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1. Stretch reflex
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1. Central Nervous system

2. Peripheral Nervous System
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Hypotonic infant

v

History, exam, family

history, coNsanguinity, e Fetal factors =m—3p Sepsis, CHF, hypothyroidism
maternal history

v

Yes CNS dysfunction? abnormal HC, encephalopathy, No

Hypotonia due to CNS disease (— hyperreflexia, pathologic reflexes, hemibody weakness, —} Hypotonia due to PNS disease
¢ developmental regression, seizures, reduced alertness *

CTMRI brain, serial neuro exams, EEG, serum/CSF, CK, EMG

amino acids, urine organic acids, acylcamitine
profile, ammonia, lactate/pyruvate, CK, VLCFA

|
I A } N |

CTMRI abnormal +/— abnormal MRI Normal MRVEEG Normal MRI/EEG CKnormal or mildly T CK normal EMG myopathic CK normal
EEG abnormal Abnormal Normal metabolic screen  Sensory and/or motor  EMG pure motor disease  EMG sensory and No pain with 3 Hz RNS decrementing
Normal metabolic screen metabolic screen + syndromic features spinal level Motor delay motor abnormal weakness Fluctuating weakness

Multi-organ Sensation abnormal
dysfunction ¢ ¢ *
EEG abnormal ¢

Brain malformation Developmental Exome/genome Spinal cord? Motor neuron disease Muscle NMJ disorder

HIE regression sequencing MRI entire spine Neuropathy disease

Stroke Copy number analysis

Intracranial hemorrhage * I

Birth complication ¢

Intrauterine infection Inborn errors of hS/I'\ch/:ius * * * *

CMT

metabolism: " Spinal trauma :
Geneti d N Fazio-Londe
Urea cycle defects (T:ZZ’LCYS%T E)Oir(;‘::rge Myelodysplasia BVVL GAN . Mother with ~ Autonomic Previously History of
Organic acidutias  praiii i’ ier) Hypoxia/ ischemia Other genetic myasthenia abnormalities:  healthy feeding/respiratory
Aminoacidopathies ’ AVM neuropathies Dilated pupils ~ Seropositive  problems
Fatty acid oxidation Tumor Constipation Seronegative
Storage disorders
Mitochondrial disease
Neurodegenerative disease TNM .
Leukodystrophies : Autolmmu_ne
Progressive Botulism myasthenia CcMS
encephalopathies * *
cK? CKnormal
Muscular dystrophy Myopathy

A e

Mother w/distal CK > 10,000 Abnormal brain MRl Cardiomegaly

weakness, grip, myotonia Global delay CNS signs ¢ ¢ i *

Pompe Congenital Mitochondrial Metabolic
Congenital DMD CMD myopathy myopathy
myotonic

AVM, arteriovenous malformation; BVVL, Brown- SO e g gl &y ool T I VO N S5
Vialetto-Van Laere syndrome; CHF, congestive heart failure; CK, creatine kinase; CMD, congenital muscular
dystrophy; CMS, congenital myasthenic syndrome; CMT, Charcot-Marie-Tooth disease; CNS, central nervous
system; CSF, cerebrospinal fluid; DMD, Duchenne muscular dystrophy; EMG, electromyography with nerve
conduction; GAN, giant axonal neuropathy; HC, head circumference; HIE, hypoxic-ischemic encephalopathy;
NMJ, neuromuscular junction; PNS, peripheral nervous system; RNS, repetitive nerve stimulation; SMA, spi-
nal muscular atrophy; TNM, transient neonatal myasthenia; VLCFA, very long-chain fatty acids.
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1. Fencer’s Posture





