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Patient T.R.

� 4 years 3 months old boy

� Only child

� Known to me since 2011

� Family history:

� Father – Burkitt lymphoma

� Past medical history:

� 2011: Admission - # Gastroenteritis

� 2011: Admission - # Severe upper respiratory tract infection with vomiting

� 2011: # Mitral valve regurgitation secondary to mitral valve prolapse

� 2013: Admission - # Bronchopneumonia

� 2013: # Mucopolysaccharidosis II (Hunter syndrome) – enzyme studies, confirmed with 2 
subsequent PCR tests



Medication

� Started in October 2014

� Portocath 1st week of December 2014

� Allergic reaction on 14 January 2015



Signs and symptoms

� Growth:

� Currently on 50th centile

� Performance:

� Hyperactive

� Craniofacial:

� Coarsening of facial features

� Full lips

� Macrocephaly

� Joints and skeletal:

� Stiff partial contracture of joins

� Claw hand

� Short neck

� Neurological / Development:

� Speech delay

� Other:

� PSM over apex

� Umbilical hernia





Diagnosis: Screening



Diagnosis: Confirmation



MPS II in South Africa: Reality?

� Patient

� Parents

� Diagnosis

� Treatment

� Medicine Control Council

� Medical Aids

� Follow-up

� Relationship between Pharmaceutical companies and clinicians



Patient

� Early onset of signs

� Difficult diagnosis

� Rare condition

� Complications or co-existing conditions

� Side effects of treatment

� Prevention of progression

� Death before 15 years



Parents

� Denial

� Counselling

� Parent discussions

� Lifestyle changes

� Impact on employment

� Support structure



Diagnosis

� Expense

� Acceptance of diagnosis

� Delay between diagnosis and start of treatment



Treatment

� Idursulfase 0.5 mg/kg per week

� Weekly infusion

� Permanent port for infusion

� Bone marrow transplant

� Risk of anaphylaxis

� International Guidelines helpful

� Expensive



Medicine Control Council

� Forms (16 pages)

� Reapply every 6 months

� Progress report every 6 months

� Fee with every application

� Quick response





Medical Aids

� Applications for:

� Chronic medicine

� Prescribed Minimum Benefits (PMB)

� Approval takes a long time

� Contact person

� Involvement of the Rare Diseases Society



Follow-up

� Medication

� Pathology

� Radiology

� Other specialities and associated health services



Follow-up: Medication

� Weekly infusions = 52 per year

� Requirements:

� 2 vials of Idursulfase

� 0.9% Saline 100 ml

� Jelco Catheter

� Syringes and Needles

� Infusion set

� Apply for everything separately as part of PMB

� Home infusions / Infusion Centres / In-hospital



Follow-up

Pathology

� Urinary GAGs – twice a year

Radiology

� Abdominal ultrasound – twice a year

� X-ray: Pelvis, lateral spine and neck –

twice a year

� Echocardiogram – twice a year

� MRI Craniocervical junction (if 

radiological changes on X-ray) – once 

a year



Follow-up: Other specialities and 

associated health services

� Paediatrician – twice a year

� Paediatric Neurologist – twice a year

� Paediatric Pulmonologist – twice a year

� Ophthalmologist – twice a year

� Paediatric Cardiologist – twice a year

� Apnoea / Hypopnoea index – once a year

� Sleep study – once a year

� Audiology – once a year



Relationship between Pharmaceutical 

Companies and clinicians 

� Information regarding these rare diseases

� Measurements

� Section 21 applications

� Screening and confirmation testing

� Support

� Contact with Medical Aids



Thank you!


