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Introduction

Whatis Rett syndrome? I

Syndiome i a are neurcogical disorder alfctng mlny femles and very fe mles s presentfom conception and usualy remains
ndetaed o elay d one year of age, may lose acquired skills and become withdrawn. It should
be noted though that some. e may regress later and/or have minimal regression. Rett Syndrome is usually caused by a fault (mutation) on
a gene called MECP2 which is found on the X chromosome. In 999% of cases it is a new mutation and not inherited. There are many different
types of mutation and this can impact on clinical severty seen in patients. People with Rett Syndrome usually have profound and multiple
physical and communication disabilties, and are totally reliant on others for support throughout their lives

What s the Rett Syndrome Health Checklist?

The Rett Syndrome Health Checklist provides families, carers and health care professionals with an overview of i) the multiple simultaneous
health problems that typically occur, (i) the warning signs that would alert you to the. and (i) referral and
plus links for further reading including relevant research papers.

health i I

“The checklist has been written by the Rett Disorders Working Group. This group includes experienced Rett specialists in primary and
secondary health care as well as parents and representatives from the wider patient organisations (Reverse Rett, Rett UK and FOXG1). Please
see list of acknowledgements regarding the professionals who have been involved and their disciplines.
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Key Principles for Primary y i I

‘The Health Checklist s not intended to be an exhaustive lst. Whilst we know so much more about Rett Syndrome than we did 30 years ago, we
are learning new things all the time, particularly about how the syndrome manifests in middle age, as we now have the first people who were
diagnosed in the UK reaching middle age and later ife.

Having a diagnosis of Rett Syndrome does not exclude the person from developing other problems that you would see in the neurotypical
population, but symptoms may be masked by the complexity of the disability and the person’s limited abilty to communicate. Talkin

listening to parents and carers who know the person really well is key to understanding the nature of the problem and what is "ypicaliatypical
behaviour or presentation for that individual

Starting point for GPs I

. Isthis symptom normal in a neurotypical person of the same age?
+ Is something new, or has something got worse?

. Hasthis led to increased impairment?

. Could any medications/contra-indications be responsible?

Be honest about the limitations of your knowledge and recognise the knowledge of the parent or carer ~ both about the condition and their
Escalate up the care pa 10 ensure accurate reatme

If new medications are to be introduced, this should be started from a low dose and continued at the lowest dose at which beneficial effects are
seen. Any increases necessary should be implemented slowly with careful monitoring of all sympioms for any adverse effects.
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Stages of Rett Syndrome.

Rett Syndrome has been described as being in four stages: early signs, regression, plateau and late motor deterioration (Refer to NHS Choices
Rett Syndrome). This can be applied in general terms bt there is a spectrum in severity and environmental factors can influence the progression
of the disorder to some extent. Some symptoms fluctuate as the disorder progresses. Some children who are at the severe end of the spectrum
may have a less marked regression as they did not skill in infancy, earler on.

ambulate throughout fe.

r, what should be noted about the fourth stage instead, is that t does not imply an end of lfe scenario and the same investigations,
rement and cate Should bo nstgaied 2 hey would b for & neUroPical erson presening at A & £ o a5 annpatent

Rett ‘episodes’
‘Some Rett lterature, particularly the less recent information, refers to ‘Rett episodes' as a general way of describing an unusual movement or

breathing pattern but this is not helpulin finding the root cause of the problem and treating it appropriately. We strongly discourage the use of
this term. Every effort should be made to accurately assess and diagnose the problem.

Annual Health Checks

Young peopl wih Ret Syncrome aged L4 and aboe shoud have afeastan annusl healh review wihthef GP- Wist her car s el ( be
iaged by a community paediatrician up to age 18, it is very important that the GP does have some knowledge and experience of the young

Dersan as oy wi bocomd th frst pomt o1 reerl post 1.

“Survival in to the 5th decade is typical in RTT, and death due to extreme frailty has become rare.” (Tarquinio et al)

Inaecent sty ented, The changing ace of suvel n et Syndome and MECP2-eaed diorers:
was greater than 70% at 45 ye

urvival for classic and atypical RTT

‘Whilst Rett Syndrome can be life-iimiting, the leading cause of death is cardiorespiratory compromise. Many of these risk factors for early death
can be managed. Intense therapeutic approaches could further improve the prognosis for patients with Rett Syndrome.
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https://www.ncbi.nlm.nih.gov/pubmed/26278631

Cognitive Ability of People with Rett Syndrome I

Parents and carers for many years have said that their daughter/son understands far more than they are given credit for but until very recently
there had been few attempts to try and assess this. Advances in eye gaze technology, in particular, have faciitated some meaningful
assessments of language and cognition i children with Relt syndrome.

Forexampl, i tues publshed by Clarkson ot a. (2017 and Ahonviska-Asa e al. (2018, some hidren wer found (o rave a signfcant
vels of for their age, and one or two were above average for their age.

As with the range of symptoms in Rett syndrome we are now seeing there is also a range of cognitive ability which may also be influenced by
their environment but the is not not understand. Find out how they communicate,
give them every opportunity to be included in conversations, give them the opportunity (o express theif opinions and wishes. n other words,

presume potential

Refeences:
Clarkson T, Leb VonelFariey .

olack O, Sara £ Wine 3, Siberg T, Nisserkor A, et al. Assessing cognve unctoning n
R
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'You know your son/daughter best and you are their best advocate. Often families of peaple with Rett Syndrome have significant knowledge.
‘and understanding of the disorder. This checkiist will support you in conveying critical and valdated information quicKly to health professionals
who may not have experienced Rett Syndrome before.

Keeping a diary and taking video recordings are a very helpful way of tracking changes in behaviour and/or symptoms that you can share with
health care professionals to help them to understand your concerns and help with a diagnosis and treatment. Video recordings of when the
person is well, as well as of symptoms can also be useful

Havig an updated record o al medatons, and s very helpful to share with health
care professionals and saves you having allth emergency admissions. A good way
of doing this is to use either the Reit UK eatn Passport or the Reverse Rett Hospital Passport,

The ports will be updated regularly 50 p 1o Rett UK or Reverse Rett websites to check for updated information.
Many families find treally helpful fami media (ihere ps In the UK; Rett Syndrome
Facebook Group for UK Faiies and Rett for UK Families and Both Rett UK and Reverse Ret offer a

variety of events where families can meet in person.

Advanced care planning

Having an advance care plan may also be useful to think about what you would want to happen in certain circumstances and have this clearly
documented.

Advance care planning is normaly a process of discussion between the patient and those who provide care for them, for example, the nurses,
s, care home manager or family members. Depending on the capacity of the individual with Rett Syndrome, they may choose to
express some views, preferences and wishes about their future care. Where this is possible, every reasonabe effort should be made to allow
m o be involved in decisions which affect their future. However, we recognise that for the majority of people with Rett syndrome it will be.
their family and people who know them very wel that will be making these decisions.

NHS Choices have a good booklet about Advance Care Planning and Rett UK have some useful guidance on their website.
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https://www.rettuk.org/resources/resources-for-families/health-passport/
https://www.reverserett.org.uk/hospital-passport/
https://www.rettuk.org/
https://www.reverserett.org.uk/
https://www.nhs.uk/conditions/end-of-life-care/
https://www.rettuk.org/how-we-can-support-you/advance-care-planning/

ORett UK

Support today, hope for tomorrow
Rett UK is a national charity dedicated to supporting and empowering people with Rett Syndrome and their failies.

Our strategic aims are to...

. alocal, regional and national level.

© Educate health, socilcare and etcaon pmlesslnna\s bt Rt Syndmme to enable quicker diagnosis and improved standards of
care mrouuhuul me

. tobe g and ded to be active

* bromote, suppon and encouragé research ino new therapiee and wemments for Rt ‘Syndrome.

our vision...

‘That everyone with Rett Syndrome is given every possible opportunity to achieve their individual potential o that they may live their lfe
to the full.

www.rettuk.org.uk
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http://www.rettuk.org.uk/

DO
reverse rett

Reverse Rett is a UK medical research charity working to accelerate treatments and a cure for Rett Syndrome and related MECP2 Disorders.
We do this primarily by:

+ Funding research focused on treatments and cures.
. Facilitating the delivery of UK cinical trals and access lo emerging treatments.
Collating information from experts in the field and providing access to i

+ Running the UK's only Rett Syndrome Patient Registry

our vision...

Our vision is a world where children with Rett Syndrome are diagnosed much quicker and earlier than they are at the moment. A world where we.
now much more e about the pogression oftheconcion andthe factors that affect that rogression. A word where at every stage o developmer,

lable t which can occur and, ultimately, a world where treatments are available
rich oo the condrion an allon people i R ‘Syndrome to ve normal ives,

www.reverserett.org.uk

Rett Disorders Alliance UK Rett Syndrome Health Checklist


http://www.reverserett.org.uk/

FOXG1 UK

FOXG1 Syndrome has pr A Variant 0 be
il symploms tha are imia 1o Rt Syndome but hat are resent fom birth. Unlie R Syndmme s tonain bom boys and gifs. Itis
avery rare condition. Children diagnosed with the syndrome have a wide spectrum of abilties.

As FOXG1 Syndrome is a relatively . there are no long term health or longevity of people
diagnosed with the syndrome. For a few children it is clearly a ife-imiting condition but there is every reason to believe that the majority will
go on o ive fife to the full

Clinicians who have knowledge of FOXG1 Syndrome are as rare as the syndrome tself, so families affected by this condition will also benefit
from having access o the Rett Disorders Health Checkist

FOXG1 UK are grateful to be part of The Rett Disorders Working Group.

www.foxgLuk
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https://www.foxg1.uk/
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Rett Syndrome Health Checklist

Respiratory/ Nervous System
Symptoms o
Autonomic Centat Aprosal reat hlding, a g [Ty ———
° v gupng - y o
Breathing ooy chsncaon, o reioence
Difculies o aihng ieguany donind. (Pooplo iRt | 2017 i 5-535
sy,mm o
o orce breahers rgeres) s oy it ye
Croona) e g s ayeaon
J— o Cpranes st
o )13z
Vaisaa Manoeue one
acay et . Respiatrymoriyin et
ot . oo ted cia
yrmitri e 018 Sep 600 551557

nmnchodwumvs as per usual asihma veatment

for

Acetazolamide has been used in children with apnoeas.

reaer s s gdome usgcarbogen 21

st cent oo s pe

Adrian Kenrick,
Contat s Scrast, DeparmesfRespaiony
Medicine, University Hospitis,

Chid, 2001 30185112937

Ao et o Busprone in Rett sy respirsory
osncionran ax Do Ve 21,
Issue 6, 437
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https://www.ncbi.nlm.nih.gov/pubmed/28465761
https://ojrd.biomedcentral.com/articles/10.1186/s13023-018-0873-8
https://www.ncbi.nlm.nih.gov/pubmed/15967617

Rett Syndrome Health Checklist Respiratory/ Nervous System
‘Symptoms. g
@ Aspiration arching or sffening of the body during r Tarquinio ecal
eeding o
(e acccerat i o Neuro
Iniabity o lack 0110 1016 pedatnearol 201506003

ungs)

Rtusing food oriquid
Failure 10 accept cifferent extures offood

mprshensie ut dcplnarfedng assessmer o
ensure correct posiure for eating and drinking vl elp
avoid aspation

unsafe

Dificuly swallowing
Diffcuty breast feeding n inants
Coughing or gagging during meals

(Gheck orrefux symploms and adess actvely

of mout or nose.

Maintain 45 degree posiioning during

and arnking

Minimal distraction during meal imes.

Gurgly, hosrse or breathy voice qualy

Frequent spiting up or vomiting

Good oral hygiene, nclucing teeth brushing and clearing
mouth including pockets of mouth and lftover food
and ips.

Less than nomal weigh gain o growth

‘Aspiraton n Rt Synciome Fact sheet

Respiratory/ Nervous System 2


https://www.ncbi.nlm.nih.gov/pubmed/26278631
https://www.reverserett.org.uk/core/media/Aspiration.pdf

Rett Syndrome Health Checklist

Symptoms.

Respiratory/ Nervous System

noticeable symploms, in sl aspiraton,
there s no coughing or ceari

Red viatery eyes
Golour changy

1o skin around the eyes
~Drooling

Changes i breathinghoice
‘Splayed hands in younger chidren

° IPneumonia

or

reventative
strategies

longeuity of paents with Ret.

PPV/Pneumovax for paients over the age of 2 because of
and

Kt pabogereis ofLtlAspicton
Preumonia in Mecp2-nl e for Ret
syune so e 2017 Sy 053 e

‘Regular chest nfections, swalloving

Input from respiratory consulant

Regularchecks by specialstchest physio

ificulies, aspiraton
Increased secretons.

fcoughing becomes unusually requent,

e of prophytacic anibiotc durng witer monhs may
be usel.

ocyne (arbocyiane) 0 keep sersions more
Tid o e s covgh

requiary.

" 3
secretions are dificut 1o iear, naty GP and chest
physio immediately.
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https://bnf.nice.org.uk/treatment-summary/pneumococcal-vaccine.html

Rett Syndrome Health Checklist Respiratory/ Nervous System

Symptoms. "
@ Managing active Ratsed temperature.
infections. bitics i inplace and start rescue anti-biotics.
Increased secretons. immediately.
Generaty urmel. Increase dase of Mucodyne as appropriate
Use of nebulserfor s inhalaton as

iectans can e sred s poe o mnedet i | e
inine vith o incvidul pasients spec

Ensure reguiar
delays. panicularyduring he nht

Siting upright whenver possibie o assis breathing.
(Chest physio by physitherapist and rained saft

Monior closely for any signs of deteroraton taking
temperature regulary unol condiion improves.

Ifhere s marked deteroraion. o not hesitate [0 take
emergency acton (1111999 cal).

Respiratory/ nervous System 4


https://www.rettuk.org/wp-content/uploads/woocommerce_uploads/2019/05/Rett-News-Winter-issue-4-2018.pdf

Rett Syndrome Health Checklist Respiratory/ nervous System
Symptoms g
© S e | s o oo asc seep hygens measures should be Vers o T racores s s
el screaminga implementea it Synctome.3 S e

Ap24(2)223.3.

Melatoni canbe vl i a genea s, Alow ose
of Clridin lng

Young e
v e 200 v 2300 505-510.

ot glscmogapy o ey vt of e
night me avakeni

CPCP for Obstructive Sleep Apeoa
NIV for OSAICSA as appropriate and based on outcome
of polysomnography.

Trese treatments should b tried before or in corjunction
with drug therapy.

Avoid benzodiazepines, promethazine, chioral hycrate -
mayrisk autonomic nstabilty.

Ghloral hydrate use i to be discouraged and should only
e used for the primary purpose of sieep nduction under
exceptional Crcumsiances on a shorterm basis, and
under diect expert guidance.

Inhiden aged 211 yoas s with Cio it
i b as an adjunctto behavioural therapy and
velone managemmon: and veoaly o oo o oo o
2wecks.

ong term use of chloral hydrate caries a high ik of

sevmusmge e acrss avnts oo apnoo's, epac

damage, respiratory anrest, cardiac a

depentency and vahawal syndiome,andcancer. Use
fh caution and only under medicalsupervsion.

Referto Ceretea Sl Service, a ee senvie fo famites.
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https://www.ncbi.nlm.nih.gov/pmc/articles/PMC2527512/
https://www.cerebra.org.uk/help-and-information/sleep-service/sleep-information/
https://www.ncbi.nlm.nih.gov/pubmed/25219940

Rett Syndrome Health Checklist

Symptoms.

Cardiovascular

Long QT

Long QT has been noted, which may arise.

ECG abnormaliies rom cinical history and reporied

QT interval

Repeated ECG where there are changes in the healtn

Azitromycin

ECG shauld be underiaken where there s desie to

QT changes with 48 hour ECG fecording obtained prior o
medicaton change.

Where negative,once treatment is prescribed. repeat
ECG shauld be underaken fo seven consecuiive days.
(May be adjusied depending on tapdity of action of the
diug).

1osiv o ECG changes and ronged QT e,
g should be withdrawn and ECG recording coninued
10 ensure feturn o pre-vreatment staius.

‘Where possible, avoid drugs which proong Q intenvl,
where here s atemaiive avaiable.

ECG should be conducted as partof pre-surgical
assassment especially when anaesthels s being given

ebsiessmartphone app for drugs 1o ok wih Lorg OT:
hipsredblomeds.org.

Elavay et o, Proonged QT nervl in paten
with Rett Syndrome. Ach Dis Chid. 1090 Hay:
805 470-

Cardiovascular 6



https://www.ncbi.nlm.nih.gov/pmc/articles/PMC1717921/
https://crediblemeds.org/

Rett Syndrome Heal

Symptoms

Ith Checklist

Cardiovascular

Cortovascutar
° dysregulation

Dregsion o cardovaslar parners

ipheralvasoconsrcton, may

Monitorfor QTe prolongaion at east annaly.

& Engersrom, Assessment o he
matryclated branstem fanctons reveals the

Beware of avoid medications causing Qe pralongation

cinical management o Ret syrdrome. B
2005 Nowi27 Suppl 1:543-553. Epub 2005
sep2

Ko 13, Cargasur o sincionn
enen and acolscenss wih Re Syndro
ek 201 Nar 10616

@ Circulation

Very poor flow o extremiles especially lover
legeet

Risk of severe chilblains.

‘Doppler Scan.
Thermal socks/foatwearfoot spa.
Warming siowty when cod, elevaing feet

Consider Amladipine for severe cases before considering
N patches to decrease rsk ofsevere headaches.

Severe cases consider sympatheciomy.

Glycery iniate (GTN) patches may be helpt.

K 13, Cargasus o suncionn
enidren ar ents wih Ret Sy
Bty

Cardiovascular

7


https://www.ncbi.nlm.nih.gov/pubmed/16182494
https://www.ncbi.nlm.nih.gov/pubmed/28351539
https://www.ncbi.nlm.nih.gov/pubmed/28351539

Rett Syndrome Health Checklist Gastroenteric
Symptoms 0
@ Srowthand Poor weigh gain, Height
nutrtion 103 ke, crewang and swalowing s, Noibonal and Digesive Healih An ormation
ol with

Needs co
‘when feeding problems can worsen.

Mot e a. Gastrostomy Placement Inproves

Consider NG tube or Gastostomy (with fundoplication if
severe reflux) 1o supplement oal feeding f needied for
weight gain and for adequate i intake.

Itis important not 0 feed a person with Rett i the aim of
jeting weight up to popuation mean for hr or i age
Weight snouk Corespond o mean weigh o neghumet
specific growth charts. (ink under furtner reacing)

Overteeting can lead 10 obesty or chllenges ith gut
bl chalengd b (00 muchfood ke eacg 0 0t
functonal problems

Be vigiant about coughingichoking on food and drrk.
Think aspiraton. Page 2.

ymiome, Joumal o Pecac Gastoenterlogy
3005 98y 557342

reflx, darhoea (SN

civiy),
(NS oeraciay asociatod ain. vomtng
dysmoriy.

Watch for aspiraon preumonia n sever reflux
(may lead to ARDS).

Falr ety bt oty cpacity
older people.

Impacted bowels - diarthoea may be sign.

constpation as
e

management

Mot e al. Gasrostomy Placement Inproves Height
and Weight Gain n Glswih Ret Synrom, Journal

27202

St Alord gt oo n Rt Sy,
Microbome, 20164
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https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3468773/
http://www.rettuk.org/wp-content/uploads/2015/03/growth_and_nutrition-booklet_small_file.pdf
https://insights.ovid.com/pubmed?pmid=19525868
http://www.rettuk.org/wp-content/uploads/2015/03/guidelines_gastro_intestinal.pdf
https://journals.lww.com/jpgn/Fulltext/2009/08000/Gastrostomy_Placement_Improves_Height_and_Weight.14.aspx
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4967335/

Rett Syndrome Health Checklist

Symptoms.

Gastroenteric

exingand diing
L4 difficul
Netvoss St

Oysphagia: Feeding, chewing, swallowing
ificulies — lengih of tme 0 cat. coughing,
gagging

Feeding and behaviouralsategies; smal, fequent and o
thickened feeds.

Eliminating selected fo0ds rom diet.

‘Correct posture i criical for safety and for success with
adequate oral nutiionaluid nake.
< osrs cod o chin ks bt

ool read o
Comined assessment it it iy eam hodd

{ake place in order 1 estabish safe posture for effecive.
i 0 i ko 90 S v,
Upright postion whie eatinglelevating bed head o avoid
aspiaton.
Video fluoroscopy, Barium Swalow

‘Consider NG tube or Gastrostomy (with fundopiiation
Severe reflon)

Gastroenteric 9



Rett Syndrome Health Checklist

Symptoms.

Gastroenteric

® Reflux

deatn

in Ret.

2hr

Ji-channel

oretren ar s
win

e
managed due 1 he
increased sk of
aspeaton

Relluisaso more
iy f theper
as scolosis

and the importance of treating s and postural
management
Looking for:

Regurgtaton

‘Sour smeling burps or vomiting

Dental erosion

tesiing).

Upper Gl endoscopy o assess whether there i reflux
oesophagiis andior gastrs.

Radionucieatde scintgraphy o tst for aspiration due to
e

"Management: Feecing and behavioural srategies: small
requent and o thickened feeds.

Spends ot of tme
supine posiion.

Elminating selected foods rom die. Upright posiion whist
J o1 30 mins after.

food refusal andlor ruminatio

fuids
over nightor i bed.

Froon pump nhbiors PP, o4 Larsprazol

Seltharm
Scrcaming

Omeprazol
pinterels

Prokinetics should be used wih extreme caution or

hcinrlrgg T i 200 of s Tavea
prolonged QT as part of Rett Synor

Gastroenteric 10


https://crediblemeds.org/

Rett Syndrome Health Checklist Gastroenteric
Symptoms 0
Sallndder % | manamentof gl st iy,
[—— - b
Pancreatitis ! ° disease should be considered as a cause of abdominal

Diarthoes, weight oss.

Upper abdominal pain that radiates o the

pain n RTT and cholecystectomy recommended if
symplomac

back especially
foods highin fat.

‘Swollen and tendier abdomen
Nausea and vamiing,
Fever

Increased heartrat,

WRI, T

Gastroenteric 11


https://www.ncbi.nlm.nih.gov/pubmed/24528171

Symptoms. i ing
@ Eay Cnemotor, | New st
developmental | b does occur Typical i o
impairment Rt wil have some relatively minor dolays but 950
have a clear perod ofregression where skils are | Referral o appropriate services
8 s fost. Nu ot alDevelopmerialdeay n Rt Syndrome:
maqnwnc cme«u na ‘Check vison and hearing o fomhe e sy oy 3 Nwtoder
Disord. 20146 (1): 2

Marschik et . Eary cevelopment in Rett Syndrome.
e enls and e of b conon o
Developmenta Newrorehabidaion 2018; 21 66-72

Lotan, M. Wk, J. (2013) Rett syndiome:
Therapecic ervenions. Nova Scénce Publshers.

@ Muscle Tone and

or

. (2006). Rett Syncrome.
i iauenion. e ScerR Word Soul.
5(6), 15041516 i 10110015 2006 252

Gheck positoring - standing (ame), appropriate
supported seating, ing (sieep system)

Gheck for co-morbiiles (constipaton) an
nodasemnesy e her o oy o ey,

Massage and stetching of muscle groups should be part
of acomprehensie postural care plan (or people with
Ret of all ages)) under he guidance of a herapy team

Pharmacologial one management.



https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3058521/
https://www.ncbi.nlm.nih.gov/pubmed/25071871
https://www.tandfonline.com/doi/full/10.1080/17518423.2017.1323970
https://www.amazon.co.uk/Rett-Syndrome-Therapeutic-Interventions-Disability/dp/1617280801
https://www.hindawi.com/journals/tswj/2006/936460/citations/

Focal or
contactions.

Trinexyphendyl.

baclofen, gabapentn, clondi

3 Newro S 2017 15:377:219.223 ot

Na-

ooy can o b pantl. S o auoramic
dysfunction - hypertor

gabapentin, benzodazepines, izanidine

Humprieys P, Barouman . The Incidence and Evoluor
of Puinonn Rty

rome: A P Stucy. Can J Neurl i
Tons st

@ Spasticity

‘Caon wih benzodiazepine use, given risks of

Kacyan V e l. Inrathecal bacfen fo spasicsy

and dependency.

. Phys Med
Rehabll 200382(1/560-2.

Temudo Tt

high one (either spastcity or dystonia).

60 patnts with detected MECP2 mtaton and
coneaton win taton type Raros £, Dias K,

e

Altered Tissue
© bropertes

Over tme.,

Teronce D etal

measure of resistance o suetch, aiasicly.

{endency 1 retn o origial shapefengt) that
male muscles feelstifer. This ulmatelyleads to
fixed musculoskeletaldeformiy.

‘Sanger,
Maurco R Delgado, Deborah Gacbier Spa, Mark
e, Jonstnan W, Mk Petiaings Jan 2003, 111 ()
085.067; DO 10.1542eds 1111080


https://www.ncbi.nlm.nih.gov/pubmed/12509602
https://www.ncbi.nlm.nih.gov/pubmed/28477699
https://www.ncbi.nlm.nih.gov/pubmed/27050783
https://www.ncbi.nlm.nih.gov/pubmed/12819544
https://www.ncbi.nlm.nih.gov/pubmed/18512755

Symptoms

@ Epilepsy

70% of peopi

abnomal EEG.

including
neurophysiclogcal cardological and respiatory

a2

Glaze etal. Eplepsy and the naural istry of it
yndome Neurology. 2010.74(11/905-912.
0110 12120

AEDS based on type of seizure,

Tt ot Longudal couse o ey e
Syncvome and rlated disorders B

Yl o v prsn o iy care .
See guidance in further read:

Ketogenic die can be helptul for some.

Allchiren and young people wih Rett Syndrome and

1y seizures should be abl (o access assessment
for potenial epiepsy surgery. It unlkely tnat esectve
surgery wil be appropra Nerve Sumulation
may be of potental benefi

NICE gutance: Epiepsy i chidren and young
peope.


https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4468994/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC2836870/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC5278305/
https://www.nice.org.uk/guidance/qs27

Symptoms. 0
Paroxysmal Hapwod. P PUST Do pesrieg
episodes notdue | dysfuncion disinguih from seizures. 1o plepi s e Sy
to cpilepsy. Eitpean bt of P Newiog,

Ve 15552

.G, Glaze et a. Ret syndome: charactezaton of
seeures versus non sefzures.

.. Schuiz, . 0. Frost Elecroencephalogr Cin
Neurophysiol 1098 Jan, 105(1) 79-83.

@ Movement i . P ST—
Disorderand | purposeiul tasks and movements Therapeuic nteventors Nova Science
Motor Planning Verbal Cuei ublshers

o crectuesions and s,
acknonldgs mo neaded 0 respond.

Kity Rose R Foley eal_ Gross moor abiies

change from e positon 0 another.

ynckome:  erature reviw oogiudinal video
.wmmmmmmmmmwmn

professionals e postural ransitoning should be put n
place in order o mainain independence.

Unversty

Downs 3 etal. Perspecives
I funcion n gt an
o Do Noscrebh ST,


https://www.amazon.co.uk/Rett-Syndrome-Therapeutic-Interventions-Disability/dp/1617280801
http://ro.ecu.edu.au/cgi/viewcontent.cgi?article=2225&context=theses_hons
https://www.ncbi.nlm.nih.gov/pubmed/23869872
https://www.ejpn-journal.com/article/S1090-3798(09)70095-9/abstract
https://www.ncbi.nlm.nih.gov/pubmed/9680167

Look for
holding, worsening hand ringing

Explore other which could be

andary

Winat s meat by Emotonal Dysteguiaon and

from baseline)
Anxietylpanic

imied to, refux, gall bladder, UTI/Urine retention, dental,

it (e vyl e, usomes
sgnifan

Conventional anxiety reatments (e.. SSRIS) ae often not

A Horievecasavasiast ol Prokrce and
festures of depression in woren wih Rt
Snrome, . Faden . ke O Fk, & Glke

Sihan Ssish Koysuesn R sy

Emotional Dysreguiation.

successhul

Eor0 g o1 el e
of Rare Diseases. 2018 Jul 313341128


https://www.reverserett.org.uk/news/helping-children-with-rett-through-depression-and-anxiety
https://www.ncbi.nlm.nih.gov/pubmed/27028200
https://ojrd.biomedcentral.com/articles/10.1186/s13023-018-0873-8

Mood labilty. Benzodazepines forcontrol of sezures should be used
vith extreme caution a5 may lead o espiratory Gepression
Syndrome.

Chidren and aduls with Rett Syncrome are as

populaton.

Gircumstances when reviewing EBAD issues. with cauton,

Referalto Cenire for Inerventional Pacdiatric

Breathing dficuties such as apnoea and rapid
breathing

Explore all possible physical causes forsudden changes in
mood or

 urinary retenton, gl bladder

stools.
Flushing and sweating

Behavioural Dysregulation

sioep problems.

case of effects o the autonomic symploms

Helpul f parentsicarers can make video recording of
episodes.

18 hour EEG with video telemety and sieep study should
b dane a basene, incluing nevrophysogical,

rdiclogical and respicalory measurerments (at mnimum)
1o disinuih om sezurs.




Symptoms. 9

gastromesinal

wood vcoin o
o Problems.

Lok for
pleasurable actuiles,reduced atempis 1o

baseline and degee of mpairment.
Benzodazepines shauld not e given — this may lead o

Estabish i a
Sk
neurophysiologicl,cardological and respiratory

Can be prolanged in some people of present in
Some for some of the time.

Mood labity common; uncontrolled
aigglingfiaughing spels

Explor all possivle physical causes fo sudden
changes in mood or behaviour. Acute medical
conditons common n Rett Syncrome incluce UTs,
urinary retention, gall badder sudge and stones.



https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4571061/
https://www.ncbi.nlm.nih.gov/pubmed/27028200

i Neurology Ape 2017

Symptoms 0
@ Ben Haraea Dy
Bysegeimion outing, b ulin, il oling tomor eeted o oo s Parpece
Hand e u7) Jefrey
stereotypies g o e T Taoping, g o i Ko s D Gam, priome A
G o, Waks K

@ Phonic stereotypy

“Sevilanal sequentil flexion of
meacapoprelanged i mefphlangeal s
50110 2nd, hand twrling, hand gaze |

Joined hands: Tend to worsen ith ime and may
progress (0 slfnjurious behaviou:
[Washinglwringing/clasping, clapping, mouthing]

Otner stersotypies:

behaviour,
seltinjury,
agitation

s

Legs: Intermitent leg levation and spping of he for.

Toe waking, jumping
Feettwiring

- Whole body: runk rocking, shiing vegf rom
leg o the other

- Repetiive sounds.

- Repeliive words or phvases

- Rocking, settouching

- Scratehing, bilng, mouting, wringing causing skin
breakdown, head banging

- Behaviouraldisturbance associated wih distress.

Neoprene Gioves

5516 Supplmen) 4447

Hand managment n Rt yndrone
Douns et . Perspectives on

i funceon n gl and women with Ret yrdome.
ey Newrorehabl, 2014172107

e . Deining Hand Stereypies n Rt Syncrome:
AMovement Disorders Perspectie.
P Neurol 2017 Oct 7591.95,


http://n.neurology.org/content/88/16_Supplement/P4.147
http://www.rettaustralia.com/wp-content/uploads/2014/11/Hand-management-in-Rett-syndrome.pdf
https://www.ncbi.nlm.nih.gov/pubmed/23869872
https://www.ncbi.nlm.nih.gov/pubmed/23869872

‘Symptoms.

ng

@ UTiRenal

Urinary retention can be related o cetain meds.

Urinary retention can cause repeat UTIs.

Refer to Uroog,
blockage.

(et UK Farmly
Camparion Facisheet)

puberty in Rt syncrome. J Pt Endocino-

Coss check prolonged use of medicatons which can cause

tycyelic andepressans.

Utrasound o assess urinary etenton.

Syncrome: A Comparaive Study, 3 Dev Pys
Disail 2012 Jun 203): 287.300



http://fr.zone-secure.net/19313/186414/#page=180
http://journals.plos.org/plosone/article?id=10.1371/journal.pone.0165550
https://www.ncbi.nlm.nih.gov/pubmed/22639525

Rett Syndrome Health Checklist

Symptoms.

Gynaecological

restl of prolonged use of Sodium Valproate.

Cancer screening as per neurotypical populaton.




Symptoms o
@ Puberty gh evels of male | pubeny n Rett synome — Famiy Companion
“The efcacy of medicaton can reduce a s ime.
Use over 2 atan el
Lyt e b ot hock b Smeoms evises o y
iycystic ovries. May aso be ha Pec Neurl, 014 AESHE 760775
rothand ionneed coser monorg durng Pubeny Quesions and Anses -
olescense. etysyndrome.org
Sreanig mooddsutances s of ppeie Krignt et . Puberal Trjecory i females wih
period pains. Can worsen tonelepipsy Rt Syndrome:a populaton based iy, ran
ev. 2013 Nov: 350101 912:20
Repert o e s ase of precocous
puberty i Ret syndrome, J Pedar
Endocrno Metah 2015:26-10/937-0
© s

seizures in someane who previously has not had
them.

Increased secretons.
Visual disturbances.
Low sodium in blood test.

Agiaton, nausea and redness.

Sodum supplement

May need restriced fld regime.

Nersa et l Chonic Hyponatrieia Associated Wi
e syname P Newrlopy. Vol 0
Iesue 1,


http://www.rettsyndrome.eu/wp-content/uploads/2018/05/Puberty.pdf
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC4254166/
https://www.ncbi.nlm.nih.gov/pubmed/23270700
https://www.ncbi.nlm.nih.gov/pubmed/23270700
https://www.ncbi.nlm.nih.gov/pubmed/23612537
https://www.pedneur.com/article/S0887-8994(13)00283-X/pdf

Symptoms g
@ Mobily Gross maor B
laer but not n alpatients. i Reft syndrome 2013 9 34() 1697505,
o 2013 o 13
Gaied wak,
improve overal rognoss.
Indidual vith
rouid be
Syndome. encouraged t use his 5l s mich s possible fo &

‘Achievement of alldevelopmental milestones may

minimum of 2 hours pe day.

This

individua basi.

equipment should be reviewed by a therapy team and
Serviced on a regular basis with adequate provsion o funds

standing or
Care
g Budget
provision i made for this purpose. team to achieve this.
planning Budget
standing n terms of ndependence.
o Rett Synd horse

long as possibie.

mannng shysia sl Patensshoube cnouraged
10 actel take part n exercie (o whatever degree they e
ave,

perience and opportunity (o individuals who
ave achieved these skils, pariculaty as they get
older. Thiscan

ckaing: bowsurcn,septl
Scolosis and communicason.

e e sy,



http://www.diva-portal.org/smash/get/diva2:617400/FULLTEXT02

Symptoms

Mobility
® Continited)

pe

Postural

funcion.

independ
Regula herapy review and guidance or care gvers s vial
o develop these skils andlor to maintain the abilty o
wansler ndependenty for as long as possib

Vigiance regarding njury,pressure sores, aniety and other
el as it il mpact on the ingividual 0 reach

oll physical potental, Issues shauld be addr

immediaely.

active early response and vigilance in rouble-
shooting any problem that interferes with mobility is:
key.

@ Scoliosis

Afects approx. 80% of patents.

mavement.

group

Contatmntote of el agty
Dynamic brac

Promote standing and weight bearng minimum 2hrs per
day.

Risk of curve conining (o increase ino adulthood —
continue to monior.

‘Any change — refer back n spinal team.

”
cotaboration between parents,cricans and
researchers.

Onhopaedie for kids: Salloss i Ret syndrome.


http://www.rettuk.org/wp-content/uploads/2015/06/Scoliosic-Booklet.pdf
http://www.orthopedicsforkids.com/PDFs/Spine/Scoliosis_and_Rett_Syn.pdf

Symptoms

Osteopenia
® osteoporosis

inclucing eg

9
pain can also be masked. Ret Syndrome. Study on Normal ValuesLi 2ysmand. Mer
B Ben Zeeu1
especially sodium valpoate.
o Lambert etal
Fracures,
iy foradl PLOS ne 2017;
‘supplements 12(10)e0tsBe1
For children and young people aged 1yr and oidr,
‘Supplement 4001w daly. Jefeson e al.Clical Guideines for
Managementof Bone Health n et smm
‘Gonsider Dexascan ased on Expert Consensus and A
Evidence. PLOS One 2016 ey
Bisphosphonates - tabet or injecton. s eotessze
Shore atal,
Subluxasonirisk of dislocation chidren wihcerebralpalsy. Curr Row
Musculoskelt ed. 2012 June: 52 126-134
‘Constant visual check. Encourag unctonal ity  the indviuas ptenl. | Lotan . Morc. 3013 et sydome
nerapeuic inerventons. Nova Scence
s
Weightbearing. Regt . (2008). et Sy el
o 6(6). 150:-1516.do 10,1008 2005.252
Hips X Ray.

which may degenerate in older people.

Hip resurfacing may reeve pain.

Gabapentin may be of benefi in pai reated 1o ip
sublucaton, as may focal batulinum oxin njections.

paisy.


https://www.amazon.co.uk/Rett-Syndrome-Therapeutic-Interventions-Disability/dp/1617280801
https://www.hindawi.com/journals/tswj/2006/936460/citations/
https://www.ncbi.nlm.nih.gov/pmc/articles/PMC3535157/
https://www.ncbi.nlm.nih.gov/pubmed/26849438
http://journals.plos.org/plosone/article?id=10.1371/journal.pone.0186941
https://www.ncbi.nlm.nih.gov/pubmed/17173180
https://www.ncbi.nlm.nih.gov/pcm/articles/PMC3535157/

Dental

Rett Syndrome Health Checklist
Symptoms. g
@ Dental “Tooth decay. Refer.
Senvce or contact ocal Dentl Hospial Depariment of
Dental seizures and ‘Special Care. BSDH Cirical guidelnes
fas.

Tooth wear - grinding associated with bruxism.

‘Gum disease - bleeding gums and loose teeth
Mouth lcers.

Hypersalivation - ncreased salvaion.

Deniisty
High fuorde toothpaste.
Corsodylgel

Fissure sealants

(paricularly n elaton o bisphosphonate | ant
resorpive medications)

Risks associated wih reatment which requires
Sedation o general anaesthesi,

Brusdsm s a recognized sieep disorder, which
‘Should be assessed trough fullpolysomnography

this process causes arousals which disturb
sleep leading to low mood.

Oralcare and people with learning dsabiies
‘inical Guidetnes and ntgyated Care Patways for

o Ora Halth Cae o Poople i Learming
Diabiltes

Dental 26


https://www.bsdh.org/index.php/how-to-find-a-special-care-dentist
http://www.bsdh.org/documents/pBSDH_Clinical_Guidelines_PwaLD_2012.pdf
http://www.bsdh.org/documents/pBSDH_Clinical_Guidelines_PwaLD_2012.pdf
http://www.bsdh.org/documents/pBSDH_Clinical_Guidelines_PwaLD_2012.pdf

Symptoms 9

—
° responsibilty.
It 0 G anws geing o krow ) Learing Dy st Check ok
e

Eary referal o
Community Learning Disabiiy Nursing Team
Communty Physio

Communty O

Communt

‘Community Mental Health services as appropriate

Referral from pasdiaiic consultant care 0 adult

NHS Contining Healh Care as appropriate.



http://www.rettuk.org/how-we-can-support-you/transition-and-sibling-support-project/
https://www.rcgp.org.uk/clinical-and-research/resources/toolkits/health-check-toolkit.aspx

ARD's Anti Refux Drugs

BSPD s Soceyof Pasitic Dty

BSOH Briish Society o Dental Healt

Bl Body Mass Index

T Sean the body
BAD Emotonal Behavioural and Autonomic Dysreguiation

Ece How heart beats are measured

EEG n

o Gastointestinal

MRI

ot Mult-Disciplinary Assessment

NG “Tube — Naso gastic ube

ot Occupational The

el Proton pump inhibior

s Posilve Behaviour Strategi

NS Parasympathetic Nervous System

QT Interval The QT interval is the tme between two poins in each heart beat

RTT Rett syndrome.

SSRr's Selectue Sertni eupiske s

SNS. vt Nenous S

SIADH drom

un Oy Tt ecion


http://www.rcgp.org.uk/clinical-and-research/toolkits/health-check-toolkit.aspx
http://www.rcgp.org.uk/clinical-and-research/toolkits/health-check-toolkit.aspx

Agtation,
Altred tissue properties, 13
Aspiration,
Autonomic dysregulation, 1, 17
Breath holdi ng/a roess, 1,17
Breathing dif
Cartovascular aysregmamn 7
Chest infections, 3
Circulation, 7
constipation, 8
Dental management and issues, 26
Dlarmuea
Dystonia,
Early deve\opmema\ impairment, 12
Eating and drinking difficuties, 9
EBAD, (Emotional, Behavioural and Autonomic
Dysregulation), 16
Epilepsy, 14
Gallbladder dysfunction, 11
Gaslroenlemloqy 8
and nutition, 8

Gynaecu\ngv:aL 21

d

Hip subluxation,rsk orms\ncamm 25

Impaction, 8
Joint deformites, 25

Leg length discrepancies, 25
Long QT, 6, 17
Mobilt, 23, 24
Mood problems, including depression, 18
Movement disorder and motor planning, 15
Muscle tone and management, 12
Osteopenia, 25
Osteoporosis, zs

Pancreatiis, 1
Paroxysmal epwsedes (not due to epilepsy), 15
Phonic stereotypy, 19
Preumonia, 3
Polycystic Ovaries Syndrome, 21

22

Reflux, 8, 10

Selfinju
Self-stimulatory behaviour, 19

SIADH, 22

Silent aspiration

Sleep disturbances, 5

‘Spasticity, 13

‘Sudden change in mood or behaviour, 18
Transition, 27

Uncontrolled laughing, 18

Urinary retention, 20

Urinary tract infections, 20


http://www.rcgp.org.uk/clinical-and-research/toolkits/health-check-toolkit.aspx
http://www.rcgp.org.uk/clinical-and-research/toolkits/health-check-toolkit.aspx




On behalf of allthe children and adults with Rett Sy
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