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Porphyria and anorexia: cause and effect
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Porphyrias are hereditary disorders related to impaired biosynthesis of heme and characterized
by multisystemic manifestations. Acute intermittent porphyria (AIP) is the most common acute
subtype of the disease, and often associated with psychiatric symptoms. We here report a
patient who developed acute flaccid paralysis after remarkable weight loss, which was related
to an eating disorder (anorexia nervosa). After an extensive neurologic workup, he was diag-
nosed with AIP. This case emphasizes a deleterious vicious cycle between AIP and anorexia:
porphyria may lead to anorexia and the carbohydrate restriction may lead to recurrent porphyric
attacks. Therefore, an interruption of this cycle with psychiatric approaches to the eating
disorders is crucial for long-term therapeutic efficacy.

INTRODUCTION

Acute intermittent porphyria (AIP) is an inborn error of me-
tabolism caused by the accumulation of neurotoxic intermedi-
ates of heme, particularly aminolevulinic acid (ALA) and
porphobilinogen (PBG). The main features are peripheral
neuropathy, abdominal pain and psychiatric disorders, which
are remarkably variable [1]. Here, we report a case of AIP and
anorexia nervosa, highlighting this psychiatric manifestation
either as a symptom related to porphyria or as a trigger to
acute porphyric attacks.

CASE REPORT

A 19-year-old man previously diagnosed with anorexia
nervosa (he had history of food restriction, rigorous physical
exercise programs, induced vomiting and use of laxatives) lost
80 pounds in just 6 months. After that, he suddenly developed
acute symmetrical flaccid lower limb weakness that pro-
gressed to the upper limbs in a few days, and was associated
with paresthesias in all four limbs. At this time, the patient
also suffered from abdominal pain, constipation and recurring
episodes of ‘red’” urine. He had positive family history of psy-
chiatric conditions (both his mother and maternal grandmother
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suffered from major depressive disorder), but no family
history of neurologic illness. He was then diagnosed with
Guillain—Barré syndrome in a different institution, but he
refused treatment with intravenous immunoglobulin or
plasmapheresis. He was left with severe disability and was
wheelchair bound since then.

After 5 months, he was admitted to the psychiatric unit of
UNICAMP with a clinical picture of worsening aggressive-
ness and antisocial personality disorder, which were present
(but not treated) since childhood. At the time, the patient was
severely disabled with quadriplegia, reduced muscle stretch
reflexes, tactile and vibratory hypoesthesia with a distal gradi-
ent, combined with altered conscious proprioception. Nerve
conduction studies and needle electromyography performed in
the acute phase revealed a sensorimotor axonal polyneurop-
athy. He had normal vitamin B12 levels and there was no
albumin—cytologic dissociation in cerebrospinal fluid ana-
lyses. Urinary PBG levels were found significantly increased,
so that AIP was finally biochemically diagnosed. We opted
not to treat him with hematine, because the clinical picture
was stable with no signs of recent neurologic decline.

He was discharged with optimized psychiatric treatment
that included the introduction of selective serotonin reuptake
inhibitor (SSRI), as well as individual cognitive—behavioral
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therapy and dietary guidelines under the supervision of a
nutritionist.

The patient continues to be regularly monitored at the
psychiatry and neurology clinics at UNICAMP. Although
there has been no motor improvement to date, the eating
disorder is now stable and he had no further attacks of AIP.

DISCUSSION

AIP is an autosomal dominant disorder caused by a deficiency
of the enzyme PBG deaminase that leads to the accumulation
of toxic substrates of heme [2]. Prevalence of porphyria has
been estimated in 0.01% of the population and in 0.21-0.45%
of all psychiatric patients [3]. Traditionally, AIP appears as a
triad of abdominal pain, peripheral neuropathy and mental dis-
orders. Abdominal pain is the most prevalent symptom, occur-
ring in up to 90% of cases [4]; axonal neuropathy presents as
weakness and hyporeflexia, and occurs in ~20% of patients
[5]. Neuropsychiatric disorders are found in 19—58% of
patients heralding as depression, anxiety, acute confusional
state, insomnia and psychosis [6].

Acute attacks are precipitated by events that increase the
enzyme ALA synthetase or the demand for heme synthesis in
the liver, including carbohydrate restriction and weight loss
[5], which could explain the present case, that was triggered
by carbohydrate restriction and weight loss in the context of
eating disorders, which can be classified as a psychiatric mani-
festation related to porphyria.

Interestingly, it is possible that porphyria itself may be the
cause for anorexia, which can lead to further porphyric crises

due to weight loss and carbohydrate deficiency. Although un-
common, this correlation has been identified in other patients
[7], confirming that both the association of porphyria and AIP
is bidirectional: AIP influences the outcome of anorexia,
whereas anorexia can cause attacks of porphyria.

To summarize, we conclude that the correct diagnosis and
proper treatment of eating disorders are instrumental to reduce
the chances of AIP exacerbation, preventing disability and
improving the prognosis of these patients.

CONFLICT OF INTEREST STATEMENT

None declared.

REFERENCES

1. Puy H, Gouya L, Deybach JC. Porphyrias. Lancet 2010;375:924—37.

2. Regan L, Gonsalves L, Tesar G. Acute intermittent porphyria.
Psychosomatics 1999;40:521-23.

3. Tishler PV, Woodward B, O’Connor J, Holbrook DA, Seidman LJ,
Hallett M, et al. High prevalence of intermittent acute porphyria in a
psychiatric patient population. Am J Psychiatry 1985;142:1430—6.

4. Gazquez Sisteré I, Lujan Mavila K, Chorda Ribelles J, Touzon Lopez C.
Acute intermittent porphyria: a diagnostic dilemma. Gastroenterol
Hepatol 2010;33:436—9.

5. Meyer UA, Schuurmans MM, Lindberg RL. Acute porphyrias:
pathogenesis of neurological manifestations. Semin Liver Dis 1998;18:
43-52.

6. Crimlisk HL. The little imitator—porphyria: a neuropsychiatric disorder.
J Neurol Neurosurg Psychiatry 1997;62:319—28.

7. Coulonjou R, Dechosl F. Anorexia nervosa and severe intermittent acute
porphyria. Ann Med Psychol (Paris) 1961;119:718—24.




<<
  /ASCII85EncodePages false
  /AllowTransparency false
  /AutoPositionEPSFiles true
  /AutoRotatePages /PageByPage
  /Binding /Left
  /CalGrayProfile ()
  /CalRGBProfile (sRGB IEC61966-2.1)
  /CalCMYKProfile (U.S. Web Coated \050SWOP\051 v2)
  /sRGBProfile (sRGB IEC61966-2.1)
  /CannotEmbedFontPolicy /Warning
  /CompatibilityLevel 1.5
  /CompressObjects /Off
  /CompressPages true
  /ConvertImagesToIndexed true
  /PassThroughJPEGImages false
  /CreateJobTicket false
  /DefaultRenderingIntent /Default
  /DetectBlends true
  /DetectCurves 0.1000
  /ColorConversionStrategy /LeaveColorUnchanged
  /DoThumbnails false
  /EmbedAllFonts true
  /EmbedOpenType false
  /ParseICCProfilesInComments true
  /EmbedJobOptions true
  /DSCReportingLevel 0
  /EmitDSCWarnings false
  /EndPage -1
  /ImageMemory 524288
  /LockDistillerParams false
  /MaxSubsetPct 100
  /Optimize true
  /OPM 1
  /ParseDSCComments true
  /ParseDSCCommentsForDocInfo false
  /PreserveCopyPage true
  /PreserveDICMYKValues true
  /PreserveEPSInfo true
  /PreserveFlatness true
  /PreserveHalftoneInfo false
  /PreserveOPIComments true
  /PreserveOverprintSettings false
  /StartPage 1
  /SubsetFonts true
  /TransferFunctionInfo /Preserve
  /UCRandBGInfo /Remove
  /UsePrologue false
  /ColorSettingsFile ()
  /AlwaysEmbed [ true
  ]
  /NeverEmbed [ true
    /Courier
    /Courier-Bold
    /Courier-BoldOblique
    /Courier-Oblique
    /Helvetica
    /Helvetica-Bold
    /Helvetica-BoldOblique
    /Helvetica-Oblique
    /Symbol
    /Times-Bold
    /Times-BoldItalic
    /Times-Italic
    /Times-Roman
    /ZapfDingbats
  ]
  /AntiAliasColorImages false
  /CropColorImages true
  /ColorImageMinResolution 150
  /ColorImageMinResolutionPolicy /OK
  /DownsampleColorImages true
  /ColorImageDownsampleType /Bicubic
  /ColorImageResolution 175
  /ColorImageDepth -1
  /ColorImageMinDownsampleDepth 1
  /ColorImageDownsampleThreshold 1.50286
  /EncodeColorImages true
  /ColorImageFilter /DCTEncode
  /AutoFilterColorImages false
  /ColorImageAutoFilterStrategy /JPEG2000
  /ColorACSImageDict <<
    /QFactor 0.40
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /ColorImageDict <<
    /QFactor 0.40
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000ColorACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 20
  >>
  /JPEG2000ColorImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 15
  >>
  /AntiAliasGrayImages false
  /CropGrayImages true
  /GrayImageMinResolution 150
  /GrayImageMinResolutionPolicy /OK
  /DownsampleGrayImages true
  /GrayImageDownsampleType /Bicubic
  /GrayImageResolution 175
  /GrayImageDepth -1
  /GrayImageMinDownsampleDepth 2
  /GrayImageDownsampleThreshold 1.50286
  /EncodeGrayImages true
  /GrayImageFilter /DCTEncode
  /AutoFilterGrayImages false
  /GrayImageAutoFilterStrategy /JPEG2000
  /GrayACSImageDict <<
    /QFactor 0.40
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /GrayImageDict <<
    /QFactor 0.40
    /HSamples [1 1 1 1] /VSamples [1 1 1 1]
  >>
  /JPEG2000GrayACSImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 20
  >>
  /JPEG2000GrayImageDict <<
    /TileWidth 256
    /TileHeight 256
    /Quality 15
  >>
  /AntiAliasMonoImages true
  /CropMonoImages true
  /MonoImageMinResolution 1200
  /MonoImageMinResolutionPolicy /OK
  /DownsampleMonoImages true
  /MonoImageDownsampleType /Bicubic
  /MonoImageResolution 175
  /MonoImageDepth 4
  /MonoImageDownsampleThreshold 1.50286
  /EncodeMonoImages true
  /MonoImageFilter /CCITTFaxEncode
  /MonoImageDict <<
    /K -1
  >>
  /AllowPSXObjects true
  /CheckCompliance [
    /None
  ]
  /PDFX1aCheck false
  /PDFX3Check false
  /PDFXCompliantPDFOnly false
  /PDFXNoTrimBoxError true
  /PDFXTrimBoxToMediaBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXSetBleedBoxToMediaBox true
  /PDFXBleedBoxToTrimBoxOffset [
    0.00000
    0.00000
    0.00000
    0.00000
  ]
  /PDFXOutputIntentProfile (None)
  /PDFXOutputConditionIdentifier ()
  /PDFXOutputCondition ()
  /PDFXRegistryName ()
  /PDFXTrapped /False

  /CreateJDFFile false
  /Description <<
    /ENU ()
  >>
>> setdistillerparams
<<
  /HWResolution [600 600]
  /PageSize [612.000 792.000]
>> setpagedevice


