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TABLE V. Clinical Recommendations for 11q Terminal Deletion

Genetic

Karyotype analysis of parents

Cardiac

Baseline evaluation by a pediatric cardiologist, including an echocardiogram, and then as needed (e.g., new murmur)

Bleeding

Monthly CBC, first 3 months, then once/year

Platelet function studies, once platelet count normalizes

Platelet transfusion and/or ddAVP for bleeding/high risk procedures

Avoidance of medications that interfere with platelet function

? oral contraceptive therapy for heavy menses

Neurocognitive/behavioral

Baseline evaluation by a neuropsychologist/behavioral specialist, and then yearly, or more often (as needed, e.g., prior to school entry)

Behavioral pediatrician/pediatric psychologist, as needed (e.g., for ADHD)

Baseline brain imaging, and as needed

Ophthalmologic

Baseline (age 6 weeks), age 3 months, 6 months, then every 6 months until age 3 years, and then yearly thereafter

Endocrine

Baseline growth hormone (IGF-1) and hypothalamic/pituitary, and as needed based on clinical course (e.g., short stature).

Risks/benefits of human growth hormone replacement therapy unknown.

Gastrointestinal

Upper GI series/abdominal ultrasound to rule out pyloric stenosis (if clinically indicated)

Rectal mannometry and/or Rectal biopsy for chronic constipation

Swallowing studies, if clinically indicated, for failure to thrive

Genitourinary

Baseline renal ultrasound

Referral to a pediatric urologist for undescended testes or any other anomalies

Otolaryngology (ear, nose, and throat)

Imaging study for bifid uvula to rule out midline defects

ENT referral for chronic/recurrent ear infections, sinusitis

Age-appropriate formal hearing testing, beginning in infancy

Allergy/immune

No contraindications for routine immunizations

Treat eczema symptomatically; dermatology referral for refractory cases

Neurologic

Baseline brain imaging

Vision/hearing testing (see above)

Referral to a pediatric neurologist for seizures

Neurosurgical

Early referral to a pediatric neurosurgeon for craniosynostosis, as indicated

Orthopedic

Baseline physical/occupational therapy evaluation

Referral to a pediatric orthopedic surgeon as needed

Metabolic

Metabolic evaluation only as indicated on an individual basis

Health maintenance

No contraindications to normal immunization schedule
