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National Diagnostic and Management Centre for McArdle Disease and Related Disorders

Pre-referral form

Please complete this form to accompany the referral letter and any samples

For clinical advice please contact:

Professor Ros Quinlivan, 

MRC Centre for Neuromuscular Diseases

National Hospital, Queen Square

London WC1N 3BG

tel: 0203  448 8132
fax: 0203 448 3633
email: Ros.Quinlivan@nhs.net
For DNA samples:

Dr Carol Hardy







Principal Clinical Scientist






West Midlands Regional Genetics Laboratory


Birmingham Women’s Hospital,

Mindelsohn Way,

Birmingham 

B15 2TG

email: carolhardy2@nhs.net

For muscle biopsy samples and slides for review:

Dr Ash Merve
Institute of Neurology

Queen Square,

London WC1

Email: amerve@nhs.net
For Glycolytic muscle enzyme analysis please send tissue to:
Dr Ralph Wigley,
Enzyme Unit,

Chemical Pathology,

Camelia Botnar Laboratories,

Great Ormond Street Hospital, WC1N 3JH

Phone: 0207 405 9200 ext 5290

Fax: 0207 829 8624

Email: ralph.wigley@nhs.net
Please send an electronic or hard copy of this form with the sample
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Advisory Group for National Specialised Services

National Diagnostic and Management Centre for McArdle Disease

This form should be completed prior to undertaking investigations to be funded by the AGNSS Service for McArdle Disease and related disorders
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Which level of service do you require?





Diagnostics (DNA) 				� (see below)


Diagnostics (muscle biopsy)			�  (see below)


Diagnostics clinical assessment		�


Management advice (clinical assessment)	�			





Referring Clinician details





Clinician name: 





Address 








Tel:


Email:





Patient Details





Surname:


First name(s):


Date of birth:


Hospital number: 


NHS number


Address











Clinical Details 


(please tick appropriate box)


Age of onset (years)	 0-10	 �	11-20 �	21-30 � 		31-40�	41-60	�





61+�


	





Symptom precipitants: exercise    �  Fasting �	Fever �	Heat	  �   None of these�








Time of onset of exercise to symptoms (minutes)	0-3�	       3-5�	5-10    � 


longer than 15 minutes-hours  �





Does patient exhibit “second wind”? Yes�	No �	After how long? 








Muscle weakness (mainly)	Face 	�	 Upper limbs proximal	�	upper limbs distal�	


Trunk 	�		Lower limbs proximal	�	lower limbs distal�			





Muscle Bulk:			Muscle hypertrophy	�	Muscle wasting �





Muscles affected by myalgia	Legs     �  Arms     � Paraspinals      �   Face  �





Symptoms of muscle damage:	Myoglobinuria  � Rhabdomyolysis/ renal failure � 





Family history? (please describe)











Creatine kinase concentration (if more than one result is available please give up to 4 values)








Forearm exercise test (please give results if available) 











Has a muscle biopsy been undertaken?  Yes   �   No �





Date and site of biopsy? 





Please describe results











Request for DNA analysis





Two levels of analysis are available (please tick appropriate box)





PYGM gene hot spot analysis  � (complete form and send with sample directly to laboratory)





Please go on to do full gene sequencing if inconclusive





Full gene sequencing and diagnostic panels (only following approval by NCG service)





GSD5/McArdle disease PYGM �	GSD7 (PFKM) �	muscle-specific GSD9 �





Glycogen panel �	Rhabdomyolysis panel �








Request for muscle biopsy analysis








Histopathology					Muscle biochemistry	�


I am sending prepared slides	�			 I am sending tissue		�





I am sending tissue		�


Date and site of biopsy








Please inform the laboratory before sending any samples 


(Biochemistry is only available following approval by NCG service)








Form completed by: 











Signed					    Date 





For NCG use only





Date received			Lab code 		MOLUs
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