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The Fetal Medicine
Foundation

Risk 1 in:
109 Grafico N°2: Distribucién porcentual de nacimientos por grupo de edad de
'/, Edad - o N - la madre, 2018p
1004 o (afos) sD 254
’f" o - _. 20,1
10009 T21__-=" A <20 1.791 0,06 ;P .
J 20-34 19,901 0,13
10,000 1 T13_"__/",a" =35 5270 0,92 T . 5
Tia_ . Valor p _ <0,0001 20%
100,000 4 0,2 0.2 0,0 01
Chle = TRy B
1000000° —— ~ lamayor tasa de S 03 0§ & i @ & & : i
20 25 0 @ 40 45 embarazos >35 afios Grapo de edad de a macY
Maternalage () De América Latina h
Nace en los anos 70: Concentraal 50% de las t21

e« Buscaunatasade F(+) 5%
* Concentraal 30% delasT21

Instituto Nacional de Estadisticas (INE), Estadisticas Vitales, cifras provisionales 2018. Recurso online

Ramirez R Constanza, Nazer H Julio, Cifuentes O Lucia, Aguila R Alfredo, Gutiérrez R Rodrigo. Cambios
en la distribucién etaria de las madres en Chile y en el Hospital Clinico de la Universidad de Chile y su
influencia en la morbimortalidad neonatal. Rev. chil. obstet. ginecol. 2012
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Cribado de cromosomopatias
mediante traslucidez nucal

Aumento de tejido hidrofilico: colageno

Displasia / distension linfatica
Sobre perfusion de cabeza y cuello

Distension de sacos venosos yugulares

Alteracién de genes que codifican proteinas del endotelio

Nafziger E, Vilensky JA. The anatomy of nuchal translucency at 10-14 weeks gestation in
fetuses with trisomy 21: An incredible medical mystery. Clin Anat. 2014.

Allan LD. The mystery of nuchal translucency. Cardiol Young. 2006.
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¢Como interpretar un aumentode g
la traslucidez nucal? cearo

The Fetal Medicine
Foundation

Aumentode la TN

Ejemplo: feto con TN de 3,5-4,4 mm
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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 11-13 weeks scan.
Recurso on/inedisponible en:
https://courses.fetalmedicine.com/fmf/introduction

Nicolaides K, Falcon O. La ecografia de las 11-13+6 semanas.
Fetal Medicine Foundation, Londres, 2004



Escenario 1:
Alteraciones genéticas no cromosomicas

RASopatias (Noonan)

20%

Manifestacion
unica
NT

>5.0 mm
Punto corte cribado 7,9 mm

http://atlasgeneticsoncology.org/Kprones/NoonanlD10085.html

Stuurman KE, Joosten M, van der Burgt |, et al. Prenatal ultrasound findings of rasopathies in a cohort
of 424 fetuses: update on genetic testing in the NGS era. J Med Genet. 2019.

Sinajon P, Chitayat D, Roifman M, et al. Microarray and RASopathy-disorder testing in fetuses with
increased nuchal translucency. 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 Resource (ClinGen). Genet. Med. 2019



Escenario 1:
Alteraciones genéticas no cromosomicas
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Grande M, Jansen FA, Blumenfeld YJ, et al. Genomic microarray in fetuses with increased nuchal translucency
and normal karyotype: a systematic review and meta-analysis. Ultrasound Obstet Gynecol. 2015



Escenario 1;

Alteraciones genéticas no cromosomicas
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Xu LL, Li DZ. Diagnostic value of chromosomal microarray in fetuses with
increased nuchal translucency. Ultrasound Obstet Gynecol. 2019



Escenario 1:
Alteraciones genéticas no cromosomicas
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Lord J, McMullan DJ, Eberhardt RY, et al. Prenatal exome sequencing analysis in fetal
structural anomalies detected by ultrasonography (PAGE): a cohort study. Lancet. 2019



Escenario 1;

Alteraciones genéticas no cromosomicas
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Lord J, McMullan DJ, Eberhardt RY, et al. Prenatal exome sequencing analysis in fetal
structural anomalies detected by ultrasonography (PAGE): a cohort study. Lancet. 2019



Escenario 2:
Alteraciones estructurales

.

Anomalias

estructurales

Pandya PP, Kondylios A, Hilbert L, Snijders RJ, Nicolaides KH. Chromosomal defects and
outcome in 1015 fetuses with increased nuchal translucency. Ultrasound Obstet Gynecol. 1995.



Escenario 2:
Alteraciones estructurales

/7%

Presentan cardiopatia

37-44%  21%

Retrospectivamente con  Retrospectivamente con
TN aumentada (= p95) TN aumentada (> 3,5)

Minnella G et al.. Diagnosis of major heart defects by routine first-trimester ultrasound examination: association with increased
nuchal translucency, tricuspid regurgitation and abnormal flow in ductus venosus. Ultrasound Obstet Gynecol. 2020

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

Ghi T, et al. Incidence of major structural cardiac defects associated with increased nuchal translucency but normal karyotype.
Ultrasound Obstet Gynecol. 2001



Escenario 2:
Alteraciones estructurales

11,6-2,7v

TN aumentada (= p95)

Pulmonar
Gastrointestinal
Genitourinario
musculoesquelético

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



Escenario 2:
Alteraciones estructurales

>3.5mm

51,8%

Anomalias
estructurales
precoces

20,9%

En cariotipo normal

Diagn Prenat. 2011;22:68-73

Tekesin I. The diagnostic value of a detailed first trimester anomaly scanin
fetuses with increased nuchal translucency thickness. J Perinat Med 2019



Escenario 3:
Prediccion STFF
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Stagnati V, Zanardini C, Fichera A, et al. Early prediction of twin-to-twin transfusion
syndrome: systematic review and meta-analysis. Ultrasound Obstet Gynecol. 2017



Escenario 4:
pérdida reproductiva

. Probabilidad
Rleng disminuye
aumentado significativamente

de aborto posterior a las 20
semanas

Souka AP, Krampl E, Bakalis S, Heath V, Nicolaides KH. Outcome of pregnancy in chromosomally normal fetuses
with increased nuchal translucency in the first trimester. Ultrasound Obstet Gynecol. 2001

Bilardo CM, Miller MA, Pajkrt E, Clur SA, van Zalen MM, Bijlsma EK. Increased nuchal translucency thickness
and normal karyotype: time for parental reassurance. U/trasound Obstet Gynecol. 2007



Escenario 5:
falso positivo

Translucencia  Recién
nucal Nacido sano

< Percentil 95 7%
Percentiles 95-99 93%
3.5-4.4 mm 70%
4.5-5.4 mm 50%
5.5-6.4 mm 30%
>6.5 mm 15%

Ghi T, Huggon IC, Zosmer N, Nicolaides KH. Incidence of major structural cardiac defects associated
with increased nuchal translucency but normal karyotype. Ultrasound Obstet Gynecol. 2001



Escenario 5:
falso positivo

Sin mayor riesgo de
alteracion del

neurodesarrollo
(similar a poblaciéon general)

Sotiriadis A, Papatheodorou S, Makrydimas G. Neurodevelopmental outcome of fetuses with
increased nuchal translucency and apparently normal prenatal and/or postnatal assessment: a
systematic review. Ultrasound Obstet Gynecol. 2012.



CERPO

Centro de Referencia Perinatal Oriente

SeminarioN° 7
Aumento de traslucidez nucal con

cariotipo normal

Dr. Sergio Lopez Leiva,
Dr. Daniel Martin Navarrete,
Dra. Daniela Cisternas Olguin,
Dr. Juan Guillermo Rodriguez Aris.

29 dejulio de 2020



