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These recommendations are based primarily on the medical
literature and therefore can be incomplete. It should be
noted that there is a great deal of variation among
individuals with Trisomy 18p. Not all complications or
concerns will be listed in this document. However, the
recommendations contained here should be used as a
baseline for monitoring and the health of individuals with 3.
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There are 27 cases reported in the literature. These cases did not have additional chromosomal copy
number changes and were not mosaic. This included:

¢ 14 males and 13 females

¢ 11 were identified incidentally; not related to the person’s own developmental delay or intellectual

disability.

* Not every aspect was described for every patient especially for the incidentally identified cases. Therefore the

denominator may be different for different phenotypes

Potential conditions in a neonate:
* Birth weight mean 20t percentile
* Birth length mean 25t percentile
* OFC mean 50t percentile
* Neonatal complications
* None occurred in more than single cases
* Congenital malformations
* Cryptorchidismin 21% of males

Immediate Referrals to:

* Appropriate subspecialist as indicated by initial
evaluations

* Genetics follow-up if not previous to diagnosis

* Early intervention/developmental services

* The Chromosome 18 Registry & Research Society

* The Chromosome 18 Clinical Research Center

Closely monitor and manage:
*  Psychomotor development

* 1 normal, 4 slight delay, 4 delayed
* Intellectual Development

* 7 normal, 10 mild ID or LD, 5 moderate ID
* Neurology

* Seizures, childhood onset—11%

* Facial nerve palsy, congenital — 7%
Hearing

* Hearingloss- 11%
Adult Outcomes

* 5 of 5 adult females had children

* No males had children

* 2 males had oligospermia
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Immediate Referrals to:
* Genetics
» Referral to genetics is appropriate to review the condition, its management, and
implications for other family members
* A minority of parents of children with Trisomy 18p have a chromosome abnormality
* There have been case reports of parents with mosaicism or with some type of
chromosome rearrangement

* Early intervention/developmental services
* All children with chromosome 18 abnormalities have a risk for developmental delay and
intellectual disabilities. Prompt referral to a program the includes physical, occupational
and speech therapy is important in order maximize their development

* Referral to Chromosome 18 Registry & Research Society

* The Chromosome 18 Registry is a parent support organization that provides family
members with the opportunity to meet and learn from those who have gone before
them. These are complex conditions to manage even in the least affected children,
making the establishment of a network of support a crucial component for maximizing
the affected child’s potential. The Registry has annual national and international
conferences, regional get-togethers and social media outlets, all with programs for
parents, siblings and affected adults. The Registry works closely with and financially
supports the Chromosome 18 Clinical Research Center. (www.chromosome18.org)

* Referral to the Chromosome 18 Clinical Research Center
* The goal of the Chromosome 18 Clinical Research Center is to make the chromosome 18

abnormalities the first treatable chromosome abnormalities. Anyone with any
chromosome 18 abnormality is eligible to enroll and encouraged to enroll. Once enrolled,
participants have the opportunity to be involved in longitudinal studies of
developmental progress, and when available, other studies that could include surveys or
treatment trials. Families enrolled in the Research Center will also be the first to know
new information about the conditions when it becomes available. Enrollment is a key
part of proactive clinical management
(www.pediatrics.uthscsa.edu/centers/chromosome18)
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