2>2/Z (+ )




Maternal serum marker pattern in selected fetal
syndromes
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T: increased, |: decreased; «: unchanged; T]: variable; NR: not reported,
AFP: alpha-fetoprotein; uE3: unconjugated estricl; hCG: human chorionic
gonadotropin; NT: nuchal translucency; PAPP-A: pregnancy-associated plasma
protein A.




NIPT(Non-Invasive Prenatal Testing)

* Cell-free DNA : obtain from maternal serum
* >10+0My&2dw (>1OEREMEE I S )
* 99% detection rate, low FPR » {H55% failure rate (depend on lab)
* A AR b A D SEHAN S B R B % 2 (G AH Bl =7
o F @k e B (secondary screening)
* Maternal age =235 years at delivery.

* Fetal ultrasound finding of a soft marker associated with an increased risk of aneuploidy for trisomies 13, 18,
or 21. (Diagnostic testing Is recommended if a structural abnormality is identified)

* History of prior pregnancy with a trisomy detectable by cfDNA screening (trisomies 13, 18, or 21).
* Parental balanced Robertsonian translocation with increased risk of fetal trisomy 13 or 21.
* Screen-positive biochemical-based test for Down syndrome.
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Diagnostic test

* Chorionic villus sampling (CVS, 8B« Ai) @ Pors A Ry —F4HATE
G775 0 MHETTY S AR SR A s B E B b4 - higher
rate of fetal loss than amniocentesis (10~13 weeks of gestation)

Transabdominal Transcervical

* Maternal age 35 years or older at estimated date of delivery

* Previous child with a chromosome abnormality or genetic disorder

* Parentis a carrier of a balanced translocation or other structural chromosome disorder
* Parentis a carrier of a monogenic (ie, single gene or Mendelian) disorder

* Both parents are carriers of autosomal recessive disease

* Female parentis a carrier of a sex-linked disease

* Congenital anomaly on first-trimester ultrasound examination A\ ) Chorlonic
W ‘ Vil

* Abnormal results at aneuploidy screen (eg, maternal serum analytes with/without sonographic markers of aneuploidy, cell-
free DNA)




Diagnostic amniocentesis(FEREZERfiT): BY fetal cells (amniocytes) » F AT — ZHAT (
15+0 to 17+6 weeks ) ({HEH11EDIEETET)

Rapid tests — Fluorescent in situ hybridization (FISH)/ quantitative fluorescence
polymerase chain reaction (QF-PCR): chromosomes 13, 18, 21, X, and Y.

Conventional karyotype

Chromosomal microarray analysis (CMA) : Fl|FH I 574 ] DUE— - RliE L ie A HA

7258 > 54 © microdeletions, microduplications @ {H I 7 ARV EFSER =
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