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Case study (Initial Report)
Patient Name: Mohammad Khaled Ghanem
Patient profile:
Seven years old with history of hypotonia, speech, and developmental delay, with history of seizures and asthma, off medication currently, just supplements (vit D3)
	Clinical significance

	Obesity , 44kg,117cm

	Hypotonia

	Mental retardation (partial) 
A. Growth delay
B. Unstable, sudden movements
C. Speech disabilities

	Hypothalamic lesions

	High blood pressure

	Not diabetic ,hba1c 4.50

	Fatty liver

	Have asthma

	Heart,spleen, Liver and kidney are normal

	Normal brain CT scan

	Cytogenetic analysis (FISH) from  shows no deletion in Prader-Willi region


Genetic background and explanation:
· The clinical symptoms are in consistence with Prader-Willi syndrome which is caused in 60% of the cases by a denovo deletion in the paternal copy of chromosome 15 specifically (15q-11-q13) region which called SNRPN gene.
· In 37% of the cases no deletion will be found in this region in both copies, the defect here is maternal uniparental disomy of region 15q-11-q13 like in this case, which means there is two copies from the maternal SNRPN gene, that’s why there is no detected deletion after performing FISH for the gene.                                                                                                                                                                                                                                                                                                                                                                                                                              
· In 3% of the cases the cause is mutation or other defect that abnormally turns off (inactivates) genes on the paternal chromosome 15.
Our Recommendations::
To ensure this explanation a whole gene (SNRPN) sequencing must be performed to son and mother
Or perform methylation analysis (imprinting) test for the gene (the son DNA).(recommended).
Treatment:
A. Restricted diet with a dietitian 
B. Multi vitamins supplements specially (B complex and anti -oxidants Vitamin E, C)
C. Speech therapy
D. Asthma medication
E. Movement therapy(coordination and balance)
F. Behavior control (institutional and family side)
G. Serotonin reuptake inhibitors are helpful.
H. N-acetylcysteine or topiramate may help reduce skin picking.
I. Modafinil has been successful in treating daytime sleepiness in many children.
J. After the age of 18 sleeve gastrectomy is recommended to help in weight control. 
Genetic Consultation
Genetic Diagnosis and report preparation


Dr Raed Kanan
(Ph.D. Medical Genetics)
Geneticist
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