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Introducere. Deregladrile metabolice ereditare reprezinta
un grup de boli rare, ce pot fi transmise pe cale genetica
sau pot apdrea in urma unor mutatii spontane. Aceste tul-
burdri pot debuta la orice varsta, iar diagnosticarea pre-
coce este esentiald pentru initierea tratamentului adecvat
si prevenirea complicatiilor. Scop. Evaluarea importantei
diagnosticarii precoce a dereglarilor metabolice ereditare,
realizata prin analiza a unui caz clinic cu manifestari severe
si afectare multisistemica complexa. Material si metode.
Datele clinice si paraclinice ale pacientului au fost obtin-
ute printr-o analiza detaliata a fisei medicale, care au fost
colectate 1n cadrul sectiei de terapie intensiva si sectiei de
alergologie din cadrul Institutului Mamei si Copilului, inclu-
zand investigatii de laborator complexe si o monitorizare
continua pe parcursul intregii internari. Rezultate. Sugarul
de 3 luni a fost internat in stare grava, prezentand anemie
severa (Hb 67-75 g/L), insuficienta hepatica cu sindrom
de citoliza (ASAT 1014 U/L, ALAT 225 U/L), coagulopatie
(INR 3,1-4,0) si eruptii cutanate extinse cu excoriatii in
zonele inghinale si fesiere. Investigatiile de laborator au
evidentiat a-fetoproteina crescuta (231 ng/mL), metaboliti
specifici (galactoza si galactitol) in uring, sugestivi pentru
galactozemie. Aceste rezultate au indicat necesitatea prele-
varii probelor biologice pentru studii genetice. Excluderea
laptelui matern si folosirea formulelor fara galactoza si lac-
tozd a determinat o ameliorare clinica evidentd. Concluzii.
Cazul prezentat evidentiaza importanta diagnosticarii pre-
coce a deregldrilor metabolice ereditare cu implementarea
screeningului neonatal specific. Interventiile timpurii in
conduita pacientilor au rol decisiv in preintampinarea com-
plicatiilor multisistemice induse de dereglarile metabolice.
Cuvinte-cheie: Dereglari metabolice, Lapte matern, derma-
tita alergica, anemie.
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Introduction. Inherited metabolic disorders represent a
group of rare diseases that can be transmitted genetically
or may appear as a result of spontaneous mutations. These
disorders can begin at any age, and early diagnosis is es-
sential for initiating appropriate treatment and preventing
complications. Objective. Assessment of the importance of
early diagnosis of inherited metabolic disorders, carried out
through the analysis of a clinical case with severe manifesta-
tions and complex multisystem involvement. Material and
methods. The clinical and paraclinical data of the patient
were obtained through a detailed analysis of the medical re-
cords, which were collected in the intensive care and aller-
gology departments within the Mother and Child Institute,
including complex laboratory investigations and continuous
monitoring throughout the entire hospitalization. Results.
The 3-month-old infant was admitted in critical condition,
presenting with severe anemia (Hb 67-75 g/L), hepatic fail-
ure with cytolysis syndrome (AST 1014 U/L, ALT 225 U/L),
coagulopathy (INR 3.1-4.0), and extensive skin eruptions
with excoriations in the inguinal and gluteal areas. Labora-
tory investigations revealed elevated a-fetoprotein (231 ng/
mL) and specific urinary metabolites (galactose and galac-
titol), suggestive of galactosemia. These findings indicated
the need for collecting biological samples for genetic stud-
ies. The exclusion of breast milk and use of galactose- and
lactose-free formulas led to marked clinical improvement.
Conclusion. The presented case highlights the importance
of early diagnosis of inherited metabolic disorders and the
implementation of specific neonatal screening. Early in-
terventions in patient management play a decisive role in
preventing multisystem complications induced by metabol-
ic disorders. Keywords: metabolic disorders, breast milk,
Allergic dermatitis, anemia.



