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ABSTRACT: Pseudoxanchoma e lasticum (PXE) is an inherited disorder of 

connective t issue, charac terized by calcification and degeneration of e last in. 

Clmical manifesta tions of PXE are p rotean, with skm, eyes and arrenes being 

mo t commonly involved. Although often a benign conditio n , gastro intes tina l 

hemorrhage is a potentia lly fa ta l complication . An unusual case of gastro intcs

rmal hemorrhage in a pat ient with PXE is described and the pathophys io logy, 

clmical presentation an<l complications of this ra re cond it inn arc reviewed . Can 

JGastroenterol 1989;3(4):141-144 
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Pseudoxhantome elastique: Un cas inhabituel d' hemorragie 

gastrointestinale 

RESUME: Le pscuJoxhantome c lastique (PXE) est une hc re<lopa thie J es nssus 

conjoncrifs caractcrisee pa r la ca lcificat ion ct la degencresccnce J c l'elast ine. Les 

mantf6 tations clinique du PXE sonc changeances mais touchent le plus souvem 

la peau, les ycux et lcs artc res. Bien que la condition soit benignc, l'hemorragie 

gastrointestina le est une complication fata le possible. Nous J ecrivons le ca, 

mhab1tuel d 'une hcmorrag1e gastroincestinale survcnue chez un pa tient am~int 

Jc PXE et passons en revue la physiopathologie, le tableau cl iniquc c t les 

complications de cctte condition rare. 
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A '6-YEAR-01.L) MAN PRE:SF:.N'ffl) wm I 
a cwo Jay history of hcmatcmes1s 

and mclena. He had no previous pept ic. 

u leer d 1sease or alcohnlism. 

On examination, hlood pressure was 

90/50 mmHg with a heart rate of l 20 

hears/mi n . Mild erigastric tenderness 

was noted hut there was no stigmata of 

chronic liver disease. Peripheral pulses 

below the roplitea l were not palrablc. 

Fundoscopy revealed hd ate ral grey 

st reaks radiating from the optic discs 

(Figure l ). 

T he initial hemoglobin was 85 g/L 

with a mean corpuscul.ir volume of 

88 fl. T he platele t count, prothrom

hin time, partial thromhorlastin time 

;ind thromhin ch111i ng ti me were nor

mal. 

Endoscopy revca I ed d I ff use gastri t 1s. 

Red hloo<l cells, crystallnid and hist

amine antagonists were a<lmirnste red. 

During insertion of a central venous 

catheter, multiple yellow papulcs and 

redundant fnlJs of ,kin were noted in 

the neck (Figure 2). Hematcme,1s and 

hypotcnsion persisted. Repeal endo

scopy faded to J1sclrn,e a distinct bleed

mg site. Celine artcnngrnrhy demonstrated 
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Figure 1) Fluorescein angivwaphy of left fi.mdus showing radiating streaks of 

hy/Je1j111orescence around the &1c, characteristic uf angioid streaks 

Figure 2)Typical yellow pafmlar lesions on the lleck 

Figure 3) Hypertrophied left ga.1tr1c artery (dark ai,()tu). 11,L1cular malformarion (mrved arrow) 

and contrast excravasation ( white arrow) 

an actively bleeding aneriovenous mal

formation arising from the left gastric 

artery (Figure 3 ). The patient under

went proximal gastrectl)lny and an un 

eventful recovery ensued. 

Postoperatively, the scrum a lka line 

phosphata e was elevateJ at 280 iu/L, 

a lthough the serum calcium, phos

phate, asparcate aminotransferase, 

alanine am inotransferase, gam ma 

gluramyl transferase, bilirubin, serum 

calcium and phosphorus were normal. 

A ~keletal survey showed calcification 

in many large vessels hut the 24 h 

urinary hyJroxyprnline was normal. 

Hi cologically, the stomach showed 

diffuse hemorrhage along the muco~,il 

surface. Microscopic exammarion (Fig-

ure 4) revealed large arterial vc.-sd, 

within the suhmucnsa, with markeJ 

subintunal elastosb, subintimal fihro~1s 

and calcified fragmented elastic lamina. 

These vascular abnormalities, found in 

the sernsa and omental far, were comb, 

tent with pscudoxanthoma elasticum. 

A skin biopsy was performed which 

confi rmed this diagnosis. 

DISCUSSION 

The cause of acute gastrointestinill 

bleeding may evade diagnosis in 10 to 

20% of cases ( 1). Several rnuco

cutaneous disorders, including Peutz

Jeghers syndrome, Ren<lu-Osler-Wcber 

syndrome, Kaposi's sarcoma, Ehlers 

Danlos syndrome, as well as pseudoxan

thoma elasricum, should be considcrd 

in cases of gastrointestina l hemorrhage 

of obscure origin. The estimatcJ 

prevalence of PXE range~ from one m 

L60,000 to one in 1,000,000 (2). How

ever, the reported incidence of 

gastrointesti rm I h emorrhage in this 

condition is 13% 0). 

Gastroscopic find ings in asymptom

al ic patients with PXE include gastrins 

and yellow submucosal lesions which 

may ulcerale (4). During acute hlecJ

ing, angiography has demonstratc<l wr
tuous vessels and micro::meurysms m 

severnl different sites simultaneously 

(5). Degenerative vascular elastin may 

predispo~c to vessel rupture (6) or may 

inhibit vessel constriction, .ind thereby 

prevent shunting of hlood away from 

the mucosa during hemorrhage ( 4 ). 
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Pseudoxanthoma elasticum and GI bleeding 

Figure 4) A S11h11111cus,11 ga.smc arterial wrn!l 1/wwmg morl<cdlv rh1ckcned u·cw\' mwrna1 ehmic lam ma B / .1m• /mt1•cr micrmro[ltt t•tcw of ,d>nomw1h 

large s11lmrnco5af gmrric anerw/ t•cswb w,rh rnbj1cd, thickened imcnw/ da\Clc /wnnw /n,ec m u/i/ia /efr ,lt1111·, rnlnfid dc/i11,,r, ( \ '1111 1'°1JN1 ,wm) /mer 
m upper rrghc ,/iow.1 rnark<'df:v rh,c/,cnrd mremal da1uc /mnma ( \ 11l/c1 c/<Ntt ,wm) 

In this pntienl, PXE was suggested hy 

1Jentificat ion uf characrerist 1c 

cutaneous lesions. Retrospe.:t1\'d y, an, 

~lllid streaks anJ suhsequently, Lk·rmal 

anJ gastrointestinal \'ascular pathology 

confirmed the Jiagnosis. 

Skin lesions in PXEwnsisrofydlnw 

xanthoma-like papules in the neck, 

axtlla, antecuhital c1ml popliteal fossac 

and inguinal creases, givi ng the sk in a 

'peau d'ornngc' m 'plucked ch icken' ap

rearance ( 7). 

The associarton of c hese cutaneous 

markings anJ angioid streaks is called 

the Groenblad,Strnndherg syndrome. 

Brown or grey angioid streaks radiattng 

out from the opt ic disc may be present 

in more than 80% of cases of PXE ( l ). 

Frequentl y mi,interpreted as retinal 

vessels, they represent hrca b in the 

elastic tissue of Bruch\ mcmhrane, per

mitting visua lizat inn of chorrndal pig

ment. However, anginiJ streaks arc not 

srecific for PXE: orher assnc1ated con

J1tions include sickk cdl anemia, Eh

lers Danlo,, hypcrphnsphmemia , lead 

poisoninganJ Paget'stlisease (7). In the 

present patient, the angi,Hd streab, in

creased alkaline phosphatase anJ 

arterial calc ificatton were cnmpai 1hle 

with Pager's disease, however, urinary 

hydroxyproline and x-rays were not 

diagnostic. 

Vascular 11wol\'enll'nt in PXE in

cludes sevne athernsckrnsi,. hyperten

sion and as, mptomm1c ncL lusH>n of the 

ulnar and radial ,irterie., (6). Premature 

peripheral \'ascular d isease cnn cause 

dehdi tating claudication ,tnd cerehm

vasc ular infarcrs; aneurysms may 

predbposL' to suh,1rachnoid hemor

rhage (7). Coronary artery disease ts 

found with increased frequency (8) and 

sudden death has hcen rep,irted in three 

children with PXE due w myocardial 

mfarctil,n (9). The specifi c carJ 1nvas

cular manifcstatinn nf PXE is charnc, 

tcrized hy mtimal fibmela:iic thickcnmg, 

with fragmentation and calcifo.:atinn of 

the deep cndornnlium. Diffuse en

docard1al fibrnelastosis may rnunic 

rL'strictive cardiomyopathy ( 10) or 

C.lLN' Cllllgcst1ve card1rnnyopathy (8). 

There ;ire four gcnet 1cally d isunct 

patients w11h PXE ( 11 ). The d,1m1n,111t 

t ypc I group shnw the typical Oexurnl 

'pcau d\,rangc' rash, 1he m,ist severe 

rct inopathy and ,·asctilar dbease. In 

contrast, rhe more commun ,l<im1nant 

type 2 grour ha\'c cit her grossly normal 

skin or ,\ mild ycllnw maLular rash 111 

70% of cases. Vas.:ular and reti nal d is

ease is minimal. In the recessi\'e type I 

,·ariant, 77°/o sh,l\\' th e classica l 

flexurally distributed le,inn, and 

gast rnintes1111al bleeding ts cummon. 
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The rcccssivt• type 2 vanant 1, th e.: 

r,1rest, charaLlcrt:cd hy 1rn11 kl·d skin 

changes I llll}. 

Scrl'L'ntng nf unaffccccd relat 1,•es 1s 

1wt warranted; e.irly dctctt1011 of PXE: 

may fact it 1ously 11nprovc sun 1, .ii Jue l ll 

kad time bias hut 1, unlike!} to change 

nutcmnc. However, in new 1if the vas

cul,1r ahnnrmaliuc, and potenual for 

massive gastrointestinal hemorrhage, 

L'lecl i\'e endL1scopy and aggress t\'C 

treat ll1L'nt nf gastnt 1,, it present, h,1ve 

been ,uggested (7). 

Anecdntal reports 1.:x1st ol ocular 

and , lcrmarologic improvement wirh 

\'it,tmin E thcrap, nr calcium re,tric

ti,m (9). I lll\vc.:\'c.:r, spec1f1c treacmen1 

for PXE is unavailahle. Therefore, 

management 1s dircc1cd ,ll genetic 

counsel ling, L\ll1troll111g mk l,1ctors fo r 

,llh erosclewsis and gastrointestinal 

hlcedmg, and treming complications. 

The i mportancc of dcrmai ologic anJ 

fundnscopiL 1.:xamination 111 pntients 

w11 h gastrointe,,tinal hleedmg of un

knmvn etiolL)I-()' 1s highlighted hy this 

unusual case of pseudoxanthoma clas

t icum 111\'olving the gastr,>i n tcstinal 

tract. Although the most common 

m,111ifcstc1tions ,if PXE arc dcrmat olog1-

cal. the in11 ial pn.:sentat1on may in, 

vol ve other organ systems, suggeM 111g 

rhc.: need lor many ,pctia l1 sts to he 

1-n 
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aware of the potentia lly devastating 

hemodynamic consequences of th is 

condition . 
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