Genetic Testing for Kabuki Syndrome 
Please send EDTA blood (minimum 10ml adults; 5ml children; 1-2mls neonates) at room temperature to arrive in the UK within 5 days of venesection or send DNA (minimum of 5µg) to: Prof. S. Ellard, Exeter Genomics Laboratory, RILD Level 3, Royal Devon & Exeter Hospital, Barrack Road, Exeter EX2 5DW
Clinical Scientist Lead:  Dr Jayne Houghton (jaynehoughton@nhs.net or tel: +44 (0)1392 408244)
Lead Clinical Geneticist: Dr Emma Baple (ebaple@nhs.net) 
Please complete form electronically, e-mail to rde-tr.ExeterGenomicsLaboratory@nhs.net and send a printed copy with the samples
Patient details



 

	SURNAME:
     
	CLINICIAN NAME:


	FORENAME:


	CLINICIAN E-MAIL ADDRESS FOR REPORT:

     

	D.O.B.: (DD/MM/YYYY)

	HOSPITAL:



	NHS/CHI Number (IF UK PATIENT):


	CITY:



	GENDER


	COUNTRY:



	ETHNIC ORIGIN


	INVOICE ADDRESS:



	IF NHS REFERRAL, HAS CONSENT FOR RESEARCH BEEN OBTAINED?




 
Clinical Information: Please provide clinical details where appropriate and known.
	AGE AT DIAGNOSIS: 

	FACIAL ANOMALIES:

Characteristic facial features of Kabuki syndrome: (Yes/No, if YES please describe) 



	DEVELOPMENTAL DELAY/INTELLECTUAL DISABILITY: (Yes/No) If YES: Mild/Moderate/Severe/Profound


	MICROCEPHALY: (Yes/No) If YES Centile/SDS.


	SHORT STATURE: (Yes/No) If YES Centile/SDS.


	PERSISTENT FETAL FINGER PADS: (Yes/No).


	CARDIAC DEFECTS: (Yes/No) If YES please describe.


	KIDNEY AND URINARY TRACT ABNORMALITIES: (Yes/No) If YES please describe.


	SEIZURES: (Yes/No) If YES please describe.


	SKELETAL ABNORMALITIES: (Yes/No) If YES please describe.


	GASTROINTESTINAL ANOMALIES: (Yes/No) If YES please describe.


	HYPOTHYROIDISM: (Yes/No)


	IMMUNE DYSFUNCTION: (Yes/No) If YES please describe.


	HYPERINSULINISM: (Yes/No)
Birthweight: 
Gestation: 
Insulin Level (mU/l) Range): 
C-Peptide (pmols/l): 
Glucose Level (mmol/l) 


Testing required  For current prices please use the latest version of the request form and note that a 25% overhead will be applied for non-NHS referrals.
	
Next Generation Sequencing test for Kabuki syndrome KDM6A and KMT2D (this assay can also detect partial/whole gene deletions and duplications):  Report issued in 8-12 weeks £750 


16 gene next generation sequencing test for Congenital Hyperinsulinism and Kabuki syndrome (This assay tests for all the known monogenic causes of congenital hyperinsulinism inclusive of KDM6A and KMT2D. This assay can also detect partial/whole gene deletions and duplications):  Report issued in 8-12 weeks:  £750  FORMCHECKBOX 


	KNOWN MUTATION TEST (FOR FAMILIES WHERE A MUTATION HAS ALREADY BEEN IDENTIFIED) £100   FORMCHECKBOX 

Gene 


