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Caso clinico

Tratamiento de la displasia fibrosa asociada
a hemofilia C: a proposito de un caso

Treatment for fibrous dysplasia when associated with hemophilia C:

A case report

T. Creo Martinez', A. Borrego Luque?, C. Salazar Ferndndez?, R. del Rosario Regalado’,

Y. Marin Lapeira?

Resumen: La displasia fibrosa es una enfermedad ésea benigna que cam-
bia el tejido 6seo normal por una proliferacion de tejido conectivo. Se pien-
sa que la alteracion del gen Gsa es la principal razén de la enfermedad.
La hemofilia C es una enfermedad sanguinea, hereditaria rara, que pro-
voca hemorragias en pacientes afectos. Es autondmica recesiva, por lo que
hombres y mujeres pueden estar afectos.

Paciente de 13 afios que desarrolla una displasia fibrosa en maxilar supe-
rior derecho que empieza con dolor durante la masticacién de alimentos
duros. Presenta abombamiento de vestibulo y enrojecimiento de paladar
derecho.

Presenta un déficit discreto de factor XI (heterocigoto). Por ello, necesita
una preparacién especial antes de extirpar la lesion debido a su déficit.
Se ha descubierto que la razén de la displasia fibrosa es la mutacion del
gen Gsa (GNAST) que esté en el cromosoma 20q.

La causa de la hemofilia C es el déficit del factor XI debido a una mutacion
del gen FXI en el cromosoma 4. Quizas estas dos raras enfermedades ten-
gan una relacién, porque ambas se presentan en el mismo paciente.
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Abstract: Fibrous Dysplasia is a benign bone disease that changes
normal bone tissue for a proliferation of connective fibrous tissue.
It is thought that an alteration of the Gso gene is the main cause
of the disease.

Hemophilia C is a rare inherited blood disease leading to abnormal
hemorrhages in affected patients. They have a factor X! deficiency.
It is the least frequent of all hemophilias. It is a recessive autosomal
disease, affecting both men and women.

A 13 year-old patient developed fibrous dysplasia in right upper
maxilla. The patient started with pain on chewing hard food. She
had vestibular swelling and reddening of the right side of the palate.
She had a discrete factor X deficiency (heterozygotic). She needed
special preparation before the lesion could be removed because of
her deficiency.

It has been discovered that the mutation of gene Gsa. (GNAST) is
the reason for fibrous dysplasia. This gene is in chromosome 20q.
The cause of hemophilia C is a factor XI deficiency due to a mutation
in the FXI gene in chromosome 4. Perhaps these two rare diseases
are related, because both are unusual diseases and both are in the
same patient.

Key words: Ffibrous dysplasia; Hemophilia C; Gene Gsa,
Pamidronate; FXI gene.
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Introduccion

La displasia fibrosa es una patologia 6sea benigna consistente en
el reemplazo progresivo de tejido 6seo normal por una proliferaciéon
de tejido conectivo fibroso.! Aunque la etiologia no esta totalmente
esclarecida, se postula que se debe a una alteracién del gen Gsa, 2
debido a una mutacién heterocigética en dicho gen.2 Esta mutacién
ha sido descrita en la displasia fibrosa monostética, poliostética y en
la displasia fibrosa asociada al sindrome de McCune-Albright.2

Lichtenstein,* fue el primero en describir la enfermedad en 1938.
La displasia fibrosa puede ser monostética y poliostética. La forma
monostética localizada en la regién craneofacial sélo supone el 10%
de los casos,* tiene predileccién por el maxilar superior,23 y puede afec-
tar a huesos adyacentes como el cigomatico, esfenoides y occipital.2

La enfermedad aparece en nifios, suele progresar durante la
pubertad y adolescencia, y en la mayoria de los casos se para al fina-
lizar la adolescencia,® Hay un grupo de pacientes en los que la enfer-
medad continda progresando después de la pubertad, causando
deformidad y/o problemas funcionales.s

Se manifiesta en la regién facial, bien como crecimiento asin-
tomatico del hueso afecto, produciendo deformidad facial, tume-
faccion de tejidos blandos,” proptosis, cefaleas, o bien causando
dolor de la zona afecta. Puede provocar afectacién nerviosa, por
compresion de estas estructuras.

La degeneracién sarcomatosa puede ocurrir, pero es muy poco
frecuente, se estima que ocurre en un 0,5%.8

Radiol6gicamente se caracteriza por presentar lesiones radio-
ldcidas, radiotransparentes o radiopacas, escleréticas, dependien-
do de la cantidad de componente fibroso. Lo mas comun es obje-
tivar en la TC una imagen en vidrio esmerilado, o en céscara de
huevo, que corresponde al hueso sano que rodea a la lesion.?

La hemofilia C es una enfermedad hereditaria rara de la sangre,
caracterizada por la tendencia a las hemorragias anormales. Es la
menos frecuente de todas las formas de hemofilia. Se caracteriza
por la deficiencia del factor XI, bien por disminucién del factor o
por existencia de un factor estructuralmente anormal, (c6digo CIE-
9-MCQ). La hemofilia C supone el 2-3% de todas las hemofilias, y sus
manifestaciones suelen aparecer en el periodo neonatal porque el
factor no atraviesa la placente, aunque puede haber muchos recién
nacidos asintomaticos. Los sintomas fundamentales son el hemar-
tros, hematuria, epixtasis etc.1©

Es una enfermedad que se hereda como un rasgo genético rece-
sivo incompleto, no ligado al cromosoma X, se encuentra su alte-
raciéon en los cromosomas autosémicos, por lo que la enfermedad
se manifiesta tanto en varones como en muijeres.

Caso clinico

Paciente de 13 afios de edad que es remitido a consulta en junio
de 2004 al presentar la imagen de captacion localizada en el maxi-
lar superior derecho en la gammagrafia (Fig. 1) realizada por dolor
lumbar. Niega antecedentes de enfermedades, y a la exploracién
no se aprecian sintomas intra ni extraorales sugestivos de enfer-
medad. En la ortopantomografia (Fig. 2), se aprecia imagen radio-
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Introduction

Fibrous dysplasia is a benign bone disorder characterized
by the progressive replacement of normal bone tissue by a pro-
liferation of connective fibrous tissue.’Although its etiology has
not been totally explained, it has been postulated that it can
be due to a disturbance of the Gsa'2 gene due to a heterozy-
gous mutation of this gene.2 This mutation has been described
in monostotic and polyostotic fibrous dysplasia, and in fibrous
dysplasia associated with McCune-Albright syndrome.?

Lichtensteins was the first to describe the disease in 1938.
Fibrous dysplasia can be monostotic or polyostotic. The mono-
stotic form, which appears in the craniofacial region, rep-
resents only 10% of cases.* It tends to appear in the upper
jaw23 and it can affect adjacent bones such as the zygo-
matic, sphenoid and occipital bones.2

The disease appears in childhood, usually progressing
during puberty and adolescence, and halting in most cases
at the end of the adolescence period.¢ The disease contin-
ues for a certain group of patients, progressing after puber-
ty and causing deformity and/or functional problems.¢

The disease manifests in the facial region, either as
asymptomatic growth of the affected bone, leading to facial
deformity and swelling of soft tissues,” proptosis, severe
headaches, or causing pain in the affected area. It can cause
disturbance to the nervous system because of the compres-
sion of these structures.

Sarcomatous degeneration can occur, but this is very
infrequent, and it is estimated to occur 0.5% of the time.

Radiologically it is characterized by radiolucid, radio-
transparent or radiopaque, sclerotic lesions, depending on
the quantity of fibrous component. The typical CAT scan
image is a ground glass or eggshell appearance, which cor-
responds to the healthy bone around the lesion.?

Hemophilia C is a rare hereditary disease of the blood,
characterized by a tendency for abnormal hemorrhaging. It
is the least frequent of the different forms of hemophilia. It
is characterized by a factor XI deficiency, either because of
a reduction of the factor or because of the existence of a
structurally abnormal factor (CIE-9-MC code). Hemophilia
C represents 2-3% of all hemophilias, and it tends to man-
ifest during the neonatal period because of the factor not
crossing the placenta, although there may be many asymp-
tomatic newly born infants. The main symptoms are
hemarthrosis, hematuria, epistaxis, etc.’

It is a disease that is inherited in the form of an incomplete
recessive genetic trait, which is not linked to the X chromosome.
This disturbance is found on autosomal chromosomes and the
disease therefore manifests in females as well as males.

Case report

A thirteen-year-old patient was referred to our depart-
ment in June 2004 as a result of an image appearing on the
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paca apical al primer y segundo pre-
molar superiores derechos. En la TC de
confirmacién diagnéstica se objetiva
una imagen en vidrio esmerilado com-
patible con displasia fibrosa de maxi-
lar superior derecho (Fig. 3). El diag-
néstico definitivo se realiz6 mediante
biopsia de la zona afecta.

La paciente, asintomatica, se revisa
periédicamente, y en septiembre de
2004 comienza con molestias a la mas-
ticacién de alimentos duros. A la explo-
raciéon se objetiva abombamiento de
vestibulo y paladar derechos y enroje-
cimiento de mucosa de revestimiento,
sin aumento de la movilidad dentaria.
Se propone cirugia con intencién de
reseccion completa de la lesion.

En el estudio preoperatorio la anali-
tica detecta una alteracién de los para-
metros de coagulacién. Tras la confir-
macién se solicita un estudio por el
hematdlogo, el cual evidencia un défi-
cit discreto del factor XI (heterocig6ti-
€o) y anemia normocitica normocroma.

La paciente es intervenida en febre-
ro de 2005 bajo anestesia general pre-
cisando previamente una preparacién
prequirdrgica. Se dispone a preparar a
la paciente administrandole &acido tra-
nexamico durante la semana previa a la
intervencién. Doce horas antes de la
cirugia se realiza estudio de coagulacién
encontrandose todos los valores dentro
del rango de la normalidad. Se pres-
cribe transfundir dos unidades de plas-
ma fresco treinta minutos antes del acto
quirdrgico. Se realizé una hemimaxi-
lectomia derecha (Fig. 4), extirpando-
se desde tuberosidad del maxilar hasta
primer premolar, y hueso palatino,
dejando suelo de la érbita. Evolucioné
de manera favorable sin presentar com-

plicaciones en el postoperatorio inmediato. Durante el postopera-
torio se mantiene el 4cido tranexamico y los controles analiticos de
coagulacién durante siete dias. La paciente fue dada de alta a los
10 dias sin complicaciones y sin signos de sangrado.

En el postoperatorio temprano presenta dolor en territorio del ner-
vio infraorbitario y anemia no resuelta. En junio del 2005 desaparece
la neuralgia, y se hace rehabilitacién protésica, mediante prétesis par-
cial removible, sin presentar problemas ni signos de recidiva.

En agosto del 2005 presenta recidiva a nivel de regién malar
derecha, estando asintomatica. Comienza con dolor localizado en
esa zona al mes. Se propone como opcién de tratamiento el uso de

difosfonatos para paliar el dolor.
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Figura 1. Gammagrafia: presenta captacion localizada en maxilar
superior derecho.

Figure 1. Gammagraphy: localized uptake in upper right jaw can be
seen.

Figura 2. Ortopantomografia: se aprecia imagen radiopaca api-
cal en el primer y segundo premolar superiores derecho.

Figure 2. Orthopantomography: a radiopaque image can be appre-
ciated, apical area of the upper right first and second premolar.
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Figura 3. TC: Se objetiva una imagen en vidrio esmerilado com-
patible con displasia fibrosa de maxilar superior derecho.

Figure 3. CT scan: a ground glass appearance can be appreciated com-
patible with fibrous dysplasia of the upper right jaw.

gammagraphy of her upper
right jaw, (Fig. 1) which had
been carried out because of
lumber pain (Fig. 1). She
claimed that her medical his-
tory included no disease,
and on examination there
were no intra- or extraoral
symptoms suggestive of any
disease. The orthopanto-
mography (Fig. 2) showed a
radiopaque image in the
apical area of the upper
right first and second pre-
molars. The CAT scan car-
ried out for diagnostic con-
firmation revealed ground-
glass features compatible
with fibrous dysplasia of the
upper right jaw (Fig. 3). A
biopsy of the affected area
provided the definitive diag-
nosis.

The patient was asympto-
matic and she periodically
had check-ups. In Septem-
ber 2004 she began to have
discomfort on masticating
hard food. On examination
a bulging of the vestibule
and right palate was
observed, together with a
reddening of the mucosa of
the lining. There was no
increase in dental mobility.
Surgery was suggested with
the aim of carrying out com-
plete resection of the lesion.
The preoperative blood tests
showed disturbance in the
coagulation parameters.
After confirmation, a report
by a hematologist was

requested, which showed a slight deficiency of factor XI (het-
erozygous) and normochromic normocytic anemia.

The patient was operated in February 2005 under gen-
eral anesthesia and presurgical preparation was required.
The week before the surgical intervention the patient was
prepared with tranexamic acid. Twelve hours before the
surgery a coagulation study was carried out, which showed
that all the values were within the normal range. Instruc-
tions were given to transfuse two units of fresh plasma thir-
ty minutes before the surgical act. A right-sided maxillecto-
my was carried out (Fig.4), and the tuberosity of the max-

illa was removed together with the first premolar and pala-
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Discusion

La displasia fibrosa es una enfermedad
benigna, rara, que puede afectar a un solo
hueso (tipo monostético), puede afec-
tar a varios huesos (tipo poliostético), o
puede acompafarse de otra patologia sis-
témica, incluyendo una pigmentacién
anormal de la piel, prematuridad en el
desarrollo sexual e hipertiroidismo (sin-
drome de McCune-Albrigt). Se puede pre-
sentar sola, asociada a otras enfermeda-
des como la enfermedad de Pyle o dis-
plasia craniometafisaria.

bierto recientemente como causa de la  to the first premolar.

misma una mutacién en el gen Gsa

(GNAST) que se encuentra en el cromosoma 20q11. Esta mutacién
ocurriria durante el desarrollo embrionario, o durante la vida post-
natal. La mutacién del gen Gso produce un aumento de la adeni-
lato ciclasa, lo cual produce un aumento del AMPc intracelular. La
alta concentracién del AMPc intracelular genera un aumento en
la proliferacion y diferenciacién inapropiada de las células mutadas,
causando la formacién de una matriz fibrosa inmadura y desorga-
nizada, generando el tejido fibroso de la displasia.2

La hemofila C es una enfermedad rara, debido a la deficiencia
del factor XI de la coagulacién, que participa en la fase inicial de
la via intrinseca de la coagulacién. La mayoria de los déficits de fac-
tor Xl ocurren en la poblacién judia Ashkenazi.'2 Se sabe que la
enfermedad es una mutacién que ocurre en el gen FXI que se ubica
en el cromosoma 4.7° En el gen FXI ocurren tres mutaciones pun-
tuales que dividen la enfermedad en tres tipos segun el lugar de
mutacién que son la tipo |, tipo Il y tipo 1.3

Nuestro paciente presenta displasia fibrosa monostética de maxi-
lar superior y hemofilia C heterocigética, dos enfermedades raras,
que en este caso se han presentado conjuntamente en la misma
persona, ademdas ambas son dos enfermedades producidas por
mutaciones genéticas en genes autosémicos, segun los Gltimos estu-
dios. En funcién de esto pedimos un cariotipo de la paciente para
valorar si presentaba alguna afectacién genética conjunta (Fig. 5).
El resultado del cariotipo fue que todas las metafases analizadas pre-
sentaban 46 cromosomas. Aplicadas técnicas de bandas GTG, no
se encontraron anomalias en las metafases estudiadas. Aunque el
cariotipo fue normal, no se pudo excluir la posibilidad de algunos
mosaicismos cromosémicos, microdeleciones, microduplicaciones,
y/o pequefios reordenamientos estructurales.

En la literatura se recoge la relacién de la displasia fibrosa con otras
enfermedades como la enfermedad de Pyle, sin que todavia esté deter-
minada la relacién entre ambos,s por lo cual nos podemos encontrar
ante otra enfermedad que aparece con la displasia fibrosa.

El tratamiento en la displasia fibrosa es muy variable, en funcién
de la sintomatologia o la afectacién que presenten los pacientes.
Asi el tratamiento varia desde no hacer nada, controlando al pacien-
te periédicamente, si no tiene sintomatologia, hasta hacer reseccio-
nes completas del hueso afecto o simplemente realizar curetajes. La

Figura 4. Extirpacién de maxilar derecho, desde la tuberosidad
. e hasta primer premolar. . ; o
En la displasia fibrosa se ha descu-  Figure 4. Removal of the upper right jaw bone, from the tuberosity  tive period she had pain in
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tine bone. Just the floor of
the orbit was left. She
evolved favorably and there
were no complications in the
immediate postoperative
period. During the postop-
erative period, tranexamic
acid was maintained for a
week together with coagu-
lation tests. The patient was
discharged after 10 days, as
there were no complications
or signs of bleeding.

During the early postopera-

the area of the infraorbital

nerve and unresolved ane-
mia. In June 2005 the neuralgia disappeared and prosthet-
ic rehabilitation was carried out using a removable partial
prosthesis, and there were no signs of recurrence.

In August 2005 she had recurrence in the area of the
right malar, despite being asymptomatic. A month later she
had localized pain in this area. The option put forward for
treating her was diphosphonates for pain relief.

Discussion

Fibrous dysplasia is a rare benign disease that can affect
a single bone (monostotic type), various bones (polyostotic
type), or it can be accompanied by another systemic pathol-
ogy, including abnormal pigmentation of the skin, prema-
ture sexual development and hyperthyroidism (McCune
Albright syndrome). It can appear on its own, associated
with other diseases such as Pyle’s disease or craniometa-
physeal dysplasia.¢

It has recently been discovered that the mutation of the
gene Gsa (GNAST) found in chromosome 20q is the cause
of fibrous dysplasia.11 This mutation occurs during embry-
onic development or during postnatal life. The mutation of
gene Gsa produces an increase in adenylate cyclase, which
produces an increase in intracellular AMPc. The high con-
centration of intracellular AMPc generates an increase in the
inappropriate proliferation and differentiation of the cells
after their mutation, which causes the formation of an imma-
ture and disorganized fibrous matrix that generates the
fibrous tissue of the dysplasia.?

Hemophilia C is a rare disease as a result of a factor XI coag-
ulation deficiency, which has a part in the early phase of the
intrinsic coagulation pathway. Most of the factor XI deficits
occur in the Jewish Ashkenazi population.’2 It is known that the
disease is a mutation that occurs in the FXI gene that is in chro-
mosome 4.1° In the FXI gene there are three specific mutations
that divide the disease into three types depending on the muta-
tion area, which are type I, type Il and type Ill.13
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eleccién del tratamiento esta en funcién
de la zona afecta y la capacidad de
reconstruccién del tejido resecado. Una
reseccién total estaria indicada si el
paciente presenta sintomatologia como
dolor, deformidad facial, o invasion de
estructuras importantes, tales como la
6rbita con compresiéon de globo ocular
o nervio 6éptico.34 Existen en estudio
otras posibilidades de tratamiento, que
parecen que estan ofreciendo resultados
alentadores, tal es el caso del uso de pami-
dronato intravenoso.'56 El uso de agen-
tes antireabsortivos como los bifosfona-
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Our patient had monostot-
ic fibrous dysplasia of the
upper jaw and heterozy-
gotic hemophilia C, two
unusual diseases, which in
this case appeared togeth-
er in the same person. In
addition these were two dis-
eases that, according to the
latest studies, arise as a
result of genetic mutation
in autosomal genes. As a
result of this, we requested
kariotyping of the patient in

ex
Chromosomes Chromosomes

tos en el tratamiento de la displasia fibro-

tolégicos en la displasia fibrosa de un ele-

vado ntmero de osteoclastos, y la evi-

dencia de reabsorcién ésea en las lesiones de la displasia fibrosa, asi
el aumento de la reabsorcién 6sea parece que juega un papel impor-
tante en el establecimento y crecimiento de algunas lesiones de dis-
plasia.'6

A nuestra paciente se le ofreci6 inicialmente un tratamiento qui-
rargico de la lesién, ademds del tratamiento con pamidronato, pero
la propia paciente demandé un tratamiento quirdrgico definitivo, (debi-
do al relativo pequefio tamafio de la misma y a que podia ser abor-
dado de manera intraoral). En la preparacién prequirdrgica previo a la
intervencion se detecté hemofilia C, por lo que se tomaron medidas
adicionales, aumentando asi considerablemente el riesgo de la cirugia.

En la intervencién se intentd hacer un tratamiento definitivo, rese-
cando por completo el hueso afecto, con la limitacién de ser un abor-
daje intraoral, pues la paciente se negaba a la realizacién de un abor-
daje extraoral, y parecia que mediante una incisién intraoral podia
resecarse totalmente la enfermedad, pero meses después de la inter-
vencién, la paciente presentd una recaida, con dolor intenso en la
zona afecta. Se le planteé otra vez tratamiento quirdrgico, y tenien-
do en cuenta los elevados riesgos que tiene esta paciente por su enfer-
medad concomitante y la preparacién pre y postquirdrgica que nece-
sita, con los riesgo que implica la transfusion de plasma fresco, y se le
planteé por otro lado, tratamiento con pamidronato intravenoso,
escogiendo finalmente tratamiento con pamidronato, que en su caso
estaria totalmente indicado al ser una displasia fibrosa dolorosa. El
pamidronato se administra T mg/kg IV durante 3 dias cada 4-6 meses.
Tras la administracién del pamidronato cedieron los dolores en maxi-
lar, estando la paciente libre de sintomatologia hasta la fecha.

Uno de los problemas que tiene este tratamiento en nifios y ado-
lescentes, es la interferencia con el crecimiento.'s Hay estudios rea-
lizados a largo plazo, en los que no hay una gran afectacién del cre-
cimiento por los difosfonatos,'é parece que el Gnico efecto secun-
dario registrado durante la perfusiéon ha sido un aumento de la tem-
peratura corporal en algunos pacientes de 38-40°C, y que cede sin
problema con AINEs.'s Otro efecto secundario registrado ha sido
en pacientes con afectacién renal (algunos pacientes con sindrome
de Albright) evidencia de osteomalacia que cede con la suspensién
del tratamiento, y que es evitable en estos pacientes si se asocian

P . Figura 5. Cariotipo: Imagen cromosémica normal.
sa esta justificado por los hallazgos his-  Figure 5. Karyotype: Normal chromosomal image.

order to find out if she had
any type of related genetic
condition (Fig. 5). The result
of the kariotyping was that
all the metaphases analyzed had 46 chromosomes. Follow-
ing GTG banding techniques, no anomalies were found in
the metaphases studied. Although the karyotype was nor-
mal, the possibility could not be ruled out that there were
some chromosomal mosaicism, microdeletions, microdupli-
cations, and/or small structural rearrangements.

In the literature, the connection between fibrous dys-
plasia and other diseases such as Pyle’s disease is reflect-
ed, although the connection between both diseases has yet
to be established.s As a result we may find a second disease
appearing together with fibrous dysplasia.

Treatment for fibrous dysplasia is very variable, depend-
ing on how the patient is affected and the symptoms. Thus,
the treatment can vary from not doing anything and moni-
toring the patient periodically if there is no symptomatology,
to complete resection of the affected bone, or just simple curet-
tage. The choice of treatment depends on the area affected
and the reconstruction capacity of the resected tissue. Total
resection is indicated if the patient has symptoms that include
pain, facial deformity, or invasion of important structures, such
as the orbit with compression of the eyeball or the optic
nerve.3'* There are other treatment possibilities that appear
to be giving encouraging results such as the use of intravenous
pamidronate.’6 The use of antiresorptive agents such as bis-
phosphonates in the treatment of fibrous dysplasia is justified
because of the histological findings of fibrous dysplasia of a
high number of osteoclasts, and the evidence of bone resorp-
tion in fibrous dysplasia lesions. Thus, increased bone resorp-
tion appears to play an important role in the establishment
and growth of some dysplasia lesions.’¢

Our patient was initially offered surgical treatment for
the lesion in addition to treatment with pamidronate, but
she demanded definitive surgical treatment herself, (due to
the lesion’s relatively small size and that it could be
approached intraorally). During the presurgical preparation,
hemophilia C was detected, and additional measures were
taken, and there was therefore increased surgical risk.
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los difosfonatos a fésforo por via oral,'¢ por lo que se puede consi-
derar el uso de los difosfonatos como un tratamiento seguro.

Por tanto debido a los estudios favorables con este farmaco,
su seguridad, y los mayores riesgos que implican en esta paciente
un tratamiento quirdrgico mas agresivo, se opté por un tratamiento
con pamidronato intravenoso.

Aunque el tratamiento quirdrgico de la displasia fibrosa, es una
buena opcién de tratamiento, parece que en nuestro paciente no es
la opcién mas adecuada, lo que nos demuestra una vez mas, que en
la displasia fibrosa no se puede hablar de un tratamiento estandar,
sino que hay que evaluar los casos individualmente debido a las enfer-
medades o complicaciones asociadas que puede presentar, y elegir
una opcién terapéutica u otra en funcién de cada paciente.
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Tratamiento de la displasia fibrosa asociada a hemofilia C: a propésito de un caso

During the intervention an attempt was made at carry-
ing out definitive treatment and the affected bone was resect-
ed completely, despite the limitations of using an intraoral
approach, as the patient had refused an extraoral approach.
It seemed that by using an intraoral approach, the disease
could be resected completely, but months after the inter-
vention the patient suffered a recurrence, with intense pain
in the affected area. Surgical treatment was proposed once
again and, bearing in mind the high risks with this patient
because of concomitant disease and the pre- and postoper-
ative preparation required, together with the risk involved in
fresh plasma transfusion, intravenous pamidronate therapy
was also proposed. Finally, pamidronate therapy was cho-
sen, which in this case was absolutely indicated, as the fibrous
dysplasia was painful. 1 mg/kg of IV pamidronate was admin-
istered for three days every 4-6 months. After the adminis-
tration of pamidronate the pain in the jaw decreased and
the patient is to date free of symptoms.

One of the problems of using this therapy with chil-
dren and adolescents, is that it interferes with their growth.’s
Long term studies have been carried out that show that
diphosphonates do not seriously affects growth,’s and it
would appear that the only secondary effect that was reg-
istered during perfusion was an increase in body tempera-
ture in some patients of 38-40°C, and which was solved
without any problem by using NSAIDs.'s Another side effect
registered in patients with renal involvement (some Albright
syndrome patients) is osteomalatia that decreases on sus-
pending treatment, and which is inevitable in these patients
if diphosphonates are used in conjunction with phospho-
rus taken orally.’¢ Thus using diphosphonates can be con-
sidered safe treatment.

Therefore, given the favorable studies with this drug and
its safety, together with the greater risks that more aggres-
sive surgical treatment implied for this patient, intravenous
pamidronate treatment was decided on.

Although surgical treatment of fibrous dysplasia is a good
treatment option, it would seem that for our patient this was
not the most adequate option, which demonstrates once
again that in fibrous dysplasia there is no standard treat-
ment. Each case should be evaluated individually due to the
associated diseases and complications that may arise, and
one therapeutic option should be selected over another
depending on the patient.



