An Introduction to
Peutz Jeghers Syndrome
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What is Peutz Jeghers Syndrome?

Peutz Jeghers Syndrome, often called PIS,
is a rare comdition that is wsually inherited,
although it can occur spontaneously.

Peaple who have IS develop polyps, which eccor mest commonly
in the gastrosntestinal tract. Polyps ore growths that look like Bisde
burps or warss but which grow ma look a bat like chereies on malks;
these polyps can grow quite nge of Jeft untreated.

There are many different types of polyp, The polsps in FJS
are a nnkpue pype of polyp and are called Peoce Jeghers polyps
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What causes Peutz Jeghers Syndrome?

Characteristics, such as kair coloar, eve colour and the number of
fingems and voes we have, are determined by the thowsands of gemes
that we inherit from our parents. Theee genes are carried on the
twenty three patrs of chromosomies thst we have in eich of eur cells.
P15 is caused by g mutation, or change, in 4 gene known as the

STE 11 gene falwo known s LEBEI] on chromomome 19,

PI5 cammot be caught like a cold or cough,
but is pussed through families from generation
to generation. Each child, boy or girl,

born to a person with PJS has a 50:50 chance
of inheriting the faulty gene that causes i,

D every family there will be a penon who was the (i bo develop
PIS snd whose parens did nor fuve in In chis person the muorstion,
or chunge, m the gene ocourred by chanece aca very carly stage of
development. These peaple can slso pass P15 on oo their chilidren.
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How do I know if 1 have Peatz Jeghers Syndrome?

A feature of Peutz Jeghers Syndrome is freckhng, which & disainetave
from the freckles of fir skinned peaple. People with Pl have darher
treckles, otten found on the lips, matde the mouth and en the foingers
amd foes, These feckls tend to occur around the age of twas of three,

The other main feature of PIS & the polyps mentsmed sarlies
These polyps cain eecur throughout the mestae (virtaally anywhiens
froan mouth teoanus) bt can only be ween by a doctor using an
endoscipe (a ksl of Olexible iwlescoepe) and by special 2-riys,
Because diiferent illneses are gssocsarcd wich different ry pes of
plyps, the doctos will eemove a palyp G the patodogis o canfirm
char the pofyps i yeur case are the rypecsl oy pe as seen in P

Pecple wath P15 may have symproms common o other bowel
condizions, sich as dlarrhoes, rnmﬂplﬂ:lnn, 'bh:u.l:lng, o nt'ml.ghr.,
rectal bleeding snd/or sbdominal pain and possibly aneemia

A diagnosis of PI5, however, cannot be confirmed ondl after

EXININAERHI |:|:|r a doctar,
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Ar what age should my children bie checked?

Young chilitren frequently get cofic (e g gripe water is commonly
il ]n- ;:'.lrl_-'nl'_'l:l. Laitle children with l-'_T'."I- are pus ay ]llu:h.' o Rt

this sort of calic as ane babies and toddler. In addiion from time

to tirie thie bowel tries to expel a polyp, leading o pain and vominng
ia coriclitivon known InkmssErephon ). Hecamie of this, iz is senvble
for nw halses 1o be seen by 3 specialis predsaircsan so thar i the
ewciil af an eiiengency, the chilil s Enovwi to the hoapeial deéparmmens
aiwd wn emet peney appolitinent can be artanged without sny delay.
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Ini sore farilies it i possible to have a generio test
(bBlood rest) to find out i someone has inherited
ehie gene that causes PIS. The fault, or mutation,
in the gene diffiers from family to family and it

15 necossary to identify this gnﬂntic RIEEtIon i
& Farnily befire resting can be oifered o relutives,
This can only be done by taking a sample of
blood from a person with PIS 5o that jccan be

- sentto the laboratory for analysis. The testing

5 vty murplicumd and 1t is nor always possible |
for the motation to be found,

Tf the muation hay been identified in a particular
family @ test cin be offered to children and ather .
relatives.  This test involves mking a sample of
blood, which is then sent to the laborarory

see i the fene, with the mutation causing Pj’S
has been mhm’iu:-d |

The rest to look for the mutation iy tniu: m:afl,
and may not be suecesstul ac all, Bue once tleu_-
mutation has been found i i relatively mnprh:

ti see il other velatives hive the fiaulty. w

The resule for this test -.mmlly takes: nhrul.l.{‘

cight weeks.



How is Peutr Jeghen Syndrome treated?

Abdsminal pain, caused by polyps in the bowel, & the mest commen
counplaint of children and young people wich PJ5. If ket unereated
the body may try to expel the polyps:. This can caese pain and the
polvp may become rrasmarsed and bleed. There may be vinble
hlewding or there may be ansemia. Inadditon, since the polyp is
anchored to the wall of the bowel. when the body tries to expel &
poalyp it micceeds in expelling the plece of bowel where the palyp s
atteched. Thie canses thie bowel o alsde tmade abself ek like o maval
telescope does whien o b closed), This s called mtussssoeption awd
cavies the boweel o become Blocked reguinnng ememgency siergery,

In an emergency the panent will Be gaken to the nearese hospical
whire the polyp that has camsed the blockage will be removed and
thie Baswel pilbed back oo its pasrenal seate fralled de-ssasceped),
By careful management of patkenrs with PJS we oy to avoid
emvergency surgery snd intervens with planned endowcopy and,
when necessary, a p].:nru.-d surgical pmn:ﬂhl.n:. This wall redrice

the number of operations for each peron,
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In order to identify and remove polvps before
they become large enough to cause problems,
in adults we carry out the following rests every
three years:

Cailin
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Thaw imvolves passang af colonosoepe

iflexible telescope) dnito the bt 90 examiine
thie coloal, Paedyps cant be peinovied painlessly
duriing ths procedure.

LrililFibapcijay

Thais inwalves pasing a different endoscope in
thirouigh the motith o exnime the stomach and
the first pare of the small bowed (the duodemom).

Cipice again FI.'II}'[H can be removed,

Capanile endoscopy

Tluks irvwwlies :mlhm'r'ihg a svall canieti.

just 2eow i siwe, Tl takes regilar proioes

an b prasses throvgls ehe sl bowel’, 11 passes
aaturally an the faeces pnd does nos peed
another egamibnarsen o rerrfeve i
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This invaolves drinking d chalky drimk shich
will alloaw the docton o examine the anall
Beawyel betweren the doodenum and the calon

an &n X-rav.

Ifa hrﬂu polyp 15 seen in this muddle bat of che
bowel, an aperation, knewn as & liparetony,
can be planned to remove it The reason

toor doeng this i3 to avoid the need for furre,
unplanmed emergency surgery, |1|:r|'u'|:r|. when
on hoeldiday overseas or pertormed by a surgeon
not that Gmaliar with P15 Moest imporctantly,
al b sanie barive as remaving the large polyp
il srgeon can use an endoscope, during the
aperatic, to exaninne the rese of e snall
bl anel vesnaove athes sowalles polyps,

Than will redise the chases of feute surgery,
either elective or &5 an emergency

It a wingle pnlyp. or mavhe jost maw or thres
are seen in the middles bis of the small bowel
it may be possible to remove these by using
a precedure known an a “double balloon®
ericlascapy.  This wall avald the need

bt salrpery.



Will T get cancer?

Fram scudying the Tives of people wirh PIS ar has become apparens thar
cancet atbses more frequently in people with PIS than in the general
pogualation. Hier not everyane with PFS will get cancer and those who
da cannar predice where it will occur. Uhlestandahly people with
P15 someetimies worry sbour thus possibility and want o do everything
possible 1o detect canver at the earliess possible stage so that it can be
trested when there o good chance of o cure,

W recommend:

2 Bowel sereening s described previously.
i Breast sereening as per the nabonal sereening programine.
i Llervical smvar tesgs an per the natkonal screening programme.
: Haemoglobin check every year,
o Self examination of breasts and restes o check for el lumps




We also recommend that any unusual lump or bump on the body
should be taken seriously and not just be allowed to be considered

‘one of those things'. These should be reported to the specialist doctor
as soon as possible. Patients cared for at St Mark’s should contact the

Polyposis Registry so that an appointment can be arranged,

We do not, however, recommend:

Pelvic or testicular ultrasound scans,
CT scans of the pancreas.

¢ The use of tumour markers.

The reason why we do not recommend these scans and tests is that
they are not accurate screening tools. For example, all young women
develop small cystic areas on their ovaries to do with their monthly
cycle. We have found that the frequent interventions caused by the
scans of the pelvis caused more harm than good. Likewise, CT seans
supply radiation to the body (which might help induce cancer)

and do not reliably pick up early cancers.

In conclusion, there is an F
increased risk of cancer in .

people with PJS. But many .' [,'f_i'_"if.l
of these cancers can be '
diagnosed and treated
early by testing for
anaemia and sensible

reporting of unusual
lumps and bumps.
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Where can | get advice?

The St Mark’s Hospital Polyposis Registry
provides a helpline for patients, their relatives

and other healthcare professionals.

Please contact us on:
lelephone: 020 H235 4270

Email: kneale3@bteconnect.com

Write to:
Professor ICKS Phillips FRCS
or Miss Sue Clark FIACS

The Polyposis Regstry
St Mark’s Hospital
Watford Road
Harrow Middlesex
HA!L 3U)
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