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	The Catalogue for Transmission Genetics in Arabs

CTGA Database Information Submission Form


Personal Details

	Full Name
	     


	Institute
	     


	Department
	     


	P.O. Box
	     


	City
	     


	Country
	     


	Telephone
	     


	Fax
	     


	E-mail
	     



	I.  Name of suggested Disorder or Gene

Primary Title and, if applicable, Alternative Titles or Symbols

     

	I.  Indicates primary title and alternative titles or symbols of the disorder or gene.

Example

Sickle Cell Disease, SCD, Sickle Cell Anemia, SCA



	II.  Classification of the Disease (not applicable for a gene entry)
 FORMDROPDOWN 


	II.  Please select appropriate category of the disorder.

If entry is a Gene, classification is not required and box should be left empty.



	III. Mode of Inheritance

 FORMDROPDOWN 
      FORMDROPDOWN 
   

Additional Notes
     

	III.  Select all those that apply.

Example

Beta-Thalassemia

Mode of Inheritance: Autosomal Recessive

Additional Notes: Few dominant cases




	IV. OMIM Number (optional)
Disease OMIM Number:      
Gene(s) OMIM Number:      

	IV.  Six-digit number of the disorder or gene according to the Online Mendelian Inheritance in Man (OMIM) database.

In case of multiple gene(s) separate numbers with commas

Example

Sickle Cell Disease

Disease OMIM: 603903

Gene OMIM Number: 141900



	V. Description

     

	V.  General description of the disorder (world prevalence, clinical symptoms, diagnosis, treatment, etc.).

No references are required.

Please do not exceed 1000 characters.

Example

Achondroplasia is the most common form of human dwarfism with characteristically rhizomelic shortening of extremities and relative macrocephaly.  It has a frequency of approximatly 1 in 26,000 to 1 in 40,000 births. Achondroplasia is characterized by short-limbed marked short stature (rhizomelic short stature), a relatively macrocephaly with prominent forehead, midface hypoplasia, lumbar lordosis, a trident configuration of hands and hydrocephalus during growth development caused by narrowing of the foramen magnum. Other symptoms caused by narrowing include apnea (cessation of breathing) and cervical myelopathy. Molecular genetic testing can provide an exact diagnosis comparing to radiological and prenatal ultrasound evaluations.


	VI. Molecular Genetics

     

	VI.  General description of the gene (protein product, possible function, common mutations etc.).

No references are required.

Please do not exceed 1000 characters.

Example

The BSCL2 gene contains 11 exons spanning at least 14 kb, with the putative initiation codon located in the second exon. The BSCL2 gene encodes a 398-amino acid protein: seipin, which is an integral membrane protein of the endoplasmic reticulum. Mutations in the BSCL2 cause congenital generalized lipodystrophy type 2 (also known as the Berardinelli-Seip syndrome). Based on high expression of BSCL2 mRNA in the brain, a primary defect in hypothalamic-pituitary axis has been suggested to cause lipodystrophy. A recent semiquantitative RT-PCR of BSCL2 revealed twice as much expression in the human omental adipose tissue compared with liver.


	VII. Epidemiology in the Arab World

Study 1

     
Study 2

     
Study 3

     

	VII.  Extended summary, abstract and additional details, of the published paper(s) describing the disorder or gene in Arab individual(s).

Please use each box to report data from a single clinical or molecular paper discussing one disease or a gene and do not exceed 1000 characters.  To report results of a single study, please ignore the boxes labeled “Study 2” and “Study 3”.  To report more than three studies related to a disease or gene, please use additional forms.

Example 1 (Clinical Study)

Al-Gazali et al. (2001) reported two children for a Syrian consanguineous couple, residents of the United Arab Emirates, with no family history of any significant problems. Both children had similar dysmorphic facial features consisting of broad and prominent forehead, hypotelorism with epicanthal folds, prominent bulbous nose, flat malar region, and large protruding ears. They had wrinkling of the skin more marked on the dorsum of the hands, feet, and abdomen; hyperextensibility of the joints, particularly of the hands; and aged appearance. Intrauterine growth retardation, subsequent failure to thrive, developmental delay, and variable degree of osteoporosis was also present in both of them. In view of the similarities and overlap between geroderma osteodysplastica, wrinkly skin syndrome, and cutis laxa and developmental delay, Al-Gazali et al. (2001) suggested that all these syndromes represent variable manifestation of the same disorder.
Example 2 (Gene Analysis)

Using a genome-wide scan of five Berardinelli-Seip syndrome families from Lebanon, Magre et al. (2001) identified a disease locus, designated BSCL2, within a 2.5-Mb interval flanked by markers D11S4076 and D11S480 on chromosome 11q13. The five Lebanese families were homozygous for the same alleles at 9 contiguous markers within an interval spanned by markers D11S4076 to PYGM. All parents of unaffected sibs carried only 1 mutation. Analysis of additional families of various ethnic origins indicated that the disease co-segregated with the 11q13 and 9q34 loci. Based on the high expression of seipin in brain and weak expression in adipocytes, Magre et al. (2001) suggested a primary defect in hypothalamic pituitary axis. Magre et al. (2001) found that all Lebanese patients with Berardinelli-Seip congenital dystrophy whom they studied were homozygous for a frameshift mutation resulting from the deletion of GTATC at nucleotide 659 of the BSCL2 gene. This finding supports the possibility of an ancestral origin of this mutation in the Lebanese population.


	VIII.  Country of Origin / Residence of Individual(s) Analyzed

Study 1:   FORMDROPDOWN 
   FORMDROPDOWN 
   
Study 2:   FORMDROPDOWN 
   FORMDROPDOWN 
   
Study 3:   FORMDROPDOWN 
   FORMDROPDOWN 
   
Additional Notes
     

	VIII.  Indicates country of origin or of residence for individual(s) analyzed.

If in part VII data from multiple studies are indicated, please use corresponding options respectively.

Example

Palestinian patient living in the UAE

Origin: Palestine

Residence: United Arab Emirates



	IX. Reference

Study 1

     
Study 2

     
Study 3

     

	IX.  Details of reference(s) used in section VII.

If in part VII data from multiple studies are indicated, please use corresponding options respectively.

For personal communications, leave this section blank.

Example

Al-Gazali LI, Abdel Raziq A, Al-Shather W, Shahzadi R, Azhar N. Meckel syndrome and Dandy Walker malformation. Clin Dysmorphol. 1996; 5(1):73-6.



	X. Date of Contribution

     

	X.  Day.Month.Year

Example

19.4.2006




Important Notices:

· This form is the only method currently available to suggest data into the CTGA Database.

· This form may be used to suggest data for one disease and one or more related genes.

· Form submission is by email at cags@emirates.net.ae along with necessary supportive documentations (published paper, report, etc.) to allow scientific evaluation of data.

· Tips and help topics on how to use the CTGA Database Information Submission Form are available at www.cags.org.ae/ctgadisf.html

For more information

Mailing Address:
Centre for Arab Genomic Studies, P.O. Box 22252 Dubai, United Arab Emirates
Telephone: 
+971-4-398 6 777
Fax: 

+971-4-398 0 999
E-mail: 

cags@emirates.net.ae
URL: 

www.cags.org.ae
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