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Congenital Erythropoietic Porphyria
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INTRODUCTION
Thc pofhyifs m I croup ofdnordes

hcno bio3ynrhcric p3thwsy 'rhsc lcad 10 an
r..udurdioi of rhc roric i dncdi,ro, i.e.,
porphyrii pmufon and poryhyiis, ii dc bodr

rang'ns rrom demdolosicrl (e.s. pho'o$nsitivity
and skin trasi y) ro neurolos ical inyolvencnb (e g.
abdoniml p3ii, psychi*h symprorn, aid nobr
wcrkic$). Bccaurc

rorn orconcerihl erydbpoicric porphyrir (cIP) is

diasmed d hav'ns cEq rnd subseqEnoy reEived

cEt bul is nor (Driocly co*jderod ror rll cEP

te{men( is comideren sue6l|tr1 s. rr hR!trsd rdr
cljnical manifsodois*@complcrcly rcsolvcdaid

CASE REPORT

ded. shewisbomarErnadhsbinhwEthiw

2,500 s. she hid rcrnar dev.ropmenkt hisrory. Hcr
f,ftily h.d no comansuiiny ficr morhtr nofted rhar
shd hdd sryrhrodonria and o(sioid rddish bmM
trrhc !i.c bnft. oie nodn beror comins b me
hospi6l,sh.had.nemh 3nd abdoninrl dis@nsion.
PhFi.d .i&i'ariotr sho*ed body eoishr 69 ks
ooi 25n pcrcorile), l.0grh 66.s cr 00i.25d
p€rcenrire), h4d .iflumfefie 45 cm (e0 ' ptren-
Lilc), modda'e prllor wnhou'jtundice, one ddk
bro,i rov( mcier wnh coml rcd color undcrwo.d!
rmp (Fisus r B). Her abdonetr *as dhr.idDd *i$

snemlsdelyd.m4dsneulsmdhypoeig'
mcnrd srophic s8 J - 3 mm in diamerr wnc
presed otr hd fm, s*rp, sB and foftffm (Figtrrc
l^) orhe. physkd exsnimdod w4 lrEmdkable
conptlc blood counr rcv.aled homdodjr 25.6 *,

henogrobin 22.1 ps, rcrhrrocylo 60 %. some

whirc blood .o s and
u ie wa rcddish 6roPn in

color lhnh tumed ro brichr rcd coror Drdd wed\
hmp. Brood chemisrry amrysis rcvarod tnH 1.394

orhs invedigdions

prcsei.e of, bigh rovet of oropo4hynnn ri. rnd
oercede|lydimiao|7.973Fg,1-ind3'97,}'gl-
Bpedively (imar vlrue 9.3 1 9.6 ind 73 r 110
!g/1-), ald a hish lcvcr of .ryrhftyre poahydn ot
737 !8/dL red blood ..[s (RBC) (nomrl value 50 I



,dsdrFrh!trbl Cdnl.ftre

md hyporophic &i$ on $c race @n),T bd prdmr sl$ hd h.p3bspldoi.s,ly uompoyiis
scmia Gthr). B. rhe lowe ii.istr to dyrhsdoida (6d,
which fiDcsed uidtr rwood s lmD (bottom).

rhe ise of I yer ud 3 mon$s, shc utrdeNenr
,rbgcneic bone ndow hNplonbtiotr IBMI) fmm
herg.yerold -{-idcdic,l sisd vho wN healrhy.
-rhe pdonditioiiic rcgimen consisr€d of buulfan
.nd cy.lophosphrnide, lollo*ed by ftn cell
infulior or cD34+ 3.3 x ld .els/ ks of rhe pari.rt.
Glmulocyb coloiy srinuhtins feror *s s'dcd
on rhc lollo{ing day. Cil|r vc6Ds hos dheare

md 6 noftis or cyclcpoin A. she lad oily nild
.ompli.atiotr dunng I mond dni$ion p6r BMT.
oie ys pcr BM! she dcvelop.d pulprr3h b gruy
mrul.s vith ill deFned bordffi ddc f@, shouldq
upper chsrand aHden. skii biopsy wd pcrfotr.d
and a diasnGis or dnrciic gi,fr ve6os hct dis.ae
{d m.dc S hc ws tcatd * i$ or€i prednisolone for
3nodh3 H*eryrhrccyrepoahy n at rhai time wil

thin lne mmal range ol50 u/dl RBC,
cutudly, 2 yem ,nd t0 noidr po$BM!

she tu hsldry wirhoor anemb, hep.iospleiomeg.ly
or photoseNiiivity. Hcr urioe n yc owhh wirhour

c h i l g i n g i n m | o r p c c r p s u a b $ d i 8 h ' H d

malkedlyrcducing*i'htinebudi[dighdyl'jgn
d 24 ru/L and 379 FslL r$petively. DriA anrlyss
*irh shodT.idon npst mdkd ofrhe p.rient w
the eme s $os oI de donolr.

DTSCUSSION
Thc parici! in th(.ase had d lillory of

ncurci! cu.licous cdprion! lid aicmir ehh
hepabsplenomegdy. On physical eramindion, ner
roorh shovcd a daik towi dh.olor.rion (syrhro-
doiiia), whi.h fluorsed hde ! woodl tafp. Ii

10 b6,raer, by rdimdccdlld po$hyi!, FoAnyria
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Fiemz ll,e heme biosy edcp{h veious$.ps(showniDrumbet

poqhyft, 2) acde ideminant poahyds. l) concenibr e,-y'l,mpoi.ri. porphyria,4) poah#.
cuhiea hrda, 5) HeRnikry coprcporyhyia, 6) vriegarc porphyda, and 7) Erylnmpoieri.

thyriios.i i .ri bc aPodaneou
, r.sc i&meB r or

po]?hyntr ire erevai€n when $cF is a ddsr otumporphynmgetr m syn$aea rouid ii @ig.iirrl

padwar ]}.rc d $vei rdi ryp* ot porphyri6
di.iis f6n dcr..6 or |nc cizymer ii $. parhvry

v r i o s c [ c d m h i l s b l i o B ' o m d h p o l p h y i a

beclusifisd irb acde (r@p!ychi&jc), ctrbi.oE,
lid nircd lom!, ln rh. acuo oi ictrropsychirtic
rom, rhc pnicib rually plgdr {id ede db.ks
d(* clpo.us ro pncipiEriis race( !u.h 3. dru8!,

svcE abdomiml pijn (mo$ conmon), musular

round in ad. ii.cmnri. porphyda (alP), h.xedibry
copropo@hyria (HCP), or vaiegde porphyria (v9,
hd ir is lsually *sociated wnh an itrneosa or
poDhyai p8u6ore, i3 , Do'rhobilitrogc. and/or
6{ninolevulinic acid
cliii@l nbilc{brions rn ne mub rom is mr ds,
bd pcsibl. nccMinm! iicluds dm'se by iiee
ndisls,diMrneurcroxiciryor,oiiolcvulinicacid.

AIB HCF, orvP bEru$ her clitric,l redocs did ior
fit wi6 rho& oI rhe acure fom ad rhe sympbms of
6c aboE porph)rid lely dBelop b€roE p$eny.

Ii $ir paricri, one of rhe main prcsedins

cotrgedhr dydmpoi.dc poahyi! (cEP), poahfa



cdunhrda(PcDandsylhop.jdEpmroroohy
ri(EPP) rtrn u! rqoddincrauncous roois of
pop6yria.n'clidoos6fouMirpdir swirhEpq

or rf turamdu porphyi ts, pcT N r]t '.o!
coi'nm (evicwcd tnii). n resuL's rrun inhcdl.d d.

spoixdjc or fanitid bm. rhe liljonly or pcr (

Eriorosicalfido^ jncludcatcohor, osiiosco5. ;on,
iid .hemicals (c s hcxehlotuhcDsne). Thu , ( nlso
riA$dr'oi wrhhep rh c, Hrv itrfednn.n{rld

r'atr oudrwBc nonnd sbieds ro hryc soo.adic fcr,

triuoienr ! 

 

odE[. is lound j'j cE4 pcT. rcp.

(FrsuLc a), prsmciatron, rid hypfltri!hoss,

r 0 sdororid dom ad hr. A mi. fd sycrc

p(rcnr, wrri.h indudcd rfked skh iirohcnrd

arrccrd wjrh eirhe |fDdoeryfi orcG& po4,tryii
or cEP (r!!iswed io!)

sei nrrld6nrc(Fistrrc2) Tbcrc$irins rccuida.
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sEE Lnhdilc fonns d s*n n rhis pd,cd ro hidca
I er on$r lom5, {hhh hrve only cutandoui

$solplioi d 400 onli arc usfur in ssLddiig drc

aialy,xd rnr 3.rfr inoLclulii ' i. mid. porphobiliio

orc snn! HdPnrr.'rrrc ri'ny krers of t

.oproporphyrii wcrc hishly eleukd Gl00.or
1,000 lold rhr or oormd vrruon sovclcr, srdi

lioi sbouriMividurlporpbyrin inrem.diab. vhich

rCT Howevd,rdcn.icn.yoluloporphyri,'oser III
synrh!$ in CEP.d!ds 'no$ I'ydrciyDod'y lbilaic

urc ed copfo.poPhyiins cpe.riveiy (Ficure 2)

borylN i', PcT ider{eH vnh fie convenion or

(HPLC)" Lr,brv.bceidevelopedroembLad'escpi

yeffi, rhe Depadnc 

 

of Bio.hchkLy ltrborarory I'a

poqrhyrins I ' ror .li i i.!l smi.es, aid it *d used

iis>c5t ot rbe io'al(borb aomen r dlll)doch
porphyrjn above (Fi3ure 4l whdts ii tutrd sub
jes.6sndhcrt.r.op'oporpl'yiikorly-20e'or

.omp!'iblc vjd' cEq $Dpori,'g 'he dirgnsn in

rjsm]TheHPLCaiarysnof*inarypoahyrjm
vaioB porphyrin isone^ in the pariedt

niqus.r. rhk pdienr. rheMn{rofuo.

ri prefirc hund Ln cEP. (w lod cP trc

hondsl riJ Ill orporphy.ii9.
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4. ftMdrs,H@rPPoolrytm.F4hyroftbMrho.

age or r yeaf 3 i,oi$s, wr,i.h h6 .onplslety cor
ercd hcr cubneoN phorosisnivny 3!d hcmdo-

l i en l i kdy tdmdPo jBMTbdn ' l l s l j gh ' l y
hieher rhan iom,r raiscs, pr\uma6ry reficdiig rhe

mo0, pdtruk,1y ror cEe avmncs of '[c dnc4c
byPhysEnNIub l l o rd ' . pa ' rmhbrcc i ve !

n've{icdios (e.g. .nzyna'ic asays, scdrc
de@rion of 'he mu6rioN)as verra i" rhdapen'ic
famg.nmls ior poroh yra G.3 BMr or evei s.ne
lr'cnpy), more po'phyi3 pdiciG .'n hc ar!.d rroh

lritrd{ci r t orletu L,crcflwry Dc BicMcd


