CHAPTER 39

PORPHYRIA CUTANEA TARDA (E80.1)

Elif CETINKAYA!
Defne OZKOCA?

REMEMBER

Porphyrias are a group of diseases caused by defects/dysfunctions in enzymes involved in heme
metabolism and biosynthesis.

Few porphyrias have cutaneous features. Porphyrias with bullous cutaneous features include por-
phyria cutanea tarda (PCT), and hepatoerythropoietic porphyria.

Porphyrias with non-bullous cutaneous features include erythropoietic protoporphyria, and
X-linked protoporphyria.

Porphyrias that may have both bullous cutaneous features and acute neurovisceral attacks include
hereditary coproporphyria, and variegated porphyria (VP).

Porphyrias with only neurovisceral symptoms without cutaneous manifestations include acute
intermittent porphyria, and delta-aminolevulinic acid (ALA) dehydratase deficiency porphyria.
PCT is the most common type of porphyria worldwide. Although there are regional differences,
the estimated prevalence is 1:10,000. PCT affects both sexes equally. PCT can occur at any age, but
is most common in the 5th or 6th decades of life.

PCT is a hepatic porphyria caused by intrahepatic deficiency of the enzyme uroporphyrinogen
decarboxylase (UROD), the fifth enzyme in the heme biosynthetic pathway.

1

2

MD., Basaksehir Cam and Sakura City Hospital, Dermatology Clinic, elif.cetinkaya96@hotmail.com
MD., Zonguldak Atatiirk State Hospital, Dermatology Clinic, defneozkoca@yahoo.com

159



Medical Genetics

» Porphyria metabolism genes such as Urop-
orphyrinogen Decarboxylase (UROD), he-
reditary hemochromatosis mutations should
be investigated.

Rheumatology

» Patients should be examined in terms of
connective tissue diseases.

> Assessment of the patient is recommended
for systemic lupus erythematosus, Sjogren’s
syndrome, scleroderma, dermatomyositis,
mixed connective tissue disease.

Medical Oncology

» PCT may rarely occur as a paraneoplastic
disease. Patients should be referred in case
of suspicion for possible accompanying in-
ternal organ (hepatocellular carcinoma,
cholangiocarcinoma) malignancies.

Hematology

» PCT may accompany some lymphoprolif-
erative, and myeloproliferative diseases. As-
sociation with multiple myeloma has also
been reported. In case of doubt, it is appro-
priate to consult a hematology specialist.

» Patients should also be consulted in terms
of phlebotomy, which is one of the treat-
ment modalities.

Infectious diseases

» PCT may be associated with potentially
life-threatening infectious diseases such as
hepatitis B (HBV) and hepatitis C viruses
(HBV) and HIV infection. Therefore, the
associated evaluations should be performed
by an infectious diseases’ specialist.
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Gastroenterology

»  Minor liver biochemical abnormalities with
elevated liver enzymes are common in PCT.
Iron deposition, and fibrosis may also occur.
In case of doubt, the patients should be con-
sulted with a gastroenterologist.

» Hepatocellular carcinoma has been defined
as a long-term complication of PCT. Fol-
low-up is important in this respect.

Ophthalmology

» Eye involvement is rare, but scleral necrosis,
conjunctival and corneal scarring, ectropi-
on, and scleral necrosis may develop. In case
of doubt, consultation is recommended.

General Surgery

» Itisappropriate to consult a general surgeon
for the necessary surgical planning in cas-
es of hepatitis, biliary tract obstruction, and
hepatocellular cancer.

Nephrology

» Advanced renal failure should be investi-
gated in the diagnosis of porphyrin metab-
olism diseases. There have been reports of
dialysis-associated PCT patients. Thus, pa-
tients should be evaluated by a nephrologist.
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BOLUM 39

PORFIRYA KUTANEA TARDA (E80.1)

Elif CETINKAYA!
Defne OZKOCA?

HATIRLA

Porfiriler, hem metabolizmasi ve biyosentezinde yer alan enzimlerdeki kusurlardan/islev bozuk-
luklarindan kaynaklanan bir grup hastaliktir.

Birka¢ porfirinin kutanoz 6zellikleri vardir. Billi kutanoz ozelliklere sahip porfiriler arasinda
porfiri kutanea tarda (PKT) ve hepatoeritropoietik porfiri bulunur.

Biillii olmayan kutanoz 6zelliklere sahip porfiriler arasinda eritropoietik protoporfiri ve X’e bagl
protoporfiri bulunur.

Hem biillii kutanoz 6zelliklere hem de akut noroviseral ataklara sahip olabilen porfiriler ise kalit-
sal koproporfiriyi ve variegat porfiriyi (VP) igerir.

Deri bulgular1 olmayip, sadece norovisseral semptomlar1 olan porfiriler arasinda akut aralikli
porfiri ve delta-aminolevulinik asit (ALA) dehidrataz eksikligi porfiri bulunur.

PKT, diinya ¢apinda en yaygin porfiri tiirtidiir. Bolgeler arasi farkliliklar goriilse de tahmini pre-
valans1 1:10.000°dir. PKT, her iki cinsi de esit olarak etkiler. PKT herhangi bir yasta ortaya ¢ikabi-
lir, ancak en sik 5. veya 6. dekatta goriiliir.

PKT, hem biyosentetik yolundaki besinci enzim olan tiroporfirinojen dekarboksilaz (UROD) en-
ziminin intrahepatik eksikliginden kaynaklanan bir hepatik porfiridir.
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Romatoloji

> Hastalarin konnektif doku hastaliklar1 aci-
sindan hastalarin incelenmesi gerekir.

» Sistemik lupus eritematozus, Sjogren send-
romu, skleroderma, dermatomiyozit, mikst
bag dokusu hastalii yoniinden hastanin
muayenesi onerilir. Bu nedenle romatoloji
uzmanindan goriis alinmalidir.

Medikal Onkoloji

» PKT nadiren de olsa paraneoplastik bir has-
talik olarak karsimiza cikabilir. Hastalarin
eslik edebilecek olasi i¢ organ (hepatosellii-
ler karsinom, kolanjiokarsinom) malignite-
leri agisindan siiphe durumunda y6nlendi-
rilmelidir.

Hematoloji

» PKT lenfoproliferatif ve myeloproliferatif
bazi hastaliklara da eslik edebilir. Multiple
myelom ile de iligki bildirilmistir. Stiphe ha-
linde hastalarin hematoloji uzmanina dani-
silmas1 uygundur.

» Tedavi modalitelerinden biri olan flebotomi
acisindan da hastalar mutlaka danisilmali-
dir.

Enfeksiyon Hastaliklari

» PKT, hepatit B (HBV) ve hepatit C viriisleri
(HBV) ve HIV enfeksiyonu gibi potansiyel
olarak yasami tehdit eden enfeksiyoz hasta-
liklarla iligkili olabilir. Bu nedenle hastalarin
bu yonden taranmasi gerekebilir. Hastalarin
enfeksiyon hastaliklar1 uzmani tarafindan de-
gerlendirilmesi bu nedenle uygun olacaktir.

Gastroenteroloji

» Karaciger enzimlerinde yiikselme ile birlik-
te karacigerin hafif biyokimyasal anormal-
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likleri PK'T’de yaygindir. Karacigerde demir
birikimi ve fibroz goriilebilir. Stiphe duru-
munda hastalar gastroenteroloji uzmanina

danisilmalidir.

> Hepatoselliiler karsinom, PKT nin uzun va-
deli bir komplikasyonu olarak tanimlanmis-
tir. Bu agidan da hastalarin takibi 6nemlidir.

Goz Hastaliklari

» GOz tutulumu nadirdir ancak skleral nekroz,
konjonktival ve korneal skarlasma, ektropi-
yon ve skleral nekroz gelisebilir. Stiphe du-
rumunda goz hastaliklar1 uzmanina konsiil-

tasyon Onerilir.

Genel Cerrahi

» Hepatik ve safra yollar1 tikanikliklar1 ve he-
patoseliiler karsinom durumlarinda gerekli
cerrahi planlama agisindan genel cerrahi

uzmanina danigilmasi uygundur.

Nefroloji

» Porfirin metabolizmasi hastaliklar1 tanisin-
da ileri diizey bobrek yetmezligi aragtiril-
malidir. Diyaliz ile iliskili PKT hastalar lite-
ratiirde bildirilmistir. Bu nedenle hastalarin
nefroloji uzmani tarafindan degerlendiril-
mesi gereklidir.
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