Genetic Testing for Laminopathies, Lipodystrophies & Progeria Syndromes
Please send EDTA whole blood (minimum 5ml adults; 3ml children; 1ml neonates) or DNA (minimum of 5µg) to: 

Prof. S. Ellard, Exeter Genomics Laboratory, RILD Level 3, Royal Devon & Exeter Hospital, Barrack Road, Exeter EX2 5DW

rde-tr.MolecularGeneticsAdmin@nhs.net 
Clinical Geneticist: Dr J. Rankin (01392 405722 or Julia.rankin@nhs.net)

Clinical Scientist Lead:  Kevin Colclough (01392 408324 or Kevin.Colclough@nhs.net)

Please complete form electronically and send a printed copy with the sample

Patient details



 

	SURNAME:

	CLINICIAN NAME:


	FORENAME:


	TELEPHONE:



	D.O.B.:


	E-MAIL ADDRESS:



	NHS/CHI NUMBER:


	ADDRESS FOR REPORT:




	GENDER:


	

	ETHNIC ORIGIN:


	

	PATIENT’S POSTCODE (UK ONLY):


	NAME/ADDRESS FOR INVOICE:




	GENETICS NUMBER:


	


  
Consent 
1. I understand that my sample will be used only for diagnostic and research purposes relevant to myself and others in my family. Please Tick  FORMCHECKBOX 
 

2. I also consent for my sample to be used for future research into all forms of genetic diabetes and other beta cell conditions, whether or not it is of direct clinical benefit to me.  Please Tick:   Yes   FORMCHECKBOX 
  No   FORMCHECKBOX 

3. I am also happy to be contacted about research into genetic diabetes and you may contact me directly at:   
Name: 
Signed by patient/ guardian/advocate: 
For more information (and patient information sheets) please see https://www.diabetesgenes.org/current-research/genetic-beta-cell-research-bank

Clinical information

	AFFECTED?:

     
	AGE AT DIAGNOSIS:

     
	NOT CLINICALLY AFFECTED:

 FORMCHECKBOX 


	Main Phenotype – If necessary, tick more than one box for overlapping phenotypes
 FORMCHECKBOX 

AUTOSOMAL DOMINANT EMERY DREIFUSS MUSCULAR DYSTROPHY

 FORMCHECKBOX 

LIMB GIRDLE MUSCULAR DYSTROPHY
 FORMCHECKBOX 

FAMILIAL DILATED CARDIOMYOPATHY
 FORMCHECKBOX 

FAMILIAL PARTIAL LIPODYSTROPHY
 FORMCHECKBOX 

CHARCOT MARIE TOOTH DISEASE (HEREDITARY MOTOR AND SENSORY NEUROPATHY)
 FORMCHECKBOX 

MANDIBULOACRAL DYSPLASIA

 FORMCHECKBOX 

RESTRICTIVE DERMOPATHY

 FORMCHECKBOX 

PROGERIA:

 FORMCHECKBOX 

HUTCHINSON-GILFORD PROGERIA



 FORMCHECKBOX 

ATYPICAL PROGEROID SYNDROME
  FORMCHECKBOX 
            MANDIBULAR HYPOPLASIA, DEAFNESS AND PROGEROID (MDP) SYNDROME
  FORMCHECKBOX 
            WERNER SYNDROME


Muscle
	MUSCLE WEAKNESS PRESENT?:
Yes  FORMCHECKBOX 
   No  FORMCHECKBOX 

	AGE OF ONSET:

     

	PATTERN OF WEAKNESS (IF PRESENT):

 FORMCHECKBOX 

PROXIMAL


 FORMCHECKBOX 

DISTAL
 FORMCHECKBOX 

UPPER LIMB

 FORMCHECKBOX 

LOWER LIMB
 FORMCHECKBOX 

FACIAL


 FORMCHECKBOX 

OTHER (PLEASE SPECIFY)
     

	RAISED CK?:

Yes  FORMCHECKBOX 
    No  FORMCHECKBOX 

	LEVEL:

     


Contractures
	CONTRACTURES PRESENT?:

Yes  FORMCHECKBOX 
      No    FORMCHECKBOX 
 
	AGE OF ONSET:

     

	LOCATION:

 FORMCHECKBOX 

FINGERS


 FORMCHECKBOX 

WRIST
 FORMCHECKBOX 

ELBOW


 FORMCHECKBOX 

KNEE
 FORMCHECKBOX 

ACHILLES TENDON

 FORMCHECKBOX 

OTHER (PLEASE SPECIFY)


	LIMITED NECK FLEXION?

Yes  FORMCHECKBOX 
      No  FORMCHECKBOX 

	PLEASE PROVIDE DETAILS OF ANY SURGERY UNDERTAKEN FOR CONTRACTURES:

     



Adipose
	ABNORMAL FAT DISTRIBUTION?:

Yes  FORMCHECKBOX 
     No  FORMCHECKBOX 

	AGE OF ONSET:

     

	LOSS OF SUBCUTANEOUS FAT FROM:
 FORMCHECKBOX 

UPPER LIMBS

 FORMCHECKBOX 

LOWER LIMBS                                         FORMCHECKBOX 

GENERALISED
 FORMCHECKBOX 

ABDOMEN


 FORMCHECKBOX 

OTHER (PLEASE SPECIFY)
     

	INCREASED FAT DEPOSITION ON:

 FORMCHECKBOX 

FACE


 FORMCHECKBOX 

OTHER (PLEASE SPECIFY)
     


Nerve
	AGE OF ONSET OF SYMPTOMS:

     
	EVIDENCE OF PERIPHERAL NEUROPATHY?:

Yes  FORMCHECKBOX 
     No  FORMCHECKBOX 

	AGE OF ONSET:

     


	SENSORY SYMPTOMS?

Yes  FORMCHECKBOX 
     No  FORMCHECKBOX 

	DETAILS:

     

	ABSENT REFLEXES?:

Yes  FORMCHECKBOX 
     No  FORMCHECKBOX 

	DETAILS:

     


Nerve (cont.)

	ABNORMAL NEUROPHYSIOLOGY?:

 FORMCHECKBOX 

AXONAL NEUROPATHY

 FORMCHECKBOX 

DEMYLINATING NEUROPATHY

 FORMCHECKBOX 

UPPER LIMBS
 FORMCHECKBOX 

LOWER LIMBS
	PLEASE GIVE MORE DETAILS IF POSSIBLE:

     


Diabetes Mellitus
	DIABETES?

Yes  FORMCHECKBOX 
     No  FORMCHECKBOX 

	AGE OF DIABETES ONSET:      
	HEIGHT:      
	BMI:                                        
	INSULIN RESISTANCE?: 
Yes  FORMCHECKBOX 
     No  FORMCHECKBOX 


	
	
	WEIGHT:      
	
	

	TREATMENT:

 FORMCHECKBOX 

INSULIN                                                            INSULIN DOSE (U/KG/DAY):………………………………………………
 FORMCHECKBOX 

ORAL HYPOGLYCAEMIC AGENT                   AGENT & DOSE:…………………………………………….
 FORMCHECKBOX 

DIET

	ACANTHOSIS NIGRICANS?:

Yes  FORMCHECKBOX 
     No  FORMCHECKBOX 

	HIRSUITISM?: 
Yes  FORMCHECKBOX 
     No  FORMCHECKBOX 

	PCOS?:

Yes  FORMCHECKBOX 
     No  FORMCHECKBOX 

	PRECOCIOUS PUBERTY?:

Yes  FORMCHECKBOX 
     No  FORMCHECKBOX 


	POST PRANDIAL HYPOGLYCAEMIA?:
Yes  FORMCHECKBOX 
     No  FORMCHECKBOX 

	IRREGULAR MENSTRUATION?: 
Yes  FORMCHECKBOX 
    No  FORMCHECKBOX 

	HYPERLIPIDAEMIA?:             TRIGYLCERIDES:……………………
Yes  FORMCHECKBOX 
        No  FORMCHECKBOX 
                 HDL:………………………………….                        

                                                  LDL:…………………………………..
	FATTY LIVER DISEASE?: 
Yes  FORMCHECKBOX 
        No  FORMCHECKBOX 



Cardiac
	DILATED CARODIOMYOPATHY?:

Yes  FORMCHECKBOX 
     No  FORMCHECKBOX 

	AGE AT DIAGNOSIS:

     

	CARDIAC CONDUCTION ABNORMALITY?:

Yes  FORMCHECKBOX 
    No  FORMCHECKBOX 

	AGE AT DIAGNOSIS:

     

	DETAILS OF CONDUCTION ABNORMALITY:

     


	OTHER CARDIAC ABNORMALITIES:

     



Skeletal
	PLEASE LIST ANY SKELETAL ABNORMALITIES:

     



Progeroid features
	PLEASE LIST ANY PROGEROID FEATURES:

     



Other features
	PLEASE LIST ANY ADDITIONAL FEATURES:

     



Family history (A pedigree showing clinical details of affected family members would be very helpful)
	AFFECTED GRANDPARENT?

     
	DETAILS:

     


	AFFECTED FATHER?:

     
	DETAILS:

     


	AFFECTED MOTHER?:

     
	DETAILS:

     


	AFFECTED SIBLING(S)?:

     
	DETAILS:

     


	AFFECTED CHILDREN?:

     
	DETAILS:

     


	OTHER AFFECTED RELATIVES? (AUNTS, UNCLES, COUSINS):

     
	DETAILS:

     



Test requested

	 FORMCHECKBOX 

LMNA GENE SEQUENCE ANALYSIS
 FORMCHECKBOX 

LMNA MLPA ANALYSIS (DILATED CARDIOMYOPATHY WITH FAMILY HISTORY ONLY)
 FORMCHECKBOX 

PPARG GENE SEQUENCE ANALYSIS (Partial Lipodystrophy)
 FORMCHECKBOX 
            SIMULTANEOUS SEQUENCE ANALYSIS OF LMNA and PPARG (PARTIAL LIPODYSTRPOHY CASES ONLY)

 FORMCHECKBOX 
            TARGETED NEXT GENERATION SEQUENCING ANALYSIS OF 10 LIPODYSTROPHY GENES (LMNA, PPARG, PLIN1, ZMPSTE24, POLD1, LIPE, CAV1, CAVIN1, AGPAT2, BSCL2) 
 FORMCHECKBOX 

ZMPSTE24 GENE SEQUENCE ANALYSIS (MANDIBULOACRAL DYSPLASIA AND RESTRICTIVE DERMOPATHY CASES ONLY)
 FORMCHECKBOX 
                POLD1 GENE SEQUENCE ANALYSIS (MANDIBULAR HYPOPLASIA, DEAFNESS AND PROGEROID (MDP) SYNDROME CASES ONLY)
 FORMCHECKBOX 
            WRN1 GENE SEQUENCE ANALYSIS (WERNER SYNDROME CASES ONLY)


Testing for known mutation in family member

	MUTATION DETAILS:

     


	NAME OF AFFECTED FAMILY MEMBER IN WHOM MUTATION WAS IDENTIFIED:

     



