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[Abstract] Objective To investigate the clinical symptoms and molecular biological characteristics
in a family with oculopharyngeal muscular dystrophy (OPMD). Methods Clinical data of the family
members were collected. Genomic DNA were isolated from peripheral blood of 6 family members including
the probands for polymerase chain reaction (PCR). TA cloning followed by Sanger DNA sequencing was
conducted for detecting PABPNI gene mutations. Results The first symptom of the 4 family members in
OPMD pedigree was ptosis at 50 -years-old. The clinical symptoms of pharyngeal muscles involved in
gradually dysphagia. Genetic testing found: the proband (Il 3), the second sister of the proband (II 2), the
fourth brother of the proband (Il 4), and the fifth sister of the proband (Il 5) had abnormal amplification of
(GCN) repeat, (GCN),/(GCN),; in exon 1 of PABPNI gene, which was identified in 4 members of the family
who conducted the genetic testing. There was a dominant inheritance pattern in the lineage. The final
diagnosis was OPMD, and the family was diagnosed as OPMD. Conclusions Clinical symptoms play a
decisive role in the detection of the disease, thus genetic testing is the ctritical factor to the diagnosis and

prevention of oculopharyngeal muscular dystrophy, which provides necessary information for choosing
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treatments and genetic counseling.
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Figure 1 Family pedigree of patients with OPMD.
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Table 1.

Clinical data of 4 pedigree patients with OPMD
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Figure 2  Clinical manifestations of ocular
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muscles in family members of OPMD  The
proband had drooping eyelids (Panel 2a). The
second sister of the proband had drooping
eyelids (Panel 2b). The proband’s elder sister
was normal muscle function (Panel 2c¢).
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Figure 3 PABPNI gene detection findings PABPNI normal genotype (GCN): (GCG), (GCA); (GCG) (Panel 3a). The
PABPNI gene of the proband was mutated to heterozygous, and the wild-type and mutant allele peaks overlap in the mutant region
(Panel 3b). The PABPNI gene of the proband was sequenced by TA cloning and sequencing showed (GCN),: (GCG), (GCA),
(GCG) was abnormally amplified, an increase of 3 (GCG), which genotype was (GCN),,/ (GCN),; (red box indicates, Panel 3c).
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BRI 24 545 PR European Medicines Agency(EMA )
4 %%  Pakinson's disease(PD)
i 52 /1> 3R 0 53l 43 A

partial least squares discrimination analysis(PLS-DA)
SEHPECER mean diffusivity(MD)
] 25 M - 6- WE TR 5 1 T

glucose-6-phosphate isomerase( G6PI)

I gl gt -

M EMENUE A RIE  myotonic dystrophy(DM)
A JILEE A O 2R B A AT

juvenile amyotrophic lateral sclerosis(JALS)
T AR IR 5 AR

juvenile-onset Pakinson’s disease(JOPD)
ST AR

hydrogen proton magnetic resonance spectroscopy('H-MRS)
IEEHAMF  whole genome sequencing(WGS)
IR KEH AT genome-wide association study(GWAS)
EHNEFAMF  whole exome sequencing( WES)

ALK H MM BT B51
human leukocyte antigen B5S1(HLA-B51)

NEACIHH B AE)E Human Metabolome Database(HMDB)

NS R 28 28 B ds I
Human Gene Mutation Database(HGMD)

ANZERPEEERF R human immunodeficiency virus(HIV)
WA E AN fused in sarcoma(FUS)
PRI RS il /0 U PR e i 2

fused in sarcoma/translocated in sarcoma(FUS/TLS)
FLER M Z(HF  lactate dehydrogenase( LDH)
B MERLEIR LR sporadic inclusion body myositis(sIBM)
il A T A4 ) 2R A AE

sporadic amyotrophic lateral sclerosis(sALS)
PP epithelial membrane antigen( EMA )
G JoT A L A SR R T 2

oligodendrocytes transcription factor-2(Olig-2)
P2 H ZEHS  neuro-Behcet's disease(NBD)
P2 45374  Neuropathy Impairment Score(NIS)
Mz En
P2 LT HE 8995 2 81 neurofibroma 2(NF2)
HERMEZIK2  somatostatin receptor 2(SSTR2)
T Tl TR - 3R T TR M G L K

sodium dodecyl sulfate-polyacrylamide gel electrophoresis

(SDS-PAGE)

neurofilament protein(NF)



