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The list of qualities that metabolites must fulfil to be Spot the Affected Person (Mutated

Samples

Metabolism is the culmination of all the life considered potential biomarkers included the following: Quality score >70 l l IPSCs, can reduce (Ls) | Enzyme)
‘o : . : , organismal level variably,
sustaining reactions. Abundance >15,000 and quality score >85 Masses with Abundance >15,000 _ e o1 however this may not be Look for products that appear in a higher
What is a biomarker?  Frequency of metabolite occurrence in samples Quality score >85 ' an effective method due to  parents) f . concentration in comparison to normal
A biomarker is a mejcabollte whosg presence . Retention time between 2-30 minutes l l incomplete metabolic --S:;d——d“ metabolism.
suggests an underlying problem with . . Unique to cells (control or LS) = 135 155 databases, limiting o Blanks
metabolism. * Exact mass (ex: 180.156 g/mol glucose) is present in the biomarker discovery First step in identifying a Biomarker
i despite the technique’s : : :
What is a Leigh Syndrome? Human Metabolomic Database (HMDB) and matches Feature is present in l l benrc)efits : B s >—</ A biomarker is a metabolite that may
- - - : : ' i = 2 (all 4 control 3 (>3 LS samples) ' tissues . : : :

Leigh Syndrome (LS) is a mitochondrial disorder, naturally occurring metabolites majority of samples ( ) e appearl n a.hlgherlconcent;atlon than
that affects a person’s energy metabolism. LS is MS/MS F ion P £ . . norma ,'or IS NOVEL, sugges Ing an.

/ ragmentation Pattern for MS/MS Fragmentation Pattern for Pyrroline underlying problem with metabolism.

a rare disease occurring in only 1 in 40,000
people. LS is difficult to diagnose because it can
be caused by many mutations and methods of
diagnosis (ex. genetic screening) are inefficient
and expensive. There is currently no cure and
no known biomarker(s).
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analytical techniques. . A Biological variation in metabolites are key for

What are challenges with Biomarker
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without the phenotype. Metabolites can i v iy T - . ;; % - rgduced by induced pluripotent stem cells
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