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1;\TRODUCTION: Chronic mucocut.::meouscamlidiu~is (0v1Cl i'> :o 
rar~ primary T-ccl l imrnllnoxfcficicncy of unklll>wn cciology chara.:ccn~:o.:<J 
by JX:rslsu.:m nr ft".('UII'Cnt Cwtdid~ infeclil.lns ofth.: ~kin. nuil' and mm:ou~ 

mcn1branc' wi thou t Cuutfida alhh·wt ~ scpsi'l. There i' .:"idcn\:c that the 
immunc! d~fcct could he th<' result of altering p~ucm~ l•f proinO:tmmat{•ry 
c~1okinc prodt~o.:tion. t't~sul ting in in~ufficicnt imt!rlcukin-2 and intcrt·c~lll­
rck<I'C in T<!>ofWI1Sc.' to Can<Jidtt infections. 

lli~wpb~ml>' i '- i,; om: of the most .:ommun .:1Hiemit: myco~is ~::.u~in!! 
human inlection throughout ch.: 1~ orld. Similar to tile: othec fungi in thl:­
:::.tcgory. iniiHII C:'tposurc w H i 11op/asuw capwlo:um o.:cur:. tllr•JUgh 
the r:::.p1ratory trm.:t nud. once inhnlcd. the organism r.:udily :.prcad~ in 
macrophage~ thn.'u~hour the rcticuloc!nd()thclial ~ysrem. The ability to 

conllin infection i~ al mu~c entirely mediated by .;ell -mt:diatcd irnmunit~ . 

In moM p;uicm •. inf«tion is aswci3 tcd with no symptom~ or wirh onl} 
mild pulmonu:-y ~ymptoms. People who h:JVc eitht!r in trin,ic or ~c..:oml.u·~ 

Jef.:ct~ in ccll ·m~Jimed immunity. however. nre at risk for d~velopmcnt 

of l'.!Verc disseminated hismplasmo~i ,. 

CASE REPORT: RAAR is a 40 ycar>·<J id fcrn ah: wht• prl.'\cnr' 
dtronJt· mucucuwncous candidiasis ~incc the age of 6 nlllnth.,. Al'ler the 
age of 21. ~he ha, be.:n pre~entin~ recurrent episodes of pneumonia {20 
cptsodcsl lc~ding to the de.vel{)pment ,)( bronchic;-ct:ISl ~. Recently. ~he 
presented ru1 asthmaric cpisoJc followed hy p.:r.-;istcntly ~ymptom:ui..: 

pn.:umonin t.lcspitc many antibiotic rrcatnlc:nts. She wu' ho~p 1ta li n:d afccr 
wt•r<cning ol clinical 'Yr.tptoms and hcmopt) .' i>. with Lhc ldcllliticallon 
of ;1 s.:1.:re pncumop:llhy with pknr-dl cffu~ion and mult iple ..:avi ti.:' in 
the mediulll pulmonary lobe. She, wa, submiued to pulmonary bioP'Y· 
Jobt•ctunt) und pleural dminage. ~'vl i.:mbil)l<)gi.;u) ~1udit~ di ngno~cd a 
pultuonary hiswplll~mosi~. The patient w:.s dist:harged aftc1 2 mont h~ of 
hospit:lh/~~t lt'll 3mltrcmm.:nt '' ith amphl)[ericin followcJ by ilra..:on;uok 
and cotrimoxnzolc. 

COl\CLUSION: Chmnic muctJI.:UI:mt!ons c:.ndidia~i , can I,::Jd I•> a 
deJect in ccll-mcdimcd immuni1y that cancm1~ low.:r orcvcn llCJ llfOdnction 
vf pruinfl:munatOJ)' cywkinc'. This ma}' he one of the mech:uHsms k adin;.: 
to an incrca~d susceptibility tu H mop/a.I'/1/0 ~pp. inl't:otion>. 
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Brief R<•port: Ectodcm1:1l Dyspla~ia Syndrome tEDS! ~~ a gnmp 
<•f ;;ongcnital di~c;L,e~. 'omc of them with defect'\ in innHic immunu~ . 
aiT.:.:ling Nl·-KR protein. We dC$cribc a boy. :tgcd tive and white. with 
Anh~drNit I~L,od~rmal l>y~pi :J Si•t {1\EDI. He hJ:. congenrt:!l ulupc~:iu. 

anhydr,J>i~. sm:tll t~th. hypcnrophic ~urm und moder:ut· rhiniu~. After 
:tpc three. tht: palit.:n) developed nephrotic ~yndromc. '' ich epi~odcs ,,r 
m1IJ facial edema :md uorm:ll renal function. do::,pi t.: pcr~istcnt hematuria 
ant.l pmceinuria. Aft.:r :tgc four. rhc p:uicnt had interN· bc:.Jaehc~ :tnd 
p~pillcdcma and was inve>l:g:.Hcd with CT. Nr-.•tR :mt.l ' Pinal Ouid pun..:! ion 

/55 2 5"fl!f3J'/o 

wirh Ill) alln<'l'l11tlliti<:< found. Six me "I" ot' n.:ct;ot.okunod<' and 1\\C> lll<lllil " 

of ~tcr.)id thcr:1pi.:' rc<ultcd in fewer hc:adad1c' ami the th~.1ppe:1r:<nc.: of 
papillcdcrma und p1vhably the >temtd' t'nlnrihmctl !nan rmpnwt!lllellt in 
th<' ncphroti.: ~ynJrum~. 

lllt' p;11icnt lm, norma! d.::vclopmcnt '' nhoul "='ere inf..:ctiorh. Til.: 
\crum lcveb of lgG w~re lo" .tnd lgA and 1!!11-1 <wr.: nnmMI. Thl' JHIIllh <·r 

of the lylllpho..:y to; 'Ub1Klp\11alitll1 unu !he pr<>ltli:ruthc re-;pnlN' [P PH.\ 
;md BCG "'c1-.;· normal. C.em!ilt' :maly~i- found r ulymorphl>nh: I h2~" > 
C3'UTR SNI' ~homo;o:ygotcl: l 66~t > c~ · L;TR Si"P (homoty;=lot,·t: t7::<~t 

> c:r Vf'l~ SNP (hontmyg()[c 1. We ~how rha! tlu~ p:llknt h:t' :1 nmra:ion 
in the EDAAR gene. New studie~ •>fimmum: function, \\ill iY.: jl<'lfunncd 
to provide mun; data w funhcr unde~taml thi, ca<c. 
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i~TRODUC.llO?\: Hcmopnago<:yu,· lymph:>hi~ti•x·yto'i' tH LH l i' a 
puah: tlisea,e. It ma~ br inherited a, an 3utc'-onwl rc•·e:-,ivc trait. u'uall~ 
m:.~nil cstcd in infam:y and (':lrl~ t:hl ldhootl and u:;uall} fmal t1 IIlli tro.~atcd. 

'T1te ~cc<•ndm; fonn may bt.: ;, rc,uh of ' ll'Oll!! aniv;~tion ul the immune 
'Y'tcm by infection. malignandc~ m rheumah>lngk Ji<ca<e~. 1l1e m~ in 
t· lin i..:«l a itcri:t for the diugn<>Si~ :lr.:: th·cr. >plt-nomcgaly. c.:ytotx:t:ia, 
hypcrtri~lycerkkmia. h_\poltbrinoJ!cncmia, hcmopha~tll:)' IO~i~. l1\\\ ~1.: 
cell a~·tivit~. hyp<!rfcrri\ill('lllllt. and hi~h h:v.:l~ •lt' <1L-2r. NK cel l dclk•C•h'} 
i< a r:w.: disorder dinically munitcstcd b) r.;:currcnt N ,t•,·crc inth:trn:l' 
hv h~.·rp.::~ vint,, which .:an b.: a 1rigr.cr to th~· activ,nitm ot' the 1111 11111n~ 

~y~h!lll . .;:\·enrually l.:ading ttl hcmophag<X:}£10.: ~~ n..ln>nll.·. 
CASE REPORT: RSS i~ .s 10 month -old. pr.:,·iunsly hc:a lth~ 

t'cmak ho<pi lalizcd fur the tre:nmcnt ol urinar~ tr:l<;t utf.:.: tion. Durin~ 
IH'Spit:ali;t<ltion sht• tlcvdoJX'd 3 t'chril.: hcpatv)pknorncgaly and l\;h 

referred for invc~tigmk•n Durin!-!, thc huspiwlizati nn 'he prc~cnted t·hroni..­
tl ian·hca. p~mcytopcnia. digestive hlcccling with a poSHI\'C I'CR to CMV. 
beginning the tre:nment with Gan..:yclcl\'i r. Th-: 1>\lnc marro11· ~m.:n r >:ht>wcd 
hemophag<x.:yH~<.i' tmd the I'Cll '" ' .M V ':~:a<· h\u1o; m:uTow wa;. ncgati•,·. 
llypcrfcrri tincmia. hypcrtriglyccri.k.mi:.: . hypt•llhrinogcm~ntia ~uct 

,w,tain.:d pancytopenia suppt'ncd the · tU 1 dia!!nO>b. ' JllC immunol\lf!!Cal 
investig:11ion ~howt•d very low 1111111~1 of ~K cell~. No 'peri fie t r~:llmcHt 
for rhc hemopilago~:yt ic ~yndrome w.~~ initwtl.'d ~m.:..: th<' patient 
cxpctit•lK<' tl 'Pnntanc<IU> rl.'mi,,ion nf 1hc 'i);!lh :mJ ,~·mptont,. 

cor-;CL USION: 1\ hi)!h dinic·:1l 'u~pici11n of HLII "e,,;,•nu,al 111 
a:t .. w c:trly diagm>~is <l!ld treatment :1\'0idin:: 'cvcre 'Cqt;cl~. 

tSS31-3 
PCR 1-'- NEW MUTt\TION I N EXO:'II FIVE OF CD:tl) UGAl'\0 

DEFICIENT PATIENT W ITH s gVERE NEt:TROPE1'i£A 
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Institution: Hospit:tl de Clfn1ca' dt: Pono Alc!!rc:. Ri•> Grand.: dn Sui. 
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Br..IZII ; Lnivertily Ho,paal<>f Karoiinsk:l. S10ckholm. $\\eden 'Univcr· 
' idade Fcdt>rnl do Rio Grande do Sui. Bra1rl 

Int roduction: Hyper. Jg~f ~yndrome!. (HIGM) is rhc term used hl 
tk>crilx: n group of disease.~ with immunoglohulin d.:lickncics rel:ucd 10 

da_ .... . -;wiu:h recomhination and somcttic hyper mu:ation. The p:nienls 11:1\e 
noiTlla l number oi B lyrnpl11x:ytc.~ and low conccntrmion of lgG. lgA. lgE. 
but \\ ith ttorrnnl or high lgM IC\'I!b. 

1llc mo;.r common type ofinhcrilancc i~ the X· linkcd rcc~~ivc wltirh 
is consid~:red a combined form of immunoodh:iency dbca.;;c. The main 
dcrect i' rdatcd to mut:ttions in the C[).10 ligand gene (C();10L (irCD I )J,. 

Th~ CD40L deficiency L considered to be a d1SC1t": resulting in the 
f:ulure ofT-cell signaling 10 B cells ro onler to ~"'mpl~te their matumtion 
pmgr:un by undergoing (lgHsotyp.! ~witching. In normal individual!. thi' 
conr<JCI i ndu<·~:. the production of ~pcci hr.: <tnlthoJic:. alter the cl:tss ,wit::h 
I rom original IgM 10 lgG. I):A anJ lgE immunoglobulin. In p:uicnr~ \\i rh 
rnutmion.s in the CD40L gene. the immunoglobulin pn>duction could be 
aiTt:ered 1<-ading to an imrnunodeficien::y Mare 

Case Report : T.C' t\ a 2 yc~ old boy. from Br:uil. th:u c:~mc II' 
l>ur Immunology Servi::e :tt an nge of 8 months. \\her. prc~enriug ~incc 
hmh. recurrenr bactcn3l infct.:liun~. Atthatllntc.lte presented with cyclic 
nt.:utmpcnia anJ low le-.cl., of lgG and lgA. and high kn:l~ of lgM. We 
~ugge~tcd rhc: pos~ibilit~ of prima~· immunodeficu:nc;r !lnd h~ 'laned 
immuno!,!lubulin infusion. 

Mel hods: We mntinucu rhe imc~tig:uion wnh bone murrow hiopsy 
ht>\\ ing no aheralions. HLA typin~ wa.' Jl~o dune (,\ 02. A~O. B4.::. R49. 

HLA,.f)RB I 030201. DRB I 110201 ). Oi\A :-.cquenczngl'hnwed a new and 
rare muw11on m exon :HA to G1 in Yln9C. f(lr CI).lllL 

220 230 ! 240 2)0 
'A A A AG t£..t.,t. GG A.CTC!GTTA.I ATCT .. 'I.TGCCCA 
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Couclusion: Titc int.:rt!-'t ofth1s ca~ rcpon i> 1he diagnosis of~ C040L 
paticnl with SC\'Crc neutropema and low immuno~lot>ulin le,el~. The Dl"1\ 
<.equcncmg,.howed :t rare muratinn rnexon5 l A to GJ mY 169C. We fnund 
an liLA identical donor in lh<" lilmi l~ . :md the pattcnt n:covcrcd w.:ll after 
a onn:: marrow tr:msplanr. 

PC R 15 -A~Il-T~f· THF.RAPV FOR SEVERE AIJTOlMML:l'iE 
ENTEROPATHY ASSO CIATED WJTH COMMOl\" VARIABLE 

IM:\1 NODEFIC IE:-lCV. 

Authuf'l;; C'unhu. JMT. Frnncioni. E: Fagunde~. FVB: Neve~. L.: \\'ak1m. 
VL: T:.hoaJ:t. G & \ l:tdt. K 

,\ 17·\"l'llrl'·r.>ld man. prt!<><'ntlllg \\ ith chmnic Ji~rrht•a and nrJ.Inctrillon 

"-:JS in\~Hpted with peroml Jejunal hiop,y anu quanlt~Ut~c ana,~~'' •'! 
~rum immunoglobulin". The rc,ulh have ,hn\\ n vi lluu~ .moph:- and c~ p! 
hyperpla~ia in the sm:~tl rmc.,unc :Uld IO\' I£A k\ck 1\:>('<:.:ttvd) ~hn,)f 

clinical improvement \\:t, ~cnaftcrghllt.'fl·frcedict. &vcr.liln,uuh,l:m·rft,• 
t.'e\cluped :.tc:lll>rrhca ar><l ; .... :: .. --,x:ndcr.l Jial'<'te' m.:tlitu'." nh mark.:J 
w·cight ln·h. Prvgre<.<..i\c 1"\"t'fl\O:~ WJ> ach1eH.:d alt<:r glyn·mic .:••utr.,l. 
empiric rhcntpy for gianlia~i' ;~nll proper cntcr.1l munuon. <;,~> yc:tr; l:tll'r' 
he \U'i r.:fcm:d ior immuno!, . teal c\':Jiuatmn due w n:-.-urr::n: inlecu,,,._ 
(e:densi\·e cctluliH'. pnclftnoni~. ,inu:-lli' und 't:iN'i l. Th.: laboratw~ 

.:v:Jlunuon ,flow•'<lf'l:uuc~d le-.cb ••I lgG. lg:\ :111u lgM "·l' wdl a.' ''''' 
C~+ T-cell coum<. m periphcr..tl hloou. ·nt~ dimt·al pi..:tur.: .utd l.tl)('r:ttn~ 
d:na were ::ort-brcnl with comrnun v::ri:lblc tmnttnJodchc•cm:y ~1 ml JVIG 
"'3.' ,.t:u'\cd t.mo.OOO mgi Kg/month). ·ntc paricnt rcmaitK.'<.l \\ell fnr '-""Ct:tl 
month' hut g:J.strointc-.tin:-J C) totnt'-§UO\ tnl'- tC '.1V; intcctinn \\ .t.< di<.eh•'<·d 
dum~g <tn invt:sli~auun fur d:;ily to" gruue f.:·.-._.r Cml\entional thcrJp~ 
wirh J!3.11C)cltWir ":J' u<c:J for loCVcr.tl cy::k,.. due tr.1 rclap~"· In :!ll(IIJ 
I 27·yCillli-Qidl h.: pr~ntcd chroninlianhcJ and 'Jf!lltiic:IOt "cightln ... ~. Th.: 

in,-e.ugation prmocol f\:\'C:llcd chrontc pancr<.':Jtill\. ~J.<..tric C~t\.' dr...:a.-e 
unJ con'picuous inllamm:~tiun•)f thccsophagul-. ~wmach. Juod::num. il::um 
ami colon. 111c mo~t ~uiking hi , top:tthological icaturc' ''ere rhc :Jhsent.~ 
(lf goblet edt, througholll the gastrointc~tin:tl tmcr. th•' urn•phic chang-" 
in the l!a5lric mucn~ nnd ducxlcn:tl mucn:;a (p:lrllcul:irl) v1llou :uroph~ 

"ith r.:rypt hyperplasia) and the pn::....:nt·.: of incrt·:-asc."tl numller. elf :•p.•pr<llir. 
epithelial cells. lbc initiallhempy con,.il>tcd of gan:.:yclo•vir. enteral nutJit iou 
wirh oligr.•mcric lont1ulas .md amino~cid' and ' tcro:u., l mcthylprcdni~nlon.:. 
2 m)!!Kg). he>.iclc, IVIg .mJ '" :'~ · : c cart!. After 1wo \\.:ck,. oft.-.:aun~nt. 
no .. ignilicam t:!inical re'pon'e wa' f,,und in 'Pile nf n.:gmh:: P('R for 
C~1V. lnflixrm:1h cS mg/l...g. c\-Cf) l \\1> week. .. : wa- th::n adJ.-d. with gr.nhu 
'ileruid tapering." irh c't.-cllt:m .:nical r~'lX'Il<.e. :t- iudgcd by wczglll gain. 
L"mrol of tliani1ca. lowered serum lc\ el<- of pan::P.:ati~ cn7ymc. .. am! redu,,.\1 
mllammatnry mhltr.uc' in gl~tnc :1nd duud.:nal biopsr.:. ... ·lnl·-c l'l''-ult­
"llgj!¢SI tlmt anti · f.\'F rherap)' i' a valid opu(ln l(lr gcncrnli/cd alncumnnllll' 
!,!lit di~<>rdc!r in ,"Omnwn 'an:lbk rmmunuddi..:ienc) p:lli.:nt'. 
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l n~titution: Lahor:uo~ llf ;vtctlic:!l hwc,lig:nion in !Xnn:nolog) :md 
lmmurmdcfi.:l.:ncie<.. 1LIMI5<ll and Primary lmmun.:xlclicit:ncy Otup:uicnr 
L:nn <ADEE-.1003 ) - Dep:tnmcnt of lkiTllatulng) 3.Ild Pcd1:1tnc~ l :m. 
,·cr.it) nf S:K1 P:tulu :Medical Schnill 

B:tckl!round: Chmnu.: muco..·utancou~ candidi:.t., b IC' \ICl i," ran· 
di<ca~t:. charactcrr7cd by per:-1~!clll and rcr r:ll.: tur~ tnfc::ri<Ht' 11f rh.: 
~J..in. n:Jil~ :tnd mucou~ nu.:mt nes. wtth ~c;N~ of 1hr pcnu~ Candrd.1. 
infr-.:quentl) e,·ol\ 111!! to s~ stcrnrc Ji~e-a-.e or ~cpt iccmm. 

Case report: We report u tamily with thr.:.: CMC palknt.. 11f ~ 
nun·.:orJ>anguincous family beginning 111 ,·luldhm•J. wirh le'll'll' in 
'kin. n:lil~ and mu.:o-.a. impn>vin!= wi rh time. l:>cing !ht: OHIC<hal l.:~itlll> 

refmc.:tilc to thaapy. TI1e fam ily member> atll:\:r,"tl hy C~-t(' are rhe mother 
tPNi'<"itu~ l. :md hc!r t"'<1 dnughtcf\ that h:l\'c da,~ical CMC. nn:: of them 
with autoirnmun.: thyroiuiti.;. 

f>ntirnt I: Female. 3!1 year. <)!d. Cau,·a~tan. hom to non-::vn...:U:fuincuu~ 


