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Jacob is a cheerful boy who was diagnosed in 2008 with mitochondrial disease. Jacob was born in late December 2005, developed normally from birth and by a year old was almost walking. At 13 months, in January 2007, Jacob suffered stroke-like seizures during an illness that put him in hospital for three days and left him with weakness on his left side arm and leg. After another 15 months, a CT scan, 2 EEG's, 2 MRI's, blood tests, urine tests and a Muscle Biopsy, Jacob was diagnosed with Mitochondrial Disease Complex I & III. Although we now know where the dysfunction is in Jacob’s mitochondria, the cause of his disease is still not known, and additional diagnostic and genetic tests are still ongoing. 

He was initially left with hemiplegia, a weakness on his left side arm and leg. At first he could hardly move around. Eventually he became more mobile again, and was walking by 18 months, although he has something of a limp. After EEG’s and an MRI, in June 2007 he was diagnosed by his neurologist at McMaster Children’s Hospital with a mild version of a condition called Hemiplegic Hemiconvulsion Epilepsy Syndrome (HHE), although the neurologist also suspected Mitochondrial Disease based on the MRI showing white matter brain damage typical of Mito. His two EEG's were normal. After a referral to Dr. Tarnopolsky at Mac, another MRI, blood tests and a muscle biopsy, Jacob’s diagnosis was confirmed in April 2008 as Mito Complex I and III. 

Jacob is being treated by Dr. Tarnopolsky at the Neuromuscular and Neurometabolic Disorders at McMaster Medical Centre, and takes a Mito Cocktail of vitamins and supplements twice a day. We have found a great compounding pharmacist in Burlington who is working with us to make a better-tasting mix of the vitamins with flavouring to make it easier to ensure Jacob gets his full dose every day. 
He is receiving excellent support from the Halton & Peel ErinoakKids Centre for Treatment and Development for physical, occupational and speech therapy, and has been fitted with an AFO brace to assist in strengthening his left leg. 
His prognosis is good to live a fairly long, normal life. Although as with all Mito cases, there are no guarantees, since a serious illness could cause a metabolic crisis and change everything. Hopefully with the vitamin cocktail to help protect his brain and muscles, and a detailed protocol of what to do if he gets sick, we are at least well armed to deal with whatever may come along. We are still finding out how the disease will affect him through his life and are hoping that the research being facilitated by this fundraising will help in both the diagnosis of this complex disease, and the development of treatments for affected children. 

Jacob’s cousin Megan also has mitochondrial disease, although hers is secondary to a diagnosis of Rett Syndrome, and her symptoms are more severe than Jacob’s. The rest of Jacob’s family, including Lego-crazy big brother Ryan, two and a half years older, seem to be fine. The help and support of our family and friends has been amazing as well, and Megan’s mom Christine has been a great source of support and information through all of this. Jacob has a great sense of humour which I'm sure will help him through whatever life brings him.
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