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Case reports of PIDDs in Thailand Ao | I

* neawtl 2510 Fseeugilen Bruton’s disease Tne a.uw.fen wak
fWetl Tuansansnunsunmns (Tayalne A uw. Nuwss Gaunn)

* 2519 sasutile Nezelof syndrome Tne a.un 31l 300 uazanse
luansansvRIUNNEANIAN

* 2520 sasnugilae SCID Tagr p.uw.1ups faunn uazanclunnanszes
LANEIRHNIAN

— Before 1967: case report of Bruton’s disease by Prof. Direk
Pongpipat (Siriraj)

— 1976: case report of Nezelof syndrome by Prof. Vinai
Suvatte (Siriraj)

— 1977: case report of SCID by Prof. Montri Tuchinda (Siriraj)
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Since the first description of “Swiss agam-

bulinemia™ ( ielle lymphocytophthise) by
Glanzmann and Riniker in 1950, several forms of
immunologic deficiency have been Iepulted(l'4).
The primary specific immunedeficiency results from
the developmental failure of either humoral immunity
(“B” cell) or cell-mediated immunity (“T" cell)
or both. “Swiss buli pl
of the most severe form of immunologic deficiency
involving both humeral and cell-mediated immu-
nities which is now known as severe combined
immunodeficiency(?). The defect of only humoral
immunity includes Bruton’s agammaglobulinemia,
selective immunoglobulin A deficiency, and dysgam-
maglobulinemialS-7). At least six types of immu-
nodeficiency mainly affected cell-mediated immuni-
ty have been described ie. thymic dysplasia with

ia" is an

normal i bulins (Nezelof synd ), thymic
aplasia (DiGeorge syndrome), thymic hypoplasia
with dy lobulinemia, i deficiency with

thrombocytopenia and eczema (Wiskott—Aldrich’s
ayndron;e), immunodeficiency with short limb dwar-
fism and immunodeficiency with ataxia telangiecta-
5a(8-14), Thymic dysplasia with normal immuno-
globulins (Nezelof syndrome) which was first re-

ported by Nezelof et al in 1964 and subsequently
by many other investigators, is characterized by

1. recurrent infections of bacterial, fungal
and viral nature, especially pseudomonas, severe
moniliasis, pneumocystis carinii, disseminated vacci-
nia, herpes, or variceliz;

2. genetic transmission by autosomal reces-
sive pattern;

3 marked deficiency of cell mediated im-
munity including severe lymphopenia;

4, marked hypoplasia of the lymphoreti-
cular system and thymus;

s, normal immunoglobulin levels, and vari-
able antibody response, being deficient to some

antigens but not to o!hers(s’ls’ls).

To our knowledge, no such case has been
reported in Thailand. This paper describes the
first case of thymic dysplasia (Nezelof type) with
generalized vaccinia in a Thai infant.

Case Report

A three month old Thai boy was admitted
to the Department of Pediatrics, Siriraj Hospital on
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The primary immunodeficiencies are quite rare.
They result from the developmental failure of either
humoral immunity (“B” cell) or cell-mediated
immunity (“T” cell) or both(l ), The severe combined
immunodeficiency or “Swiss agammaglobulinemia® is
the most severe form of immunologic deficiency
involving both humoral and cell-mediated immuni-
ties. This disease was first described by Glanzman
and Riniker in 1950 as“essentielle lymphocytoph-
thise™®). Over 200 cases of this disease have now
been described(!). This paper reports on a case of
primary severe combined immunodeficiency in a
Thai infant.

Case Report

A three month old Thai girl was admitted to
the Department of Pediatrics, Siriraj Hospital on
August 20, 1975 with a history of pyrexia for one
month. She was born at term after a normal delivery
with a birth weight of 3 500 g. There were no

| complicati or any r ted infections in
first two months of life. She never recgived any
vaccination or immunization. When one month prior
to admission, she developed a fever with productive
cough, she was seen by a private doctor who
di d i K in, ampicillin and

P

erythromycin were used but the symptoms come and
went. Three days prior to admission she had a high
fever with dyspnea and a distended abdomen, so she
was referred to this hospital. She was the second
child of healthy parents whose other daughter was
doing well.

The physical examinations on admission re-
vealed a temperature of 385°C, a respiration rate
of 40 per minute and a heart rate of 160 per minute,
There was a scaly pinkish lesion over the scalp, and
thrush was observed in the buccal mucosa. The chest
revealed transmitted sound. The liver was palpable
three cm below the right costal margin with a sharp
edge and smooth surface. The rest of the examina-
tions were within normal limits. The initial blood
count refealed Het 32 per cent, WBC 3 100/mm3
with 64 per cent of neutrophil, lymphocyte 32 per
cent, and monocyte 4 per cent. The absolutg
lymphocyte was 992.’mm3. The platelets were
adequate and the red cell morphology was normal,
The urine and stool examinations were normal. The
lumbar puncture yielded a normal CSF. The
hemoculture was negative, and the VDRL was non—
reactive, The lesion on the scalp was scraped and
revealed mycelia after KOH preparation, and the

* Supported by Grant from China Medical Board of New York, Inc. No. 72-257 (Project no. 1) and
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15t Registry of PIDDs in Thailand

* 2546 woy3adssou Auzianas sausandilielnadauuusauninlulds

axNTnaaIRNIANITANANUNY Naruugilaeluanedu 83 se

AndnAannsafrawauiivan 36 s1a (46%), SCID 19 s1a (24%)

* Simasathien T, et al. (2003) Abstract at WAO, Vancouver

n= 83

36 cases (46%) of antibody deficiency

19 cases (24%) of severe combined immunodeficiency
11 cases (14%) of combined T and B cells defects

6 cases (8%) of chronic granulomatous disease

5 cases (6%) of DiGeorge anomaly

one case of complement deficiency

one case of chronic mucocutaneous candidiasis.
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2"d Registry of PIDDs in Thailand

[ v v o
* AUy AHauNAINNIA
* .8.2532 nyn.A. 2552
* 14 patinaaanaalsAn NN

* TaangnunanvIngae 11 wig

* Retrospective study
* Apr 1989-Mar 2009

* 14 Allergy/Immunology clinics
* 11 University hospitals in all 4 regions of Thailand



Thailand $wawdihelsagiduivnaniealgugilu §IE -
TsaeuunndvesInelugie 2532-2552
PIDDs in University Hospital in

PIDD patients
Total 208 cases

Male:Female
1.97:1
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Total 208 cases
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Place of birth of Thai PIDDs
patients
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Age of the PIDDs patients

AU (518)
number (case)

>5to 15 >15to 60

ang (1) Mean+SD= 10.38+10.89
LY-LRVTY I \icdian (Min-Max)= 8.5 (0.26-63.3)
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Diagnostic duration kﬁ o
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1 %
Yo Ay =

* pjinenddeyati 171 9e
o JHnaluniminade < 11 87 31e (50.9%)

e marlunsatiadey 1-4 Y 56 51a (32.7%)

* 1Hanlun1siiasy >4 1 28 e (16.4%)

¢ Auean mean 2.14 7(+3.04) median 0.92 (0-16.92)
e <1 yr 87 cases (50.9%)

e 1-4 yr 56 cases (32.7%)

e >4yr 28 cases (16.4%)
* mean 2.14 yr(+3.04) median 0.92 (0-16.92)
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Family history

o TudsziRlunsaunia 75 e (36.1%)
o Juseimussanulwmsany® 5 e (2.4%)
. uﬂavqmmwszmmmLuﬂLﬂum?ﬂ/mﬂmmmaimmLsﬁ@ 40 91¢

(19. 2%)
* lAFunnmaamiauialnanIsiugnssy 44 e (21.2%)
* No family Hx 75 cases (36.1%)
e Consanguinity 5 cases (2.4%)

* Hx of infant death/death of infection 40 cases
(19.2%)

* Confirmed by genetic analysis 44 cases (21.2%)
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Type of immune defect 1,% 4
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* anuAnUnGlnsasaueumven 100 e (48.1%)

* AnuRaUNFAres Nwad uaziiias26 e (12.5%)
e anunalnRaasnindast 26 e (12.5%)

* anuRnUnFAresnmas 24 e (11.5%)

. mmamﬂﬂﬁﬁluj 32 512 (15.4%)

* Antibody defects 100 cases (48.1%)

e Combined T and B cell defects 26 cases (12.5%)
* Phagocytic defects 26 cases (12.5%)

e T cell defects 24 cases (11.5%)
e Other defects 32 cases (15.4%)
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Type of healthcare coverage

* 1Tnmes 135 e (64.9%)

* d1319n1542 318 (20.2%)

e lsziuantu 8 ¢ (3.8%)

o sziudian 1 9w (3.8%)

14117 37 (8.2%)

e lunsu 5 e (2.4%)

* National healthcare 135 cases (64.9%)

* Civil servant healthcare 42 cases (20.2%)
e Private health insurance 8 cases (3.8%)

e Social security 1 cases (0.5%)

* No health insurance 17 cases (8.2%)
 Unknown 5 cases (2.4%)
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unmet needed specific treatment M~
. IVIG

— 135 112/122 (91.8%)
— 11550 7/122 (5.74%)
* gnonalanszgn
— %5 13/55 (23.64%)
— 41&50 40/55 (72.73%)
e Received IVIG 112/122 (91.8%)
 Unmet needed for IVIG 7/122 (5.74%)
* Received stem cell Transplantation 13/55 (23.64%)

 Unmet needed for stem cell Transplantation 40/55
(72.73%)
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Healthcare coverage and access to specific treatmentkﬁ |
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v,

fldlEs IVIG
— Andinsanis 1/26(3.8%) a@ndiinmes 3/79 (3.8%) lifitlsziuganw
3/7 (42.9%)
o {nlildfunisigndnalansean
— @vdineanig 7/9 (77.8%) ansiimanas 25/33 (75.8%) luifidsziugunw
5/7 (71.4%)
* Needed but unreceived IVIG

— Civil servant healthcare 1/26 (3.8%), National healthcare
3/79 (3.8%), No insurance 3/7 (42.9%)

 Needed but unreceived stem cell transplantation

— Civil servant healthcare 7/9 (77.8%), National healthcare
25/33 (75.8%), No insurance 5/7 (71.4%)
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§9luil 2551
Access to high cost treatment such as IVIG was
supported by the government in 2008

U HEHANURINA WA, wees

v luiisnanEes Wyt o ()
Supplement of National List of Essential Medicines 2008

ANUENSSUNSTAOEGAIUS
National Drug Committee

ISBN : 978-616-11-0076-6
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outcomes 1’1 i /
Mnauazdgun g 77 ¢u (37%)

Tsaunandewn 46 1e (22.1%)

* RZu7m 52 312 (25%)

e Alive and well 77 cases (37%)

e Alive with complication 46 cases (22%)
* Deceased 52 (25%)

zZ) 22D
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Deceased patients 1,?' /

* 918 33 518 eeiede mean 5.14+7.07 3 median 2.02 ¢
(0.28-24.05 1)

* e 19 9y mﬂqmz‘ﬁlﬂ mean 6.63 +13.08 1 median 1.54
1 (0.26-56.08 1)

e lspiidedam SCID 16 31e (30.8%) CGD 9 51a (17.3%)

* Male 33 cases; mean age mean 5.14+7.07 yr
median 2.02 yr (0.28-24.05 vyr)

* Female 19 cases; mean age 6.63 +13.08 yr
median 1.54 yr (0.26-56.08 yr)

* SCID 16 cases (30.8%) CGD 9 cases (17.3%)
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o 1/2 E5un1sanadenieluinan 1 Tudsanniiannis

o 1/3 lifilszshasaunin

* 1/5 nuflanufatnglusianugnasu

e 3/4 Lilksunnsgninglansyanlnglildtuiuyszsinnaesnissziuganin
o 1/4 ReTim

* 1/2 of the patients diagnosed within 1 year

e 1/3 of the patients with no family history

* 1/5 of the patients with confirmed mutations

* 3/4 of the patients lack stem cell transplantation
* 1/4 mortality
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