Why Our
Baby?

A support booklet for the families of
babies with Trisomy 13, Patau’s Syndrome,
and Trisomy 18, Edward’s Syndrome
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AWhy Our h#isdbben written by parents who had a baby with either
Pataubds Syndrome or Edwarmdv ySwWyd iluctbey .0 |1t s
was published in 1996.

This booklet contains a significant amount of information on Patau's
Syndrome and Edwards' Syndrome. Some parents may find it upsetting to
read it all at once. For this reason we suggest that you use the Contents
page of the booklet to decide on what you would like to read and at what
pace.

If you are a single parent, a separated parent or your partner has died, we
hope that there is nothing in the booklet that indicates that the only acceptable
family unit is a father, mother and children, as this is not the intention.

We will refer to Patau's Syndrome and Edwards' Syndrome babies as "she"
and "her", because of the higher incidence of the syndromes in female babies.

Patau's Syndrome (Trisomy 13) and Edwards' Syndrome (Trisomy 18) are
chromosomal disorders. Babies born with these syndromes often have
serious life-threatening conditions, with developmental delay and a limited life
expectancy.

Contact S.O.F.T. Ireland

National Freefone Number 1800 213 218
Email: info@softireland.com
Website: www.softireland.com
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Rainbows

Rainbows would never be rainbows
If sunshine had never met rain.
No one would ever need comfort
If there were no sadness and pain.

But life holds both sunshine and showers
The days aren't all bright and fair.
So look through the showers for the rainbows
You'll always find hope shining there.

Anonymous

Antoinette Dove

This booklet is dedicated to all babies born with Patau's Syndrome and
Edwards' Syndrome.
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Chairpersonds Addr ess

Firstly, it is a great honour and privilege to be Chairperson of S.O.F.T.
Ireland.

S.O.F.T. Ireland is a great orgariea providing support of many

different kinds, you can get first hand advice, you can see how much love
Is being shared with Dad, Mam and all the siblings, you can see real
people dealing with real children in real family situations and in my
opinion becme better people in dealing with almost any other situation.
Pauline and | got involved in 2003 after our son Patrick Gerard passed
away. S.O.F.T. was a wonderful support to us in many ways and if it
hadn't been for our son we would not have met all thededul families

that we know all over Ireland today. We have no doubt that our children
Leona, Michael, Yvonne and Rebecca have made friends for life and
share similar experiences with people their own age.

| would like to pay tribute to the late Hugh Lhart. During my time in
S.O.F.T. my memory is of Hugh turning up at every event, taking
pictures, talking to everyone and before you knew it, your picture would
be in the Newsletter. To Hugh we owe a huge debt. The Newsletter
would not be of such a highastdard but for all the hard work put in by
Hugh and his family. We will always remember you "Hugh".

"Why My Baby", the first edition, | want to pay a very special tribute to

all the people who put this book together and for having the foresight to
producesuch a fine publication. This book has been like a Bible to people
who found themselves in the situation that we have all been through.

| remember first talking about a new edition of the book at a committee
meeting about 4 years ago and once again Hugtbks was to the fore.
Hugh suggested that we change the
Professor Greene to write the Preface and he began collecting new

stories. Due to Hughoés untimely deat

a while as everybody was shock. Martina O'Reilly was chairperson at
that timeand after such a knock she did very well to get the book back on
track.

At this point | want to pay tribute to the committee of this new book. It is
a very fine edition. There has been so much reseavolvedi updating

and adding new chapters, compiling history, collecting stories,
photographs and illustrations etc. It would only be at meetings in the
Ardboyne Hotel, when we would all meet up that you would appreciate
all the hard work that was beinigpne and all the hard work that lay
ahead. It was an honour to work with such a dedicated team as Martina
O'Reilly, Geraldine Matthews, John & Jacqui McNally and Paula Doyle.
To be fair, Paula would have had the hardest job taking over from Hugh
Lambert. Rula and Alex made many trips to the printers to make sure
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everything was being done to the highest standard. To all of you | want to
say a very big "Thank You".

At the moment we are very busy tryin
introduction of the FreepherNumber is giving more people the chance

to get in touch with our fine organisation. | hope S.O.F.T. continues the
good work it is doing, like being there for new families to talk to,

providing support to families of living children and hopefully makife

a little easier for our special children. | would like to see this new book
available in every maternity hospital in Ireland for the people who need it
and that they get the strength and courage to make that call. Our aim is to
increase the awarenessS.O.F.T. among the medical professionals and
maybe put S.O.F.T. in touch with families sooner to offer support in

many different ways. Our Newsletter is a great source of information and
contact for all the members of S.O.F.T. and gives people theehanc

write articles for inclusion in future issues.

As you know no organisation can operate without funds and we are very
lucky to have some great families within S.O.F.T. who raise large
amounts of money every year, without these people S.O.F.T. would not
be able to function. For this | thank you all for the great work and
hopefully we will see some more people helping out with fund raising in
the near future.

The one person | haven't thanked is my own wife Pauline, | wouldn't be
abletodoas muchforS.OF. T. wi t hout Paulineds st
When | am away at meetings | know the home fires are still burning, so
thank you Pauline.

The only advice | can give for the future, and what | have tried to do in
the past, is know when to get into positions igamisations, but more
important is to know when to get out and let new blood in. This keeps an
organisation sharp and in touch with what is going on.

I'm going to sign off now and wish S.O.F.T. every success in the future.

Patrick Farrelly

August 2008



The Aims of S.O.F.T. Ireland

The SUPPORT ORGANISATION FOR TRISOMY (S.O.F.T.) was
founded in Ireland in 1991 as a voluntary group dedicated to providing
support for families of children born with the chromosomal disoreers
Patau's Syndrome or Trison and Edwards' Syndrome or Trisomy 18.

S.O.F T. Ireland provides support by:

Putting families in contact with one another

Providing information

Funding bereavement counselling

Funding respite assistance

Publishing regular newsletters

Organising caferences and arranging professional speakers
Raising funds through various events

Linking with S.O.F.T.organisations worldwide

S.O.F T. Ireland providessupport, assistance and informatiorfor:

Families with newly diagnosed babies
Families caringor babies and children with these disorders
Families experiencing bereavement

Contact S.O.F.T. Ireland

National Freefone Number 1800 213 218
Email: info@softireland.com
Website: www.softireland.com
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CHAPTER 1
The History of S.O.F.T. Ireland

The following is the history of S.O.F,T, Ireland as recorded in some
newsletter articles and in accounts by former chairpersons.

S.O.F.T. Ireland Winter Newsletter 2001

A TIME TO LOOK BACK

The 10™ Anniversary
of S.O.F.T. Ireland

Reflections by
Mari e O6Conghai
member and first chairperson

Geral dine Dodd and Marie O6Conghail e, Mari e 0Ob6 Cong

AMost people who have beenaen cont ac
given back in some way and it is this energy that has made it
a very speci al groupo

THIS is a time for looking back: The 10th Anniversary of S.O.F.T.
September 1991 was the first get together of families who had the
experience of having a baby with tRa's syndrome or Edwards'
syndrome. A small group of nervous, hurting, apprehensive people
gathered in the Prince of Wales Hotel, Athlone, quite unsure of the future
- Anne Boyle, Margaret Doherty, Edward and Bernadette Doyle, Noel
and Sheila McManamly, Btie and Ronan O Conghaile and Siena
Ravensberg. All were united in a common experience of having had a
baby with a trisomy, and all had a common goal to set up a support group
to help other families experiencing the birth of a baby with Patau's or
Edwardssyndrome.



On October 17 1986 my daughter Aine was born in Portiuncula
Hospital, Ballinasloe. The sad news that Aine had Patau's syndrome and
was severely handicapped both mentally and physically, was given very
sympathetically to myself and Ronan by.[X. Connolly, Consultant
Pediatrician. The future seemed grim and sadly there seemed to be no
future for Aine, as babies born with Patau's syndrome rarely survived
beyond the first year. Our hearts heavy, we brought Aine home to die.
One year later Aingvas still with us and doing very well, so we decided

to take a more positive attitude and to deal with a child with serious
problems who was part of the family. Our oldest child Niamh was eight,
Conor was six and Donal was born when Aine was eighteen softth

They were difficult years, especially for Aine, with many a crisis to be
overcome, permanent exhaustion and some joyful moments. We felt so
alone. Why had this happened to us? This was a baby we welcomed and
could give so much to.

Why Aine? The onlynformation we had was clinical medical literature,
with distressing illustrations and a list of medical terminology that
necessitated a medical dictionary to comprehend. The loneliness and the
isolation were all encompassing.

Who could we turn to? Who ol guide us?

In October 1988 we met Noel and Sheila McManamly in Portiuncula
Hospital, Ballinasloe. Their daughter Dara was newly born with Patau's
syndrome. Although respecting the sorrow of Noel and Sheila, | was
selfishly glad they had a baby with tkame syndrome as Aine. | wasn't

the only person. For me this was the first human contact with a family in
our own circumstances. Sadly, Dara lost the fight to live after three
weeks.

Life went on. Would | ever meet anyone caring for a baby with Patau's
syndrome?

Later in 1988 | heard that Anne Boyle, my past pupil that | had known
since she was 12 had given birth to Shane who had Patau's syndrome.
Anne cared for Shane for six months until he also parted this world. Anne
and myself shared our concerns amdrries. Some time later | met
Margaret Doherty and of course Megan who had partial trisomy. Megan
was very like Aine, in age and appearance and presented some similar
problems in caring. At last | could talk to someone who understood.

These were the ertional beginnings of S.O.F.T. The more practical
beginnings originated in 1988 when Laurette Kiernan, a social worker in
Temple Street Hospital through a family member gave me the address of
“In Touch,” an umbrella organisation of support groups in the UK
founded by Anne Worthington, MBE.
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AFTER about three years when Aine was four and a half | felt strong
enough to contact "In Touch." Imagine my surprise to discover that Jenny
Robbins and Christine Rose had just founded a support group in 1990.
Jenny is te mother of Beth with Patau's syndrome who lived for three
months. Christine is the mother of Jonathan with partial trisomy 18. |
attended the first conference of S.O.F.T. UK in Birmingham June 1991.
Noel McMamamly also attended the conference. | was lieligto meet
Fiona and Duncan Kerr caring for John with Patau's syndrome. John was
aged three. | also met Phil and Sylvia Hanly caring for Alastair aged
thirteen who also had Patau's syndrome. There were other children like
Aine in the world. | returned moe happy.

The seeds of an idea were sown to extend the marvellous work of
S.0.F.T. UK to Ireland: putting families in contact, supporting each other
and giving information. | knew | would have the support of S.O.F.T. UK
as Jenny had very generously platdifjleancial help, and the use of their
newly publ i Wiy dMyp oded ngdths latér after many
phone calls and letters our group met in Athlone. S.O.F.T. had its
growing pains. We resisted pressure from the "Foundation for the
Prevention of Gildhood Handicaps" (FPCH) to become part of their
group. We felt S.O.F.T. was strong enough to go it alone. We had no
money and we had no experience of running a group. We just had a belief
that we had something to give to others. S.O.F.T. had as its &thiif

we could help one family not to have to endure the loneliness, isolation
and lack of information that we experienced, then it was worthwhile.

I would like especially to remember the first officers of S.O.F.T:
Bernadette Doyle our first SecretaBheila McManamly our first

Treasurer; Anne Boyle, the first newsletter editor; Joy Nairn, S.O.F.T.'s
first contact person for Patau's Syndrome; Larry and Kathleen Fenlon, the
first contact persons for Edwards's Syndrome and Margaret Doherty
S.0O.F.T.'s fist contact person for Northern Ireland. These people had no
precedent, they could not ask, "How did you do things las®{ear

SPEAKING on behalf of S.O.F.T | would like to acknowledge and thank
these people for their belief in me and for their visiod aard work in
setting up S.O.F.T.

| remember from the meetings of 199P92 Jasper and Della McKinney
who designed our first posters, Geraldine O'Reilly, Fred and Michelle
Faulkner, Mary and Derry O'Brien, Rosemary McCumiskey, Dessie and
Joan Boylan, nses Evelyn Higgins and Catherine McHale who gave a
professional touch.
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There were many more that were in contact. | recall some milestones in
the development of S.O.F.T. In November 1991 S.O.F.T. received a
cheque of £100 from Dr J Houghton, geneticistUatversity College
Galway. | do not believe any Lotto winner could have been more excited
-we had a professional who believed in us and we had money. Dr
Houghton spoke subsequently at S.O.F.T.'s first conference and | know
he holds a very special place time hearts of the founder members of
S.O.F.T.

Next milestone | recall was a major funding drive by Miriam O'Connor
from Boyle in 1992. This fundraising was a parachute jump, involving
friends and family of S.O.F.T. members and indeed anyone we could
persude to be adventurous and courageous and jump out of an aeroplane
to help us. Again we had many who believed in us and thanks to the
determination and hard work of Miriam, who, fuelled by her love of
Aine, raised in excess of £6,000 for S.O.F.T. This moragbled
S.0O.F.T. to move forward and develop and implement plans and projects
to help families.

Our next milestone was a commitment from the Department of Health to
fund a booklet as yet not started. The booklet was a major undertaking
over a period of owetwo years. Groups held meetings all around the
country deciding on content and format, culminating in the launch of
iWhy My B HNdvgmber 1996 by the Secretary of State at the
Department of Health, Mr Brian O'Shea. The book was written by
families am from the heart of our experiences.

OUR first Conference in Athlone May 1994 was a joyful and sad
experience. It was sad that Aine had died three weeks previously aged
seven and a half. It was joyful in that her birth had brought about a forum
where peole came together from all parts of Ireland to meet, share, laugh
and weep. We remember our speakers on that day, Dr. Jim Houghton,
Dr. D. Brown, Consultant Paediatrician at Atnagelvin Hospital, Derry,
and Ms Nuala Harmey, Social Worker at Temple St Hakpitublin.

Thinking about the past 10 years of S.O.F.T., there have been so many
people that have helped its development. Indeed | believe that most
people that have been in contact with S.O.F.T. have given back in some
way and it is this energy that hasade S.O.F.T. a very special group.
Looking back and reflecting on the people who began with S.O.F.T. in
19911992, some are still present in an official capacity:

Mary and Derry O'Brien, Margaret Doherty, Dermot Keenan and | know
Mary is in the backgroundand of course Dessie Boylan supported by
Joan.

It is fitting that Dessie leads S.O.F.T. into the second decade. He knows
the difficulties of caring for Emma for seven years and the pain of
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bereavement. | know he will continue to implement the ethos dealsi

of S.O.F.T: to provide information, to put families in contact and to
support each other through our common experience of having a baby with
Patau's Syndrome or Edwards' Syndrome.
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CHAPTER 2
Why Trisomy 13 or 18?

Babies have been born with trisomy 13 and trisomy 18 since the beginning of
time, but it was only in 1960 that Dr. Patau and Dr. Edwards identified the
respective features of these syndromes. Both syndromes are the result of an
extra 13th or I8th chromosome, respectively, being present in each cell.

We know what happens, but in the majority of cases nobody knows why a
baby is conceived with trisomy 13 or 18. Parents should not feel that anything
they did or failed to do was responsible for their baby's chromosomal disorder.

One in four of all pregnancies ends in miscarriage and a high
proportion are thought to be caused by a chromosomal disorder. A high
proportion of trisomy 13 and trisomy 18 pregnancies end in miscarriage within
twelve weeks of conception. It is therefore quite rare for such a pregnancy to
continue to full term. The incidence of trisomy 13 is about 1 in 5,000 of total
births while that of trisomy 18 is about 1 in 2,500 of total births. As the female
X chromosome is more viable, there are more girls born than boys.

The risk of conceiving a baby with a chromosomal disorder increases with
age. The average age of a mother giving birth to a baby with trisomy 13 or
trisomy 18 is 32 years. However, as most babies are born to mothers in their
twenties and early thirties, many babies with trisomies 13 and 18 are born to
women of this age.

Unless there is a genetic problem, it is extremely rare to have a second baby

with the same disorder. However, if you are considering having another baby
it is worthwhile to seek the advice of a genetic counsellor.
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CHAPTER 3
TRISOMY 13/18 CHROMOSOMES

Chromosomes are minute thread-like structures found inside the cells of our

bodi es. Each chromosome consists of two
l ong arm fAigd. On t lae between 500006and1@00D00t her e
genes. These genes determine the individual hereditary characteristics of

each person i.e. height, eye colour, blood group. See Fig 1
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A human cell contains 46 chromosomes and these are arranged into 23 pairs.
A human egg or sperm contains only one chromosome from each pair.

Therefor e, there should be 23 of t he mot he

23 of the fatherodés chromosomes i n each
contain 46 chromosomes (23 pairs); one chromosome of each pair came

from the mother and the other chromosome from the father. This is the unique

Abl ueprinto for Sdefrie2 i ndi vi dual baby.

_ o 20
2 Sperm Cell P ; :

@ — 4o
Epg Cell Normal ™ . .
fertilised .
epr with 46
chromosomes . "
Figure 2. The fertilised e divides repeatedly to become
first a ball of ¢ %?s and then an embryo.

Karyotypes

A karyotype or picture of chromosomes is prepared from a sample of blood.
The blood cultures are grown for three days and the thread-like chromosomes
in the cell are released on to a slide and stained with special dyes before
being photographed, cut out and arranged in order of size to make study
possible. See Fig 3
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Figure 3. This is a karyotype of a male with the
correct number of chromosomes.

Trisomy - How it occurs
The word trisomy is from the Greek word tri (three) and means that there are
three identical chromosomes present in each cell instead of the usual pair. In

trisomy 13 (Patauds syndrome) an extra chr
each cell. See Fig 4
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Figure 4. The karyotype of a male with Trisomy 13.

Intri somy 18 (Edwardsd syndrome) an extra c
present in each cell. See Fig 5
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Figure 5. The karyotype of a female with Trisomy 18.
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not divide correctly during cell division. See Fig 6

Figure 6.
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Here you can see that the chromosomes did not

divide correctly. The result is

an extra

chromosome or trisomy. Trisomy may occur in
either the mother’s egg or the father’s sperm.

Although the genes in the three chromosomes are normal, too much or too
little genetic material in a cell affects every stage of the development of the
baby. Therefore the blueprint for development is altered from the moment of

conception.

Related Disorders

In addition to trisomy 13 and trisomy 18, there are a number of related
disorders as follows:

17
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Partial Trisomy

A very small percentage of babies are born, not with a complete trisomy but
with a partial trisomy. This means that an extra piece of a chromosome is
present. Babies with a partial trisomy may show some or all of the
characteristics of the particular trisomy. This depends on the precise amount
and nature of the additional chromosomal material.

Balanced Translocation

In a balanced translocation, the normal number (46) of chromosomes are
present in each cell but some or all of the material from one chromosome
may be located on to a different chromosome. There is no loss of
chromosomal material. Babies with balance translocations are completely
normal and their chromosomal rearrangement should have no implications
regarding health or physical appearance. However, their children would be at
risk of inheriting an unbalanced translocation.

Unbalanced Translocation

This means that either

(a) an extra piece of chromosomal material is present in each cell, usually
attached to another chromosome

(b) that a piece of chromosomal material is missing.

Balanced or unbalanced translocations can arise spontaneously where both
parents have normal chromosomes.

However, if a parent has a balanced chromosome re-arrangement then there
can be a higher chance of that person having a pregnancy which may be
miscarried or also going on to have a pregnancy which is affected with an
unbalanced chromosome translocation. The chance of these happening
depends on the nature of the translocation and what has previously happened
in the family.

In addition, where one person in the family carries a balanced translocation it
is also possible that other members of the family, who are otherwise healthy,
may also carry that translocation which may have implications in turn for
them if they are thinking about children.

Deletion
A deletion is a condition where some chromosomal material is missing from
the normal chromosome. In the case of a condition denoted by 13g-, the long

arm Agdo of chromosome 13 itshemisshsarntg.arlmm fipho

chromosome 18 is missing.

Mosaicism

This condition is a less common form of trisomy. It results from an incorrect
separation of chromosomes after the first normal division of the fertilised egg.

Therefore, some cells have an extra chromosome (47), while other cells have
the normal number of chromosomes (46). The number of cells having the

18



extra chromosome varies from baby to baby and therefore each baby with
mosaicism is unique. These babies are often less severely affected compared
to those with an extra chromosome in every cell.

Ring Formation

Here the two ends of a chromosome have broken off. Rejoining of the broken

ends results in the formation of a ring chromosome and the loss of two
chromosome fragments from each end. Ring chromosomes are rare.

Antoinette Dove
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