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[Abstract] Objective To summarize the phenotype and genotype of a family of Becker muscular
dystrophy (BMD) caused by a novel missense mutation of DMD gene. Methods and Results Clinical
data of one BMD proband and the family members were collected. Next-generation sequencing technology
was used to detect possible gene mutation in the proband, a 25 -year-old male BMD patient. Sanger
sequencing technology was used to further detect possible mutation of ¢.4449T > G (p.Asn1483Lys) locus of
DMD gene in the proband’s mother and younger sister. The analysis was carried out combined with clinical
data of the proband and other family members. Results showed the patient had the same phenotype as his
two uncles (mother’s brothers), who presented pseudohypertrophy of calf muscles, atrophy and weakness of
proximal lower extremities and elevated serum creatine kinase (CK). Gene mutation analysis demonstrated
a novel missense mutation ¢.4449T > G (p.Asnl483Lys) in exon 34 of DMD gene in the proband. The
proband’s mother and younger sister were carriers of mutated gene. Combined with the clinical
manifestations of proband’s uncles, the patient was clearly diagnosed as BMD, and the family was clearly
diagnosed as BMD pedigree. Besides, there was a common separation phenomenon in the family.
Conclusions The study described a novel missense mutation in exon 34 ¢.4449T > G (p.Asnl1483Lys) of
DMD gene which caused BMD. This enriches the mutation map of DMD gene, and also provides valuable
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information for genetic counseling and prenatal diagnosis.
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Figure 1
(arrow indicates, Panel la).

The findings of gene sequencing

mutation in DMD gene as the proband’s (arrow indicates, Panel 1d).
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The proband had a heterozygous mutation ¢.3G > C (p.Metllle) in BSCL2 gene
The proband had a heterozygous mutation ¢.4449T > G (p.Asnl483Lys) in DMD gene (arrow
indicates, Panel 1b). The proband’s mother had the same heterozygous ¢.4449T > G (p.Asn1483Lys) mutation in DMD gene as
the proband’s (arrow indicates, Panel 1c¢). The proband’s younger sister had the same heterozygous ¢.4449T > G (p.Asnl1483Lys)
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American Epilepsy Society (AES) 2019 Annual Meeting

Time: December 6-10, 2019
Venue: Baltimore Convention Center, Baltimore MD, USA

Website: https://meeting.aesnet.org/

American Epilepsy Society (AES) 2019 Annual Meeting will take place in Baltimore Convention Center, Baltimore MD, USA

on December 6-10, 2019. From best practices to breakthrough research, the AES 2019 Annual Meeting offers the most extensive

education on everything epilepsy and an unparalleled opportunity to network with the brightest minds in the field.

The AES Annual Meeting offers high-quality educational programming across diverse work settings, professional roles, and

experience levels. Whether you are just starting with the specialty, have a limited background in epilepsy, or are highly fluent with

complex topics, you will find sessions and content relevant to your needs.

reviewing common issues in epilepsy to more complex topics combining basic sciences and clinical neurology.

Symposia provide the major educational activities at the meeting.

Topics range from clinically - oriented presentations,

While target

audiences differ, all symposia include discussion of clinically-relevant information.

Special Interest Groups (SIG) offer information and networking for attendees with similar interests, in sessions organized by

AES members. Although the sizes of SIG sessions vary, all lend themselves to active participation and dialogue.

Special Lectures recognize the accomplishments of the distinguished leaders in clinical epilepsy and research. The Judith

Hoyer Lecture in Epilepsy is delivered by an AES President Emeritus. The Lombroso Lecture is given by an invited member who

has greatly advanced the collective understanding of epilepsy.

The Annual Course encourages in-depth exploration of important topics related to epilepsy, focused on clinical care, including

review of the science underlying the topics, reviews of clinical research, and discussion of the associated clinical implications. The

Annual Course includes a mixture of educational lectures, clinical vignettes, and panel discussions.

Investigators Workshops highlight exciting developments in basic, translational, and clinical epilepsy research in a format

promoting interactive discussion. Speakers include established and junior epilepsy investigators, as well as researchers from other

fields.

skills.

Skills Workshops deliver hands-on and interactive learning opportunities in focused clinical areas or basic science research

registration and an additional fee are required.

Attendance at each workshop is limited to a small number of participants to allow optimal interaction.

Advanced

As the world’s largest educational and scientific event for epilepsy professionals, the AES Annual Meeting is an ideal venue

for clinicians and scientists to present research results to a global audience. Take advantage of this great opportunity to share your

knowledge with fellow colleagues.



