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This means that DMD is no longer an exclusively pediatric pathology and that many patients will have to switch to an adult neuromuscular unit. Patients must be assisted in specialized departments, consisting of a coordinated team of experienced professionals in the management of the disease.1 . Pharmacological treatment: corticosteroid
corticosteroids are the only pharmacological treatment that slows down the progression of the weakness of the DMD. This rule is respected in more than 90% of cases, but there are exceptions14; If there is a mutation that does not interrupt the reading structure, but affects a functionally important region (such as, for example, the one that encodes
the domain of the binding with the actin), the phenotype will be DMD. It is very variable and is determined by the remaining amount of dystrophin. However, in 20% of DMD cases the death is due to cardiac causes22.4. OSTEARTICOLARY DISORDBOART OF AMBULAR STAGE, contracts and retractions occur in the least mobilized joints (retralations
are typically manifested early). Particular attention must be paid to health by administering calcium and vitamin D supplements and performing densitometers in a serious way. In exploration is already possible to objectitivare: axial weakness in an attempt to incorporate from the mark; Weakness in the pelvic belt that forces to get up from the ground
with the support of the arms on the legs (gowers maneuver); Mild retraction that or increase in the volume of twins, which to palpation 3N have a gummy consistency (pseudo-pipertrophy, fig. necrotic fibers coexist with regeneration phenomena and endomisial connective tissue is increased (fig. depending on the result, it will be Indicated the speech
therapy, psychotherapy or curriculum adaptation.8 Pom intravenously due to the risk of malignant hyperthermia and rhabdomyolosis of inhaled anaesthetics such as alotane or isoflurane. The pulmonary function determines its implementation, so that the preoperative evaluation is essential to guarantee good surgical results and a postoperative
without complications. Scoliosis occurred when the COBB angle is between 20 A° -40 A° 3. Swimming is an excellent sport for these patients and physical activation without overversity should be maintained. In case of cardiomyopathy, the first line treatment is angiotensin converting enzyme (ACE) inhibitors, followed by BETA and Diuretic Blocker. 3
b) And, in general, it is admitted that there are less than 1% partially tanned fibers (they are called “return fibers”). It is due to the absence of dystrophin, a protein essential for maintaining muscle fiber. In addition, dream studies will be carried out depending on the patient’s situation. Its name is due to Duchenne de Boulogne, who did not make the
original description, but helped define its characteristics in 18 681. It is mandatory to monitor and prevent the appearance of other complications. Simplified, it would be like converting a DMD patient into a DMB patient. Mutation Determines the type of therapy, so it is applicable only to a subset of patients with DMD.1. Exone. Tolerance was good
and dystrophin production was restored, but there was no functional improvement in patients. A Phase III process is underway to confirm or not these findings49. - Gene therapy. Exon Jump 51 (applicable to 13% of patients with DMD) has been tested in several Phase II/III clinical trials. This can be done by muscle RNA, if there is a previous muscle
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compounds (during clinical testing): idebenon to reduce oxidative stress and fibrosis; Sildenafil to restore the synthase life of nitrous oxide and improve vasodilation and muscle relaxation49; Miostatin inhibitors to increase muscle mass. The author's authorflict of the author declares to have no conflict of interest. [Bushby et al., 2010] [Bushby et al.,
2010a] [Moxley, et al., 2005] [Essex and Roper, 2001] Copyright © 2014. This justifies non-muscular manifestations associated with DMD.Circa 65 % of patients presents a deletion of one or more exons in the DMD gene, 10% a duplication and the rest point mutations10.11. If the side effects are difficult to be manageable, the dose of corticosteroids
will be reduced by 30% before considering their suspension. Respiratory insufficiency is the main cause of death in DMD.3. Cardiac care conduction and cardiomyopathy hypertrophic or dilated are detected from 10 years of age. The weight, height and blood pressure must be monitored periodically. At the outpatient level, a reduced physical activity
and use of corticosteroids favor the overweight, which is counterproductive for maintaining the mobility. Knowing the mutation, you can make prenatal and pre-implantation diagnosis33. Infections must be treated vigorously and a gastric protector will be referred to as digestive problems. The DMD is caused by the absence or severe defect of
dystrophin. Dytrophin is located in the sarcolema, on the inner side, and has a molecular weight of 427kda7. The adaptation to the device usually involves a stretch of the Achilles tendon .Hind the risk of progressive scoliosis has been nu avresbo es ,sarodatrop serejum sal nE .dademrefne al racitsongaid ed A "AacisAjlcA "A amrof al odis aH .osep led
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ricudorp arap otneimasecorp us y ,bM3 y senoxe 97 noc ,ednarg yum neg nu sE .odatnemua ah selarbetrev sarutcarf ed aicnedicni al ,sediocitroc ed osu le noc de tinciA3An en A«AmosaicoA»A, con fibras distrofina-positivas y fibras distrofina-negativas. Con la pA©Ardida de la marcha, es preciso estrechar el seguimiento; cada 6 meses se debe
determinar la FVC en sedestaciA3An, la saturaciA3An de O2 con pulsioximetrAAa y el flujo mAjAximo de tos36. La incidencia de anomalAAas aumenta con la edad y hacia los 18 aA+Aos prAjActicamente todos los pacientes estAjAn afectados21. Progresa rAjApidamente con el crecimiento puberal e influye negativamente sobre la funciA3An
respiratoria, la alimentaciA3An, la postura en sedestaciA3An y el confort3. Existen compuestos, como AtalurenA®A (previamente conocido como PTC124), con capacidad para que durante el procesamiento A«Ase ignoreA»A este codA3An de parada y se siga produciendo la proteAAna. Para verificar si la mutaciA3An rompe 0 no el marco de lectura, se
puede consultar la pAjAgina web www.dmd.nl. Esto facilita la apar101A3An de mutaciones espontAjAneas, lo que ocurre hasta en un tercio de los casos. Para ello se utilizan oligonucleA3Atidos antisentido. La CK se eleva 10-100 veces sobre su valor normal desde el momento del nacimiento. Esto perm1t1A3A la identificaciA3An del gen de la distrofina,
DMD, en el locus Xp21.2.5,6. Es, por tanto, una distrofinopatAAa. En funciA3An de los recursos disponibles, hay 2 opciones: se podrAAa secuenciar directamente el gen (ante una alta sospecha de DMD), o bien hacer una biopsia muscular que confirmara el diagnA3Astico y descartara otras miopatAAas/distrofias musculares y, con la certeza de la
enfermedad, acometer la secuenciaciA3An. Sin ninguna intervenciA3An, los pacientes pierden la marcha antes de la adolescencia y el fallecimiento ocurre en la segunda dA©Acada de la vida por complicaciones respiratorias o, en menor medida, por problemas cardAAacos3.En la actualidad, no existe tratamiento curativo, pero la terapia con
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euq ethneam ed *e noreirpues es noreircrefnes al ed sisbucelom Sesab Sala © AfNeg.dmd al ed pharyngeal.2. Patients with respiratory involvement develop respiratory complications over time, since the ventilatory function deteriorates in parallel with the progression of weakness. Regardless of the type of mutation, so that the disease occurs,
generic alteration should interrupt the reading frame of the MRNA that synthesizes the protein, so that its synthesis is interrupted and degraded as synthesized. Fiber is necride and muscle regeneration attempts are insufficient until much of the normal muscle tissue is replaced by fiber-thicken fabric. In DMD there is absence of dystrophin in all
coloring (Fig. In this way, in addition to giving stability and structural support, dystrophin assumes an indirect bond between the extracellular matrix and the contractile apparatus of muscle fiber. This compound is It was tested in a dosage clinical in phase II. If the mutation does not break the reading frame, it is produced in a lower or partially
functional quantity, which originates another type of phenotype phenotype dystrophy: Becker's muscular dystrophy ( DMB) 12.13. Introduction Duchenne Muscle Dystrophy (DMD) is a serious muscular disease linked to X chromosome. If there are no serious side effects, the drug can be maintained once the gear is lost due to beneficial effects On the
function and scoliosis of the cardmarker. The most frequent side effects in patients with DMD treated with corticosteroids are: weight gain, static changes (appearance Cushingoid, Hirsutism O and acne) and after conducting the lathe. If the DMD suspicion is high, it is preferable to start the study with genetic tests, since muscle biopsy is an invasive
test. There are almost such serious ways like DMD that are called "intermediate forms". They only 10% of dystrophiniopathy vectors are symptomatic, a a la inactivaciA3An no aleatoria del cromosoma X15,16.Manifestaciones clAAnicasLa expresiA3An clAAnica de la DMD sigue un curso estereotipado y predecible en la mayorAAa de los casos3,17. El
tejido muestra en microscopia A3Aptica un patrA3An distrA3Afico con desestructuraciA®An de la arquitectura muscular normal e incremento del tejido conectivo-adiposo endomisial. El transplante de cA©Alulas madre es una opciA3An atractiva, potencialmente aplicable a diversas enfermedades degenerativas. A diferencia de la reacciA3An en cadena
de la polimerasa (PCR) mA2Altiple, la MLPA cubre todos los exones y permite el estudio de las portadoras. Antes de los 10 aA+Aos, es suficiente una revisiA3An cada 2 aA+Aos, pero posteriormente la frecuencia debe ser anual36. Si el estudio es negativo, hay que detectar la mutaciA3An puntual secuenciando el gen DMD, lo cual no es tarea fAjAcil
por su gran tamaA+A017,33. Mediante tA@Acnicas de inmunohistoquAAmica, se pone de manifiesto la deficiencia de distrofina. Esto provoca daA+Ao del sarcolema ante el estrA©As mecAjAnico, pA©Ardida de la homeostasis del calcio intracitoplasmAjAtico y, finalmente, degeneraciA®An de la fibra muscular3,9. Los beneficios a nivel cardAAaco son
menos evidentes.Aunque el rA©Ag1men de administraciA3An diaria de corticoides es el mAjAs establecido y parece el mAjAs efectivo, tambiA©An se utilizan otras pautas para minimizar los efectos adversos. La tos es inefectiva y aparece hipoventilaciA2An nocturna (y, posteriormente, diurna), que se debe sospechar ante cefalea, cansancio, falta de
concentraciA3An y disminuciA3An del apetito19,20. Los relajantes musculares despolarizantes estAjAn formalmente contraindicados en la DMD.Terapia en fase de investigaciA3AnEn los A?Altimos aA+Aos, la medicina traslacional ha experimentado un avance espectacular, lo que ha facilitado el acercamiento entre la investigaciA3An bAjAsica y la clA-
Anica. 1). Elsevier EspaA+Aa, S.L.. Se caracteriza por debilidad muscular de inicio la infancia, que sigue un curso progresivo y estereotipado. Es habitual que la cifra descienda con la evoluciA3An debido al daA+Ao muscular progresivo32. Por el tipo de mutaciones mAjAs frecuentes, se debe realizar en primer lugar Multiplex Ligation-dependent

Probe Amplification (MLPA) del gen DMD para detectar deleciones o duplicaciones. De esta forma, se detectan las posibles proteAAnas truncadas presentes en la DMB. DMB.
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