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name for them - and nor did anyone else for
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It is estimated that 175,000 people living in
Wales have a rare disease, As Wales marks
Rare Disease Day this week, health editor
Madeleine Brindley spoke to one mother about
her 13-year fight to get her son diagnosed

Wi Chiris and Phil
Humphreys met their new
three-week-old foster son, they
were told that his club feet wene
the only health issues he faced

But after his first night with
them, the couple knew James'
roblems went beyond the
necessity of having his plaster
casts changed every week

ars
Jumes was !'m.nll\ diagnosed
with a rare disease that few
climicions in Wales had even
heand of.

Now 28, James is facing
blindness — he will receive a
guide dog called Wally this week
= and he has been told that he,
fike the handful of other people
with Laurence Moon Bandet
Biedl (LMBB) syndrome in
Wales, will not be allowed 1o
attend a pew half-day clinic once
a year held in either London or
Birmingham

His mother Chris, through her
wiwk s national co-ordinstor of
the Laurence Moon Bandet Bicd
Society, helped to set up the
clinics but the NHS in Walcs has
said that patients will not be able
o attend the chinics

James has not had any
ongoing medical cane from o
Lluumm with exncmtc in

aischarged

r WIEn hc W
!"lu [n:v.halm heulth services.
Chris, whe lives in

Rogerstone, pear Newport, said:
It took 13 years o get a
diagmosis because no-ope had
beard of it in Wales, these wene
vears when he could have had so
much extra be

“We can't look hack and say,
“What i7" — we have to book at
what Wwe're going o do in the
foture,  *

“I"'ve been involved in all the
planning stages for diis new
n.'lllm and now ['ve been told
thal my son isn't going o be
..Ilnw":j 1o go. oy

“People with rane discases
need 1o be able to sccess clinics.
that have the clinical experts who
kenow how 1o comectly dingnose
and can best manage their
condition.

“For many rare conditions
there are no designated clinics
availablc.

“But for those conditions
where these clinkes exist and are
available, people like my son
James should be able 10 and
allowed 10 access them,
ngnldlaa of where they live in

Lwrmw Moon Bardet Bied|
syndrome is a group of features
which that occur together o
characterise 2 medical disorder.
The pattem of characteristics ws
first described in 1865 by two
ophibalmologists — Lasrence

Moon. In the 1920s Bardet and
Bied] independently added o the
origins &:\mrxim?of the
syndrome.

bt is a rare inberited disorder
which affects about one in
100,000 babies bom — it is
thoughi that there are about 25 10
30 people with LMBB syndrome
i Wales.

The syndrome causes visual
smpairment, which will
ultmately lead to blindness;
obesity: developmental delays
and peobllems with speech and
co-ordination and kidney
abnormalities.

Some habies with the
syndrore e also bom with
exira fingers or loes, o with
partially fused digits

High definition ultrmsound
scans mean that some of the
symptoms, such as kidney
problems or extrn digits, can be
picked up while babics are still
i the womb, which can in tun
lead 10 an earlier diagnosis.

But when James was u child
his symploms were too ofien put
down 10 — or even dismissed as
the unfounded concems of a
wormed, older mother.

The fird sign that James®
problems extended beyond his

‘.II‘i I‘gﬂﬁ\ﬁlr; Iéﬂ]’b(llluc‘\
fu miore than an hoar-and-a-| h.n.li
4 nighe, spending the rest of the
time screaming. James didn’t
walk until he was two-and-a-hall
and he showed some behaviours,
which would today be classed as
autistic.

After suffering difficulties in
school, a psychiatrist suid she
thought James had a
chromosomal abeormality, but
Bo-one knew what.

As bie grew older James
developed brulses along the tops
o his anms as he repeatedly
bumped into door handles; be
:Ln :lm’l all I::&_‘ time and wosikl

velop very high temperatuzes —
Chris 3»:‘;’; u—f‘pmuﬁc o fry
am egg on his legs -
asccompanied by mpid massive
weaght gain over the space of
weekend.

Clris, now 62, wha has five
children and who used 10 run a
residential home for leenagers,
said: “He was just an enigma. A
Iot of the professionals in the
carly days thought that | was a
mature mum who couldn‘t

cope™

At the age of 12, the
Humphireyses were contacted by
social services who told them
Jaenes" natural sister muy have
biad an unnamed heneditary
condition.

=l got in touch with the

ian wheo wasn't certain

and then we went down the route
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‘We knew James had problems, we just didn’t know the
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ENIGMA: Chris Hurmpheeys with her foster son James at home in Niswport. His rare disease, Laurence Moon Bardet Bled syndrome, was finally

of differcnt syndromes that he
could have, He had bloods taken,
then the bloods were bost,” Chiis

“1 ook 1 wpon myself 10 get
in touch with differcnt suppont
groups and | was given a
Itlpimc b ring and that was the

= James had
mnnl o i with LMBE.

consultant was also

thinking along this line. I went 1o
the LMBB socioty’s confenence
In Coventry and by the time |
saw the gemeticist [ knew mone
about it than she did "

Chiris, who will speak at an
event al the Senedd, in Cardifl,

to mark Rare Discase Day on
Wodnesday, added: “Afier the
cupharia of disgnosis came the
£ om of what was ahead,
should have felt pleased
when told that James would now
have the creme de la creme of
education from the visually
impaired education service, but
all 1, and the rest of our family,
could feel was desolation that we
such a service,

“L have to admit Gwent did
and still does have the best
service in the country, especiall
when [ listen 1o r::}‘uu in nﬂm?‘
parts of the UK.

“The thing that 1 and 99% of

other familics who have children
dingnosed with LMBB can't
cope with is the fact that they
losee their sight. becanse we can’t
oy hmd |: ourselves.

else in this
ﬁ\ndn:n:l: m v of medical
intervention will bcha years ago
kidney problems could result in
death. But with the eyes, once
the back of the eye has
deterioruted there is no replacing
It
. *James s l.irm.il'; blind but
uvmx the will make
such a dlﬁﬂtnwm o his life.”

“¥es he has his

leaming difficultics, ulbq)&th.,

neerological spasticity, obsessive
compulsive disorder, 15 on the
nutistic m, registered as
blind and one or two others - but
he i8 & young man with a
wonderful wry sense of humour,
‘wha has rised several thousand
pounds for his society, ;anh\g
two tndem pamchie jumps,
andl quad biking with 3 lead bike,
followed by back-up bike just in
case.

“0n one of these very wet
mH mhl said to a friend:

jow is he going 1o manage
with the min spt.mm.g the mud

ly was:

“Chiris, he's blind," nnd with that
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diagncsed when hie wis

e disappeared over Eghvysilan
mmmmwwhh his hend to one side,

listening 10 the sound of the Jead bike.”

More recently, out in thun
Ireland, Jarmes was taken out on
speed boat. hmulnn:nlbuimr
and friend who svere siiting ~ hanging

o~ in the back, James was n]lnm:d [

take full contral at 4mph
“James is o remarkable young man
whis will do trings that his

will not.
“If amyone had said to me 28 years
ago that rnpdl:‘l‘:‘mlﬂd have taken on

what it 1 would pever have
believed them.

*“This is something that | am
passionale about and there's nothing I

a teenager — and then only thanks to Chris’ persstence and determinalion

wouldn't do 1o help James or anyone
else in 4 similar sifuation”
A Welsh Assembly Government

spokeswomnn said about access o the
- “The Welsh Assembly

support fof specialised services for mre

ac..m:n clin
pvemment provides funding and

discases such as Laurence Moon
Bardet Biedl Syndrome (LMBB).
“Our annial plan for specialised
services in Wales includes provision
for Welsh paticats suffering from
LMBB and significant funding for

allocaled in our bucget.
“This money & available to enable
tients who require treatmend ai the
BH dingnostic and management

PICTURE: Andrew Davies

services in Birmingham and London 1o
access these services.

“We will be in wouch with the
clinical directors of these services fo
ensure they fully understand that the
services they provide are nvml.a.ble for
patients iving in Wales, ly
children requiring early dingnosis and
Family support, and that their treatmsent
will be fully funded by the Assembly
Government.

“Patients who have cotcerns about
nceessing these servioes should, in the
first instance, contact Health
Commission Wabes.”

W For more Information about the
Laurence Moon Bn'ﬁrlu Bied! Saciety

13 years’

Rare disease day

Is mmmﬁmm
a
awareness of rare déseases and
mvm

A tare disiase is one which
meh 2,000 people,
COMmMman -

e surprisingly,
175,000 pople in Wakes (3.5
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