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ChromoSeq + Limited Karyotyping Consent Form

Test description:

ChromoSeq is a genetic test which applies next generation sequencing
technology on long DNA fragments. Superior to FetalSeq, it can also identify
chromosomal structural rearrangements and absence of heterozygosity (AOH).
Limited Karyotyping Analysis can identify Robertsonian translocation,
unbalanced/balanced structural abnormalities (>10Mb). This Limited
Karyotyping Analysis involves counting and analyzing 5 cells and karyotyping
3 cells.

Possible test result(s):

1. No clinically significant chromosomal abnormality associated with phenotype was detected

2. Clinically significant deletion(s) and/or duplication(s) (>50kb) associated with phenotype was detected*

3. Clinically significant chromosomal structural rearrangement (>100kb) associated with phenotype was
detected*

4. Variant of uncertain significance (deletion/duplication and/or structural rearrangement) possibly associated
with phenotype was detected™

5. Clinically significant absence of heterozygosity region(s) detected (e.g., uniparental isodisomy)*

6. Robertsonian translocation, unbalanced/balanced structural abnormalities (>10Mb) were identified*

* Further genetic counseling is recommended.

Limitations of the tests:

1. ChromoSeqg+Limited Karyotyping can detect chromosomal numerical disorders, genome-wide
microdeletions/duplications, chromosomal structural rearrangements, and absence of heterozygosity. However,
the tests cannot detect all genetic abnormalities, such as translocations/inversions mediated by palindromic AT-
rich repeats (PATRRS), low-level mosaicisms, single nucleotide variant, small insertions/deletions, and
deletions/duplications and structural rearrangement below the resolution limit of analysis.

2. Even if the test result is negative, it is still possible that the participants can be affected by other genetic diseases
that are not detectable by this analysis.

3. Genetic testing is highly accurate. However, as with all testing, some inaccuracies may occur. Knowledge in
genetics is constantly updated, therefore the interpretation of the test results may change over time.

A) | provide informed consent to undergo ChromoSeq + Limited Karyotyping Analysis. Yes [

B) I understand that the test may possibly reveal incidental findings implicating diagnoses that are | Yes [
unrelated to the original indications of testing, including hereditary cancer syndrome, carrier status
of autosomal recessive disorders (not reported in prenatal samples), late onset neurological disorders,
etc. Such results may potentially affect Participant(s) and/or family members in terms of insurance,
job and academic application, psychological and social issues.

C) I consent that the contents mentioned in B) would not be provided if not opted. Yes [
D) I choose to OPT-IN O or OPT-OUT [ of knowing the contents mentioned in B) above.




Department of Obstetrics and Gynaecology

PGD Lab, 4/F, Old Block (K Wing), Prince of Wales Hospital,
The Chinese University of Hong Kong
Shatin, N.T., Hong Kong, SAR
Tel: (852) 3505 1557 | Fax: (852) 3505 4810 | www.obg.cuhk.edu.hk

HEREFEFSE Consent for genetic testing

A B E AR H Y -

I have been informed about the purpose of this genetic test.

Yes 20

P B RVAIEAAY 45 SR v e R I NI ~ /O PR B frize i -
I understand that the results of this genetic test can involve possible medical, psychological or insurance issues
for me and my family.

Yes &0

A R _BultE R 2288/ BRI R g woE -
I understand that only the above-mentioned gene/mutation/locus will be tested.

Yes &0

HHH B BSRAZ T AT RE R EAR AL S (EBEA > DARERE S — (BB A A #20 HIEEE 2 -

I understand that I / my child may need to give a second sample to confirm initial finding in the first sample.

Yes 20

W AR T - ERIAEEERE ETEE — (8 nI s (AR AR ZE 8 - iE n] RE2 it H Al = 52
BAEL RGBS - S P (8 A BRI R AR SR e A A BRI © IbAh, Ze8m e AR AE EoAth
ERIECR A EUR AR -

I understand that in some cases, genetic testing is unable to identify an abnormality, even though an
abnormality may exist. This may be due to the current lack of knowledge of the complete gene structure, or
inability of the technology used to identify certain types of changes in genes. In addition, a mutation may not
be detected because the mutation may occur in an alternative gene.

Yes 20

AR R E T B - 8 IEATA M - REAFTREE IR - AR ETSE
SRR AR AS FLAT AR R T AE & B R T i -

I understand that genetic testing is usually accurate. However, as with all testing, some inaccuracies may occur.
Genetic testing is ongoing and the interpretation of the test results may change over time.

Yes =0

ANFEEETE R AN AR -

I consent to be tested for genetic test which have been explained to me.

Yes =0

AN [ET G e AR A T4 i B B AL (R A BRI ST
I consent for materials from this sample to be stored / used anonymously for relevant research.
RS 75 AT LR K DNABE A W R BE TR LA BRI - S5 E S #R 8] B A9k O

If you don’t want your sample to be kept for these purposes please tick here: O

Yes &0

BAetfy O A% -

Any questions that | have asked have been answered.

Yes =0

(5 NEEZE A k4 Name of Patient / Guardian) 5 NEEEE N 2544 Signature of Patient / Guardian)

(B8 [ZEIESRAEID / Passport No.) H £ Date (dd/mm/yyyy):

(B&£E 4% Name of Physician) (B& 4% Signature of Physician)

(BBFY /2&F52/22 P Department / Hospital/ Clinic) F £ Date (dd/mm/yyyy):
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HEREFEFSE Consent for genetic testing

A B E AR H Y -

I have been informed about the purpose of this genetic test.

Yes 20

P B RVAIEAAY 45 SR v e R I NI ~ /O PR B frize i -
I understand that the results of this genetic test can involve possible medical, psychological or insurance issues
for me and my family.

Yes &0

A R _BultE R 2288/ BRI R g woE -
I understand that only the above-mentioned gene/mutation/locus will be tested.

Yes &0

HHH B BSRAZ T AT RE R EAR AL S (EBEA > DARERE S — (BB A A #20 HIEEE 2 -

I understand that I / my child may need to give a second sample to confirm initial finding in the first sample.

Yes 20

W AR T - ERIAEEERE ETEE — (8 nI s (AR AR ZE 8 - iE n] RE2 it H Al = 52
BAEL RGBS - S P (8 A BRI R AR SR e A A BRI © IbAh, Ze8m e AR AE EoAth
ERIECR A EUR AR -

I understand that in some cases, genetic testing is unable to identify an abnormality, even though an
abnormality may exist. This may be due to the current lack of knowledge of the complete gene structure, or
inability of the technology used to identify certain types of changes in genes. In addition, a mutation may not
be detected because the mutation may occur in an alternative gene.

Yes 20

AR R E T B - 8 IEATA M - REAFTREE IR - AR ETSE
SRR AR AS FLAT AR R T AE & B R T i -

I understand that genetic testing is usually accurate. However, as with all testing, some inaccuracies may occur.
Genetic testing is ongoing and the interpretation of the test results may change over time.

Yes =0

ANFEEETE R AN AR -

I consent to be tested for genetic test which have been explained to me.

Yes =0

AN [ET G e AR A T4 i B B AL (R A BRI ST

I consent for materials from this sample to be stored / used anonymously for relevant research.
RS 75 AT LR K DNABEA e R B /R LA BRI - S5 E S #R 8] B A9k O

If you don’t want your sample to be kept for these purposes please tick here: O

Yes &0

BAetfy O A% -

Any questions that | have asked have been answered.

Yes =0

(5 NEEZE A k4 Name of Patient / Guardian) 5 NEEEE N 2544 Signature of Patient / Guardian)

(B8 [ZEIESRAEID / Passport No.) H £ Date (dd/mm/yyyy):

(B&£E 4% Name of Physician) (B4 %44 Signature of Physician)

(BBFY /2&F52/22 P Department / Hospital/ Clinic) F £ Date (dd/mm/yyyy):




