ALMA MATER STUDIORUM ~ UNIVERSITA DI BOLOGNA




#o S %&&(()

ALMA MATER STUDIORUM -~ UNIVERSITA DI BOLOGNA




SCA

( % # * *)
& ! . %/012 3 30&12% )
1 .

4 56 % * | )
7 |

ALMA MATER STUDIORUM -~ UNIVERSITA DI BOLOGNA




% * & )

89 :9 ((9 (49 (79 &0

*

ALMA MATER STUDIORUM -~ UNIVERSITA DI BOLOGNA




Is nuchal translucency measurement useful
when cell-free DNA testing is performed?

 Lichtenbelt,15: When NIPT for trisomies 13, 18, and 21 is
offered to all women, NT measurement by itself has a limited
added clinical value for the detection of fetal chromosomal
anomalies.

« QO’Brien,17: A positive NT ultrasound scan did not add to the
cases of aneuploidy that were detected by cfDNA screening.

 Langlois,17: For women with a negative cfDNA screening
result, NT measurement has limited clinical utility.
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How to Integrate Cell-Free DNA
Screening With Sonographic
Markers for Aneuploidy: An Update

Thomas C. Winter! OBJECTIVE. The sonologist detects a so-called “soft marker” during approximately
Nancy C. Rose? 10% of routine second-trimester anatomy examinations and is often uncertain about what
further management is appropriate. This article will specifically address the management
of patients with sonographic markers for six common entities: choroid plexus cysts (CPCs),
ventriculomegaly (VM), echogenic intracardiac focus (EIF), urinary tract dilation (UTD), fe-
tal echogenic bowel (FEB), and femoral and humeral shortening. The use of cell-free DNA
screening and its relationship to these sonographic findings will be reviewed.

| soft marker come CPC, Foci iperecogeni, pielectasia minima,
ventricolomegalia minima sono irrilevanti

Altri come la venticolomegalia moderata, I'intestino iperecogeno, lunghezza
femore/omero<2.5 centile e pielectasia sono da considerare per possibili
malattie cromosomiche/mendeliane/infettive e nongenetiche (Winter and

Rose, 2018)
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Therole of ulfrasound inwomenwho undergo () cosws
cell-free DNA screening

Society for Maternal-Fetal Medicine (SMFM) with the assistance of Mary E. Norton, MD; Joseph R. Biggio, MD;
Jeffrey A. Kuller, MD; Sean C. Blackwell, MD

diagnostic testing should not be recommended to patients solely for the indication of an isolated soft marker in the setting
of a negative cell-free DNA screen (GRADE 2B) in women with an isolated soft marker that has no other clinical
implications (ie, choroid plexus cyst or echogenic intracardiac focus) and a negative cell-free DNA screen, we
recommend describing the finding as not clinically significant or as a normal variant (GRADE 2B);

All women in whom a structural abnormality is identified by ultrasound should be offered diagnostic
testing with chromosomal microarray (GRADE 1A)

1A: Strong recommendation,high-quality evidence
1B; Strong recommendation, moderate-quality evidence
2B: Weak recommendation, moderate-quality evidence
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NT e soft Marker vs cff-DNA
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** Sensitivity estimated across the observed size distribution of each syndrome [per ISCA database nstd37]
and across the range of fetal fractions

observed in routine clinical NIPT. Figures in parentheses indicate upper and lower estimates for sensitivity at
the lowest reportable fetal fraction (4%)

and at fetal fraction 20%, respectively. Actual sensitivity can also be influenced by other factors such as the
size of the event, total sequence counts,

amplification bias, or sequence bias.
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Cause di Falsi positivi
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