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INTRODUCTION: Chronic mucocutancous candidiasis (CMClis a
rare primury T-cell immunadeficiency of unknown etiology characternized
by persisient or recurrent Cundida infections of the skin. nails and mucous
membranes without Candida albicans sepsis. There is evidence that the
immune defect could be the result of altering patterns of prainflammatory
cytokine production, resulting in insufficient interleukin-2 and interferon-
release in response t Candida infections,

Histoplasmosis is one of the most comnion endemic mycosis causing
human infection throughout the world. Similar to the other fungt in this
category, minal exposure w Histoplasma capsulatim oceurs through
the respirmtory trawet and, once inhaled. the organism readily spreads in
macrophages throughout the reticuloendothelial system. The ability to
vontain infection is almost enurely mediated by cell-mediated immunity.
In most patienis, infection is associated with no svmptoms or with only
mild pulmonary symptoms. People who have either intrinsic or secondary
defects in cell-mediated immunity. however, are at risk for developmem
of severe disseminated histoplasmosis,

CASE REPORT: RAAR 15 a 40 vears-old female who presenis
chronic mucocutancous candidiasis since the age of 6 months, After the
age of 21, she has been presenung recurrent episodes of pneumonia (20
episodes) leading to the development of bronchiectasis. Recently, she
preseated an asthmatic episode followed by persistently symptomatic
poeumonii despite many antibiotic reanments, She was hospitalized after
worsening o clinicul symptoms and hemoptysis, wath the wdentitication
ol a severe preumopathy with pleural effusion and multiple cavities in
the medium pulmonary lobe. She wis submitted (0 pulmoniary biopsy.
lobectomy und pleural drainage. Microbivlogivul studies disgnosed
pulmonary histoplasmosis. The patient wis dischurged alter 2 months of
hospralizaton and treatment with amphotericin followed by nraconazole
and cotrimoxazole.

CONCLUSION: Chronic mucocutaneous cundidiasis can lead to u
detect in cell-mediated immunity that can cunse lower or even no production
ol proinftammatory eyvtokines. This may be one of the mechanisms leading
1o an increased susceptibility o Histoplasiia spp. infections,
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Brief Report: Ectodermal Dysplasiz Syndrome (EDS) s o group
of congenital diseases, some of them with defects in innate immunity,
alfecting NF-xB protein. We describe o boy. aged tive and winte, with
Anhyvdrotic Ecodermal Dysplasia (AED). He has congeantzl alopecia.
anhydrosis, small teeth, hypertrophic gums and moderate rhinitis, After
age taree, the patient developed nephrotic syndrome. with episodes of
mild facta! edema and normal renad function. despite persistent hematuria
and proteinuna. After age four, the patient had intense headaches and
pzpiliedema and was investigated with CT, NMR and spinal fluid punction

K

with no abnommulities found. Six me ~hs of acetazolanmide and two monttis
of steroid therapies resulted tn tewer headaches and the disappearance vl
papilledema and probably the steroids contributed 1o an improvement in
the nephrotic syndrome

The patient has normal development withour severe infections, The
serum levels of 126G were low and lgA and lgM were normal, The number
of the tymphocyte subpopulation and the prohiferative response 1o PHA
and BCG were normial. Genetie analysis found polymorphisims: 1628 >
C3UTR SNP (homozygote ) 1662t > CR UTR SNP thomosyvgotey: 17249
> C3UTR SNP thomozygote). We show that this patient Bas a mutation
in the EDAAR gene, New studies of timmane functions will be performed
to provide more data to further understanid this case.
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INTRODUCTTON: Hemophagoevtic lymphohistioeviosis tHLEH s a
puzzle disease. Itmay be inherted as an autosomal recessive trait, usually
mznifested in infancy and early childhood and usually fatal i not treated.
The secondury form may be 4 result of strong activation of the imimune
svstem by infection, malignancies or theumatologic diseases. The main
climcal ¢riteria for the diagnosis are: fever. splenomegaly. cvtopenias
hypertriglveeridemia. hypofibrinogenemia, hemophagocytosis, low NK
cell zetivity. hyperferritinemia, and high levels of sll.-2r, NK cell deficiency
is a rare disorder clinically manitested by recurrent or severe infectinns
by herpes virus, which can be a mygger to the activation of the immune
systen. eventually leading o hemophagocyric syndrome.

CASE REPORT: RSS is a 10 month-old, previously healthy
temale hospitalized for the treatment of urinary tract infection. During
hospitalization she developed a febrile hepatosplenomegaly and was
referred for investigation. During the hospitalization she presented chronic
diarrhiea. pancytopenin. digestive bleeding with a posiuve PCR to CMV.
beginning the treaument with Ganeyclovir, Tha bone marrow simear showed
hemophagocytosis and the PCR o u MY 20 tie bone marrow was negative.
Hyperferritinemia. hypertriglycerideniz, hypotibrinogenemia and
sustained pancylopenia supported the " 1LH diagnosss, The immunological
investigation showed verv low number of NK cells. No specific trearment
for the hemophagoeytic svadrome was initiated since the putient
experienced spontaneous remission of the signs and svmptonms

CONCLUSION: A high clinical suspicion of HLH s esserual 1o
atlow early diagnosis and treatment. avoiding severe sequels,
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Introduction: Hvper-1gM syndromes (HIGM) is the term used to
describe a group of diseases with immuncglobulin deficiencies related 1o
class-switch recombination and somatic hyper mutation. The patients have
normal number of B lymphocytes and low concentration of 1gG. IgA, 1gk.
but with normal or high IgM levels.

The most common type of inheritance is the X-linked recessive which
is considered a combined form: of immunodeficiency disease. The main
defect is related to mutations in the CDA0 ligand gene (CDA0L or CD1 54,

The CDA0L deficiency is considered to be a disease resulting in the
failure of T-cell signaling to B cells 1n order 1o complete their maturation
program by undergoing (Ig)-isotype switching. In normal individuals this
contact induces the production of specific antibodies after the class switch
from original [gM to [gG. IgA and IgE immunoglobulin. In patients with
mutations in the CD40L gene. the immunoglobulin production could be
atfected leading 10 an immunodeficiency state

Case Report : T.C 15 a 2 years old boy. from Brazil. that came w
our Jmmunology Service at an age of & months. when presenting since
birth. recurrent bacterial infections. At that time, he preseated with eyvelic
neutropeniis and low levels of [gG and 1gA. and high levels of [gM. We
suggested the possibility of primary immunodeficiency and he staned
immunoglobulin infusion.

Methods: We continued the investigation with bone marrow biopsy
showing no alterations. HLA typing was alsa done (A02. A30, B42, B49.
HLA-DRB1 030201. DRBI 110201 ). DNA sequencing showed anew and
rare mutation in exon 3 {A to G) in Y169C, tor CDOL

220 230 240 %0
CAAMAGACAAGGACTCTGTTATATC TATGCLCCA

Conclusion: The mterest of this case report is the diagnosis of a CD40L
patient with severe neutropenia and low immunoglobulin levels. The DNA
sequencing showed a rare mutation inexon 5 (A 10 Grin Y 169C. We found
an HLA identical donor in the family, and the patient recovered well after
A hone marrow transplant.
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A T 7-venrs-old man, presenting with chronic digrrhea and malnutrtion

was investizated with peroral jejunal hiopsy and quantitative analvsis of
serum imununoglobulins. The results have shown villous arophy and crvps
hyperplasia in the small intesting and low IgA levels, respectively. Minor
clinical improvement was seen after gluren-free diet. Several months larer he
developed steatorchea and =Lz, o pendent diabetes mellitus, with marked
weight loss. Progressive recovery was achieved alter glveemic control.
empiric therapy for piardiasis and proper enteral putntion, Siy years later
he was referred for immunol scal eviluation due 1o recurrent infections
(extensive cellulitis. pneumonias. sinusitis and sepsis). The kiboraton
evaluanion showed reduced levels of 1gG. TgA and IgM was well i Tow
CD4+ T-ceil counts m peripheral blood. The clinical picture and laboratony
dat were consistent with common vaniable immunodeficiency and 1VIG
was sturied (400-600 mg/K g/month). The patient remained well tor severul
months but gastrointestinal cytomegalovims (CMV ] infection was disclosed
during an investigation for daily low grade fever. Conventional therapy
with gancyclovir was used for several cycles, due 1o relapses. In 2000
t27-vears-old) he presented chronic diarrhiea and significant weight loss. The
investigation profocol revealed chronic pancreatitis, gastric CMV disease
and conspicuous inflammation of the esophagus. stomach, duodenum. ileum
and colon. The most stiking histopathalogical features were the absence
of goblet cells throughout the gastrointestinal tract. the atrophic changes
in the gastric mucosa and duodenal mucosa (particularly villous atrophy
with crypt hyperplasia) and the presence of increased numbers of apoptotic
epithelial cells. The intial therapy consisted of gancyclovir. enteral nutrition
with oligomeric formulas and aminoacids and steroids imethylprednisolone.
2 mg/Kg), besides TVIg and <=:- -+ ¢ care. After two weeks of treatment,
no sigmificant chinical response was found i spite of negative PCR tor
CMV. Infliximab (5 mg/kg. every two weeks was then added, with gradual
steroid tapering, with excellent  inical response. as judged by weight gain,
control of diarrhed. lowered serum levels of pancreatic enzymes and reduged
nflammatory infilirates in gasne and duodenal biopsies. These resuls
suggest that anti- TNF therapy is a valid opuon tor generalized autonmmune
gut disorder in common vanable immunodehciency patients.
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Background: Chronic mucocutaneous candidiasis (CMC) i & rare
disease. characterized by persistent and refructory infections of the
skin, nails and mucous memt  nes. wath yeasts of the genus Candida.
infrequently evolving 1o systemic disease or septicemii

Case report: We repont o tamily with three CMOC patients of o
non-consanguineous family beginning in childhood, with lesions in
skin, nails and mucosa, improving with time, being the mucosal lesions
refractile 1o therapy. The family members atfected by CMC are the mother
{propositus). and her two daughters that have classical CMC. one of them
with autoimmune thyronditis.

Patient 1: Female. 38 vears old. Caucasian, bom to non-consanguineous
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