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Resumen

Introduccion: La consanguinidad es la unidn entre personas que comparten un
ancestro en comun, de distribucion geografica variable, y presente desde la
antigiiedad; cuya descendencia presenta un mayor riesgo de aparicion de
enfermedades recesivas autosdmicas, manifestandose en algunos pacientes

como trastornos del neurodesarrollo.

Objetivos: Describir la consanguinidad parental en pacientes pediatricos de 0 a
18 afos con trastornos del neurodesarrollo que presentan regiones de

homocigosidad (ROH) mayores a 0,5%.

Materiales y Métodos: Se realizé el analisis cromosomico por micromatrices a
967 pacientes con trastorno del neurodesarrollo entrre los afios 2016-2021 y se
analizé a través del programa ChAS (Chromosome Analysis Suite) segun el
consorcio del genoma humano de referencia construido (GRCh38),

seleccionando regiones de homocigosidad mayor a 0,5%.

Resultados: El 58,3% de los pacientes fueron varones y el 29,8% tenia un ROH
mayor o igual a 0,5%, de los cuales 25,9% representan un quinto grado y 0.83%
al primer grado, el trastorno del neurodesarrollo mas frecuente fue el retraso del
desarrollo psicomotor con un 38,2%; finalmente los departamentos con mayor

frecuencia de consanguinidad no declarada fueron Cajamarca, Huanuco y Junin.

Conclusiones: Si bien el estudio no es multicéntrico, es importante mencionar
gue existen aun regiones de nuestro pais donde se evidencia este tipo de
uniones parentales no avenidas, que conlleva consecuencias a su
descendencia. Por otro lado, este trabajo muestra la importancia de implementar

otras pruebas, como la secuenciacion masiva para determinar la etiologia.
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Abstract

Introduction: Consanguinity is the union between people who share a common
ancestor, of variable distribution, and present since ancient times, resulting in
their offspring of a higher risk of autosomal recessives diseases, manifesting in

some patients such us neurodevelopmental disorders.

Objectives: To describe parental consanguinity in pediatric patients aged 0 to 18
years with neurodevelopmental disorders that present regions of homozygosity

(ROH) greater than 0,5%.

Materials and Methods: Chromosomal microarray analysis was performed on
967 patients with neurodevelopmental disorders between the years 2016-2021
and it was analyzed through the ChAs (Chromosome Analysis Suite) program
according to the constructed reference human genome consortium (GRCh38),

selecting regions of homozygosity greater than 0,5%.

Results: 58,3% of the patients were male and 29,8% had an ROH greater than
or equal to 0,5%, of which 25,9% represent a fifth-degree and 0,83% the first
degree, the disorder The most frequent neurodevelopmental delay was
psychomotor development delay with 38.2%; Finally, the departments with the
highest frequency of unreported consanguinity were Cajamarca, Huanuco, and

Junin.
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Conclusions: Although the study is not multicenter, it is important to mention
that there are still regions of our country where this type of uncoordinated parental
union is evident, which has consequences for their offspring. On the other hand,
this work shows the importance of implementing other tests, such as massive

sequencing to determine the etiology.
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