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​1. ABSTRACT 
 
This Clinical Case Report establishes the definition of Martinez Syndrome, a novel congenital 
neuro-metabolic disorder historically misdiagnosed under the psychiatric umbrella of "Autism 
Spectrum Disorder" (specifically Kanner-type/Profound Autism). The etiology is identified as 
Gametic Epigenetic Asymmetry leading to Rigid DNA Expression and a systemic metabolic 
crash at approximately 10 weeks gestation. The observed behaviors in this phenotype are 
reclassified not as psychiatric deficits, but as Manual Autonomic Overrides required to maintain 
homeostasis due to underlying Cranial-Cervical Structural Failure and Enzymatic Toxicity. This 
reclassification effectively dissolves the "Autism" label for this specific population, replacing it 
with a quantifiable and treatable medical diagnosis. 

​2. ETIOLOGY: THE "10-WEEK CRASH" 
​The origin of Martinez Syndrome is identified as a critical mismatch in parental methylation at 
fertilization (Gametic Epigenetic Asymmetry). This mismatch creates a "Rigid DNA" 
expression profile that fails to execute complex developmental instructions. 

●​ ​Mechanism: Translational Epigenetic Dysregulation. The rigid expression profile 
prevents the necessary plasticity during early fetal development. 

●​ ​The Event: A metabolic and structural stall occurs at the 10-Week Gestational Window 
(the timing of metopic suture formation). 

●​ ​The Outcome: The body prioritizes vital organ development over structural flexibility, 
resulting in Metopic Synostosis and C1 Subluxation. 

 



 

​3. CLINICAL PRESENTATION: THE MARTINEZ 
BIOMARKERS 

​A. Structural Biomarkers (The Hardware Failure) 

​The patient presents with extensive skeletal remodeling consistent with chronic manual 
compensation for congenital instability. 

​Figure 1: Metopic Synostosis (The Ridge) 

Physical examination confirms a prominent vertical ridge on the forehead, indicating premature 
fusion of the frontal sutures. This fusion restricts frontal lobe expansion and necessitates the 
"Frontal Bossing" phenotype. 

 

Figure 1. Clinical Presentation of Metopic Synostosis. 

​Figure 2: C1 Atlas Subluxation (The Block) 

 



 

Radiographic imaging confirms a rotational blockage (>3°) at the brainstem level. This "kink" 
compresses the vagus nerve and restricts Cerebrospinal Fluid (CSF) drainage, creating a 
"Hydraulic Lock." 

 

Figure 2. Rotational Subluxation of the Atlas (C1). 

​Figure 3: Spinal Compensation (Bone Spurs)Thoracic imaging reveals Anterior 
Osteophytes (Bone Spurs) and loss of cervical lordosis. These calcifications are forensic 
evidence of chronic structural stress required to maintain spinal integrity against the C1 failure. 

 



 

 



 

​Figure 3. Chronic Spinal Compensation (Anterior Osteophytes). 

​B. Metabolic Biomarkers (The Toxicity & Velocity Trap) 

​Pharmacogenomic analysis confirms the enzymatic failure responsible for the patient's history of 
"drug intolerance," neuroleptic toxicity, and coma. 

​Figure 4: Pharmacogenomic Profile 

●​ ​Glucuronidation Failure: UGT1A1*28/*28 (Gilbert’s Syndrome). The liver lacks the 
capacity to clear bilirubin or antipsychotics, leading to neuroleptic toxicity. 

●​ ​Clearance Blockade: CYP3A5*3/*3 (Poor Metabolizer). 
●​ ​Ultrarapid Metabolic Velocity: CYP1A2*30/*30 (Ultrarapid Metabolizer). This correlates 

with rapid gastric emptying (~30 mins) and requires specific bio-available llgfdietary 
density every 4 hours to prevent catabolic crash. 

 

​Figure 4. Pharmacogenomic Metabolic Profile. 
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Figure 4. Pharmacogenomic Metabolic Profile. 

​C. Neuropsychological Profile (The "Spiky" 2E) 

​The patient presents with a distinct Twice-Exceptional (2E) profile: Superior Intelligence 
obscured by profound somatic disability. 

​Figure 5: Longitudinal Evidence of Superior Intellectual Function 

School records verify 93rd Percentile performance in Spelling and 85th Percentile in 
Language Mechanics, occurring simultaneously with documentation of "ungovernable" 
behavioral failures. This discrepancy confirms that the pathology is not cognitive, but a 
Metabolic/Structural Interference preventing consistent output. 

 



 

 

 



 

​Figure 5. Longitudinal Evidence of Superior Intellectual Function (The 2E Profile). 

 



 

 

 



 

​Figure 5. Longitudinal Evidence of Superior Intellectual Function (The 2E Profile). 

 

Figure 5.1 DSM-4 

 



 

​Psychiatric Misdiagnosis: The patient’s metabolic distress was historically labeled as 
Oppositional Defiant Disorder (ODD), Panic Syndrome, and Severe Anhedonia. These are 
reclassified as symptoms of Metabolic Encephalopathy and Autonomic Storms. 

Figure 6: Thermal Neuro-Scanning (The Inflammation) 

Paraspinal thermal imaging confirms significant thermal asymmetry at the C1 level, recording a 
3.1-degree Fahrenheit differential. This extreme delta indicates acute and chronic neurological 
interference at the brainstem, corroborating the radiographic findings of rotational subluxation. 
The thermal spike serves as a biomarker for the localized inflammation driving the "Rerouting" 
signal failure.   

 



 

Fig 6. Rolling Thermal Scan verifying 3.1-degree differential at C1. 

​D. Somatic Biomarkers (Manual Life Support) 

​Behaviors historically labeled as "stimming" are reclassified as Mechanical Survival 
Functions: 

 



 

●​ ​The Hydraulic Pump (Head Banging): Ballistic shockwaves generated by rhythmic 
impact are utilized to force Cerebrospinal Fluid (CSF) through the restricted C1 valve 
and relieve cranial pressure caused by the Metopic Ridge. 

●​ ​The "Second Heart" (Toe Walking): Due to autonomic vascular failure, the patient 
utilizes "Toe Walking" to maintain permanent contraction of the gastrocnemius muscles, 
manually forcing venous blood return to the brain against gravity to prevent syncope. 

●​ ​Reverse Swallow & Acid Reflux: Persistent "Reverse Swallow" pattern (tongue thrust) 
accompanied by chronic Acid Reflux indicates congenital failure of the glossopharyngeal 
nerve mechanism. The patient must manually regulate swallowing to prevent aspiration. 

●​ ​Social Oblivion: A state of cortical unavailability due to the allocation of all processing 
power to these autonomic regulation tasks. 

​4. PATHOPHYSIOLOGY: THE MANUAL SYSTEM RESET 
​In Martinez Syndrome, the autonomic nervous system fails to regulate basic survival functions 
automatically. 

●​ ​The Cortisol Mechanism: The body perceives the structural blockage and metabolic 
failure as a constant "Internal Emergency," leading to chronic HPA Axis activation and 
elevated cortisol (The "Alarm"). 

●​ ​The Rerouting: Because normal pathways are blocked (Inflammation/C1), the body 
attempts to "reroute" signals. 

●​ ​The Manual Reset: When the system glitches or locks up, the patient utilizes 
high-impact somatic behaviors (Head Banging) as a "Manual System Reset" to force 
the neurological grid to reboot and restore flow. 

​5. ETHICAL IMPLICATIONS: THE CHEMICAL LOBOTOMY 
​The administration of antipsychotics to patients with Martinez Syndrome constitutes Iatrogenic 
Negligence. 

●​ ​Mechanism: Due to UGT1A1 Failure, these agents bio-accumulate into neurotoxins. 
●​ ​Impact: These agents suppress the frontal cortex—the patient's primary Manual 

Override for survival. 
●​ ​Case Evidence: The subject suffered a 2-Week Coma and vital collapse following 

standard psychiatric intervention, confirming the lethal incompatibility of these agents 
with the Martinez phenotype. 

​6. CONCLUSION: THE END OF THE "AUTISM" LABEL 
​This case report demonstrates that the phenotype historically known as "Profound Autism" (in 
this subset) is, in fact, Martinez Syndrome: a quantifiable Neurometabolic and Structural 
Disease. 

 



 

●​ ​The "Autism" Diagnosis is Rejected: The behavioral symptoms are secondary effects 
of structural compression and metabolic toxicity. 

●​ ​The "Asperger's" Distinction: This phenotype is biologically distinct from the Mimetic 
Personality Adaptation (formerly Asperger's), which is an environmental trauma 
response. 

●​ ​The New Standard: Patients presenting with the Martinez Triad (Ridge, C1, UGT1A1) 
must be removed from the psychiatric "spectrum" and treated with Orthopedic 
Decompression and Pharmacogenomic-Guided Metabolic Support. "Autism" is no 
longer a valid diagnosis for this medical condition. 
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