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Sample Information
Patient Name National ID (for insurance) NIFTY Barcode Date of Birth

    Clinic Name Patient ID (in clinic/hospital) Gestational age EDC

    Referring Clinician Collection date Sample type Received date

 Test Result

 

Fetal Sex: Fetal cfDNA(%): QC

Condition

 

Result Probability Interpretation

Trisomy 21

 
Trisomy 18

Trisomy 13

 Condition

 

Result Interpretation

Trisomy 9

 
Trisomy 16

Trisomy 22

XO

 
XXY

 
XXX

   
XYY

  
Other findings include microdeletion/duplication syndrome and incidental finding

Microdeletion/duplication syndrome:

Aneuploidy of other chromosomes: 

Chromosomal deletions/duplications: 
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Test Description

The NIFTY test works by isolating the cfDNA (including both maternal and fetal DNA) from a maternal blood sample and performing low coverage whole genome sequencing using 
Next Generation Sequencing technology. The unique reads of each chromosome are calculated and compared to an optimal reference control sample. Data is analyzed using BGI's 
proprietary bioinformatics algorithms and a risk score and/or assessment is produced for the conditions tested for. For gender identification, it works by isolating cell free DNA 
(including both maternal and fetal DNA) from a maternal blood sample, followed with molecular genetic testing. Results should always be reviewed with a qualified healthcare 
professional. It is advised that high-risk results are followed by confirmatory diagnostic testing.

Disclaimers

The NIFTY test is NOT a diagnostic test; the results are for informational use and therefore a false positive and false negative result cannot be excluded. Testing for other 
chromosomal aneuploidies (except T21, T18, T13) and chromosomal microdeletion/duplications is only available for singleton pregnancy. 84 types of del/dup syndromes are detected 
in this test; the accuracy of del/dup syndrome that the abnormal size of which is over than 10M is validated; simulation experiment shows a detection rate can be over 95% in del/dup 
syndromes with abnormal size over 5M and around 90% when the abnormal size is smaller than 5M; some of the diseases on the list of microdeletion/duplication syndrome can 
also be caused by other genetic reasons, NIFTY only detects and analyzes the specific fragment according to authorized database. Fetal sex provided in this report cannot be used 
to diagnose the sex-linked diseases. Potential sources of an inaccurate test result may include but are not limited to: maternal, fetal and/or placental mosaicism, low fetal fraction, 
blood transfusion, transplant surgery, stem cell therapy, heparin therapy and the abnormal karyotype of biological parents or surrogate. Test result is specific to the tested sample 
and should always be interpreted by a qualified professional in the context of clinical and familial data.
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Clinical Data

Sensitivity Specificity PPV NPV

Trisomy 21 99.17% 99.95% 97.58% 99.99%

Trisomy 18 98.24% 99.95% 97.67% 100%

Trisomy 13 100% 99.96% 83.33% 100%

Fetal Sex 99.53% 99.20% NA NA

Detection Rate PPV NPV

XYY 100% 50.00% 100%

XXY 100% 42.86% 100%

XXX 100% 70.00% 100%

XO 100% 40.00% 100%

Microdel/dup 100% NA NA

BGI was one of the original partners on the International Human Genome Project, completed in 2003. Today, BGI has developed in to the world’s largest genomics centre. Empowered by cutting edge technology, BGI 
presents the most advanced genetic analytic methods for clinical reference, enabling doctors to provide more accurate health information to their patients.
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