Symposium Phelan-McDermid Syndrome
16 e 17 novembro | 2024

3

. AL ;
} : Y gttt ) SRR WL 45
AT LRS00 7 : .
| 4 o i “l‘ ey o A !A ‘ 4 ,“ “ " . ;. kY - .
e W W25 Wy sl en B @0 AL AN SO A R T
vom, " i T —',r"‘S.-'—,.-l, e -
4 "4 -

~- %2, 3.
‘\ g l:‘i‘ i e A - =
3 T e



Centros de Referéncia  Giisss:
Phelan-McDermid N 4L

Inés Barreto, Centro de Desenvolvimento da Crianga, "g R
HP-ULS Coimbra

§ 7



I Table of contents

1.

2.

Reference Centers in Portugal

Our Reality
1. Hospital Pediatrico de Coimbra
7. Child Development Center (CDC)
1. Autism Unit

. Phelan McDermid Syndrome

1. Case series of CDC

The Future/Conclusions




I Reference Centers

v v v v v v

W

® Iniciar sessdo

O ‘ SN SERS\/A%%SAC'ONAL SNS  INSTITUCIONAL  CIDADAO  PROFISSIONAL ~ TRANSPARENCIA  COMUNICAGAO ~ ©ISNS24 @

CENTROS DE
REFERENCIA

PORTUGAL

=

‘ f\—"’ Resposta
/ || Sazonal
L em Saulde
Pa < ]

A Reference Centre is any health service, department or unit recognised as the highest exponent of skills in
the provision of high-quality healthcare in clinical situations that require a concentration of highly

differentiated technical and technological resources, knowledge and experience, due to the low prevalence of

the disease, the complexity of its diagnosis or treatment and/or its high costs, and is capable of conducting
postgraduate training and scientific research in the respective medical areas.
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| child Development Center

One of the pediatric hospital's eleven services

3 sectors

MULTIDISCIPLINARY TEAMS NEUROPEDIATRICS



| child Development Center

MULTIDISCIPLINARY TEAMS

Doctors|Psychologists|Speech Therapists
Occupational Therapists|Teachers

Nurses|Social Workers

NEUROPEDIATRICS
1 « BENEFIT FOR PATIENTS IN TERMS OF DIAGNOSTIC ACCURACY,

AETIOLOGICAL INVESTIGATION AND INTERVENTION
2.SCIENTIFIC RESEARCH

3.TRAINING



Child Development Center

Refractory Epilepsy Biological Risk Consultation

Neuromuscular Consultation

Demyelination Disease Consultation




I Child Development Center

1996: 1st Autism consultation in
Portugal, at CDC




| Child Development Center -

Created on 18 August 2008 as
part of the Child Development
Center.

Child and Family

=



Neurodevelopment

Pediatricians

Speech Therapist

Social Worker

Multidisciplinary team

*Guiomar Oliveira (PhD)
*Frederico Duque
*Alexandra Oliveira
*Inés Barreto

«Catia Café

eLigia Lapa

*Vera Ribeiro

*Fatima Luz

*Carla Domingues
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1 Clinical Activity




“Nobody cares how muc
you know until they kno'
how much you car

Teddy Roosevelt



I Neurodevelopment Consultation

Children with a suspected neurodevelopment pathology are accepted from Primary
Health Care and/or Hospitals with group | and 1l level of differentiation:

o Intellectual Disabilities

o Communication Disorder

o Autism Spectrum Disorder

o Attention-Deficit/Hiperactivity Disorder
o Specific Learning Disorder

o Motor Disorders

b Other Neurodevelopment Disorders...
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I Neurodevelopment Consultation

Clinical History Physical Examination

Diagnostic Instruments

Development/IQ Scales Global Interventional Plan

Functional Scales




I Neurodevelopment Consultation

Etiological investigation

Latter Follow-Up

Transition to Adulthood
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I Neurodevelopment Consultation

Etiological investigation

1 . Better knowledge of comorbidities

2. Timely initiation of causal treatment or supportive management
3 . Prognosis

4. Accurate genetic counselling

5. Avoidance of inappropriate, costly and traumatizing tests

6. Clinical trials

7. Contacts with associations of families with similar problems
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1. History and physical examination
2. Audiology

3. Ophthalmology or optometry

4. If suspected seizure : EEG

* Referral to rehabilitation services
while waiting for results of
investigations

Confirmatory
testing

Yes

* Family counselling
* Referral as needed

A

Yes

Chromosomal microarray
Fragile-X testing

Tier 1 investigation
(Table 5)

Brain MRI if abnormal
neurologic exam, seizures,
micro/macrocephaly
Consider MECP2 in girls
with moderate-to-severe
GDD/ID or suggestive
clinical course

Brain MRI

Consult

Genetics/Metabolics for:

* Further metabolic testing
(Tier 2 of TIDE protocol)

* Gene Panels (e.g., XLID,
Rett Syndrome variants)

Consider neurology referral

Evaluation of the child with global developmental delay
and intellectual disability. Canadian Paediatric Society.

Periodic reevaluation ]—
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2 Research Activity




1

“The man who asks a question is a fool

for a minute, the man who does not



CENTER FOR
REURDSCIENCE
AND CELL
BIOLOGY

Coimbra Institute for Biomedical
Imaging and Translational Research

lnstilulo_NaCional de Satde
Doutor Ricardo Jorge
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CHUC Umads
Neurcdesenvolvimento
& Autismo

VI Curso Tedrico-Pratico
AUTISMO

Do diagndstico e
intervencgao precoce
a vida adulta

Parte Teédrica (28 horas)
12 e 13 de outubro de 2018
23 e 24 de novembro de 2018

Inscrigdes limitadas a 35 formandos
Organizacéo

Unidace de Neurodesemvalvimento e Actismo
Centro de Desenvolvimentn da Crianga
Hoepital Pediitnico - Centro Mosptaiar & Universitario ée Cokmbra (CHUC)

Parte Pratica (8 horas)

Workshop (4 horas)
24 de novembro de 2018

Secretariado as‘c

o 66 wedt el o cens

Tel. 239 482 000 - Tim. 961 466 788
congressos@asic.pt - www.asic.pt

Contextualizacio

O autismo, termo usado comeo snonimo de
perturbagio do espetro do autisme (PEA), é
uma das patologias mais frequentes do neu-
rodesenvolvimento. Tem um Inicio multa
precoce & € uma sindrome clinica especifica
de dificuldades na interagdo sacial, comuni-
cagdo e flexibllidade comportamental que
persiste tods a vida. Resulta de disfuncdo
cerebral precoce que tem no origem multi-
plas causas, predominande as genéticas, O
diagnostico baseia-se no défice social que a
diferencia de todas as outras perturbacdes
que afetam o neurodesenvolvimento infantil
Exige tanto para o diagnéstico, como para a
avallagdo e IntervencSo, equipas multidisci-
plinares especializadas a trabalhar em con-
Junto para os mesmos objetivos: maximizar
a aprendizagem, minimizar os problemas de
comportamento, elucidar e apoiar as fami-
lias.

Fol com esta parspetiva que desenhamos
este curso para um publico-alvo slsrgado,
em que vamos privilegiar a troca de co-
nhecimentos em ambiente informal, re-
sultante de mais de duas décadas de
experiéncia, para alcanger os objetives
propostos.

Objetivos

Malhorar © nivel de conhecimento, desem-
penho e atitude face & perturbagio do espe-
tro do autismo. Especificamente, no desem-
penho, pretende-se que os formandos fi-
quem capazes de participar na detegdo,
avaliagdo, orlentacdo e Intervengdo da po-
pulacdo com autismo desde a dade pré-
escolar d vida adulta

,/n' -

\
\

“ ¢ K

| VIICurso |

Perturbacao do
Espectro do Autismo

)

~ 2023
( Médulo I - da suspeita ao
diagnéstico clinico e
etiolégico

11 e 12 de maio
|

! | Modulo II - da intervencao
) a inovacdo
9 e 10 de novembro —\
{

YCHUC( ) =
H

Contro de Desenval v ments &2 Cranga
Hospital Pedisdtrico
Conro HoSpItalar & Unererstano de Combea

5 —

2025 is coming...
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DESENVOLVIMENTO DA CRIANGCA
DO HOSPITAL PEDIATRICO O .

CEREBRO E SOCIEDADE — DESAFIOS S
NUMA PERSPETIVA MULTIDISCIPLINAR E INTEGRADA

1 FECNT .

ISEC - Instituto Superior de Engenharia de COimbra Jﬁ
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I Phelan McDermid Syndrome

CLINICAL

Global neurodevelopment delay|Intellectual disability|Regression
Autistic-like behaviour (75%-84%)

Speech delay to nonverbal

Seizures

Neonatal hypotonia, ataxic gait, sleep disturbance

Abnormal brain imaging

Minor dysmorphic facial features

Others: gastrointestinal reflux, cardiac abdormalities, renal anormalities,
lymphedema, visual defects

31



Phelan McDermid Syndrome

Clinical trials are underway looking for treatments for this disorder.

Every person with PMS should receive PMS-specific care by
dedicated expert team, preferably in a centre of expertise.

European Reference Network ITHACA




50 |||

Portugal

15,

Hospital Pediatrico de Coimbra

8

CDC
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I Case series

= PMD syndrome cases followed up at the
CDC were included.

o PMD syndrome cases followed only in other
services (e.g. genetics) are not included.

34



Case series

5 males: 3 females

Perinatal
1 preterm

Age at diagnosis: 2-8
years (median 4,5)

Current age: 4-20 years
(median 11,5 years)

Family Background

1 mother with
intelectual disability




I Case series

Milestones
- Gait
“ <18 months n=5
~ Median 24 n=3
All have speech delay (median 33 months)
~ 2 nonverbal

]

Initial symptoms/Clinic

1 neonatal hypotonia

4 ataxic gait/clumsy

3 development regression
6 autistic-like behaviour

1 epilepsy
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I Case series

All have global neurodevelopment delay/intellectual disability

(development/cognitive scales; functional scales)
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I Case series

(m}

Diagnostic methods
~ Chromosomal microarray n=6
© WESn=2

(1 pregnant mother; 1 normal previous microarray)

m]

Deletion at Cr 22q13.3, with envolvement of SHANK3 n=6
Variant in the SHANK3 gene n=2

m]
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I Case series

m]

Genetic diagnostic place
- 2 genetic consultation
- 4CDC

~ 2 other hospitals

39



I Case series

“  Pharmacological therapeutics
~ Anti-epileptic drugs n=1
“ Psychostimulants n=2

- Antipsychotics n=3

Y Early intervention programs
= School support

©  Intense occupational and communication therapies

40



I Case series

" Followed by CDC n=5
©  Discharged adults n=1 (20 years old)
©  Discharge (area of residence) n=1

Y Not localised n=1

41



The Future...

Maintaining multidisciplin
European Consen

Articulation between Hospitals i
follow-up for these patients i
coordinated care fot patiens.

—
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ce with the
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PMD_ patients, to discuss the best

ortL and to achieve more uniform and better-

——
—

E— -
\“' ...—vv - *

",,«Woﬁld patlents with PMD“beneflt from folloNp in a single unit based on the
h

assumptions of a Reference Center, similar to w

\done outside Portugal?



Thanks for

Your
Attention!

You can find me at;:

inesbarreto@ulscoimbra.min-saude.pt
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