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Microarray (captures common trisomies and microcell/dups) with a diagnostic
yield of 11.1-12.5%.
Whole Exome Sequencing (captures single gene conditions) with a diagnostic
yield of 30% for isolated ACC and 49% for non-isolated cases. 
NIPT is of limited utility as it will not often include single gene conditions
associated with ACC

Delayed cognitive processing
Reduced interhemispheric transfer of sensory motor information 
Decreased complex information analysis and unacquainted task performance,
with increased vulnerability to more demanding cognitive tasks.

83/128 children with normal outcomes
45/128 children with a degree of neurodevelopmental complications

vision problems (up to 33%of cases)
delayed speech development (up to 29%)
seizures (up to 25%)
feeding problems (up to 20%)
impaired hand‐eye coordination
sociobehavioral disorders such as attention‐deficit‐hyperactivity disorder
(ADHD).

Genetic Testing: 

Core Neuropsychological Syndrome:

Prenatally detected and postnatally confirmed isolated ACC: 
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The little lit review
Agenesis of the corpus callosum: What to tell expecting parents?
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Pascale Tsai, Shiri Shinar
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Expanded carrier screening on sperm donors
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For screening oocyte donors include the conditions: cystic fibrosis, spinal muscular atrophy,
hemoglobinopathies, and Fragile X . 
Expanded carrier screening can be considered. 
Given the probability of screening positive for expanded carrier screening, donors do not need to be
excluded based on this status only. However if there are possible health complications related to the carrier
status, then they may be ineligible on a case-by-case basis. 

Retrospective analysis of a single sperm bank practices from 7/2017-12/2021 in which 261-283 conditions
were screened for each donor
19/966 donors were identified to have a carrier status that could confer health risks
Only the two donors with LDLR variants exhibits symptoms related to the conditions - the conditions have
older age onset, variability expressivity, and reduced penetrance. 

Current Overview of Screening donors per ACMG’s 2021 guidelines:

Study: 

Lauren Isley, MS, CGC, Pamela Callum, MS, CGC, Jennifer Luque, MS, CGC, Jessica
Park, MS, CGC, Kara Baldwin, MS, CGC

https://pdf.sciencedirectassets.com/777354/AIP/1-s2.0-S2666334123001071/main.pdf?X-Amz-Security-Token=IQoJb3JpZ2luX2VjEKf%252F%252F%252F%252F%252F%252F%252F%252F%252F%252FwEaCXVzLWVhc3QtMSJGMEQCIFZxYsq1FvrCyT6lBrm6eBjmD%252Bk4LANGeRzTE%252FSLXdN1AiAOJ0iEeMQA3mydIAKjqowvC%252FfijNwhuxK2Y4%252BwrGSaIiq8BQjw%252F%252F%252F%252F%252F%252F%252F%252F%252F%252F8BEAUaDDA1OTAwMzU0Njg2NSIMF73k%252BKIEnREfhr5uKpAFu5j8A88DYYVxv1i%252BGua%252BZzUiMs%252BpseRoXoljJDyB5Vbpa9tpwfCOLnSf%252BezacF8u8%252FGds7e6QDa4lRlmunfbo55MEu9rCuTHCp8p4IKw1HjCdfDXRj4PU%252FmhW2o1zUEc3lyvk5oDAhbk6aRSnEtpl%252BTMA8Pf%252F%252BA9E65Z8Z529qnJwckMPpvcnaDIJR2hfGwIcMtvnlEzq3%252BB6tkUDsdeT9j5lLGaqkfVPxaJZ0YXBcGSOQUXEnpnCFPzfKUIgSNGobAwRXOYSptAsLXWGmX6ohEFhLr1kL%252BufhZ9UaASwy5U91Av0XjSiDp1N%252FNnOUT6EwPFoYPoSeI6ugcmcItla%252FLcnnAiblOnzzsS72hv35M7am%252Bj4OMwnzz0lin5TSyI4Pmljb5NsaA8zWzO5C0mLKDpskLs3eR7k0pZY8a5u6muJSExP6xM84LUpa59%252Bwcfx59mUwF%252BLw3TBIeKtkqlRnTFPt9FqYSccHo06uzbZNP71iONYtYvq%252FTLh0MRv18pPjMIVbVL1iJy7%252F5q132T01J7V%252FVgfYylDqzsqyo7je%252Be4zO47oYzQvpNmSwXeVEwmRwbzK2dbzTVf0Fl%252FfZEhvKRU3JM5HJGoNeVUPE%252Fz%252FMx3rhEPkr%252BanhV%252BWqRbAptuV9iVPfbXJEod4GUdKBnlueES6BIOLhsYhZOLeyM5GMIhjWJHkXgHV1QyCvdR77mTwooJFUTXOTWMjiX1bzuFZOgdDbS5Ma%252Bztv%252F2LBwGr7EJKbzCyjjiVU36MysvWLizLGgZcrLvWAH3ecjwmsZ5klcRZOk4h%252BAtToFLs7IoHsotHrhUeVpbS%252BZWJquKQ1hY9g4SJZyksQ1PLv5w7WLK2j9txH4VRSvD4bUtG8wkaUw0OntqgY6sgEENVxTLI1VtC2jkLdtZGsLB5%252FhZ3Ds36RKBuBTcwqHfWCL9gJXA4YpHIIdmKCA2qdBLcSPAzPOJOipxPpVv%252B4tWRo0b6NuNeA8LkmTcumwUjZsCdr4x529TdkansyPbN1DiR8Ds0VH6B0RkAZZZ9iYCixAvSe%252BrZAJADYFF%252FzaDykGrYaV3yM%252FrAdYQLO9fzOm90LGl2Dd%252FdoPY%252Fs21vJW8gWoGV%252FWggDvdDmB5%252B7nVm49&X-Amz-Algorithm=AWS4-HMAC-SHA256&X-Amz-Date=20231120T154242Z&X-Amz-SignedHeaders=host&X-Amz-Expires=300&X-Amz-Credential=ASIAQ3PHCVTYXJVLOW7S%252F20231120%252Fus-east-1%252Fs3%252Faws4_request&X-Amz-Signature=8973f60d0084bb0a0dadf29fe1dd417e2ca1e4e3ea5f76a71e0f9a03cd83ce7d&hash=9798b1f65ec2e4f6b17b851d7bc9684339e94ff73ec7d36b228e971f1d02e4af&host=68042c943591013ac2b2430a89b270f6af2c76d8dfd086a07176afe7c76c2c61&pii=S2666334123001071&tid=spdf-47ec1e80-0736-4239-bd6e-3cae0812295b&sid=d9b6a1b786bb074744687fd4ad3c8bfa140egxrqa&type=client&tsoh=d3d3LnNjaWVuY2VkaXJlY3QuY29t&ua=0f1559545d50010b0705&rr=8291cdea9bbd3ad8&cc=us
https://pubmed.ncbi.nlm.nih.gov/?term=Rice+SM&cauthor_id=37392371
https://pubmed.ncbi.nlm.nih.gov/?term=Rice+SM&cauthor_id=37392371
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Unique provides numerous support resources for families. They're
golden resource for providers to use are the fact sheets on

numerous chromosomal conditions.  

Modern Reproduction offers
brochures and factsheets to

download without lab branding.
Check them out here. If there’s a

brochure/factsheet you’d like
created, let me know at

genetics@modernreproduction.org  
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