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These tests may be suitable for patients who have had evaluations using single-gene or panel-
based genetic tests without identifying an etiology or obtaining a diagnosis. 

Physicians may prefer to order clinical exome sequencing early in the patient's evaluation to 
expedite a possible diagnosis, without going through time-consuming biochemical, single-gene or 
pane-based genetic testing.

Proband vs. Trio sequencing in pediatric cases³– In pediatric cases, it has been shown that 
sequencing both parents in addition to sequencing the child (a trio) increases the yield of a 
diagnosis, particularly for cases where there were no prior family histories. One reason for the higher 
diagnostic rate is because of the successful identification of de novo and compound heterozygous 
mutations via trio sequencing. Rainbow Genomics recommends trio sequencing whenever possible.

ACMG (American College of Medical Genetics and Genomics) Incidental Findings6-8 - Whole exome 

sequencing may identify genetic variants that are unrelated to the clinical condition tested 
(incidental findings). These "secondary" findings may be beneficial in managing additional health 
conditions not anticipated by the patients or their physicians.  ACMG issued guidelines on reporting 
genetic variations on 59 genes that were determined to be "medically actionable" on disease 
conditions that may be manageable or even preventable. These conditions include inherited colon 
and breast cancers, inherit-ed cardiac diseases, familial hypercholesterolemia, and malignant 
hyperthermia susceptibility, etc.

Rainbow Genomics provides adult patients the option to obtain, or "opt out" of receiving these 
findings.  Because reporting adult-onset disorders for pediatric patients is generally not 
recommended, based on the joint Policy Statement from the American Academy of Pediatrics and 
ACMG, Rainbow Genomics does not provide ACMG incidental findings to pediatric patients who are 
younger than 18 years old.

Over 5,000 human diseases can be classified as monogenic and Mendelian disorders, and these 
conditions affect millions of people worldwide.  Mendelian disorders also significantly contribute to 
morbidity and mortality of hospital-based pediatric cases.  In fact, childhood Mendelian disorders 
account for approximately half of blindness, deafness, severe mental retardation cases, and 40-50% of 

childhood deaths.  

Clinical tests based on whole exome sequencing have been demonstrated to be effective in identifying 
genetic causes of monogenic and Mendelian diseases1-5. This complex diagnostic process allows the 
examination of approximately 22,000 genes in the human exome, to improve the yield of diagnosis.  

The Rainbow Pediatric Care™ and Rainbow MMC™ tests are designed for pediatric and adult patients, 
respectively. These are whole exome sequencing tests, targeting a patient with clinical findings that 

suggest an underlying genetic etiology. 

Considerations for Testing



Test Description
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Whole Exome Sequencing.  Clinical exome sequencing at mean 100X-150X coverage is performed at 
CAP- (College of American Pathologists) accredited or CLIA- (Clinical Laboratory Improvement 
Amendments) certified laboratories. Clinical interpretation is performed by the University of California, 
Los Angeles (UCLA) Clinical Genomics Center under ACMG guidelines. Some of the test results with 
unusual Asian genetic variations may also be analyzed by genome medicine specialists at the Juntendo 
University in Japan. 

Physician Report & Consultation
UCLA will issue physician reports and the optional ACMG incidental findings.  The reports will be 
signed-off by a UCLA board-certified medical director. Optional report on ACMG Incidental Findings 
will be issued for adult patients only. 



4.

Contact Us

Rainbow Genomics tests are available at our local partners’ clinical labs.  Please contact us for more 
information and a list of local clinics.

How to Order our Tests
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Trademarks: Rainbow Cardio, Rainbow Cancer Care, Rainbow Pediatric and Care, Rainbow MMC are trademarks of 
Rainbow Genomics, Ltd.  

Company: Rainbow Genomics is a registered corporation in Hong Kong with operations in Hong Kong and San 
Francisco, USA.
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