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syndromes.

OBJECTIVES

To understand the genetic and molecular basis of rare and novel

syndromes of DM in a large cohort of patients.

METHODS

1. Polymerase Chain Reaction

2. Target Gene Sequencing

3. Homozygosity Mapping (HZM)
4. Western Blotting (WB)

PHENOTYPE

Patient Phenotype
1,2,3 - Diabetes Mellitus (DM), Diabetes Insipidus (Dl)
- Deafness (D) & Optic Atrophy (OA)
4,5 -DM, DI, OA & no D &
6 - DM, OA, D, no DI & Microcephaly (JOQ q
7,8 | - DM, Hyperpigmentation, Hypertrichosis & Growth Failure «» =» |Calnexin
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RESULTS
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2base pai T base pai " __ for the latter. Also, Western Blotting techniques revealed
(TT) deletion ~ (C) deletion ARV avd disrupted protein expression in the three diseases under study.

Further work is ongoing to understand the molecular and genetic

L
g” < S mechanisms of these and other rare DM syndromes in 17
&L < patients.
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