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To the Editor:

McArdle’s disease or glycogen stor-

age disease type V is a hereditary au-

tosomal recessive metabolic myopa-

thy caused by the total or partial

deficiency of an enzyme located in the

skeletal muscles, myophosphorylase.

Muscle involvement is a consistent

feature, with renal involvement being

less common.

We report the case of a 42-year-old

male with previous acute renal failure

(ARF) (creatinine 4.8mg/dl) secondary

to severe rhabdomyolysis (creatine

phosphokinase [CPK] 500,000IU/l) of

unclear aetiology. At discharge, the pa-

tient had recovered renal function (cre-

atinine 0.8mg/dl, glomerular filtration

rate 93ml/min/1.73m2) with a decrease

in CPK levels to 420IU/l. He reported

a history of type 2 diabetes mellitus

and high blood pressure, both of which

were well controlled. He complained

of myalgias in distal extremities from

an early age and intolerance to physi-

cal exercise. During clinical follow-

up, CPK levels remained high and we

ruled out pharmacological and toxic

aetiologies, among others. We decid-

ed, in conjunction with Neurology, to

request an electromyogram, which was

unremarkable, but the muscle biopsy

revealed the presence of subsarcolem-

mal and intermyofibrillar vacuoles

with positive PAS (periodic acid

Schiff) material corresponding to

glycogen storage, and did not reveal

activity of the enzyme myophosphory-

lase, which confirmed the diagnosis of

a myopathy, glycogen storage disease

type V. The genetic study was positive

for mutation PYGM T2392C in ho-

mozygosis. McArdle’s disease was the

definitive diagnosis.

McArdle’s disease is an uncommon

but underdiagnosed condition and its
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prevalence is 1/167,000.1 Symptoms

appear from an early age (childhood

or adolescence), although they vary

according to the patient and include

myalgia, muscle cramp, intolerance to

exercise and muscle exhaustion when

the slightest effort is exerted.1,2 Occa-

sionally, more than one family mem-

ber has the same symptoms, which is

cause for clinical suspicion, but a

muscle biopsy and genetic study are

necessary for confirmation. Renal in-

volvement is uncommon,2,3 although

there have been reports of chronic re-

nal failure due to tubulointerstitial

nephropathy secondary to repeated

episodes of rhabdomyolysis.4 Some

authors describe the involvement of

predisposing factors, such as previous

alcohol consumption and statin use.2

Patients progress with fluctuating lev-

els of CPK in blood, associated with

muscle damage and regeneration. Se-

vere rhabdomyolysis is uncommon,

but it causes kidney damage due to the

massive release of myoglobin, result-

ing in intratubular obstruction, acute

tubular necrosis or functional impair-

ment due to the decreased effective

circulating volume caused by the re-

tention of sodium and water in dam-

aged myocytes.2 The presence of

residual activity of muscle phosphory-

lase is related to mild clinical symp-

toms, while in the absence of this en-

zyme’s activity, infections and a

history of vigorous physical exercise

can trigger more severe rhabdomyoly-

sis,2,3 as was the case in our patient.

General treatment focusses on im-

proving the quality of life of these pa-

tients, adapting their daily activity

through training, physiotherapy and

glucose intake just before exercise,

achieving a biological adaptation to

McArdle’s disease.5 Some authors rec-

ommend the administration of vitamin

B6 and B12 supplements, although

their use has not been linked to a clear

improvement of symptoms or a de-

creased risk of rhabdomyolysis. The

indication of renal replacement thera-

py meets the same criteria as other

ARF entities that present with massive

rhabdomyolysis.
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To conclude, we should suspect meta-

bolic myopathy in young patients

who have persistently high levels of

CPK associated with muscle symp-

toms at an early age. Its early diagno-

sis and recommendations based on a

change of lifestyle in patients will

avoid serious and systemic conse-

quences, including rhabdomyolysis-

induced ARF.
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To the Editor:

We report the case of a 48-year-old

woman, smoker, with a history of aller-

gic rhinitis and bronchial hyperreactiv-

ity. Surgery for tonsillectomy, basal-cell

carcinoma and cervical conization due

to CIN II moderate dysplasia, infection

due to the human papilloma virus, ero-

sive cervicitis and squamous metapla-

sia. Admitted in July 2008 due to pain-

less haematuria persisting for months,

with no history of lithiasis or urinary in-

fection. Microhaematuria (30-50

RBC/F) was confirmed with 8%-15%

of dymorphias without microalbumin-

uria (0.15g proteinuria in 24-hour

urine).

The physical examination, Ambulatory

Blood Pressure Monitoring (ABPM),

bladder-kidney echo-Doppler and renal

angiography were normal. Bladder le-

sions were ruled out by cystography

and the urinary cytology was negative

for neoplastic cells.

Analysis: persistently high levels of

IgE, IgM (220-400mg/dl) and ASLO

(antistreptolysin antibodies) (330-

338IU/l) were detected. Rest of autoim-

munity (cryoglobulins, rheumatoid fac-

tor, IgA, IgG, C3, C4, antinuclear

antibodies, antineutrophil cytoplasmic

antibodies, anti-GBM antibodies, pro-

tein electrophoresis) and tumour mark-

ers were normal. Viral serology, howev-

er, showed clear negativity for hepatitis

A and B (HBsAg neg, HBsAb +, HB-

cAc neg) and the human immunodefi-

ciency virus, but not for hepatitis C

virus (HCV), which was repeatedly in-

conclusive or indeterminate (im-

munoblotting band C1 positive; C2, E2,

NS3 and NS4 negative) with negative

polymerase chain reaction for classic

HCV. Blood count, lipid profile, glu-

cose, urea, creatinine, uric acid, ions,

Figure 1. Progression of creatine phosphokinase and creatinine in plasma
Patient's progression of CPK (IU/l) and creatinine in plasma (mg/dl), during the 2009-
2012 period. For a better display of both graphs, creatinine values are expressed in
mg/dl x 100.
CPK: creatine phosphokinase.
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