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PATIENTS AND METHODS:
BACKGROUND: CONCLUSIONS:

Cross-sectional frequency study has been carried out 1n a reference area This department, has 1)The proportion of boys/girls with DD-ASD
a pediatric care population of 32,909 children under 15 years of age (Figure 1). Its primary ranged from 3/1 to 4/1

assistance, universal and extended to any migrant residing in the area, 1s distributed in nine '
health centers. All assistance, are made and recorded 1n two common computer systems, to 2)From the 1.55% of our with DD-ASD being
which access has been obtained with the corresponding permits.

The array CGH studies are recommended
for the  etiological  diagnosis  of
neurodevelopmental disorders (ND),
showing the best cost-effectiveness

diagnostic method at present (1,2). tested for arrays CGH we could justify a

The study focuses on array CGH (750-K) studies carried out between 2017 and 2021. 510 genetic etiology in the 34.7% of cases.

Th H th tient’ . . .
¢ array CGH compares the patient’s studies, 1.55% of the reference population, were diagnosed of DD or ASD From those, 372

genome against a reference genome

identifying the differences named Copy were boys (3/1) 3) 159 C NV both in q11.2 angl P13'3 variations
Number Variants (CNV)which can explain The results of the CNV of the CGH Arrays were categorized into the 5 usual levels: remains as a hot point explaining DD-ASD.
ND such as developmental delay(DD) and Pathological, probably pathological (P&PP) of uncertain significance (US), only these were REFERENCES.
ASD (3,4). considered 1n this study. We included pediatric patient from Department 17, referred for study e s A e e eSSt e e e
The proportion of pathological, probably due to DD or ASD' .The excl.usmn criteria WETE: ND symptoms due to acquired factors and @ E“ﬂ'”df ‘E%%E{yhﬂhlhryz??p?OLm;diOJVOTGrfJTYm:pLZZTStT7EpizslngmzLo
defined syndromic pictures with known genetic cause. A, P , Zhans B, Loe 1H, Hice |, Spence 9, Lo AT, Puura K, Lehtmaki T, Lecbatter D, Cregersen P, regman

J, Sutcliffe JS, Jobanputra V, Chung W, Warburton D, King MC, Skuse D, Geschwind DH, Gilliam TC, Ye K, Wigler

pathological (P&PP) or of uncertain | Sutcife 1S, Jo ing MC,luse D, G m1C Yek
. . . . . . . Strong association of de novo copy number mutations with autism. Science. 2007 Apr 20;316(5823):445-9.
significance (US) findings varies depending All data were collected with the corresponding authorization for this type of study, Analysis o:101126/scence 1138659. Epub 2007 Mar 15. PUID: 17363630; PVICD: PMC2993504.

(3) Edelmann L, Hirschhorn K. Clinical utility of array CGH for the detection of chromosomal imbalances associated
with mental retardation and multiple congenital anomalies. Ann N Y Acad Sci. 2009 Jan;1151:157-66. doi:

on the biases intr()duced by the level Of was done Wlth Epl InfO (CDC App StatiStical paCkage)° 10.1111/}.1749-6632.2008.03610.x. PMID: 19154522

(4) Monteiro S, Pinto J, Mira Coelho A, Ledo M, Déria S. Identification of Copy Number Variation by Array-CGH in

referral of patients to the centers in which RESULTS: DeCS0(6)367 377, dof 10,1055/ 0039 1694797 Epul 2018 Aug & PMID: 31308768,
they are performed. Of the 510 studies performed, 334 (65.4%) did not present CNV or were benign or Table 1. Frequency distribution of the CNV detected.
. . . . . CNV/n  CNV n  CNV n  CNV n  CNV n  CNV n
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