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INBORN ERRORS OF METABOLISM

EVALUATION AND MANAGEMENT
OF A SICK INFANT WITH
SUSPECTED INBORN ERROR

OF METABOLISM

*Ratnakumari TL

Abstract: Inborn Errorsof Metabolism(IEM) are
not very uncommon. They present asgreat mimics
to common diseases of children with symptoms
such as tachypnea, apnea, convulsions and
dehydration. In the newborn they mimic sepsis
with non specific symptoms and most often the
presentation can be acute and catastrophic,
referred to as ‘metabolic distress' . Even though
hundreds of IEM are described, making a
diagnosishasbeen made simpler with advanced
diagnostic tool slike Tandem Mass Spectrometry
(TMS) and genetic mutation studies which are
currently available in India. With a ‘staged
evaluation’ a diagnosis can be made and some
of them can be treated effectively. Thisarticleis
an attempt at giving a basic diagnostic approach
for the management of a sick child, suspected to
have IEM.

Keywords: |IEM, Saged evaluation, Metabolic
distress, Heritable disorder

*  Professor of Pediatrics
Post Graduate Institute of Medical Sciences and
Research - ESI| Corporation,
K.K. Nagar, Chennai

Points to Remember

e |EM are not uncommon

e Do suspect IEMs in all babies with
unexplained deterioration of clinical
condition and suspected sepsiswhen sepsis
screen is negative.

» Start with a simple approach to hold on to
a‘thread of logic’ which will lead on tothe
diagnosis.

» Sabilization isthe key to management.

« |f adiagnosisis not made when the child
isalive, do collect blood samplesand freeze
to send for subsequent analysis.

* An attempt to make a diagnosis gives the
choice to the parents in subsequent
pregnancies.

* We have a long way to go in effective
treatment and in the current scenario
genetic counseling to the parents is the
Crux.

Bibliography

1. Fong CT. Principles of Inborn Errors of

Metabolism: An Exercise. Pediatr Rev
1995;16:390-395

2. Saudubray JM, Charpentier C. Clinical
phenotypes: Diagnosis/Algorithms. In: The
metabolicgh and molecular bases of inherited
disease, 6 edn, Eds,Scriver CR, Beaudet AL,
Sly WS, McGraw Hill, New York,
1997;ppl325-1403.

3. Murray RK. Biochemical and genitic basis of
diseases. In: Harper” sBiochemistry, Eds. Rober



Indian Journal of Practical Pediatrics

K Murray, Daryl K Grams Peter A. Mayes,
victor W Rod well, 25" Edn, Appleton and
lanse, MC Graw Hill —USA, 2000; pp812-816.
Champion MP, Clayton PT. Mini-symposium:
Metabolic disease: Peroxisomal disorders.
Current Paediatr 1997,7:114-117.

Zinn AB. Inborn Errors of metabolism. In:
Neonatal permatal medicine. Diseases of the
fetus & infant, g" Edn,Vol.2, Eds, Avroy A
Fanaroff, Richard J Martin,, Mosby, St louis
Missourie, USA, 2006; pp1597-1658.

Berry GT. Introduction to the metabolic and
biochemical genet|cs In: Avery’s Diseases of
the Newborns, g" Edn,,Eds, Taeusch, Ballard,
Gleason, Sanunders, Philadelphia,
2005;pp217-252.

Sule U, catalype, Levy HL. Inborn Errors
Metabolism. In: Manual of Neonatal Care. 6"

Edn, Eds, John P Cloharty, Ericks C
Eichenwald, Ann R Stark, Wolters Kluwer.
Lippincot, William & Wilkins, Philadelphia
2008; pp555-586.

Neilan E, Marsden D. Metabollcdlsorders In:

Manual of Pediatric Therapeutics, 7" Edn,

Eds,John W Graef, Joseph | wolfsdorf, David
S Greenes, Wolter Kluver , Lippincot William

22

10.

11

12.

13.

14.

15.

2010; 12(2) : 106

& Wilkins, Philadelphia— USA, 2008;pp406-
416.

Wilcox WR. Inborn Errors of Metabolism of
Acute onset in infancy — An approach to
diagnosis and management. http://
www.heonatol ogy.org/syllabus/iem.html
Basley GTN, Wraith JE. Mini-symposium:
Metabolic disease: Lysosomal disorders.
Current Paediatr 1997;7:128-134.

Lee P. Mini-symposium: Metabolic disease:
Glycogen storage disease. Current Paediatrics
1997;7:108-113.

Bartlett K, Pourfarzam M. Mini-symposium:
Metabolic disease: Inherited disorders of
mitochondrial fatty acid oxidation. Current
Paediatr1997;7:118-122.

Rahman S, Leonar JV. Mini-symposium:
Metabolic disease: Mitochondrial disorders.
Current Paediatr 1997;7:123-127.

Walter JH. Mini-symposium: Metabolic
disease: Investigation and initial management
of suspected metabolic disease. Current Paediatr
1997;7:103-107.

Burton BK. Inborn Errors of Metabolism in
Infacny: A Guide to Diagnosis. Pediatrics
1998;102: e69.



2010; 12(2) : 107

INBORN ERRORS OF METABOLISM

PRENATAL DIAGNOSIS AND
NEWBORN SCREENING:
RELEVANCE IN INDIA

* Mamta Muranjan
** Shruti Agarwal

Abstract: Inborn errorsof metabolism(IEM) are
progressive disorders characterized by high
fatality and permanent disability in survivors.
They are growing at an alarming rate in India.
Evaluation and treatment of these disorders is
expensive and not easily available. In a small
proportion of patients who have access to
therapy, the outcome may not be optimum dueto
late diagnosis and therapy. The option for many
families affected by these disorders is prenatal
diagnosis and newborn screening. Prenatal
diagnosisfor IEM isavailablewith non-invasive
modalities such as ultrasonography and
biochemical, histopathological or molecular
testing of fetal tissues obtained by invasive
procedures and is fairly well established for
lysosomal storage disorders with enzyme
estimation. However in many cases, diagnosis
in the index case is not established. In such
situations newbor n screening is often advised for
high risk screening. Universal newborn screening
is not yet practised except in some isolated
regions. The options for universal newborn
screening for IEM in India and the hurdlesto be
overcome are discussed.

*  Associate Professor,
**  Resident Medical Officer,

Genetic Clinic, Department of Pediatrics,
KEM Hospital, Mumbai.

Keywords: Inborn errors of metabolism,
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Ultrasonography, Fetal MRI, Tandem Mass
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Points to Remember

e Prenatal diagnosis for |[EM should be
offered to families for prevention of
recurrencewhen thediagnosisisconfirmed
in an index case.

« Abnormalities such as fetal hydrops or
visceromegaly detected by ultrasonography
should prompt investigations for an |EM
under appropriate circumstances.

» The appropriate option for prenatal
diagnosis is chorion villus sampling or
amniocentesis for estimation of enzyme
activity or genotypingif the mutationshave
been tested in theindex case. I n other cases
options such as substrate or metabolite
profiling in theamniotic fluid supernatant
may be appropriate.

» Newborn screening for IEM permits early
diagnosis and treatment resulting in
prevention of disabilities, especially
neurodisability.

e Implementing universal newborn
screening would lead to substantial gains
in decreasing the infant mortality rates.
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INBORN ERRORS OF METABOLISM

SAMPLE COLLECTION,
SUITABILITY AND
INTERPRETATION IN
SUSPECTED INBORN ERRORS
OF METABOLISM

* Ananth N Rao

** Minakshi Koch

** Sabyasachi Ghosh
*** Shobha G
***Suresh Kumar V

Abstract: Inherited metabolic disorders are a
heterogeneous group of genetic conditions mostly
occurring in childhood. They are individually
rare but collectively numerous, causing
substantial morbidity and mortality. Screening
for inherited metabolic disordersisthereforevery
important. The importance of screening for
inborn errors of metabolism (IEM) introduces
several decision points about specimen
collection, processing, and storage for the
investigator. The method of sampling is of
greatest importancefor preciseresultsand hence
for earlier and accurate diagnoses.

Keywords: Inborn errors of metabolism,
Spoecimen collection, Processing, I nterpretation.
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Senior Scientific Officer

Department of Metabolic Diseases,
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Points to Remember

« An appropriate sample according to the
metabolite of interest is to be collected,
processed and analysed as per standard
protocol.

* While interpreting the result, factors
influencing the result like whether sample
has been collected during symptomatic
or asymptomatic period, co morbid are
conditions, etc. are to be considered.
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INBORN ERRORS OF METABOLISM

INBORN ERRORS OF
METABOLISM IN INFANCY AND
CHILDHOOD PRESENTING WITH
METABOLIC ACIDOSIS

* Prasad C
** Rupar CA

Abstract: Disturbances of acid-base
homeostasis are not uncommon. These are
important indicators of underlying disease in
infants and children. Metabolic acidosis is one
of themost common pertur bations noted in acute
pediatric emergencies. Frequent causes of
metabolic acidosisinclude diabetic ketoacidosis,
shock and tissue hypoxia, salicylate and ethanol
poisoning. However, it isimportant to recognize
that many inborn errors of metabolism (IEM)
such as organic acidemias and primary lactic
acidosisalso present with a persistent metabolic
acidosis. Calculation of the anion gap, presence
or absence of hyperammonemia, hypoglycemia
and ketosisare essential in the diagnosis of these
patients. Early diagnosis and appropriate
management is necessary to optimize the
outcome. |IEM have a genetic basis and
appropriate genetic counseling needs to be
provided to the families.

Key words: Organic acidemias, Lactic acidosis,
Hypoglycemia, Ketosis.
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Points to Remember

 Presenceof metabolic acidosisparticularly
with high anion gap should alert the
pediatrician to apossibility of inborn errors
of metabolism.

e [nborn errors of metabolism can mimic
common neonatal conditionssuch assepsis
and vice versa.

 Biochemical tests such asammonialevels,
presence or absence of ketonesand lactate
measurements can help with the diagnosis
of inborn errors of metabolism.

» Prompt and early diagnosis is essential as
many of theseinborn errorsof metabolism
are treatable.

» Early treatment optimizes the
neurocognitive development of the infant.

« Inborn errorsof metabolism havea genetic
basis in most instances so establishing a
diagnosis will also help in genetic
counselling and family screening.
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INBORN ERRORS OF METABOLISM

RECURRENT HYPOGLYCEMIA
AND INBORN ERRORS OF
METABOLISM

* Madhulika Kabra
** Neerja Gupta

Abstract : Many of the inborn errors of
metabolism, including urea cycle defects,
organic acidemias, and certain disorders of
amino acid metabolism, present in the young
infant with symptoms of an acute or chronic
metabolic encephal opathy. Typical symptoms
include lethargy, poor feeding, apnea or
tachypnea, recurrent vomiting, metabolic
acidosis and/or hyperammonemia.
Hypoglycemia may be the predominant finding
in a number of inborn errors of metabolism,
including glycogen storage disorders, defectsin
gluconeogenesis, and fatty acid oxidation
defects.

Keywords : Hypoglycemia, Inborn errors of
metabolism, Glycogen storage disorders, Fatty
acid oxidation defects.
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Points to Remember

 Diagnosisof |EM requiresa high index of
clinical suspicion.

» Presence of persistent vomiting, acidosis
and seizures with normal sepsis screen
pointstowardsan |EM.

* The triad of hypoglycemia, marked
hepatomegaly and lactic acidosis is
characteristic of many gluconeogenesis
defects.

A stepwise correct choice of investigations
can lead to a specific diagnosis and early
management.
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INBORN ERRORS OF METABOLISM

INBORN ERRORS OF
METABOLISM PRESENTING AS
HYPERAMMONEMIA IN NEONATES

* Lakshmi V
** Shanmugasundaram R

Abstract: Neonatal hyperammonemia is a
medical emergency requiring prompt recognition
and aggressive therapy. It is apparent that
the clinical signs of hyperammonemia are
non-specific and could be attributable to many
serious illnesses of the neonate like sepsis,
intraventricular hemorrhage, etc. Hyperammo-
nemia can be primary or secondary. Urea cycle
disordersand other inborn errors of metabolism
though individually uncommon represent an
important cause of hyperammonemia in
neonates. Therapy is aimed towards minimizing
endogenous production and removal of
ammonia.

Keywords: Hyperammonemia, Neonates, Inborn
errors of metabolism
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**  Head, Department of Neonatology,
Mehta Children’s Hospital, Chennai
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Points to Remember

* Hyperammonemia incidence is under
estimated in view of undiagnosed deaths.

» High index of suspicion in any acutely ill
neonate especially if there is history of
consanguinity and sibling death.

» Prompt diagnosis and early agressive
treatment may improve the neurological
outcome in survivors.

» Neonatal diagnosisand general counseling
should be offered to the couples.

» Hyperammonemia of newborn has a good
prognosisif treated early and agressively.

* Treatment modalities to remove ammonia
from the circulation like PD, HD are
necessary during acute episodes.
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INBORN ERRORS OF METABOLISM

FATTY ACID OXIDATION
DISORDERS

* Thangavelu S

Abstract: Fatty Acid Oxidation (FAO) disorder
is an important group of inborn errors of
metabolism. Clinical features develop during
periods of fasting, because fatty acids are the
major source of fuel. When diagnosed and treated
early, they can be managed with simple dietary
advice and can live a full life. If the physicianis
not aware of the features of FAO disorders, this
may be mistaken as Reye syndrome or sadly
parents may be blamed with the diagnosis of
Munchausen Syndrome by Proxy. Any child with
recurrent hypoglycaemia without ketones or with
unexplained neuromuscular disorders or
cardiomyopathy needs to be evaluated for
FAO disorders.

Keywords : Fatty acid oxidation, SIDS,
Hypoketotic hypoglycemia, Reye like syndrome,
Cardiomyopathy.

* Head, Dept. of Pediatrics,
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Points to Remember

 Fatty acid oxidation disorders are caused
by deficiency of the transport protein or
B oxidation enzyme system.

« Clincial presentation includes hypoketotic
hypoglycemia, Reye like syndrome,
involvement of skeletal and cardiac muscle.

» Rarely in mothers of affected fetus it can
cause acute fatty liver of pregnancy.

» Management mainly involves avoiding
fasting and providing frequent low fat and
carbohydrate rich meals at bed time.
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GENERAL ARTICLE

MITOCHONDRIAL DNA
AND DIABETES MELLITUS

* Biswajit Mohanty
** BalasubramanianJ

Abstract: Diabetes mellitus affects
approximately 5% of the general population with
its preval ence varying between ethnic groupsand
geographic regions. The majority of cases are
either type 1 or type 2 diabetes. Although these
disorder s share a common phenotype, fasting and
postprandial hyperglycemia, their etiology is
distinct. A growing body of evidence has
demonstrated a link between mitochondrial
functioning and type 2 diabetes. Certain
mitochondrial DNA (mtDNA) mutations affect
insulin secretion involving an attenuation of
ADP/ATP levelsleading to a re-setting of the
glucose sensor in the pancreatic 3-cell.
Co-morbid conditionsincludeimpaired hearing,
changes in pigmentation of the retina,
gastrointestinal abnormalities, cardiomyopathy,
and MELASsyndrome (mitochondrial myopathy,
encephalopathy, lactic acidosis and stroke-like
episodes).

Keywords: Type 2 Diabetes, Mitochondrial
DNA, Comorbid Conditions.
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Points to Remember

» Type 2 diabetes mellitus may not be mere
insulin insensitivity or release; it may
be part of a global dysfunction of
mitochondrial energy system.

+ Mutation of mtDNA as a cause is to be
considered in diabetes with hearing loss
and maternal diabetes.

* Patients with mutation require insulin in
due course.

» Metformin group of drugsareto beavoided
asthey lead to lactic acidosis.
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GENERAL ARTICLE

APPROACH TO ANASARCA

* Maiya PP
** Sharanabasavesh M

Abstract: Generalized edema otherwise known
asanasarca, isa common presentation of various
conditions. Common causes include renal,
cardiovascular, nutritional and hepatic diseases.
Majority of children presenting with anasarca
may have diagnosis referable to any of the
systems mentioned. Occasionally in a child with
anasarca there may be difficulty in diagnosisfor
which a systematic approach will help.
The approach should include carefully taken
history, clinical examination and basic
investigations. An occasional child may require
extensive investigation for the diagnosis.
Keywords: Anasarca, Edema, Hypoalbuminemia,
Child.
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Points to Remember

» Edemamorein themorning and subsiding
by evening is suggestive of renal edema.

» Ascitesto start with, followed by edema may
suggest a possibility of hepatic failure.

e Nutritional history combined with
anthropometry, vitamin and mineral
deficiency signs, pointsto the diagnosis of
nutrition deficiency stateslike kwashiorkor.

« Edema in the dependent part associated
with tachypnoea and abnormal findingsin
the heart suggest the diagnosis of
cardiovascular conditions for anasarca.
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DRUG PROFILE

MACROLIDES IN CHILDREN
* Jeeson C Unni

Abstract: Macrolides are useful and safe
antibiotics for pediatric infections, especially
if the child is allergic to penicillin and/or
cephalosporin. They can be used to treat
streptococcal pharyngitis, other respiratory
tract infections, community-acquired pneumonia
and cutaneous infections.

Keywords: Macrolides, Erythromycin,
Azithromycin, Clarithromycin, Antibacterial
spectrum, Indications, Dosage, Pharma-
cokinetics, Drug interactions, Adver se effects.

*  Editor-in-chief, IAP Drug Formulary
Dr. Kunhalo's Nursing Home, Cochin.

Points to Remember

* Macrolides are the safest group of
antimicrobial drugs available.

» Erythromycin is a good alternative to
penicillin in penicillin allergy in mild to
moderate infections by susceptible
organisms. Also useful in treating atypical
pneumonia and neonatal C.trachomatis
conjunctivitis. It eradicates B. pertussis
from the nasopharynx (reduces period of
infectivity but does not alter course of
disease). Gl side effectsis a drawback.

» Clarithromycin is used in eradication
regimens for H. pylori. Cost and
palatability are drawbacks.

» Azithromycin is highly concentrated in
tissues allowing short course therapy with
once daily dosing.

« Newer macrolides are preferred to
erythromycin in otitis media, sinusitisand
non bacteremic pneumonia due to better
H. influenza and M catarrhalis cover and
atypical mycobacteria infections.

References

1. Guay DR. Macrolide antibiotics in paediatric
infectious diseases. Drugs 1996; 51: 515-536.

2. Seppala H, Klaukka T, Vuopio-Varkila J,
Muoctiala A, Helenius H, Lager K, et a. The
effect of changes in the consumption of
macrolide antibiotics on erythromycin
resistance in group A streptococci in Finland.

92



Indian Journal of Practical Pediatrics

10.

11

12.

N Engl JMed 1997; 337: 441-446.

Capoor MR, Nair D, Deb M, BatraK, Agarwal
P. Resistance to erythromycin and rising
penicillin MIC in streptococcus pyogenes in
India. Jpn J Dis. 2006; 59: 334-336.

Thomas K, Lalitha MK, Steinhoff MC,
Ganesan A. Tempora Trends in Antimicrobial
Resistance Patterns of Invasive Pneumococci
in 7 Hospitalsin India- a 10 Year Experience.
India Clinical Epidemiology Network
(INCLEN); Interscience Conference on
Antimicrobia Agentsand Chemotherapy. Abstr
Intersci Conf Antimicrob Agents Chemother
Intersci Conf Antimicrob Agents Chemother
2003 Sep 14-17; 43: abstract no. C2-947.

Zuckerman JM. The newer macrolides:
azithromycin and clarithromycin. Infect Dis
Clin North Am. 2000; 14: 449-462

Sturgill MG, Rapp RP. Clarithromycin: Review
of a new macrolide antibiotic with improved
microbiologic spectrum and favorable
pharmacokinetic and adverse effect profiles.
Ann Pharmacother 1992; 26:1099-1108.

Peters DH, Clissold SP. Clarithromycin: a
review of its antimicrobial activity,
pharmacokinetic properties and therapeutic
potential. Drugs. 1992; 44: 117-164.

Ballow CH, Amsden GW. Azithromycin: the
first azalide antibiotic. Ann Pharmacother 1992;
26:1253-1261.

Whitman MS, Tunkel AR. Azithromycin and
clarithromycin: overview and comparison with
erythromycin. Infect Control Hosp Epidemiol
1992; 13: 357-368.

Peters DH, Friedel HA, McTavish D.
Azithromycin. A review of its antimicrobial
activity, pharmacokinetic propertiesand clinical
efficacy. Drugs 1992; 44: 750-799.

Charles L, Segreti J. Choosing the right
macrolide antibiotic. A guide to selection.
Drugs. 1997; 53: 349-357.

Fernandes PB, Bailer R, Swanson R,
Hanson CW, McDonald E, Ramer N, et dl.
Invitroandin vivo evaluation of A-56268 (TE-

97

13.

14.

15.

16.

17.

18.

19.

20.

2010; 12(2) : 124

031), a new macrolide. Antimicrob Agents
Chemother 1986; 30: 865-873.

Retsema J, Girard A, Schelkly W, Manousos
M, Anderson M, Bright G et al. Spectrum and
mode of action of azithromycin (CP-62,993), a
new 15-membered-ring macrolide with
improved potency against gram-negative
organisms. Antimicrob Agents Chemother
1987; 31: 1939-1947.

EffaEE, BukirwaH. Azithromycinfor treating
uncomplicated typhoid and paratyphoid fever
(enteric fever). Cochrane Database Syst Rev.
2008; (4): CD006083.

Malfertheiner P, Megraud F, O’ Morain C,
Bazzoli F, EI-Omar E, Graham D, etal.
The European Helicobacter Study Group
(EHSG). Current concepts in the management
of Helicobacter pylori infection: the M aastricht
[l Consensus Report. Gut 2007; 56: 772-781.

Jacobson JM, Hafner R, Remington J,
Farthing C, Holden-Wiltse J, Bosler EM, et .
ACTG 156 Study Team. Dose-escal ation, phase
I/11 study of azithromycin and pyrimethamine
for the treatment of toxoplasmic encephalitis
inAIDS. AIDS. 2001; 15: 583-589.

Masur H. for the Public Health Service Task
Force on Prophylaxis and Therapy for
Mycobacterium avium Complex. Recommen-
dations on prophylaxis and therapy for
disseminated Mycobacterium avium complex
disease in patients infected with the human
immunodeficiency virus. N Engl JMed 1996;
329: 898-904.

Whitman MS. Azithromycin and clarithro-
mycin: overview and comparison with
erythromycin. Infect Control Hosp Epidemiol
1992; 13: 357-368.

Kurisu S, Barriere SL. Theophylline-
erythromycininteraction. Drug Intel Clin Pharm
1984; 18: 390.

Spicer ST, Liddle C, Chapman JR, Barclay P,
Nankivell BJ, ThomasP, et a. The mechanism
of cyclosporine toxicity induced by
clarithromycin. Br J Clin Pharmacol 1997;
43: 194-196.



21.

22

23.

24.

25.

26.

27.

28.

Yap YG, Camm AJ. Drug induced QT
prolongation and torsades de pointes.
Heart 2003; 89: 1363-1372; d0i:10.1136/
heart.89.11.1363

Principi N, Esposito S. Comparativetolerability
of erythromycin and newer macrolide
antibacterials in paediatric patients. Drug Saf
1999; 20: 25-41.

Periti P, Mazzel T, Mini E, Novelli A. Adverse
effects of macrolide antibacterials. Drug Saf
1993; 9: 346-364.

Eisenberg E, Barza M: Azithromycin and
clarithromycin. Am JMed 1991; 91(suppl 3A):
40-45.

Hopkins S: Clinical toleration and safety of
azithromycin. Curr Clin TopicsInfect Dis1994;
14: 52-79.

Braegger CP, Nadal D. Clarithromycin and
pseudomembranous enterocolitis. Lancet
1994; 343: 241-242.

pGomez G, Alvarez ML, P. Errasti P, Lavilla
FJ, GarciaN, Ballester B, et a. Acutetacrolimus
nephrotoxicity in renal transplant patients
treated with clarithromycin. Transplantation
Proceedings 1999; 31: 2250-2251.

Viani F, Claris-Appiani A, Rossi LN, Giani M,
Romeo A, et a. Severe hepatorenal failureina
child receiving carbamazepine and
erythromycin. Eur JPediatr 1992;151:715-716.

98

2010; 12(2) : 125



Indian Journal of Practical Pediatrics

2010; 12(2) : 126

DERMATOLOGY

DRUG ERUPTIONS -
AN OVERVIEW

*Anandan V

Abstract: Adverse drug reaction is a common
problemin clinical practice posing high degree
of confusion in diagnosis and management.
It may lead to fatal results if thereis a delay in
the initiation of the appropriate management.
A proper knowledge about the various
morphological patterns of drug eruptions and
proper management will reduce the morbidity
and mortality.

Keywor ds: Adverse drug reaction, AGEP, SIS,
TEN.
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Points to Remember

Early diagnosis and management is
rewarding.

» Seroidsarelifesaving, especially in TEN.

Supportive measures are a must.
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CASE STUDY

INCONTINENTIA PIGMENTI
WITH MACROCEPHALY

* Gopal Subramoniam
** Prabhu Thanga Marthandan

Abstract : Incontinentia pigmenti (IP) is an
X linked dominant disorder of skinwhichisoften
associated with ocular, dental and central
nervous system abnormalities. Though life
expectancy isnormal, quality of lifeis dependent
on the associated abnormalities.

Keywords: Incontinentia pigmenti.
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