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posttranslational maodification, pratein twrnaver, chaperones
were alse detected (20%). Interestingly, severdl proteins
(12%] related to the MAFL (Major antigenic Protein 1) that is

thought to play a major role in the infection process were also
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The preseace of chromosamal fragility in lacus FRA&A, located
at ¥g27.3, is directly refated with Fragile X Syndrome {FXS),
where the main symptems include intellectual and emoticnal
disabilities. The main cause of this monogenic disorder is the
transcriptional  silencing  of  the FMR! gene, dus to an
expansion of more than 200 CGG repeats, found in the 5™
and its corsequent  hyparmethylation
region. The diagnostic
e heterogeneity

untranslatad ragion,
which extends to

complexity of FX5
underlying this disease, In situations that strongly suggest a
clinical diagnasiz of FXS, but in which the repetitive region i%
not expanded, studying the presence of the gncoded protein
has proved to be wery helpful as 2 complement to the
molecular diagnosis. The Fragile ¥ Mental Retardation Protein
(EMRP}. @ selective RNA-hinding protein that negatively
regulates local protein synthesis in neuronal dendrites, may be
detected applying specific antibodies 2ither by
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Runx3 promoter analysis and expression patterns in tissues
during dmeiupmeni of zebralish
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funx genes encode a family of proteins defined by the highly
in several

conserved Runt DHA-Dindisg  domain,  Studies
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detected. This study brings new insights on ER elementary
bocies' biglooy, shedding light on prateins that might be
pecential for ER mfectivity, contributing ta possible vagine

deyelopment,
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immunocytochemistry or Western Blot analysis.
The aim of the present work was to gptimize such techniguas,
sn @s to complement the rouline molecular procedures
employed in prenatal and postnatal FXS diagmosis, In arder tg
test the efficacy of fhe procedure, different types of binlogica
camples were used, namely leukocytes from peripheral blood,
human brain tissue, cultured amniocytes and choricnic willls
Additionally, slide preparation and detection method for
immunocytachemistry, as well as pratein isolation for Wester
Blor, were oprimized resorting o soveral approgches, Baths
immanocytochemistry and Western Biot techniques allowed
the detection of FMRP and were egually suitable. ™
advantages and disadvantages of the implementation of thes
technigues in terms of |abgratory workflow and SpECimen ype
2= well as in diagnestic and research context are discussg

herain.
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Runx3-Shorter and -Longer, were descriped hut 6e i
srudies reported. Here we report the cloning of the
runx3 transcripts and their temporal expression S

arganisms have shown that these transcription factors reguiate

multiple  aspects  of embryonic  development and are
responsible for the pathogenasis of several human diseases. 1n
zebrafish, a runx3d  orthologue  was identfied and  three

different splice variants, encoding 2 different protein isoforms,

different stages of develepment, from embryo
using RT-PCR analysis. 7o determing the ex
aof runx3, mRMA e =ity hybridisation in while

and on Seckans was performed and analyzed By



