The 3¢g13.31 Microdeletion syndrome:

A new patient molecularly characterised using array-CGH
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INTRODUCTION

Microdeletions in 3q13.31 have been reported in only relatively few patients to date and only a subset of cases have been characterised at molecular resolution. The deletion size for most patients is larger
than 5 Mb, some smaller deletions allowed previously to define a smallest region of overlap (SRO) (Molin et al. 2012).

Apart from intellectual disability / developmental delay (ID/DD) of varying degrees, which is common to all reported patients, the clinical spectrum comprises speech delay, muscular hypotonia, skull
malformations, ocular malformations, skeletal malformations and dysmorphic features.

Here, we report a female patient with a 3.4-Mb de novo deletion of 3q13.31.

CASE REPORTE

The patient was born at 38 week of gestation, birth weight
39409 (10 perc.), birth height 51cm (+0,5SD), occipiofrontal
circumference  (OFC) 37cm (+2,5 SD). Her clinical
presentation at the age of 20 month includes: weight 95609, e ———— Patient Mother Father
height 82cm, OFC 50cm, mild DD, severe muscular
hypotonia, macrocephaly, strabismus, hypermetropia and
dysmorphic signs including hypertelorisme, anti-mongoloid - .
slanted eyes, everted upper lip with a “‘tented" appearance —_— k o at
and retrognathia. 5 . | ' i ;

Conventional cytogenetic analysis showed a normal female
karyotype.

Figure 1: Array-CGH result using a CYTOSCAN HD
[AFFYMETRIX] reveals a 3q deletion of 3,4 Mb. The deleted
segment of chromosome 3 (chr3:112.144.025-115.514.432)
(hg19) contains 24 RefSeq genes and comprises the previously
defined SRO.

Figure 2: FISH analysis using the probe BAC RP11-271C24
(green signal) confirmed the deletion in the patient (arrow).
FISH results in the parents were normal. Chromosome 3
control probes (red signals).

Array-CGH revealed a 3.4 Mb deletion in 3q: arr
3012.3913.31(112.144.025-115.514.432) (Figure 1). The
deletion was showen to be de novo using FISH (Figure 2).

PHENOTYPE and GENOTYPE

Table 2: Deleted genes from 3q12.3q13.31

Literature phenotype Patient phenotype
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Figure 3: Patient at the age of 20 months. Note macrocephaly,
strabismus, antimongoloid slanted eyes and tented upper lip.

Skeletal malformation Kyphosis

‘ capsa

Abnormal genitalia Hypolastic labia

Table 1: Comparison of the patients phenotype and clinical
features reported in the literature.

In total 24 RefSeq genes are located within
the patients deletion. Genes from the SRO
of the 3q13.31 deletion syndrome are given
in red.

CONCLUSION / REFERENCES

Our patient with a relatively small deletion of 3.4-Mb confirms the pertinence of the previously delineated SRO and helps to identify the core phenotype of the 3q13.31 microdeletion syndrome.
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