Rajanukul Institute Journal 2012, 27(3)

N15ASIANINISTINIBURIALNEIUBIT
Methyl CpG binding protein-2 (MECP2)
Tuétoalnemlwsndulasy #2838 Multiplex
Ligation-dependent Probe Amplification
(MLPA)

UL AT WA (VenenERsmMTNNE)
A v 6 6
Fagmn taiusnart w

Rett syndrome Lﬂu%@wwﬁuﬁqﬂﬁmﬁLﬁmmmmﬁ@ﬁﬂ@ﬂna@miﬁwmLﬁaéﬁisﬂwwé’wa@ﬂumjm
pervasive development disorder AM3mMNEMaANIVLNIIHNIL X-linked dominant s e
atffimniszanns 1:15,000 Mwgiamnnsnaewugesiu Methyl CpG binding protein 2 (MECP2)
MIaTReMARRUNFEMIiN s DNA LasemuaduLs (PCR and sequencing) §&13061573
WMANAEMSULILERAEN (point mutation) & athalsfmaititbissnsaamamenafinUndiia
Asanevneviamafisdaues DNA A7) (gross rearrangement) wenedadiamamedia

awm%aﬁwﬁ@ﬁﬂWiﬁw multiplex ligation dependent probe amplication (MLPA) S\Iﬂ“gﬁ%@lﬂﬁ%ﬁ
fim31% DNA wiine (probe) Ainmsfinaandael fuorescent fimneiuiu DNA dhvanssadile
Aenarndinmsmam w’%amitﬁuﬁwmmmﬂmj avtrefislomalumsasaesfieUndvesdy MECP?

HAMIYIARRINLITIANN 28 dhathaasenlifiasumeitasendiu rett syndrome Wl nuaN
Annfvastiam lashanasadneds MLPA wuhAmMInemeastina vy 6 shaesdnidiu 21%
nnsnatharae Tnennefierasmanemesibinesimemenlidananan daumnids MLPA
mél%mnmﬂfmﬂ@ﬁﬂ@mu@iﬁﬁumﬂ%ﬁ% PCR sequencing AN NAENANTD M I ANA
Aeundtvaydiustlumisadihauazasouaialé

M&1AYY : Rett syndrome, MECP2 MLPA

* sindnenenamsmaunne) gueaaemugenansmaunme smumTuga
ey gudiveugaasn s SmTuITIIa

38



osansswuna 2555, 27(3)

The Gross Rearrangements of MeCP2 gene
(Methyl CpG binding protein-2) in Thai Rett
Syndrome patients detected by Multiplex
Ligation-dependent Probe Amplification
(MLPA)
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Rett syndrome is a neurodevelopmental disorder, which is categorized as one of pervasive
development disorders, is an X-linked dominant and mostly found in female which caused mainly
by mutation in Methyl CpG binding protein 2 (MECP2). Using Polymerase Chain Reaction followed
by bi-directional sequencing can detect point mutation or small deletion or insertion; however,
these approaches can not detect deletion or insertion that is larger than primer sets.Therefore,
MultiplexLigation dependent Probe Amplication, which use uorescent-labeled oligonucleotides
for multiplex PCR, is more suitable for detection of the gross rearrangement.

Out of 28 Rett syndrome samples,gross deletions were detected in 6 samples which is account
for 21% in all samples. In addition, there are 2 known deletionsand 4 novel deletions. Therefore,
applying MLPA following PCR and sequencing not only increase sensitivity for detection of

mutations in MECPZ2, but also increase better quality of life for patients and their families.
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