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Nafziger E,Vilensky JA. The anatomy of nuchal translucency at 1414 weeks gestation in
fetuses with trisomy 21: An incredible medical mystery. Clin Anat. 2014.

Allan LD. The mystery of nuchal translucencyCardio/ Young. 2006.



¢, COmo Interpretar un aumento de
la traslucidez nucal?

The Fetal Medicine
Foundation

Aumentode la TN

Ejemplo: feto con TN de 3,5-4,4 mm

Translucencia  Anomalias Cariotipo Normal Recién
nucal Cromosémicas Nacido sano

Muerte Anomalias
Fetal  mayores fetales

e De 100 fetos con TN de 3,5-4,4 mm diagnosticados en la < Percentil 95 0.2% 1.3% 1.6% o7%
semana 12, 20 tendran un defecto cromosomico y 80 seran
euploides Percentiles 95-99 3.7% 1.3% 2.5% 93%
* De los 80 fetos euploides, 2 (2,5%) moriran en las semanas 3.5-4.4mm 21.1% 2.7% 10.0% 70%
posteriores
4.5-5.4 mm 33.3% 3.4% 18.5% 50%
. - 3
« En otros 8 de los fetos euploides (10%) habra un defecto 5.5-6.4 rmm 50.5% 10.1% 24.2% 30%
mayor
# Llos 70 fetos euploides restantes naceran sanos y sin 26.5 mm 64.5% 19.0% 46.2% 15%

defecto mayor

The Fetal Medicine Foundation. The 1113 weeks scan.
Recurso online disponible en:
https://courses.fetalmedicine.com/fmf/introduction

Nicolaides K, Falcon O. La ecografia de las §13+6 semanas.
Fetal Medicine Foundation, Londres, 2004




Escenario 1.
Alteraciones genéticas no cromosomicas
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Stuurman KE, Joosten M, van deBurgt I, et al. Prenatal ultrasound findings ofasopathiesin a cohort
of 424 fetuses: update on genetic testing in the NGS era. J Med Genet. 2019.

SinajonP, Chitayat D, Roifman M, et al.Microarray and RASopathy-disorder testing in fetuses with
increased nuchaltranslucency. Ultrasound Obstet Gynecol. 2020.



Escenario 1:
Alteraciones genéticas no cromosomicas
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Riggs E. R, et al. . Technical standards for the interpretation and reporting of constitutional copy
number variants: a joint consensus recommendation of the American College of Medical Genetics and
Genomics (ACMG) and the Clinical Genome Resourc€[(inGen). Genet. Med. 2019



Escenario 1.
Alteraciones genéticas no cromosomicas

(140 Mb): O
8g21.1
e Y 490

r N
78.2 Mb 78.9 Mb
Sequence contig: === see .
Genomic clone — — (al S | ad 0)
tiling path: _—

Wi halor ¥0 @ 992909 90

l O
Array onto glass slides O
- 3 & SN
CGH: U+U + _"f';“'g :
~ -
2,

Normal  Patient
genomic genomic
DNA DNA

J 7%

Array spots:
COPYalr':lalll'\T/\g:l:' Gain No change Gain No change Loss
(malf asociada)
dbEST:
Gene predictions: .

Grande M, Jansen FA, Blumenfeld YJ, et d&henomic microarray in fetuses with increased nuchaltranslucency
and normalkaryotype : asystematic review and meta-analysis Ultrasound Obstet Gynecol. 2015
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Xu LL, Li DZDiagnostic value of chromosomal microarray in fetuses with
increased nuchaltranslucency. Ultrasound Obstet Gynecol. 2019
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Alteraciones genéticas no cromosomicas
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Lord J,McMullan DJ,Eberhardt RY, et al. Prenataexome sequencinganalysisin fetal
structural anomaliesdetected by ultrasonography (PAGE): acohort study. Lancet. 2019
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Lord J,McMullan DJ,Eberhardt RY, et al. Prenataexome sequencinganalysisin fetal
structural anomaliesdetected by ultrasonography (PAGE): acohort study. Lancet. 2019



Escenario 2:
Alteraciones estructurales
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Pandya PPKondylios A, Hilbert L, SnijdersRJ, Nicolaides KH. Chromosomal defects and
outcome in 1015 fetuses with increased nuchal translucency. UltrasoundDbstet Gynecol. 1995.
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Minnella G et al.. Diagnosis of major heart defects by routine firstrimester ultrasound examination: association with increased
nuchal translucency, tricuspid regurgitation and abnormal flow in ductus venosus. Ultrasound®bstet Gynecol. 2020

Sotiriadis A, et al. Nuchal translucency and major congenital heart defects in fetuses with normal karyotype: a metmnalysis.
Ultrasound Obstet Gynecol. 2013

Ghi T, et alIncidence of major structural cardiac defects associatedwith increasednuchaltranslucency but normal karyotype.
Ultrasound Obstet Gynecol. 2001



Escenario 2:
Alteraciones estructurales
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Baer RJ, Norton ME, Shaw GM, et al. Risk of selected structural abnormalities in infants after increased nuch
translucency measurement. Am JObstet Gynecol. 2014;211(6):. doi:10.1016/j.ajog.2014.06.025



Escenario 2:
Alteraciones estructurales
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Tekesin I. The diagnostic value of a detailed first trimester anomaly scan in
fetuses with increased nuchal translucency thickness. J Perinat Med 2019



Escenario 3:
Prediccion STFF
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Stagnati V,Zanardini C,FicheraA, et al. Early prediction of twinto-twin transfusion
syndrome: systematic review and metaanalysis. UltrasoundObstet Gynecol. 2017



Escenario 4.
pérdida reproductiva
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SoukaAP,Krampl E,Bakalis S, Heath V, Nicolaides KH. Outcome of pregnancy in chromosomally normal fetuse
with increased nuchal translucency in the first trimester. Ultrasound Obstet Gynecol. 2001

Bilardo CM, Miller MA, Pajkrt E,Clur SA, vanZalen MM, Bijlsma EK.Increasednuchaltranslucency thickness
and normalkaryotype: time for parental reassurance Ultrasound Obstet Gynecol 2007



Escenario 5:
falso positivo

Ghi T,HuggonIC, Zosmer N, Nicolaides KH. Incidence of major structural cardiac defects associated
with increasednuchaltranslucency but normal karyotype . Ultrasound Obstet Gynecol. 2001



