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Neuro Genetics

Comprehensive NeuroGenetic testing with accredited processes workflow
and an expert multidisciplinary team including genetic counselling.

Prevalence estimated to be over 30 million* with clinical an
genetic heterogeneity

Neurocutaneous Neuromuscular Epilepsy Neurodegenerative
Neurofibromatosis DMD Myoclonic Amyotrophic Lateral Sclerosis
Tuberous Sclerosis SMA Tonic Parkinson

LGMD Generalized

Inherited Neurological Disorders

Metabolic Movement

Developmental Mitochondrial

Gaucher

Spinocerebellar Ataxia Autism MELAS
Krabbe Chorea Cerebral Palsy NARP
Tay - Sachs CMT Intellectual Disability
Indications for Testing
/ di I cqn?rm cIinich I / d'léc()jipoant;le rfoprgg;c;t;/:d / To understand complex and
lagnosis for gengtlca Y - » brog atypical clinical presentation
heterogeneous disorder disease management
To. conflrm gene't|c ‘d|agn05|s. To identify etiology in inherited
specially in case with inconclusive . .
. . developmental disease/disorder
or negative results from disease . . .
. with or without dysmorphism
specific panels

DMD - Duchenne muscular dystrophy ° LGMD - Limb-Girdle Muscular Dystrophy ° SMA- Spinal Muscular Atrophy
MELAS - Mitochondrial Encephalomyopathy, Lactic Acidosis and Stroke ® NARP - Neuropathy, Ataxia, Retinitis Pigmentosa

FSHD- Facioscapulohumeral muscular dystrophy ®  CMT- Charcot-Marie-Tooth

*DOI: 10.4103/aian.aian_1021_22



Symptoms
(ex: seizure,
pyramidal sign)

Disease presentation
(Static / progressive /
regressive) and age of onset

Clinical Evaluation

Investigations (ex: blood Detailed
I / urine test, ECG, MRI) Family History
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Possible Inherited Disease Diagnosis

v

Specific disease
Phenotype

Single Gene
FragileX DMD
v v
Triple Repeat MLPA
Expansion
FSHD
v

Optical Genome Mapping
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Genetic Heterogeneity

v

Clinically
Heterogenous

Complex clinical

presentation \ Unknown

Autism with or without dysmorphism
v

Wi ey Trio Exome / Fragile X / CMA

v
Mitochondrial + Nuclear Genes (NGS)

Seizure, Neurodevelopmental Delay,
Epileptic Encephalopathy (EIEE)
v

Trio Exome / ExomeMAX

NGS - Next Generarion Sequencing

Adult onset Ataxia MLPA- Multiplex Ligation-dependent Probe Amplification

) v CMA- Chromosomal Microarray
Triple Repeat Expansion if (-ve) NGS

Test Details

Test Code Test Name Methodology
MGM148 Comprehensive neurology panel NGS
MGM141 Muscular dystrophy and congenital myopathy gene panel NGS
MGM136 Duchenne Muscular Dystrophy (DMD) deletion / duplication analysis MLPA
MGM287 Spinocerebellar ataxia repeat expansion analysis: Fragmgnt
SCA1, SCA2, SCA3, SCAG, SCA7,SCA10, SCA12 Analysis
MGM111 Dravet syndrome (SCN1A) deletion / duplication analysis MLPA
MGM163 Tay-Sachs disease (HEXA) deletion / duplication analysis MLPA
MGM1056 NeuroMit (Whole mitochondrial genome sequencing & Neurology gene panel) Combo Test
MGM125 Dystonia gene panel NGS
MGM124 Ataxia-telangiectasia (ATM) gene analysis NGS
kMGMlSS NOTCH3 (CADASIL) gene analysis NGS /
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