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REVERSE PHENOTYPING AFTER NGS PANEL OF X-LINKED INTELLECTUAL DISABILITY
UNRAVELS CREATINE TRANSPORTER (SLC6AS8) DEFICIENCY
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REVERSE PHENOTYPING
Biochemical Test MRI with Spectroscopy

/- Creatine-Creatinine ratio 2.17\
(RV 0,04-1.07);
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micromol/mmol creat (RV 18-
130)
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\ (RV 146-8560) /

Absence of
creatine peak

Le]

TREATMENT FOLLOW-UP
Efficacy
Creatine-monohydrate 240mg/kg/day Risperidone 2mg/day Outcome How often
L-Arginine 366mg/kg/day I#]:I Valproic acid11 mg/kg/day Outcomes directly related to brain creatine conterit
- Fnmary gutcom:e
GIYCIne 1 Somg/kg/day Brain creanme comtent Every 6-1.2 ma
SECOMIATY GUTCOMEes

Epilepsy Every 6 mo

Libobal development/intedligence Every 12 mad
KEY TAKEAWAYS Adaptive function Every & mo
Hecephive & expressive language Every G ma
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v" Reverse phenotyping bridges genetics and clinic validation Visual motor skills Every 6 mo

Based on Treatment of X-linked creatine transporter (SLC6A8) deficiency:

v' Early detection of CTD enables targeted therapeutic interventions systematic review of the literature and three new cases
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