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and focal seizures, and Chiari malformation: a case report.
Authors: Crescenti S, Black J?, Dosa NP?, Lebel RR?, Sakonju A3

1.  SUNY Upstate Medical University
2. Upstate Medical University, Center for Development, Behavior and Genetics
3. Upstate Medical University, Department of Neurology

* +«
rt‘*?rrf“"

Background on Rett Syndrome (RTT): Flgure 1: Chlarl malformatlon type | Discussion:
RTT is an X-linked dominant neurological g This case reveals a novel in-frame
disorder (OMIM #312750) caused by loss of S z B nathogenic MECP2 variant associated with

RTT. This patient displays unigue
neurological characteristics including focal
and generalized refractory epilepsy, Chiari
malformation type | (Figure 1), anc
syringohydromyelia (Figure 2) in addition to
typical clinical manifestation. Seizures

function mutations in the methyl-CpG-
oinding protein 2 (MECP2) gene. With a
nigher incidence in females, it is
characterized by normal development during
the first 6-18 months of life followed by
regression. Typical clinical manifestations

include delayed developmental progress, loss R ™ include behavior arrest and impaired
of speech and motor skills, repetitive hand T o \wareness with both focal and generalized
movements and neurological issues, such as features as well as rare tonic seizures
seizures.? Flgure 2 Syrlngohydromyella (Figure 3). There has been o_’_]e cher o
T m— ' m reported case of atypical RTT with Chiari
% ' g1 malformation, but the mutation in this

Case Presentation:
Birth & Development:
Patient is a 9-year-old female born at 41
weeks to a 21-year-old G2P1 mother and
24-year-old father. It was a normal
spontaneous vaginal delivery and
uncomplicated pregnancy. Birth weight and
ength were 3.6kg (55" percentile) anc

natient was in the methyl binding domain

(Q128P), whereas our patient has a

mutation in the transcriptional repression
domain.?

Conclusion:
The three-amino acid in-frame deletion
(p.Lys307-Arg309del) variant has not been

53.3cm (75™ percentile). The patient smiled f Ny prewously reported in the literature as
at 3 months, rolled over at 6 months, sat T | contributing to RTT. However, this variant
| | interrupts the Arg309 residue, and other

alone at 7-8 months, crawled before 12
months, walked at 12 months, and spoke at

variants with a disruption of this residue

3.5-4 years Flgure 3: Samples Of Epl|eptlf0rm ACthltv have been shown to be pathogenic, but
| | oo o el e S o A . With atypical Rett features.3# Thi t
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developmental delay, autism spectrum W«& “L“f:miw?ﬁiirfv“?ﬁ;:m ;it,ff’““ﬁg Niﬂ;t% S A L:/“{Wz“ fati ” : N v i3 and
disorder, bilateral intermittent esotropia, wwijwﬂ WMTWWW o w:; Tww wm: e Presentation O syringonydromyelia an

T AN, e N s, (i, e, f\ﬂ*fwm o, e mmmwf‘xwl%m’vmw " "
midline hand-wringing movements, ataxia, MM’I LL““‘J”’““LW ’L”;“;M:Mjis T “J‘“ﬁiﬁf&fﬁfﬁ T Chiari maltormation type | demonstrates
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