
Highly likely that the result is 
correct but doesn’t exclude the 
condition. Interpret in the clinical 
context.

It is likely but not definite 
that the result is correct. 
Confirmation is advised.

It is likely but not definite 
that the result is correct. 
Confirmation is advised.

It is likely but not definite 
that the result is correct. 
Confirmation by amniocentesis 
or CVS with FISH (fluorescent 
in-situ hybridisation) or 
microarray analysis should be 
considered.
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 Dr. M SAAD
 LABORATORY 3427-3420, 1868 DANDENONG RD  CLAYTON  VIC - 3168  PH: 03 9538 6777 

PATIENT:

52 QUEENS ST

SEX: FEMALE
REF:

DOB: 06/01/1976
UR#:

PH:
SOUTHPORT QLD 4215

MS RASHID QLD TEST
REQUEST DETAILS:

LAB REF: 18-9902261-HPT-0
REFERRED: 01/02/18
COLLECTED: 26/02/18 10:00
REPORTED: 11/10/18 12:57

TESTED: 26/02/18
BATCH: 0 0

 TESTING SYSTEMS DEPARTMENT
1868 DANDENONG ROAD
1868 DANDENONG ROAD
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SURGERY USE: NORMAL NO ACTION CONTACT PATIENT SEE PATIENT FURTHER TESTS

Gestational Age 12  weeks 3 days

Number of Fetuses 1

Test Results                                                                                     Fetal cfDNA Percentage : 13.6 %
CHROMOSOME RESULT PROBABILITY RECOMMENDATION

Trisomy 21 (T21) Low Probability Less than 1/10,000 (0.01%) Review results with patient

Trisomy 18 (T18) Low Probability Less than 1/10,000 (0.01%) Review results with patient

Trisomy 13 (T13) Low Probability Less than 1/10,000 (0.01%) Review results with patient

Fetal Sex # Female > 99% accuracy for male or female sex (95% CI: 99.2-100%)

Sex Chromosome Aneuploidy (SCA)Panel ## Low Probability

22q11.2 ### No Evidence of a Deletion Observed

TEST DESCRIPTION
NIPT is a screening test with high detection rate and accuracy. Negative result does not ensure unaffected pregnancy (false negative <0.5%). Clinical correlation and follow up are suggested. 

The Harmony Prenatal Test measures the relative proportion of chromosomes to aid in the probability assessment of fetal trisomies 21, 18, and 13. Harmony performs a direct analysis of cell-free DNA (cfDNA) in 
maternal blood and incorporate the fetal fraction of cfDNA in test results. Test results also incorporate maternal age (or egg donor age) and gestational age related probability based on information provided 
on the test requisition form. Tests have been validated in singleton and twin pregnancies of at least 10 weeks gestational age. Tests are neither intended nor validated for diagnosis or for use in pregnancies 
with more than two fetuses, mosaicism, partial chromosome aneuploidy, translocations, or maternal aneuploidy. Harmony does not detect neural tube defects. Twin results reflect the probability that the 
pregnancy involves at least one affected fetus. Analysis of cfDNA does not always correlate with fetal genotype. Not all aneuploid fetuses will be classified as high probability and some euploid fetuses will have 
a high probability result. The Harmony Prenatal Test is not diagnostic and results should be considered with other clinical criteria and communicated in a setting that includes appropriate counselling. 
CLINICAL DATA

Trisomy Detection Rate False Positive Rate 

T21 >99pc (95pc CI: 97.9-99.8pc) <0.1pc (95pc CI: 0.02-0.08pc) 

T18 >97.4pc (95pc CI: 93.4-99.0pc) <0.1pc (95pc CI: 0.01-0.05pc) 

T13 >93.8pc (95pc CI: 79.9-98.3pc) <0.1pc (95pc CI: 0.01-0.06pc) 

Detection and false positive (discordant result) rates based on probability cut-off of 1/100 (1pc) and on singleton, non-egg donor pregnancy. Because these conditions are rare, limited numbers of aneuploidy 
twin egg donor pregnancies have been evaluated. The negative predictive value for Trisomy 21, 18, and 13 is greater than 99pc. Positive predictive value (PVV) varies by prevalence. The probability result reported 
is not equivalent to the PPV.

Fetal Sex: #
Fetal Sex test quantifies the Y chromosome. A "female" result indicates absence of Y chromosome and a "male" result indicates presence of Y chromosome. It does not 
exclude sex chromosome aneuploidy. For twin pregnancies, a male result indicates one or two male fetuses. 786/787 accuracy for male or female sex.
Sex Chromosome Aneuploidy (SCA) Panel: ##
SCA Panel measures proportions of the X and Y chromosomes. The probability of sex chromosome conditions (Monosomy X, XXY, XYY, XXX, XXYY) are reported at 
probabilities of 1% or greater. A XYY or XXYY result indicates two or more fetal Y chromosomes. SCA Panel has only been validated in singleton pregnancies. 
SCA Panel provides probability for non-mosaic fetal sex chromosome aneuploidies. Test performance varies by condition. Limited numbers of sex chromosome 
aneuploidy cases have been evaluated to date.
22q11.2:###
22q11.2 test uses targeted analysis of chromosome cfDNA fragments from within a 3Mb region of 22q11.21 to determine the probability of a deletion. "High probability of 
a deletion" indicates that the analysis detected a decrease of cfDNA fragments consistent with a deletion in 22q11.21 region, which may be fetal, maternal or both. "No 
evidence of a deletion observed" indicates the analysis does not find an increased probability for a deletion in the 22q11.21 region. Not all fetuses with 22q11.2 deletions 
will be classified as high probability. This test does not rule out the possibility of other clinically significant aneuploidy, single gene conditions, microdeletions or 
microduplications being present in the fetus. Women with a known 22q11.2 deletion are not eligible for this test. 22q11.2 test has only been validated in singleton 
pregnancies. Limited numbers of 22q11.2 cases have been evaluated to date.
Non-invasive prenatal testing (NIPT) based on cell-free DNA analysis is not diagnostic: results should be confirmed by diagnostic testing. Before making any treatment 
decisions, all women should discuss their results with their healthcare provider, who can recommend confirmatory, diagnostic testing where appropriate. The Harmony 
Prenatal Test was developed by Ariosa Diagnostics. The Harmony Prenatal Test is performed in Australia. This test is registered on the ARTG. 

REFERENCES: Sparks AB et al. Am J Obstet Gynecol 2012; 206:319.e1-9; Ashoor G et al. Am J Obstet Gynecol 2012; 206:322.e1-5; Norton ME et al. Am J Obstet 
Gynecol 2012; 207:137.e1-8; Nicolaides KH et al. Am J Obstet Gynecol 2012; 207:374.e1-6; Ashoor G et al. Ultrasound Obstet Gynecol 2013; 41:21-5; Verweij EJ et al. 
Prenat Diagn 2013; 33:996- 1001; Gil MM et al. Fetal Diagn Ther 2013; 35:204-11; Juneau K et al. Fetal Diagn Ther 2014; 36:282-6; Norton ME et al. N Engl J Med 
2015; 372:1589-97; Stokowski, et al. Prenat Diagn. 2015 Sep 1; Jones K et al Ultrasound Obstet Gynecol. 2017 Nov 21. 

HARMONY PRENATAL TEST and HARMONY are trademarks of Roche. All other trademarks  are the property of their respective owners. Copyright: 2018 Roche 
Diagnostics.

Validated by R. Ahmed (IT) for testing purpose only.

 Dr. M SAAD
 LABORATORY 3427-3420, 1868 DANDENONG RD  CLAYTON  VIC - 3168  PH: 03 9538 6777 

PATIENT:

52 QUEENS ST

SEX: FEMALE
REF:

DOB: 06/01/1976
UR#:

PH:
SOUTHPORT QLD 4215

MS RASHID QLD TEST
REQUEST DETAILS:

LAB REF: 18-9902261-HPT-0
REFERRED: 01/02/18
COLLECTED: 26/02/18 10:00
REPORTED: 11/10/18 13:05

TESTED: 26/02/18
BATCH: 0 0
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SURGERY USE: NORMAL NO ACTION CONTACT PATIENT SEE PATIENT FURTHER TESTS

Gestational Age 12  weeks 3 days

Number of Fetuses 1

Test Results                                                                                     Fetal cfDNA Percentage : 13.6 %
CHROMOSOME RESULT PROBABILITY RECOMMENDATION

Trisomy 21 (T21) Low Probability Less than 1/10,000 (0.01%) Review results with patient

Trisomy 18 (T18) High Probability 50/100 (50%) Genetic counselling and additional testing

Trisomy 13 (T13) Low Probability Less than 1/10,000 (0.01%) Review results with patient

Fetal Sex # Male > 99% accuracy for male or female sex (95% CI: 99.2-100%)

Sex Chromosome Aneuploidy (SCA)Panel ## High Probability
22q11.2 ### High Probability of a Deletion  Recommend genetic counselling

TEST DESCRIPTION
NIPT is a screening test with high detection rate and accuracy. False positive results (<0.1%) can occur in the presence of placental mosaicism, vanishing twin syndrome, or an unidentified maternal condition, 
such as mosaicism or malignancy. Clinical correlation and follow up are recommended. 

The Harmony Prenatal Test measures the relative proportion of chromosomes to aid in the probability assessment of fetal trisomies 21, 18, and 13. Harmony performs a direct analysis of cell-free DNA (cfDNA) in 
maternal blood and incorporate the fetal fraction of cfDNA in test results. Test results also incorporate maternal age (or egg donor age) and gestational age related probability based on information provided 
on the test requisition form. Tests have been validated in singleton and twin pregnancies of at least 10 weeks gestational age. Tests are neither intended nor validated for diagnosis or for use in pregnancies 
with more than two fetuses, mosaicism, partial chromosome aneuploidy, transactions, or maternal aneuploidy. Harmony does not detect neural tube defects. Twin results reflect the probability that the 
pregnancy involves at least one affected fetus. Analysis of cfDNA does not always correlate with fetal genotype. Not all aneuploid fetuses will be classified as high probability and some euploid fetuses will have 
a high probability result. The Harmony Prenatal Test is not diagnostic and results should be considered with other clinical criteria and communicated in a setting that includes appropriate counselling. 
CLINICAL DATA

Trisomy Detection Rate False Positive Rate 

T21 >99pc (95pc CI: 97.9-99.8pc) <0.1pc (95pc CI: 0.02-0.08pc) 

T18 >97.4pc (95pc CI: 93.4-99.0pc) <0.1pc (95pc CI: 0.01-0.05pc) 

T13 >93.8pc (95pc CI: 79.9-98.3pc) <0.1pc (95pc CI: 0.01-0.06pc) 

Detection and false positive (discordant result) rates based on probability cut-off of 1/100 (1pc) and on singleton, non-egg donor pregnancy. Because these conditions are rare, limited numbers of aneuploidy 
twin egg donor pregnancies have been evaluated. The negative predictive value for Trisomy 21, 18, and 13 is greater than 99pc. Positive predictive value (PVV) varies by prevalence. The probability result reported 
is not equivalent to the PPV.

Fetal Sex: #
Fetal Sex test quantifies the Y chromosome. A "female" result indicates absence of Y chromosome and a "male" result indicates presence of Y chromosome. It does not 
exclude sex chromosome aneuploidy. For twin pregnancies, a male result indicates one or two male fetuses. 786/787 accuracy for male or female sex.
Sex Chromosome Aneuploidy (SCA) Panel: ##
SCA Panel measures proportions of the X and Y chromosomes. The probability of sex chromosome conditions (Monosomy X, XXY, XYY, XXX, XXYY) are reported at 
probabilities of 1% or greater. A XYY or XXYY result indicates two or more fetal Y chromosomes. SCA Panel has only been validated in singleton pregnancies. 
SCA Panel provides probability for non-mosaic fetal sex chromosome aneuploidies. Test performance varies by condition. Limited numbers of sex chromosome 
aneuploidy cases have been evaluated to date.
22q11.2:###
22q11.2 test uses targeted analysis of chromosome cfDNA fragments from within a 3Mb region of 22q11.21 to determine the probability of a deletion. "High probability of 
a deletion" indicates that the analysis detected a decrease of cfDNA fragments consistent with a deletion in 22q11.21 region, which may be fetal, maternal or both. "No 
evidence of a deletion observed" indicates the analysis does not find an increased probability for a deletion in the 22q11.21 region. Not all fetuses with 22q11.2 deletions 
will be classified as high probability. This test does not rule out the possibility of other clinically significant aneuploidy, single gene conditions, microdeletions or 
microduplications being present in the fetus. Women with a known 22q11.2 deletion are not eligible for this test. 22q11.2 test has only been validated in singleton 
pregnancies. Limited numbers of 22q11.2 cases have been evaluated to date.
Non-invasive prenatal testing (NIPT) based on cell-free DNA analysis is not diagnostic: results should be confirmed by diagnostic testing. Before making any treatment 
decisions, all women should discuss their results with their healthcare provider, who can recommend confirmatory, diagnostic testing where appropriate. The Harmony 
Prenatal Test was developed by Ariosa Diagnostics. The Harmony Prenatal Test is performed in Australia. This test is registered on the ARTG. 

REFERENCES: Sparks AB et al. Am J Obstet Gynecol 2012; 206:319.e1-9; Ashoor G et al. Am J Obstet Gynecol 2012; 206:322.e1-5; Norton ME et al. Am J Obstet 
Gynecol 2012; 207:137.e1-8; Nicolaides KH et al. Am J Obstet Gynecol 2012; 207:374.e1-6; Ashoor G et al. Ultrasound Obstet Gynecol 2013; 41:21-5; Verweij EJ et al. 
Prenat Diagn 2013; 33:996- 1001; Gil MM et al. Fetal Diagn Ther 2013; 35:204-11; Juneau K et al. Fetal Diagn Ther 2014; 36:282-6; Norton ME et al. N Engl J Med 
2015; 372:1589-97; Stokowski, et al. Prenat Diagn. 2015 Sep 1; Jones K et al Ultrasound Obstet Gynecol. 2017 Nov 21. 

HARMONY PRENATAL TEST and HARMONY are trademarks of Roche. All other trademarks  are the property of their respective owners. Copyright: 2018 Roche 
Diagnostics.

Validated by R. Ahmed (IT) for testing purpose only.

It is likely that the result is 
correct but doesn’t exclude the 
condition. Interpret in the clinical 
context.
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