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INTRODUCTION

In order to determine the origin of the marker chromosome, the presence of the
SRY region was demonstrated by quantitative fluorescence-PCR (QF-PCR) and
fluorescence in situ hybridization (FISH) testing was performed with the SHOX
probe. Signal belonging to the SHOX region was detected at both ends of the
marker chromosome. With these results, i1t was thought that the marker
chromosome might be a derived Y chromosome containing genomic material
belonging to the X chromosome. A microarray was performed to obtain additional
data. The patient was found to have 39 Mbp duplication at Xp22.33-p11.4
containing 112 OMIM genes (Fig.2). The microarray analysis was reported as
arr[hgl9]  Xp22.33p11.4(168,546-39,013,567)x2.  Parental = chromosome
microarray analyses were normal. Levetiracetam was started as an antiseizure
medication but the treatment was adjusted as valproic acid because of increased Iin
seizures In the form of generalized tonic-clonic beats. She is still under follow-up

In addition, many other genes within the duplication
play an important role in the nervous system and have
been found to be associated with neurodevelopmental
disorders. The phenotype and clinical features as at our
case are shaped by the effects of the genes contained in
the copy number changes in cases with this type of
microdeletion and microduplication. In our case, we
emphasize the importance of evaluating the clinical
features and phenotype of the case with performing
different genetic studies.

Xp duplication is a rare condition in both males and
females, and findings in affected females include short
stature, facial anomalies, mental retardation, hypotonia,
and myoclonic epilepsy.t? Gonadal dysgenesis is a
subtype of interrupted sexual development disorders
that refers to a variety of clinical conditions in the
abnormal development of fetal gonads, from normally
virilized males to slightly less virilized males,
Indeterminate phenotype, and normal phenotypic
females.® We report the Xp22.33-p11.4 duplication and
46, X+mar gonadal dysgenesis In a patient with
epilepsy, mental retardation, dysmorphisms, hypotonia
and congenital heart disease.
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Fig. 1: Derived Y region with
duplication on the X chromosome

Fig. 2: Derived Y region with
duplication on the X chromosome
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