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would you
like some of
those SPUR

Ribs you

sick for Ribs?
I suggest you
make an
appointment
with Dr Spur
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Good day

Samson

feel sick. T
can't
Possibly
eat
anything
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Mom calls
ediately to make
n appointment with
Dr SPUR
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Good Day,
IamDr
SPUR
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Jonny has W, Despite the best
recurrent : o treatment, Jonny is
infections







How do we 4 D 5 0
distinguish @1@&

between these?

Screening
Investigations ‘
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Infections

- Severe

- Persistence
- Unusual

- Recurrent

- Returning

- In

- Bad

- Shape

Organisms

identified

— Viral

— Bacterial
Fungal

Opportunistic
NB! Sentine|
organisas
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* Lymphocytes:
« Lymphopenia (age ranges) | -
- Repeat - persistent (2°inf de
Lymphocyte count <1 x 10°
+ Persistent lymphocytoses

< Neutrophils:

- Neutropenia (1° or 2° of p scree”
immunodeficiencies) . Fuﬂ_f
«  Neutrophilia : . 5P

+  bacterial infection . IQE
« (Corticosteroids
« LAD

Lab investigations
+ Eosinophilia: (bns:d on clinical suspu:mn}
«  Allergy |
- Some forms of PID i

»  Parasitic infection
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Platelets:
«  Low/small : WAS
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+ Increased: acute phasa |
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Jonny's test
results

/' Thank youl Dr*
SPUR, do you

know why he is

A\ always sick? /
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IS ETENY |
F O

are low and he
didn't respond to
his childhood

vaccines.
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We also need
to revaccinate '\
Jonny and fest

\ his vaccine
O\ responses.
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M Antibody deficiencies
65%

M Combined antibody and y.
cellular deficiencies 15%

/

ul Disorders of phagocytes
10%

M |solated cellular defects \
5%

u Disorders of the
complement system 5%

il Other disorders of innate |

immunity <1% é

’.

PID’S — WHICH ARE THE MOST
COMMON?




revise the
immune




ld
\Q\\\“ \W,u / Know the Recurrent sinopulmonary

Rttty & Sentinel infections with
| Organisms! encapsulated bacteria

Streptococcus pneumoniae, =N R O G |
Haemophilus influenze type AT A ‘ B cell
b, Moraxella catarrhalis i # disorders

Recurrent
pneumococcal
infections
™, T-cell

Humoml, SR s deficiencies l
complement TN N including SCID,

or innate . Hyper IgM
deficiency D@

Severe phagocytic,
i ‘ humoral or T cell upo
Agammablobulmaemnae o 1) deficiencies, also cystic % T
or severe CVID B st fibrosis o




- Recurrent herpes viral infections,
%' including HSV, CMV and EBV

o

< =

NK cell deficiencies
and combined T cell

defects including
DOCK 8 deficiency

Sentinel
Organisms

* Hyper-IgE J® e >4 : Severe primary
syndrome i o % immunodeficiencies,
+ C6D LS RS S T | including SCID and
< : 2o ) XLA




Prolonged or recurrent Candida
infections involving the mucous
membranes

T cell
immunodeficiency
Immune
dysregulation

syndromes
including APECED

Systemic or deep infections
with nontuberculous
mycobacteria

Interferon gamma
or II-12 receptor
deficiency SCID

Recurrent invasive
Neisserial infections

erminal
complement
deficiency

Sentinel
Organisms

Recurrent molluscum
contagiosum and/ or
persistent/ extensive/
recurrent warts

T cell defect,
innate immune
defect or combined
defects e.g. WHIM

syndrome




Tests for ~
categories of
immuno-

More specialised tests
can be done, e.g. flow-




Luckily I recently
brushed up on m
Immunology!

He had S.pneumoniae,
H.influenzae and M.catarhalis
cultured from respiratory

specimens on a few occasions.

*= He takes long to get over his
infections and sometimes needs
IV antibiotics to clear his
infections

Jonny was well till 6 months of age, af'rer
whlch he was. frequenﬂy |II wn'h :

=  Pneumonia ~(hosp|1'allsed 5 times in
the past 2 years)

= Ear infections (eardrum perforation)

= Upper respiratory tract infections

s’\/l

= Jonny had all of his
childhood vaccines

Lets get
back to
Jonny, aged

= Jonny is small for his age and
not growing well according to his
growth charts.

= His initial lab results show
decreased immunoglobulins and
insufficient vaccine responses.




have an antibody
deficiency!
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Joining Secrétory

Look what I learned
about types of

antibody
deficiency

Bruton Agammaglobulinemia
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Joining Secretory
chain protein

What antibody
deficiencies are
we looking for?
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~CVID

1 Ig6, IgA and IgM often !
Vaccine responses impaired.
May have a slight T-cell
defect, autoimmunity
Recurrent infections with
encapsulated organisms

hat antibody

deficiencies are

“» Unusual infections e.g.
campylobacter, mycoplasma
arthritis, persistent Giardia
Patients often have low class-
switched memory B-cells.
Complications like
bronchiectasis, enteropathy,
granulomatous disease,
lymphoproliferate disease
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Bruton Agammaglobulinemia

.
°ne

What antibody
deficiencies are

e looking for?

Infections associated with XLA:

<+ URTI and LRTI with
encapsulated organisms

% Staphylococcal septic arthritis

<+ Giardia, Salmonella and
Campylobacter infections of
the gut.

< Chronic enteroviral meningo-
encephalitis

XLA

B cells absent/ low
IgA, M, G absent/ low
Hypoplastic tonsils/ lymphoid
tissue ,
Btk protein absent (flow-
cytometry) or mutated (genetic
testing) :

o KRECS




HYPER IgM SYNDROME
(HIGM)

SN A

(2) Hyper-igM syndrome
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» What antibody
deficiencies are

< Low IgG and IgA, high or Different types of hyper IgM
normal IgM | syndrome. 5 currently

: - Y : eyt 1_
< CDAOL expression on T-cells identified. Additional genetic

testing for AR forms
may be abnormal (most Inf echions:

common, X-linked) «  Recurrent URTI, LRTI
% CD 40 expression on B-cells + Additional risk for PJP and
may be abnormal. cryptosporidium infection.
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deficiencies are




This means he does not\|
have enough antibodies Y
and that he cannot
produce antibodies to
his vaccines or to
infections. He also has

sitting in
the waiting
room.

Samson

how we can
treat Jonny
with IRT. He
must also be %
placed on the &

Dr SPUR, I forgot to tell you;
but Jonny has an older
brother, Dougie, who has also
been constantly sick for the
last two years.

Oh Dear! I

forgot to

check the
family
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Immune deficiency reauest form

E DEFICIENCY REQUE

ANTIEODY (HUMORAL) DEFECTS
Full Dlcod Coumt + DIt
] WG, 1o, Igh
[ we
] 196G subciasaca
Sacratory Iga
Lymphooyio subscts (B ooll numbers)
S proumona ank bodos
Hnfluencae anbbodies
Tolanus antbodies
Diphiheria antibodies

ﬂﬂﬂﬂﬂ%?

&[] B-cot tunction
T E Mamory B cols
E Brutors Tyrosine Kinssa
@[] co 0 Ligana
‘V_”{D TH 17 Cols

HV Antitodics [Scraon)

HIV PCR

Full Blood Count + Ditf

Lymphooyie subsers (T coll numbers)
Novee and memory Cells CO4

Nare and mamory Cella COB

Alpha beta/ gamma delta T cells

—+

-+
00000000

Commeon Gamma Chan

PHA

PRA

PMA + jonophors
cD2

CD3+E-2
CONA

FYWM

0000000

~

o
[] varcams zoster

[] candigs

| ] Tetanus (put Tatanus in comment fisic)

MM
IGE
SUBG
sSECA
IMMDE -
SPAB
HINF

T-CELL DEFECTS

HIV
HIVPCH
Fac
IMmoer
NANES
NANES
TCEUR
DWFL

{put Common Garmma Chan In the commeant fieid)
© Lymphocyle proliferation tests to mitogens

PHAPR
PMARD
PMAIPR
ACDIPR
aen
CONPR
PRMR

ymphocyle profiferation tests to recall antigens

VZVPR
CANPR
owvw

FOR

Full Dicod Count + Dift FBC
GO Naurophl functons NEUTF
(Neutrophil & Monocyte Cxidatwe Durst
Phagocytoeie & Chamotads)
[[] Oxidatie burst BURST
[] Phagocytcaio PHAGO
D Chomotans MICRA
D Leubocylo adhesion studioe LAD
CONMACD S
oo [[] Nawrophi antibocsss DIVFL

(Put noutrophd antibod oz in comment field)
COMPLEMENT DEFECTS

| Classic & Avornative pathraays HCOMP
1 compiement 3 levais
[j Complomant 4 lovaks
=[] Mannan Biding Lactin
NATURAL KILLER CELL DEFECTS
| Lymphocyte subsets (NK cel rumbars) IMMDEF
O | MK cot tuncton N5
NEWRORN SCREENING FOR
SEVERE IMMUNODEFICIENCIES
ADDITIONAL GENETIC TESTING
L[ oNalscmton _ PoNarcR]
CLINICAL DATA
Plaasa provkia a short Clinical History

SPECIAL INSTRUCTION
++Saliva in sterile bottle.

5_2) Heaparnn tube, Kept at room temperature, must
be <= 24hrs okl. Biood samples grawn
SUNDAYS to THURSDAYS. Always Stat,

A normal adult control specimen must be aent
with esch patient, with the sams R#¥ as the
patient, cleary marked “contrel”.

-+ EDTA {E02) spacimans. Kapt at room
temperaturs, must be <= 48hrs oid, Blood
samples drawn SUNDAYS to THURSDAYS.,
Ahwaye Stal. A normal adult conlrel specmen
must ba sant with @ach patiant, with the sama
R# as the patient, clearly marked “coniral™.

¢ 4-8 Carats tubes depending on amount of
tests- contact lab. (3-4 Citrate tubas for small
baby/chid). Kept at rcom temperature, muel be
< 24hre olc. Blood samples drawn SUNDAYS
to THURSDAYS. Always Stat.
DO NOT CENTRIFUGE the fubes,

- SST lube. Dhrectly after SST ube @ drawn,
the tubes must be put on COLD ice pack
(NOT FROZEN) TO CLOT.

Separate and SEND ON ICE.

== SST tube

+ Cried biood spot or EDTA blood
Fill minemum 1wo FULL cecles on DES.

EDTA tube of patiant and both parents,
Clearly label each wath ther names,

Must b2 accompanied with genetc consant
form.

Please phone Drs Sylvia van den Berg or
Cathy van Rooyen for any queries on:
(012) 678-0613/6/7
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