Developmental Delay (DD) or
ARJJPConsult Mental Retardation (MR) Testing

Click here for topics associated with this algorithm

RISK FACTORS

o Family history of genetic disorders/MR
« Neurocognitive dysfunction
* Cerebral palsy and static encephalopathy
o Hypotonia
o Seizure disorder
« Birth defects — (eg, cardiac defect, cleft palate, club feet)
« Growth abnormalities
. Nonfami!ial dysmorphic featqres . IF male with neurocognitive
o Family history of recurrent miscarriages dysfunction
ORDER
Y Fragile X (FMR1) Screen with
) Reflex to Fragile X (FMR1)
[ Evaluation for DD/MR Diagnostic
Identify family history of risk factors
Family history of metabolic
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¢ Focal findings

o Cerebral palsy A

¢ Hypotonia @@

e Seizures
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(" AVAILABLE TESTING N
e Chromosome Analysis, Peripheral Blood

e Chromosome FISH, Metaphase
- e Genomic Microarray, UARRAY Chip
May want to consider e Fragile X (FMR1) Screen with Reflex to Fragile X (FMR1)
¢ Cytogenetic and/or Diagnostic
Order molecular testing >« Fragile X (FMR1) Diagnostic
MRICT ™ based on.cllnlcal e Fragile X (FMR1) Diagnostic, Fetal
preser_]tatlon o Rett syndrome (usually female)
. GEHEUCS_ ¢ Rett Syndrome (MECP2), Full Gene Analysis
consultation ¢ Rett Syndrome (MECP2), Full Gene Sequencing

¢ Rett Syndrome (MECP2), Deletion and Duplication
Prader-Willi syndrome
Angelman syndrome
e aCGH Y

abnormal

Genetics consultation
Treat symptomatically
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