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Basic Genetics
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Inheritance pattern of haemophilia

The more common types of
von Willebrand disease (type
1 and most of type 2 group)

Rarer types of von
Both haemophilia A and B von Willebrand disease - Willebrand disease (type 2N
are X-linked recessive over 300 mutations in VWF

conditions gene (located Ch 12p13.3)

and type 3) are inherited in
an autosomalrecessive
fashion

are inherited in an
autosomal dominant
fashion
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Diagnostic genetic testing

mmmmm $Diagnostic genetic testing for haemophilia A

e Most cases of severe haemophilia A are caused by an F8 gene inversion of intron 1 or 22 (structural
variant detection not done by many laboratories)

e 8 gene sequencing detects approx. 50% severe cases & 75-99% moderate cases

emmmmw $Diagnostic testing for haemophilia B

e F9 gene sequencing 97-99% detection, del/dup analysis 2-3% detection

Diagnostic genetic testing for von Willebrand disease

e Type1 -vWF sequencing 80% detection, del/dup analysis 6%
e Type 2 - VWF sequencing 90% detection, del/dup analysis 0.2%
e Type 3 - VWF sequencing 90% detection, del/dup analysis 3.7%




Why do
Genetic
Testing?

S It
necessary?

May inform clinical management

To provide information on familial implications

Allows reproductive options

Definitively identify carriers

* Your local Clinical Genetics service can advise on
and facilitate genetic testing



Genetic counselling / testing process

Referral received — Genetic testing Arrange testing
arrange genetic discussed - obtain through
counselling consent to appropriate
appointment proceed laboratory

Refer to
3-6 months for Meet to discuss haematology for

results result management if
required

Arrange prenatal
Refer to IVF services testing in a naturally
if requested conceived pregnancy
if requested




Genetic Counselling referral

Family History
* Female 33y/o - Sally

* Referred for preconception
counselling

* Suspected carrier for

Haemophilia A (Family

variant - intron 22 inversion)

* Factor Vlll level 29% (in
keeping with being a

carrier). One bleeding

episode as a child. / 33y/o 22y/o
Intron 22 inversion

Severe Haemophilia




| (the health praciitioner) have assessed this patient to be a minor with capacity to give consent as they have
demonstrated sufficient maturity and intellect to fully understand what is proposed

[ A parent/ guardian of a miner without capacity

PROVISION OF INFORMATION TO PATIENT / PARENT / GUARDIAN To be completed by Health Practitioner

INSERT NAME OF HEALTH PRACTITIONER

have discussed with this patient/ parent/ guardian the reason for conducting the proposed genetic test*. | have informed
this patient/ parent/ quardian of the nature, possible results, limitations and material risks of the proposed genetic test, as

FAMILY NAME MRN FAMILY NAME MRN
GIVEN NAME Owmae O revae GIVEN NAME Omae O Femae
Nsw ‘ Health NSW | Health
pom DOB ] MO, — DOB J ! MO.
Facility: —— Facility:
ADDRESS ADDRESS
— CONSENT: CONSENT:
= GENETIC TESTING pEr— GENETIC TESTING —
— (for all types of genetic and genomic testing for (for all types of genetic and genomic testing for
=] ADULTS, MATURE MINORS and MINORS) COMPLETE ALL DETAILS OR AFFIX PATIENT LABEL HERE ADULTS. MATURE MINORS and MINORS COMPLETE ALL DETAILS OR AFFIX PATIENT LABEL HERE
=
E== | CONSENT FOR GENETIC TESTING is provided by (please tick an option below): "“T'E"T | PARENT / GUARDIAN CONSENT o be completed by Patient/ Parent / Guardian
—_ | understand and acknowledge that:
—8 -
— E L An adult (a patient with capacity) Ablood, saliva or tissue sample will be used to test DNA;
% [0 A mature miner (a patient with capacity) 1 will be told the results by a health practitioner,

v

v

v This is not a “general health test”;

¥ Resdits are based on current knowledge that may change in the future;

v’ This test will not predict all future health problems;

v’ | can change my mind about having the test performed or about receiving genetic test results at any time by contacting

the health practitioner;

v There are a number of different possible resuits from the testing and these can have implications for me/my child and my/

my chile’s family;

¥ The results may be of “unknown or uncertain significance”, which means they cannot be understood based on current

knowledge;

v’ There is a chance that some genetic tests could identify other medical conditions (or susceptibility to other medical
conditions) as an incidental finding;

v' The genetic test results may identify unexpected family relationships;

v The genetic test results may affect my/my child’s ability to obtain some types of insurance (for example, life insurance);

v

v

v

v

© | confirmed on this form by this patient’ parent/ quardian. Further testing may be needed to finalise the result;
= | This patient/ parent/ guardian has been offered additional written information and/or reference to online resources about the The reason for testing and the potential benefits, consequences and limitations involved in the testing have been
g genetic testing explained in a way | understand;
° I have: had an opportunity to discuss the information, ask questions and have any concems addressed and | am satisfied
z Genetic testing is being conducted for with the explanations and answers to my guestions;
- My/my child’s results are confidential and will only be released with my consent or as required or permitted by law.
° g z=0 RELEASE OF GENETIC TESTING RESULTS (please tick YES or NO)
< - . B B
= Eg =} » My/my ehild’s test results can be shared with relevant health practitioners invelved in the care OYes [No
o 2, ©of my/my child’s family members (genetic relatives)
z INSERT NAME OF CONDITION(S) GR CLINICAL INDICATIONS W‘% [ Sy ¥ & b
a =3 Genetic rejatives are people who are related to an individual by blood, for example, a sibling, parent or descendant of the
z 295 individual
@ | *“TYPE OF GENETIC TEST (please tick an option below): %ﬂ o Please note: Genetic information can be used and disciosed without consent in order to lessen or prevent a serious risk to the life,
o3 m health or safety of a gensfic relative no further removed than third degree; and, only where the disclosure is made in accordance
Carrier Testing: a genetic test performed on a person to identify if they carry a gene change 9=Z with the guidelines issued by the Information and Privacy Commission NSW.
g:ag P p iy Y carry a g g a5
o " " indivi
° [ Diagnestic Testing: a genetic test performed on a person to identify a specific genetic condition. 552' » If | cannot be contacted, details of my/my child’s test results can be released to a nominated individual: [ Yes [ No
5?, 3] Please provide contact details for an appropriate person:
[ Predictive/Presymptomatic Testing: a genetic test performed on a person with a family history of a genetic condition, |03 =1
who does not usually have symptoms at the time of testing, to determine if they have inherited that condition or 23 m Name: Phone:
susceptibility to that condition. =]
=
o Z
[ Prenatal Testing: a genetic test to identify possible genetic conditions in an unborn baby. Em Relatic to Patient:
[0 oOther (please specify): i ADULT AND MATURE MINOR CONSENT (a patient with capacity)
<]
< | consent to genetic testing as discussed with
TNSERT NAWME OF HEALTH PRACTITIONER
INTERPRETER PRESENT [J Yes [ No 3
! 1
INSERT NAME OF PATIENT SIGNATURE OF PATIENT DATE
e e PARENT/GUARDIAN CONSENT {a parent / guardian of a minor without capacity)
| consent to genetic testing as discussed with
INSERT NAME OF HEALTH PRACTITIONER
I AM/PM
DATE TIME EMPLOYEE ID / PROVIDER NUMBER for
2 INSERT NAME OF MINOR
H z
H =1 / 1
. 5] INSERT NAME OF PARENT/GUARDIAN SIGNATURE OF PARENT/GUARDIAN DATE
5 Y S S
£ SIGNATURE OF HEALTH PRACTITIONER BATE =
z NG WRITING o RELATIONSHIP TO MINCR OF PARENTIGUARDIAN ADDRESS
Page 1 0f2

Page 20f 2 NO WRITING




Reproductive Choices
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Gene variants

Aneuploidy or CNVs

C——

| ':;' In vitro fertilization Embryo biopsy SNP genotype and FHLA
| Balanced rearrangements

Q R, L | -
Ultrasound probe Amniotic fluid < (S — il —

drawn with a & ] \/

_— needle under ﬂz k 3 (
ultrasound "
guidance v X

Prenatal diagnosis and
Healthy newborn baby iietbiod v:“daﬁon Healthy embryo transfer Embryo diagnosis

IVF & Pre-implantation genetic testing (molecular) (PGT-M)

Uterus

|
Amniotic fluid Bladder

CVS or amniocentesis to determine if affected or carrier



ow to find a genetic counsellor?
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About  Education and Training  Consumer Resources  Health Professionals Resources  Speciadl Interest Groups

Clinical Genetics Services oot
The HGSA provides a list of clinical genetics services in each jurisdiction, please select from the menu to the
right Education and Training

If you are aware of any incorrect or missing information, please contact Consumer Resources

Health Professionals

. Resources
Australia

) ) Clinical Gene
Australian Capital Territory
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New Zealand
Northern Territory: ACT
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New Zealand

WA
National services

National

South East Asia SE Asia
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