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RESUMO
Oliveira CRD, Elias L - Anestesia em Paciente com Sindrome
de Rubinstein-Taybi. Relato de Caso

JUSTIFICATIVA E OBJETIVOS: A sindrome de
Rubinstein-Taybi (SRT) é uma doenga genética causada por
uma mutagdo ou apagamento do cromossomo 16,
caracterizada por retardo fisico e mental, anormalidades
craniofaciais e halux e polegares largos. Ha pouca informagéo
sobre esta sindrome na literatura anestésica. O objetivo deste
relato foi apresentar a conduta anestésica em paciente
submetido a cirurgia odontoldgica e discutir as caracteristicas
de interesse para a anestesia nesses pacientes.

RELATO DO CASO: Paciente do sexo masculino, 9 anos, 28
kg, submetido a anestesia geral para extragbes de dentes
anormalmente posicionados. Apresentava as caracteristicas
tipicas da SRT, retardo fisico e mental, anormalidades
craniofaciais e halux e polegares largos. A anestesia foi
induzida e mantida com sevoflurano, inicialmente sob mascara
facial e apos intubagdo nasotraqueal em ventilagdo assistida
manual com sistema de Bain. Ndo houve intercorréncias e a
cirurgia foi realizada em regime ambulatorial.

CONCLUSOES: A importéncia da avaliagdo pré-anestésica é
enfatizada, devido as malformagées, inclusive cardiacas,
associadas a esta sindrome. Este paciente, em particular, ndo
apresentava comprometimento cardiaco, presente em um
terco dos casos. E recomendavel preparagdo para possivel
dificuldade de manutengédo das vias aéreas.
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SUMMARY
Oliveira CRD, Elias L - Anesthesia in Patient with Rubinstein-
Taybi Syndrome. Case Report

BACKGROUND AND OBJECTIVES: Rubinstein-Taybi syn-
drome (RTS) is a genetic disease caused by mutation or dele-
tion of chromosome 16, and characterized by growth and
mental retardation, clubbing thumbs and toes and craniofacial
abnormalities. There is little information about RTS in the anes-
thetic literature. This report aimed at describing the anesthetic
management of a patient with Rubinstein-Taybi syndrome sub-
mitted to dentistry surgery and at discussing aspects of this
syndrome that may be relevant to anesthesia.

CASE REPORT: Male patient, 9-year-old, 28 kg, to be submit-
ted to general anesthesia for extraction of abnormally posi-
tioned teeth. Patient presented with typical RTS characteristics
(growth and mental retardation, clubbing thumbs and toes and
craniofacial abnormalities). Anesthesia was induced and ini-
tially maintained with sevoflurane under facial mask; after tra-
cheal intubation it was maintained under manually controlled
ventilation with Bain system. There have been no complications
and procedure was performed in outpatient regimen.
CONCLUSIONS: The importance of thorough preanesthetic
evaluation is emphasized due to possible associated malforma-
tions, including heart diseases. In this particular case, there
was no heart disease, which is reported to be present in
one-third of cases. Attention to difficult airway maintenance is
recommended.

Key Words: ANESTHESIA, Pediatric; DISEASES:
Rubinstein-Taybi syndrome

INTRODUGAO

A:indrome de Rubinstein-Taybi (SRT) € uma doenga ge-
ética causada por anomalia do cromossomo 16. Os
portadores apresentam retardo fisico e mental, anormalida-
des craniofaciais e halux e polegares largos. Um tergo dos
pacientes apresentam cardiopatias congénitas. Na literatu-
ra, ha pouca informagao sobre a conduta anestésica nessa
sindrome, no entanto muitos pacientes com SRT precisam
ser submetidos a anestesia, para investigagéo diagndstica
ou corregao cirurgica das multiplas malformacgdes.

O objetivo deste relato foi apresentar a conduta anestésica
em um paciente submetido a cirurgia odontoldgica para ex-
tracéo de dentes anormalmente posicionados e discutir as
caracteristicas que possam ser de interesse para a
anestesia.

RELATO DO CASO

Paciente do sexo masculino, 9 anos, 28 kg, com diagndstico
de SRT desde o nascimento, foi agendado para cirurgia
odontoldgica para extrair dentes anormalmente posiciona-
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dos. Apesar do carater amigavel deste paciente, ndo foi pos-
sivel a realizagdo do procedimento no consultério, com
anestesialocal, porfaltade cooperacéo, istofezcomque fos-
se encaminhado ao servico de Anestesiologia para
avaliacdoerealizagdodoprocedimentosobanestesiageral.
Acrianganaofaziausode medicamentosderotina. Apresen-
tava antecedentes de asma bréonquica até os quatro anos, e
internacdes por broncopneumonia e para adenoamigdalec-
tomia. Ao exame fisico, apresentava Mallampati classe lll,
facies tipica com microcefalia, hipertelorismo, maxila hipo-
plasicaeretrognatia (Figura 1). Aavaliagao cardiolégica que
constou de exame clinico, eletrocardiograma e ecocardio-
grama, ndo evidenciou doengas ou malformagdes.

"t a

Figura 1 - Facies Caracteristica da Sindrome de Rubinstein-Taybi

Nao foi utilizada medicagao pré-anestésica. O material para
controle de via aérea dificil foi preparado (estiletes, mascara
laringea e laringofibroscépio).

Ap6s monitorizagdo com estetoscopio precordial, pressao
arterial ndo-invasiva, cardioscopio e oximetro de pulso, foi
feitainducaoinalatériasob mascarafacialcomsevofluranoe
O, com auxilio do sistema de Bain. Apds a indugao, foi feita
venoclise com cateter 22G no membro superior direito.
Foirealizadalaringoscopia préviacoml&dmina curvae atribu-
ido Cormak-Lehane Il, a seguir foi feita intubacéo por via na-
sal, com auxilio de uma pin¢a de Magill, com tubo traqueal
5,5 mm com balonete. A manutencao da anestesia foi reali-
zada com O,/N,0 (33%/66%) e sevoflurano em concentra-
cOes variaveis (3% a4,5%) e a ventilagao foi mantida espon-
tanea, comassisténcia por pressao positiva manual, apenas
no inicio do procedimento.

Foi realizado bloqueio infiltrativo com levobupivacaina a
0,25% com vasoconstritor pelo cirurgiao.

O ato anestésico-cirurgico durou 60 minutos, tempo em que
0 paciente apresentou estabilidade hemodinamica; sendo
extubado apds aspiragdodas vias aéreas e presenga dosre-
flexos protetores. Apods quatro horas de permanéncia na

Revista Brasileira de Anestesiologia
Vol. 55, N° 5, Setembro - Outubro, 2005

SRPA, preencheu todos os critérios para alta em regime am-
bulatorial.

DISCUSSAO

Em 1963 dois médicos, Jack H. Rubinstein e Hooshang Tay-
bi, fizeram umrelato de sete criangas com polegares e halux
largos e grandes, associados com anomalias craniofaciais e
retardo mental '. Mais tarde outras caracteristicas foram re-
latadas, entre elas, infecgbes respiratorias de repeticao e
cardiopatia congénita em um terco dos casos 2

Estas alteracdes sdo ocasionadas por um apagamento ou
mutagdo do cromossomo 16 **. A SRT é encontrada unifor-
memente na populagdo masculina e feminina. A sindrome
era tida como rara, mas tem havido um aumento no numero
de casos informados de SRT a cada ano, fazendo com que
ndo seja tdo rara quanto foi imaginada inicialmente. Esti-
ma-se que seja de um para cada 600 pacientes em clinicas
para doengas mentais 5. E muito comum que uma crianga li-
geiramente afetada, ndo apresente nenhum problema médi-
co grave, caracteristicas extremas ou retardo mental signifi-
cativo, tenhaodiagndsticofeitoapenas naadolescéncia. Ha
doisrelatos naliteratura de gémeos monozigéticos 67 assim
como um relato de mae e filho portadores da SRT 8.

O diagnostico geralmente é feito no periodo neonatal pela
presenca das anormalidades tipicas; no entanto, a associa-
¢ao com outras sindromes ou doengas tem sido relatada, o
que pode tornar o diagndéstico mais dificil, exigindo, nestes
casos, uma avaliagdo genética ",

Os pacientes apresentam uma boa expectativa de vida, sen-
do frequiente os relatos de adultos com SRT. As infecgbes
respiratorias e as complicagdes decorrentes das malforma-
¢des cardiacas nainfancia sdo as principais causas de mor-
bidade e mortalidade nesta sindrome '2.

Os problemas durante o manuseio anestésico dessas crian-
casestdocentradosemduas areas principais, anomalias es-
queléticas (craniofaciais e vertebrais) e alteragdes
cardiovasculares.

Aexpressao fenotipica é variavel, sendo que as anomalias
craniofaciais podemincluir microcefalia, fendas palpebrais
antimongoloides, nariz pontiagudo, hipertelorismo, man-
dibula hipoplasica, palato arqueado, retrognatia e microg-
natia >4,

Algumas destas malformagdes anatdmicas podem resultar
em estreitamento e colapso das vias aéreas superiores, que
temsidoreferidocomo causade problemasdeventilagdoem
individuos nao anestesiados '>'°.

Alteragoes dentarias que ocorrem com freqliiéncia, que le-
vam estes pacientes a procedimentos sob anestesia geral
para realizar restauragdes, exodontias multiplas e avalia-
¢oes ortognaticas '°'8.

Outras alteragdes sdo observadas como a hipercifose cervi-
cal, presente em 62%, e a escoliose em 38% em um estudo
de 45 pacientes com SRT 6.

O procedimento anestésico pode também ser diretamente
afetado pelas anomalias cardiacas que trazem riscos subs-
tanciais a este grupo de pacientes. Apesar de ndo haver ne-
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nhum defeito cardiaco especifico para a sindrome, eles
ocorrem em cerca de 33% dos pacientes, exigindo, muitas
vezes, correcdo precoce '°2'. As malformagées mais fre-
quentessdoaClA,aClV, apersisténciadoducto arterioso, a
coarctagao da aorta, a estenose pulmonar e a valva adrtica
bicuspide 1. Apresencgade anormalidades estruturais e fun-
cionais cardiacas aumenta aincidéncia de disritmias, princi-
palmente quando sdo usadasdrogas vasoativas. Aalteragao
dotdnus simpaticoe parassimpatico pelaneostigmina e atro-
pina podera desencadear ritmos ectépicos 2. A succinilcoli-
nadeve ser evitada nestes pacientes, pois é responsabiliza-
da pelo aparecimento de taquicardia supraventricular, con-
tragdes atriais e ventriculares prematuras .

O mecanismo freqliente de comprometimento respiratério
incluiaspiragédo do conteudo gastrico, principalmente duran-
te o sono e o despertar. Aaspiragao recorrente é freqiiente-
mente associada com pneumonia crdnica ou aguda 2

O uso de medicacéao pré-anestésica deve ser prudente. Me-
dicacdes sedativas podem ser eficientes para diminuir a ten-
sdo psicolégica, mas o risco de depressao respiratéria e
comprometimento das vias aéreas superiores podem
desaconselhar sua prescrigao.

Alteracdes oftalmolégicas podem estar presentes, entre
elas, o glaucoma congénito >*?%. E relatada a associacéo
com hipotireoidismo congénito 27?2

Os pacientes portadores desta sindrome apresentam maior
incidéncia de neoplasias malignas e benignas, principal-
mente da cabega e do pescoco 232,

Bloqueios no neuro-eixo podem ser utilizados, desde que os
pacientes ndo apresentem alteragdes da coluna vertebral.
H& um relato de anestesia geral complementada com blo-
queio sacral para herniorrafia inguinal bilateral *.

Devido as alteragbes metacarpofalangianas dos polegares
% a monitorizagao dorelaxamento muscularque utilize aes-
timulagéo do nervo ulnar e a observagéo do musculo adutor
do polegar por aceleromiografia deve ser evitada, dando-se
preferéncia para a estimulagdo do nervo facial e a
observagao do musculo orbicular do olho.

Pela grande variedade de fenétipos que a SRT pode apre-
sentar, deve-se estar preparado para o manuseio da via aé-
rea dificil. Embora estes pacientes apresentem via aérea di-
ficilreconhecida, em muitos casos ndo hadificuldade deintu-
bacao, demonstrando que nem sempre ha correlagéo entre
os critérios de previsibilidade de intubacgao dificil e sua ocor-

A mascara laringea mostrou-se util no controle da via aérea
em paciente adulto com SRT submetido a cirurgia oftalmolé-
gica *.

Como a SRT apresenta uma significantiva incidéncia de
comprometimento cardiolégico, umaavaliagédo pré-opera-
toria cuidadosa é recomendada em todos os pacientes a
serem submetidos a procedimento anestésico para deter-
minacéo adequada da condig¢édo clinica e dos riscos asso-
ciados '°.

No caso relatado o paciente ndo apresentava cardiopatia e
devido a histéria de exposigéo prévia a anestesiageralinala-
téria, optou-se porrepetirestatécnica. Aopgao pelo sevoflu-
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rano, como agente inalatério, baseou-se nas suas proprie-
dades favoraveis para anestesia pediatrica.

Pela condigao clinica do paciente e transcurso da anestesia,
foi possivel atendé-lo em regime ambulatorial.

Anesthesia in Patient with Rubinstein-
Taybi Syndrome. Case Report

Carlos Rogério Degrandi Oliveira, TSA, M.D.; Luciana Elias,
M.D.

INTRODUCTION

Rubinstein-Taybi syndrome (RTS) is a genetic disease
caused by chromosome 16 abnormalities and leading to
physical and mental retardation, craniofacial abnormalities
and clubbing thumbs and toes. One third of patients also
present congenital heart diseases. There is little information
in the literature about the anesthetic approach for this syn-
drome, howeverseveral RTS patients have tobe submitted to
anesthesiafordiagnosticinvestigation or surgical correction
of multiple malformations.

This report aimed at describing the anesthetic management
of a patient with Rubinstein-Taybi syndrome submitted to
dentistry surgery for extraction of abnormally positioned
teeth, and atdiscussing aspects of this syndrome that may be
relevant to anesthesia.

CASE REPORT

Male patient, 9 years old, 28 kg, with diagnosis of RTS since
birth, was scheduled for dentistry surgery for extraction ab-
normally positioned teeth. Notwithstanding the friendly mood
of this patient, procedure could not be performed at the den-
tist office under local anesthesia due to lack of cooperation.
Patient was then referred to the Anesthesiology department
forevaluation and performing of the procedure undergeneral
anesthesia.

Patient was not routinely medicated. Patient presented history
of bronchial asthma until 4 years of age and of hospital admis-
sions due to bronchopneumonia and adenotonsillectomy. At
physical evaluation, patient presented Mallampaticlass 11, typi-
cal face with microcephaly, hypertelorism, hypoplastic maxilla
and retrognathism (Figure 1). Cardiologic evaluation by clinical
exam, ECG and EEG has not revealed diseases or malforma-
tions.

Patient was not premedicated. Material to difficult airway
management was prepared (stilets, laryngeal mask and
laryngofibroscope).

After monitoring with precordial stethoscope, noninvasive
blood pressure, cardioscopy and pulse oximetry, inhalational
anesthesia was induced under facial mask with sevoflurane
and O, by Bain system. Right arm was catheterized with 22G
catheter after anesthetic induction.
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Figure 1 - Typical Face of Rubinstein-Taybi Syndrome

Previous laryngoscopy with curve blade was performed and
Cormak-Lehane Il was attributed. Then patient was nasally
intubated with the aid of Magill’s clamp, with 5.5 cuffed tra-
cheal tube. Anesthesia was maintained with O,, N,O
(33%/66%) and sevoflurane in variable concentrations (3%
to 4.5%), spontaneous ventilation was maintained and com-
plemented by manual ventilation only in the beginning of the
procedure.

Infiltrative block was performed by the surgeon with 0.25%
levobupivacaine with vasoconstrictor. Procedure lasted 60
minutes with patient hemodynamically stable. Patient was
extubated after airway aspiration and presence of protecting
reflexes. Patient was discharged 4 hours after being referred
to PACU.

DISCUSSION

In 1963, two physicians, Jack H. Rubinstein and Hooshang
Taybi, have reported the case of seven children with clubbing
and large thumbs and toes, associated to craniofacial abnor-
malities and mental retardation . Later, other characteristics
were reported, such as repetition respiratory infections and
congenital heart disease in one third of cases 2.

These changes are caused by mutation or deletion of chro-
mosome 16 >4 RTS is uniformly distributed between males
and females. Syndrome was considered uncommon, but
there has been increased number of cases reported every
year, making it not so uncommon as it was initially thought. It
is estimated that 1:600 patients admitted to mental clinics
presentthis disease®. Itis very common that a child mildly af-
fected does not show any severe medical problem, extreme
characteristics or significant mental retardation being diag-
nosed only during adolescence. There are two reports in the
literature of monozygotic twins ®’, as well as a report on
mother and child with RTS .

Diagnosis is in general done in the neonatal period by the
presence of typical abnormalities, however the association
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with other syndromes or diseases has been reported, which
may make more difficult the diagnosis and require genetic
evaluation *'.

Patients have good life expectancy and reports on adults with
STR are frequent. Respiratory infections and complications
caused by heart malformations during childhood are major
causes of morbidity and mortality '.

Problems during anesthetic management of these children
are focused on two major areas: skeletal abnormalities
(craniofacial and vertebral) and cardiovascular changes.
Phenotypic expression is variable, and craniofacial abnor-
malities may include: microcephaly, eyelid antimongoloid
clefts, sharp nose, hypertelorism, hypoplastic mandible,
arched palate, retrognathism and micrognathism ">,
Some anatomic malformation may resultin narrowingand
collapsingofupperairways, andthishasbeenreportedas
cause of ventilation problems in non-anesthetized indi-
viduals 7%,

Dental abnormalities are frequent and lead these patients to
procedures under general anesthesia for restorations, multi-
ple extractions and orthognathic evaluations '®'%.

Cervical hyperkyphosis was present in 62% and scoliosis in
38% of patients in a study with 45 RTS patients '°.

The anesthetic procedure may also be directly affected by
cardiac abnormalities, which bring major risks for this group
of patients. Although there is no syndrome-specific defect,
they are presentin approximately 33% of patients, very often
requiring early correction'®?". Most frequent malformations
are CIA, CIV, ductus arteriosus persistence, aortic
coarctation, lung stenosis and bicuspid aortic valve'®. The
presence of cardiac structural and functional abnormalities
increases the incidence of arrhythmias, especially when
vasoactive drugs are used. Neostigmine and atropine-in-
duced changes in sympathetic and parasympathetic tone
may trigger ectopic rhythms ?2. Succinylcholine should be
avoided in these patients because it is responsible for
supraventriculartachycardia, and early atrial and ventricular
contractions #. Most frequent respiratory complication is
gastric content aspiration, especially during sleep and emer-
gence. Recurrent aspiration is frequently associated to
chronic or acute pneumonia 2.

Premedication should be carefully given. Sedatives may be
effective to decrease psychological stress, but the risk of re-
spiratory depression and upper airway problems may make
them undesirable.

Eye changes may be present, among them congenital glau-
coma ?*?°_ The association with congenital hyperthyroidism
is also reported 2728,

Patients with this syndrome have a higherincidence of malig-
ggasr;t and benign neoplasias, especially of head and neck
Neuraxial blocks may be used, provided patients have no spi-
nal abnormalities. There is a report on general anesthesia
complemented with sacral block for bilateral inguinal hernia
correction *°.

Due to thumb metacarpophalangeal changes **, muscle re-
laxation monitoring with ulnar nerve stimulation and observa-
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tion of adductor pollicis muscle by acceleromyography
should be avoided, giving preference to facial nerve stimula-
tion and observation of orbicular muscle of eye.

Due to the wide variety of RTS phenotypes, one should be
ready for handling difficult airways. Although these patients
have recognized difficult airways, there are some cases of
easy intubation, showing that there is not always correlation
between previous predictability criteria and the presence of
difficult intubation **°".

Laryngeal mask has shown to be useful to control difficult air-
ways in adult RTS patient submitted to eye surgery %8,
Since RTS courses with a significant incidence of heart in-
volvement, a careful preoperative evaluation is recom-
mended for all patients to be submitted to anesthetic proce-
dures to determine adequate clinical conditions and associ-
ated risks '°.

Ourpatienthad noheartdisease and due to the history of pre-
vious exposure to inhalational anesthesia we decided to re-
peat this technique. Sevoflurane was the inhalational agent
of choice because of its favorable properties for pediatric an-
esthesia.

Patient’s clinical condition and anesthetic outcome have al-
lowed operating him in outpatient regimen.
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RESUMEN
Oliveira CRD, Elias L - Anestesia en Paciente con Sindrome de

Rubinstein-Taybi. Relato de Caso

JUSTIFICATIVA Y OBJETIVOS: EIl sindrome de
Rubinstein-Taybi (SRT) es una enfermedad genética causada
por una mutacion o apagamiento del cromosoma 16,
caracterizada por retardo fisico y mental, anormalidades
craneofaciales y halux y pulgares anchos. Hay poca
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informacién sobre este sindrome en la literatura anestésica. El
objetivo de este relato ha sido en presentar la conducta
anestésica en paciente sometido a cirugia odontolégica y
discutir las caracteristicas de interés para la anestesia en estos
pacientes.

RELATO DEL CASO: Paciente del sexo masculino, 9 afios, 28
kg, sometido a la anestesia general para extracciones de
dientes anormalmente posicionados. Presentaba las
caracteristicas tipicas de la SRT, retardo fisico y mental,
anormalidades craneofaciales y halux y pulgares anchos. La
anestesia fue inducida y mantenida con sevoflurano,
inicialmente bajo mascara facial y después intubacién
nasotraqueal en ventilacién asistida manual con sistema de
Bain. No hubo interocurrencias y la cirugia fue realizada en
régimen ambulatorial.

CONCLUSIONES: La importancia de la evaluacién
pre-anestésica es realizada, debido a las malformaciones,
incluso cardiacas, asociadas a este sindrome. En este caso en
particular, el paciente no presentaba comprometimiento
cardiaco, presente en un tercio de los casos. Se recomienda
preparacién para una posible dificultad de mantenimiento de
las vias aéreas.
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