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Welcome Message

Dear Colleagues and Friends,

On behalf of the Hong Kong Society of Neuromuscular Diseases

(HKSNMD), I warmly welcome you to our Annual Scientific Meeting

(ASM) 2025. I would also like to express my sincerely gratitude to the

organizing committee for their dedicated effort in bringing this meeting

to fruition.

This year, we have curated an engaging and comprehensive program

for ASM 2025, featuring distinguished international and local experts

who will share their insights and the latest advancements in

neuromuscular diseases. Additionally, our case-sharing sessions will

include interactive discussions, encouraging active participation from

both speakers and attendees. 

2025 is a particularly special year as we celebrate the 10th Anniversary

of HKSNMD. I take great pleasure to congratulate all our members on

reaching this significant milestone. We are excited to celebrate this

occasion with all participants and guests at ASM 2025. We are grateful

to have you with us to witness this memorable and meaningful moment

of the society.

In conclusion, I wish the HKSNMD continued success and numerous

accomplishments in the years to come. The fight against neuromuscular

diseases remains a vital effort across clinical practice, research,

hospital services, and community care both in Hong Kong and

worldwide. I hope that this meeting will make a meaningful contribution

toward our shared goals.
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President
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Scientific Program
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09:00 - 09:15
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16:15 - 16:30
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A New Era in Generalized Myasthenia Gravis:

How Targeted Complement Inhibition Improves

Patient Outcomes

Antisense Oligonucleotide Therapy in Amyotropic

Lateral Sclerosis

SMA Today and Tomorrow: The Potential for Intrathecal

Gene Therapy in Closing Current Treatment Gaps

How the Early Diagnosis of NMDs led to Better Care and

Accessibility to Treatment with Case Illustrations

Hereditary Transthyretin Amyloidosis – More than Just A

Peripheral Neuropathy

What Meaningful Change Looks Like for Adults

Living with SMA?

3 Local case presentations

1 Local case presentation

3 Local case presentations

3 Local case presentations

Program Speaker Chairperson

Symposium 1 (Sponsored by AstraZeneca)

Symposium 2 (Sponsored by Biogen)

Symposium 3 (Sponsored by Novartis)

Symposium 4 (Sponsored by Roche)
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Case Discussions 1*

Case Discussions 3*

Case Discussions 4*

Case Discussions 5*
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Dr Timothy Yeung (QMH, HK)
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Dr WY Lau (KWH, HK)

Dr Nelson Mak (PMH, HK)

Dr Lisa Au (CUHK, HK)

Dr Anthony Leung (QMH, HK)
Dr Nicholas Fok (TMH, HK)
Dr Samuel Hui (KWH, HK)

Dr Jonathan Chu (Private)
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*Please refer the next page for local case presentation details
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Case Discussions Details

Time

10:00 -10:30
Dr Timothy Yeung (QMH, HK)

Case Discussions 1

Solving a Diagnostic Conundrum with Genetic Analysis : A Case of Familial Weakness

Topic Speaker
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Anti-synthetase Syndrome Myopathy Dr Iris Tang (HKU, HK)

Dr WY Lau (KWH, HK)A Lump on the Limb

11:45 - 12:00 Case Discussions 2
Difficult IT access in a SMA patient Dr Nelson Mak (PMH, HK)

13:15 - 13:30
Case Discussions 3

A Young Woman with Weakness of the Legs Dr Lisa Au (CUHK, HK)
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Dr Anthony Leung (QMH, HK)

Dr Nicholas Fok (TMH, HK)

Dr Samuel Hui (KWH, HK)

15:45 - 16:15
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Adult-Onset CMTX1 Due to the Non-Coding GJB1 c.-103C>T Variant : A Case and

Cohort Observation from Hong Kong

A Man with Slowly Progressive Unsteadiness

Dr Sandy Cheng (Gleneagle Hospital HK)

Dr HW Cheung (UCH, HK)

Dr Florinda Chu (QMH, HK)

Dr Jonathan Chu (Private)



Abstracts

A New Era in Generalized Myasthenia Gravis: How

Targeted Complement Inhibition Improves Patient

Outcomes

Prof Jan Lünemann

Professor of Neurology

University of Münster

Germany

Generalized myasthenia gravis (gMG) is an autoimmune disorder of the

neuromuscular junction marked by fluctuating, fatigable weakness driven by

pathogenic autoantibodies—most commonly against the acetylcholine receptor

(AChR)—that trigger classical complement activation, postsynaptic membrane

injury, and impaired transmission. The disease poses huge burden on patients,

impairing their daily activities, quality of life and ability to work. 

While corticosteroids, conventional immunosuppressants, IVIg, plasma exchange,

and thymectomy remain foundational, substantial unmet needs persist. Patients

may still experience uncontrolled symptoms or MG crisis despite these treatment.

In recent years, there are newer biologic therapies available, bringing a better care

for MG patients.  

In this lecture, Prof. Jan Lünemann will examine how targeted complement

inhibition is reshaping gMG management by directly interrupting complement-

mediated damage at the motor endplate. He will also share patient cases to

illustrate how complement inhibitor could fit in the treatment paradigm and improve

patient management.
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Abstracts

Antisense Oligonucleotide Therapy in Amyotropic

Lateral Sclerosis

Dr Gene Gao

Associate Consultant

Queen Mary Hospital

Hong Kong SAR

The presentation by Dr. Gene Gao highlights the real-world experience of treating

SOD1-associated amyotrophic lateral sclerosis (ALS) in Hong Kong using

antisense oligonucleotide therapy. It covers the genetic landscape of ALS, local

diagnostic practices, and the clinical use of tofersen. Preliminary data suggest that

tofersen may help stabilize disease progression in selected patients. The talk also

discusses challenges in treatment timing and emphasizes the importance of

multidisciplinary care and early diagnosis of neuromuscular diseases (NMDs).
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Abstracts

What Meaningful Change Looks Like for Adults Living

with SMA?

Prof Anna Kostera-Pruszczyk

Department of Neurology

Medical University of Warsaw

Poland

The presentation by Professor Anna Kostera-Pruszczyk shares real-life

experiences and long-term outcomes of teenagers and adults living with spinal

muscular atrophy (SMA), a rare genetic condition that affects muscle strength and

movement. Using data from Polish registry and case studies, the talk highlights how

people with different types of SMA manage their daily lives and how treatment with

nusinersen has helped improve their mobility and independence. The presentation

also discusses the safety of the treatment and emphasizes the importance of

ongoing care and support for people with SMA as they grow older.
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Abstracts

SMA Today and Tomorrow: The Potential for Intrathecal

Gene Therapy in Closing Current Treatment Gaps

Dr Rodrigo de Holanda Mendonça

Neurologist

Hospital das Clínicas of FMUSP

Brasil

Intrathecal gene therapy is redefining treatment options for older patients with

spinal muscular atrophy (SMA), whose needs remain incompletely met by current

therapies. As newborn screening and early intervention reshape SMA’s natural

history, clinicians encounter increasingly diverse, evolving phenotypes in

adolescents and adults, often with prior exposure to disease-modifying treatments.

In the presentation, Dr. Rodrigo Holanda will address unmet needs, characterize

changing phenotypes, and summarize emerging efficacy and safety data on

intrathecal onasemnogene abeparvovec. He will explore realistic expectations for

outcomes, implications for long-term management, and how intrathecal gene

therapy may integrate into multidisciplinary, lifespan SMA care pathways.
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Abstracts

How the Early Diagnosis of NMDs led to Better Care and

Accessibility to Treatment with Case Illustrations

Dr Blaz Koritnik

Head of the Institute of Clinical Neurophysiology 

The University Medical Centre Ljubljana 

Slovenia

The presentation by Dr. Blaz Koritnik aims to enhance the diagnostic skills of

neurologists, focusing on the differential and early diagnosis of several

neuromuscular diseases: Amyotrophic Lateral Sclerosis (ALS), Pompe disease,

and Spinal Muscular Atrophy (SMA). The session will be divided into two main

parts. The first section will cover the diagnostic approaches for those conditions,

while the second will specifically delineate the features and methods needed to

accurately distinguish between each disease. The talk will utilize case examples to

illustrate key diagnostic principles in a practical context.
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Abstracts

Hereditary Transthyretin Amyloidosis – More than Just A

Peripheral Neuropathy

Dr Min-Yu Lan (Taiwan)

Kaohsiung Change Gung Memorial Hospital and Chang Gung University

College of Medicine, Kaohsiung

Taiwan

Hereditary transthyretin amyloidosis (hATTR) is an inherited and progressive

disease caused by mutations in the TTR gene, leading to the production of

misfolded variant transthyretin protein and the deposition of its amyloid fibril in

various tissues including nerves. Peripheral neuropathy related to hATTR is the

most common form of familial amyloid polyneuropathy (FAP). Characterized by a

progressive, length-dependent polyneuropathy, hATTR-FAP leads to neurological

dysfunction with sensory loss, paresthetic pain, muscle atrophy and weakness.

 

However, hATTR is a multisystemic disease, with peripheral neuropathy being a

prominent but not the sole clinical manifestation. The autonomic nerve system and

the heart are often affected. Infiltrative cardiomyopathy resulting from cardiac

deposition of transthyretin amyloid may cause heart failure and cardiac rhythm or

conduction abnormalities. Autonomic dysfunction in hATTR may present with

orthostatic hypotension, gastrointestinal dysmotility and genitourinary dysfunction.

Sometimes the kidneys, the ocular vitreous and the meninges may be involved. It

should be noted that the clinical presentation including onset ages and phenotypic

constellation may vary among TTR mutations, probably ascribed to variance in the

stability of composed transthyretin tetramers.

 

Systemic involvement of hATTR has major impact on quality of life of the patients

and is strongly associated with morbidity and mortality. Acknowledgement of the

multisystemic nature is not only the key diagnostic clue for differentiating hATTR-

FAP from other etiologies of peripheral neuropathy, but also mandates a

comprehensive, multidisciplinary approach to care, including specialized

pharmacological treatment and ongoing monitoring of various organ systems. The

advances in disease-modifying treatment, in conjunction with the integrated

specialty care, may optimize quality of life and long-term outcome for the patients

with hATTR.
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Abstracts for Case Discussions 1

Solving a Diagnostic Conundrum with Genetic Analysis :

A Case of Familial Weakness

Dr Timothy Yeung

Queen Mary Hospital

Hong Kong SAR

A 27-year-old lady presented with episodic proximal upper limbs and neck

weakness starting from 10 years of age. The patient’s elder sister and father also

experienced episodic weakness.

Physical examination noted multidirectional ophthalmoplegia, ptosis, winging of

scapula, and symmetrical proximal upper limb fatigable weakness (MRC grade

4/5). Reflexes, sensation, coordination and gait were unremarkable.

In view of strong family history, myopathic findings, and winging of scapula,

inherited conditions including limb girdle muscular dystrophy, facioscapulohumeral

muscular dystrophy were suspected.

Germline genetic testing for neuromuscular gene panel by next generation

sequencing was conducted, which identified heterozygous NM_000079.4

(CHRNA1):c.737C>T p.(Ser246Phe), a likely pathogenic variant.

The detection of a likely pathogenic CHRNA1 variant, in vitro functional data, and

characteristic electrophysiology findings established the diagnosis of CHRNA1-

related slow-channel congenital myasthenic syndrome in the patient.

The patient was started on Fluoxetine 40mg Daily, and was noted to have full

power and no ophthalmoplegia upon follow up 1 month later, with sustained

improvement during subsequent follow ups.
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Abstracts for Case Discussions 1

Anti-synthetase Syndrome Myopathy

Dr Iris Tang

The University of Hong Kong

Hong Kong SAR

Demographic: F/55. Non-smoker non-drinker. Works in bank.

Past medical history: 

1. Stage I CA Left breast with mastectomy and RT, on letrozole 

2. Hyperlipidaemia

HPI: 

Insidious onset of elevated CK upon routine blood test in general out-patient clinic

CK: 263 in 3/2024 from baseline 157 (7/2023) and myalgia. Stopped atorvastatin

but CK still increasing trend to 1059 in 8/2024. 

No skin rashes 

Also with one year history of dry cough 

Low-dose CT in private showed bilateral lower zone sub-pleural reticular shadow

and minimal bronchiectasis, plan for CT monitoring

Admitted to medical ward in 10/2024 for increasing myalgia and dysphagia. New

onset Raynaud’s phenomenon 

Palpitations+

PE: 

Shoulder abduction 4/5. Knee flexion 4/5 

Mechanic’s hands 

No synovitis. 

No gottron’s papule / heliotrope rash

Ix: 

CK :2217 

MSA: anti-PL7 and anti-Ro52 positive 

EMG early recruitment, no fib / fasciculation. Low amplitude polyphasic MUAP

Lung function: FVC 1.77 64%, FEV1 1.42 64% DLCO/VA 3.22 70% 

Repeat HRCT: Reticular densities and patchy GGO, in favour of NSIP PET-CT:

interstitial lung changes, mild hypermetabolic LN at mediastinum MRI heart:

marginal elevated T1 value of myocardium
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Diagnosis: Anti-synthetase syndrome (PL7+/Ro52+) with myositis, ILD, mechanic’s

hands, raynaud’s phenomenon +/- cardiac involvement

Treated with IVIg due to bulbar symptoms, started Prednisolone 1mg/kg/day

Followed by rituximab 1g x 2 with good clinical response

Discussion point: - Recognition of extra-muscular features in anti-synthetase

syndrome - Treatment of Anti-synthetase syndrome associated ILD
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Abstracts for Case Discussions 1

A Lump on the Limb

Dr WY Lau

Kwong Wah Hospital

Hong Kong SAR

Summary: This is a 50yrs lady complained of lumps over calf since 2022

progressively increase in size and numbers. Initially worry about sarcoma and she

has been referred to ortho tumor clinic. Subsequent biopsy shows non-caseating

granuloma and bronchoscopy with EBUS has been performed with LN biopsy also

showing granuloma. Diagnosis of sarcoidosis was then substantiated and

Prednisolone has been started. The case pathological slides will be presented and

brief discussion on granulomatous myositis will be follow.
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Abstracts for Case Discussions 2

Difficult IT access in a SMA patient

Dr Nelson Mak

Princess Margaret Hospital

Hong Kong SAR

We present a case of spinal muscular atrophy Type II in a 14-year-old female

patient. She was born in Baptist Hospital with an uneventful antenatal course. She

presented with bilateral lower limb weakness at 5 months of age, and was

diagnosed to have spinal muscular atrophy at 6 months. Genetic investigations

confirmed Exon 7 deletion with 3 copies of SMN2. She was previously followed up

in Queen Elizabeth Hospital, with multiple episodes of respiratory failure during

intercurrent illnesses, requiring intensive care support. Nocturnal non-invasive

positive pressure ventilation was initiated at 6 years. She was enrolled into the HK

Paediatric SMA treatment program, starting nusinersen at 8 years of age initially in

the Queen Mary Hospital. After nusinersen treatment, her motor function has

improved, and her respiratory performance has been well maintained. She also has

much less hospitalizations due to intercurrent illness. As she developed

progressive severe kyphoscoliosis, she required posterior spinal fusion at 12 years.

After the spinal surgery, her motor performance fluctuated. She preferred to

continue nusinersen treatment. The lumbar puncture for the intrathecal nusinersen

was guided by 3D dynamic CT guidance. We noted increasing difficulty in lumbar

puncture in recent attempts for intrathecal therapy. We hope to discuss the value of

a portacath insertion for easier access in future administrations of intrathecal

Nusinersen, and the potential benefit of using higher dose of nusinersen in her

case.
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Abstracts for Case Discussions 3

A Young Woman with Weakness of the Legs

Dr Lisa Au

The Chinese University of Hong Kong

Hong Kong SAR

A 38-year-old lady was admitted for insidious onset and progressive weakness of

lower limbs for 3 years. She had first-trimester miscarriage 3 years ago after a

traffic accident when she was nearly hit by a taxi and she fell back. She felt her

lower limbs’ strength were decreased after the accident, but she was still able to

walk unaided with normal gait. Condition started to deteriorate after delivery of her

second pregnancy, when husband noticed limping gait and slowness in

movements.

She thought her symptoms were the sequelae of the traffic accident which caused

musculoskeletal problem to her. Thus, she sought help from various private

orthopedic surgeons and neurologists with multiple investigations performed. MRI

brain and whole spine, nerve conduction test were all normal. She began to seek

help from chiropractor and traditional Chinese medical practitioner, and she felt her

motor symptoms improved with treatment.

On the day of admission, she complained of pain over her right arms and legs after

bloodletting treatment by traditional chinese medical practitioner. She was worried

about stroke and so she attended A&E. Physical examination showed full limbs

power and normal cranial nerves, but prominent lower limb hypertonia and

hyperreflexia. She was able to volunteer history herself but was noted to be

mentally slow. Blood tests including autoimmune markers, anti-aquaporin 4 and

anti-MOG were negative. CSF examination showed no signs of infection or

inflammation. HK-MoCA scored 21/30. Concerning her family history, she reported

for mother was diagnosed Parkinson’s disease in her 50s and her elder sister was

diagnosed bipolar affective disorder in her 50s.

She was initially suspected to have hereditary spastic paraplegia. HSP panel test

was arranged but did not reveal any positive molecular findings. Her condition

continued to deteriorate with increasing parkinsonism, expressive dysphasia and

dysarthria. Further detailed family history taking revealed her mother suffered from

concurrent cognitive impairment and parkinsonism in her 50s, and her elder sister

was diagnosed early onset dementia with behavioral and psychological symptoms

in her 50s. ALS and FTD panel test was arranged and revealed a heterozygous

likely pathogenic variant in PSEN1.
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Abstracts for Case Discussions 4

From MSA to DM : Unravelling Diagnostic Challenges in

Neuromuscular Disorders

Dr Anthony Leung

Queen Mary Hospital

Hong Kong SAR

Background

The association between anti-transcriptional intermediary factor 1 gamma (anti-

TIF1-γ) autoantibody positivity and cancer-associated dermatomyositis (DM) is well

recognized. We present a case of anti-TIF1-γ dermatomyositis that developed two

years after the remission of malignancy.

Case Presentation

A 78-year-old Chinese woman presented with a two-year history of recurrent falls

and progressive dysphagia. She had a history of bilateral metachronous breast

cancer, diagnosed in 2000 and 2020, respectively, for which the disease was in

remission since 2021 after completion of adjuvant chemotherapy and mastectomy.

Since 2023, she experienced progressive weight loss, unsteady gait, and repeated

falls. Due to generalized muscle rigidity and bradykinesia, multiple system atrophy-

parkinsonian type (MSA-P) was suspected, and dopaminergic agents were

ineffective. The patient's condition further deteriorated within 1 year, leading to

progressive dysphagia and the need for percutaneous endoscopic gastrostomy for

nutritional support. The later emergence of heliotropic rash on the face, Gottron’s

papules and mild proximal myopathy 3 months after the onset of rapidly

progressive dysphagia supported the diagnosis of dermatomyositis. Laboratory

tests revealed positive serum anti-TIF1-γ antibodies, and electromyography along

with muscle biopsy confirmed the diagnosis. Notably, creatine kinase (CK) levels

were within normal limits. Following treatment with intravenous immunoglobulin, the

initiation of oral prednisolone and mycophenolate mofetil, the patient exhibited a

gradual improvement in muscle strength. A positron emission tomography scan

repeated showed no evidence of malignancy recurrence.

Conclusion

This case illustrates the possibility of normal CK levels in patients with anti-TIF1-γ-

associated dermatomyositis. Clinicians should maintain a high level of suspicion,

particularly in patients presenting with rapidly progressive dysphagia and a history

of malignancy.
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Abstracts for Case Discussions 4

A Young Woman with Breathlessness

Dr Nicholas Fok

Tuen Mun Hospital

Hong Kong SAR

Ms. Lee, a previously healthy 35-year-old non-smoker, was referred from a general

practitioner to the emergency department for bilateral lower limb edema and low

peripheral oxygen saturation.

Exertional breathlessness, orthopnea, mild sinus tachycardia, and apparent

bilateral proptosis initially raised concern for thyroid storm with heart failure.

Baseline investigations—including blood tests, chest X-ray, and electrocardiogram

—were unremarkable. Arterial blood gas analysis, however, revealed severe

decompensated type II respiratory failure with metabolic compensation,

necessitating ICU admission and non-invasive ventilation.

The subsequent identification of proximal limb weakness and variable bilateral

ptosis shifted the working diagnosis to myasthenic crisis. Despite treatment with

intravenous immunoglobulins, her condition deteriorated—marked by reduced

consciousness and severe dysphagia—prompting intubation, plasma exchange,

and high-dose corticosteroids.

Ms. Lee responded well over the following week and was transferred to the

neurology ward, where a detailed history uncovered critical longstanding features:

bilateral ptosis since childhood; insidious shoulder and back muscle wasting over a

decade; inability to lift her torso during yoga for the past four years; and, over the

preceding six months, progressive neck flexion weakness and exertional dyspnea.

Symptoms had remained subtle enough that she was preparing for an overseas

vacation at the time of admission. She had visited her GP solely to request diuretics

for anticipated flight-related lower limb edema.

Neurological examination confirmed fixed partial ptosis with preserved saccades,

mild neck and limb-girdle weakness, scapular winging, deltoid and supraspinatus

atrophy, generalized hyporeflexia, and fatigable upper limb strength.
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Extensive testing—including autoimmune (AChR and MuSK antibodies), endocrine

(thyroid function, HbA1c), metabolic (vitamin B12, folate, thiamine, lactate), and

toxicology screens—was unremarkable. Electrophysiology showed myopathic

changes without neuromuscular junction dysfunction. Lower limb MRI revealed T2-

hyperintensities in the posterior and lateral thigh compartments and soleus

muscles. Muscle biopsy revealed ragged red fibers and COX-negative fibers.

Genetic testing identified the pathogenic mitochondrial DNA variant m.3243A>G in

MT-TL1, confirming a diagnosis of mitochondrial myopathy.

Ms. Lee was tapered off the immunotherapy, achieved good functional recovery,

and remained stable on home nocturnal BiPAP without recurrent respiratory failure.

This case illustrates an atypical neuromuscular syndrome: respiratory failure was

the dominant, initial manifestation—preceding significant limb weakness—

contrasting with the classic neuromuscular disease trajectory in which progressive,

disabling limb weakness culminates in late respiratory involvement.

20

Figure 1: Normal repetitive nerve stimulation.



Abstracts for Case Discussions 4

Is It Neuropathy or Myopathy 

Dr Samuel Hui

Kwong Wah Hospital

Hong Kong SAR

78-year-old gentleman with known DM, HT, lipid and gout, complained of

progressive 4 limb distal numbness, bilateral hand clumsiness, unsteady gait,

dysphagia and episodes of muscle spasms and vocal cord spasms. P/E found

LMNL type of weakness +/- fasciculations. Blood tests found ANA 320, anti-Ro

positive. anti-ganglioside Ab/ anti-achR -ve. NCS showed no significant

neuropathy. Anti-neuronal Ab, pareneoplastic Ab all -ve. Myositis specific Ab: anti-

Ro52 equivocal, other Ab -ve. In view of worsening of symptoms, a course of IVIG

was given, and patient showed improvement afterwards. Muscle biopsy was also

done and showed mild fibre atrophy, focal fibre degeneration and mild inflammatory

infiltrate present. In view of clinical response to IVIG, he is now on regular IVIG

infusion. Imaging was also booked for malignancy screening. Current working

diagnosis is inflammatory neuropathy/ myositis responding to IVIG.
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Abstracts for Case Discussions 5

A Case with Refractory CIDP in a Renal Dialysis Patient 

Dr Jonathan Chu

Gleneagles Hospital Hong Kong

Hong Kong SAR

Unmasking a Novel Trigger: Peritoneal Dialysis as a Potential Initiator of Chronic

Inflammatory Demyelinating Polyneuropathy?

Uremic neuropathy is the most common neurologic complication of end-stage renal

disease (ESRD) patients. On contrary, Chronic Inflammatory Demyelinating

Polyneuropathy (CIDP) specifically related to peritoneal dialysis (PD) has been

seldom reported before but gaining attention. 

Here we present the case of a 40s-year-old male with end-stage renal disease

(ESRD) secondary to IgA nephropathy for two decades. Four years ago, he

commenced peritoneal dialysis (PD) following a rise in creatinine to the 600s

(μmol/L). Notably, 1-2 months after initiating PD, he developed progressive bilateral

lower limb weakness and numbness. His condition deteriorated over the ensuing

year, rendering him chairbound.

Neurophysiological studies revealed a severe sensorimotor polyneuropathy with

unequivocal demyelinating features, consistent with CIDP. Cerebrospinal fluid

analysis was normal, while a subsequent nerve biopsy confirmed primary

demyelination. He demonstrated a partial response to intravenous

immunoglobulins (IVIG) and a more robust, significant improvement with

corticosteroid therapy. The temporal relationship strongly suggested PD as a

potential trigger for this secondary CIDP.

A clinical turn occurred when he was switched to haemodialysis and subsequently

underwent a successful renal transplantation. Following transplantation, his

neurological function improved remarkably, and he regained the ability to walk

unaided, albeit slowly. This case highlights PD as a potential precipitant for CIDP, a

phenomenon described in limited case reports. It underscores the importance of

recognizing this treatable complication in dialysis patients and suggests that renal

transplantation may offer the best chance for profound and sustained neurological

recovery.

22
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Abstracts for Case Discussions 5

Adult-Onset CMTX1 Due to the Non-Coding GJB1

c.-103C>T Variant : A Case and Cohort Observation from

Hong Kong

Dr HW Cheung
United Christian Hospital

Hong Kong SAR

Background:

The GJB1 c.-103C>T 5ʹUTR variant is a non-coding mutation causing X-linked

Charcot–Marie–Tooth disease (CMTX1), likely constituting the largest proportion of

GJB1 neuropathies in Hong Kong.

Case Presentation:

A 36-year-old woman presented with progressive bilateral hand weakness and

distal limb wasting, later requiring bilateral ankle–foot orthoses. Examination

revealed distal symmetrical weakness and hyporeflexia. Her father and younger

sister were similarly affected, suggesting X-linked inheritance.

Investigations:

Nerve conduction studies showed a demyelinating neuropathy with an ulnar-

sparing pattern— compound muscle action potentials were elicited in the ulnar but

not in the median nerve. Sural nerve biopsy confirmed demyelination. Initial GJB1

exon sequencing was negative; subsequent noncoding analysis detected the

pathogenic c.-103C>T variant.

Cohort Findings:

Among 24 primary patients identified with the same variant in a local cohort, about

half demonstrated ulnar sparing, and most had median motor conduction velocities

below 38 m/s, with some slightly above this threshold.

Conclusion:

The GJB1 c.-103C>T variant represents a prevalent local cause of CMTX1 in Hong

Kong. This highlights the importance of sequencing of the non-coding regions of

this gene.
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A Man with Slowly Progressive Unsteadiness

Dr Florinda Chu

Queen Mary Hospital

Hong Kong SAR

This patient is a 63 year old man, who presented with progressive four limb

numbness and weakness for over 10 years. He has a known history of IgM MGUS,

with nerve conduction studies in 2016 showing distal demyelinating changes. 

The numbness has further deteriorated since mid 2024, with numbness, unsteady

fait and easy falls. Physical examination demonstrated reduced pinprick sensation

from bilateral mid forearm and hands, bilateral hyperalgesia up to mid dorsal foot.

There is generalized hyporeflexia of bilateral upper and lower limbs.

Nerve conduction studies in 8/2025 showed sensorimotor demyelinating

polyneuropathy, with interval deterioration compared with previous parameters.

Further investigations show plasma M-protein IgM kappa positive. Anti-MAG

antibiotic came back >70,000 BTU. Hence the diagnosis of anti-MAG PN can be

substantiated. 

Patient was then started on Rituximab, and has just completed a course of

Rituximab of 4 weekly doses, and plan for follow up with monitoring of symptoms.
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