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6 years old; Italian Heritage

Early developmental delays

Intellectual Disability with ASD features

Recurrent high fevers (10bwithout viral illness

Low-grade neural crest tumorm@araganglioneuromabdominal)
Persistent Lactic Acidosis

MRId symmetric thalamic changes

Muscle biopsy showed early RRF changes

Slept only a few hours a day; case discussed witb&mbetti(Fatal
Familial Insomnia)

Died in her sleep during a febrile event992
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Normal growth and development
Track and Field o0staro i n high s

Repeatedly becanencephalopathiandhemiparetiaduring races,
especially on hot days

Mild analyteabnormalities

Normal muscle histology, ETé€nzymologyut ANT defect on
polarography(1999)

ANT1 sequenced in ~ 2004 and was normal

Working now in a high power job in NYC
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Katelyn D6 1992

B4 year old girl, developmental delays, ataxia, intellectual disability, ASD

B Repeated events of hemiparesis with apparent headache and
encephalopathy

BPersistentactic acidosis, highalanine

BMRI0 corpocephaly

BMuscle biopsy ETCEnzymologg/w complex | deficiency

BPl aced on Dr. Richard Haaso DCA

BEvent in ~ 1993; fell asleep under a tree at a church picnic on a hot day
andunarousable MRI showedilateral cerebellar > corical patchy
T2 changes (before FLAIR), which resolved . Return to baseline
In a month

BGenetic testing: normaaryotypeand research MELAS gene test

Loose MELAS Phenotyp
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Katelyn Do followup
BYoung adult
BAmbulatory, but ataxic witllystoniaand chorea
B Fewsterotypedwords,dysarthria
BASD, propensity to hug
BFurther Genetic Metabolic Evaluation
1 Normal subtelomericFISH

1 Normal CoQ10 levels
1 Normal transferring studies including expandgylcoslyategrotiensbut
not n-glycano-glycananalysis
1 Normal oligo array (2009)
1 Normal mtDNA sequencing
fMot her odeferredo6 further nucl ear

Loose MELAS Phenotyp




Case Report 1997

1 year old boy

mild motor delays

sudden onsetardiomyopathy

carnitinedeficiency

lactic acidosis

A A A A A __J

heart transplant candidate

muscle biopsy

microscopy

ETC: complex | defect

FAO: VLCAD defect

Rx: CoQuo& I-carnitine
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AReferred to Cardiology from doctors in India for a
pacemaker, got off the plane and came to his appointment

ABecame anxious in the waiting room then lapsed into a deep
stupor

ACT showed bilateral calcified basal ganglia
AHistory

A8 abdominal surgeries for 0
bladder and appendix had been removed in 2 of these
surgeries

AProgressivesarcopeniandlipodystrophy
APtosis without further PEO
ANeuropathy without DM

AHepatic fibrosis

ALoss of intellectual prowess

AFamily historyd mother with similar illness, son with early
signs of this illness

ALabs3 lactic acidosis, persistent
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[Evaluation

ubsarcolemmahitochondria

A Non-specific ETC Enzymatic changes, mild decrease in complex | activity

A OXPHOS showed mild decrease in substrates contributinig €@omplex | and decreaseo
FAO

[Treatment

A Very lowfat diet
A Frequent meals
A CoQ10,Carnitor, Riboflavin

ICourse

A Pacemaker placed for cardiac conduction defect
A Repeated episodes of coma following fasting or stress
A Died in 2000 during an illness marked dnagulopathy

s Mr. SKOoOs Diagnosi s?
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