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Autosomal recessive inheritance

Figure 2. In an autosomal recessive disorder, 2 mutated genes
are inherited, 1 from each parent. This type of disorder is usually
passed on by 2 carriers. The carriers’ health is rarely affected, but
they have 1 mutated gene (recessive gene) and 1 normal gene
{dominant gene) for the condition. Two carriers have a 25 percent
chance of having an unaffected child with 2 normal genes, a

50 percent chance of having an unaffected child who alsoc is a
carrier, and a 25 percent chance of having an affected child with
2 recessive genes.

FXN gene,
9 chromosome

autosomal
recessive
disease

1:50.000 CAA

FACa N FACa N

AL RS

«—— FExpanded alleles

«——— Normal alleles

FA = Friedreich patient

Ca =Carrier
N =XNormal

Figure 1 - Gel images of GAA expansion of Friedreich’s ataxia patients, heterozygotes, and nommy
conirols,
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| SIGNS AND SYMPTOMS
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* THE AGES OF 5 AND 15 YEARS

* ATAXIA

* HEART DISEASE

* SPINAL CORD AND PERIPHERAL NERVES DEGENERATE

* CEREBELLUM (AWKWARD, UNSTEADY MOVEMENTS AND IMPAIRED SENSORY
FUNCTIONS)
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Hypertrophic
cardiomyopathy

Myocarditis,
myocardial fibrosis,
cardiac enlargement

Progressive cardiac
failure




loss of vibratory
and position

senses from the
onset, initially
affecting the

feet and hands

Progressive limb
and gait ataxia

Friedreich’s Ataxia

This condition causes problem with walking,
speech impairment and loss of feelingin =~
the arms as well as legs. In Friedreich’s ( &

ataxia, there is damage to some parts
of the'brain-aswell as spinal cord \
andthe heart is also aﬂecled‘ \\
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treatments for diabetes, if present
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Surgical procedures
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Insulin
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Coenzyme Q10 + vitamin E
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medications
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\giudy of beta cells and neurons indicate incretin
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