WHEN TO CONSIDER GLUTATHIONE SYNTHETASE DEFICIENCY

THREE PHENOTYPES HAVE BEEN DESCRIBED. BASED ON THE SEVERITY AND THE MAIN IMPAIRMENTS PRESENTED:

Isolated haemolytic anaemia (HA) in the mild phenotype
HA and metabolic acidosis in the moderate phenotype

HA, metabolic acidosis, neurological impairment and vulnerability to infections in the severe phenotype

Haematological I Metabolic abnormalities '@Neurological I ’6":' Vulnerability to infection
diseases I Moderate, severe phenotypes | impairment | ox6 Severe phenotype_s
Always present | Metabolic acidosis_ I In severe phenotypes I iF;?ggtriroer?st bacterial
s Haemolytic anaemia: I most frequently with neonatal I Severity of symptoms can vary I
- Most frequently with neonatal i depending on patients
onset | Potential acute flare-ups, I Most frequently-reported |
o) Recurrent I sometimes triggered by infections | shpiauss . [
" — . . . Intellectual disability Epilepsy
N Sometimes with favouring | I I
medication-related factors Other possible impairments: :
C_U I : Ataxia, dysarthria, tremors I @ Inconstant ophthalmological
Tendency to bleed due to | I Pyramidal syndrome I Impalrmer_lt _
&) platelet dysfunction Possible microencephaly Progressive retinal dystrophy
. _— | I I causing poor sight
= — 1 — - | | Opaque corneas
" — Non-specialist laboratory workup: results that may indicate this
Q diagnosis: | |
Elevated free bilirubin, other I | |
indications of haemolysis | High anion gap metabolic I |
Haemolytic anaemia with acidosis
negative Coombs test I I 1
- . . N
Seek specialist advice quickly from a Centre of Excellence:
Rare Disease Centre of Reference / Competence:
G I u tat h | O n e Syn t h Etas e Inherited metabolic diseases
. . ,? https://www.filiere-g2m.fr/annuaire/
deflCIenCy - Healthcare net k f ituti i
=5 P work for rare constitutional diseases of red blood
cells and erythropoiesis: https://filiere-mcgre.fr/ou-consulter
e .  SpEralliE MBIl BesEesmEn! : Start the parallel treatment
@) In collaboration with a centre of ?ﬁqellence, laé the same time as looking for other
B Refer to the emergency protocols for each symptom and/or
; : : : disease: https://www.filiere-g2m.fr/urgences
Urinary orgatr)uc aculj_ chromato re}phy id oh o o5
+ gQggP(ﬁEﬁgtzapgﬁ’ggﬁg}ﬁfé gg‘%‘?” ey Tl el pTEneipes): ClEvEEe 5- Specialist care, specific treatment coordinated by a Centre of
(d)p) Excellence
— Possible measurement of enzyme activity (erythrocyte, fibroblasts) . . . S L
CU Genetic counselling, family screening in a specialist centre
- — Less frequently performed: erythrocyte glutathione test (reduction) e
O . . . . L | Specialist medical opinion and reference laboratory 1
D — Confirmatory genetic analysis to be carried out by a specialist centre b oo 2
Q 1 Other causes of haemolytic anaemia, and depending on the clinical picture. 9 Maladies rares
(f) 2 Non-specific abnormality, possible moderate secondary elevations (medication including paracetamol, dietary factors, malnutrition, prematurity, other pathologies, etc.). The intensity of . m nged|ta_|res du
urine excretion appears to correlate with phenotype severity. Métabolisme

Filiere nationale de santé


https://www.filiere-g2m.fr/annuaire/
https://www.filiere-g2m.fr/annuaire/
https://www.filiere-g2m.fr/annuaire/
https://www.filiere-g2m.fr/annuaire/
https://filiere-mcgre.fr/ou-consulter
https://filiere-mcgre.fr/ou-consulter
file:///C:/Users/38096/OneDrive/Рабочий стол/Заказы Профпереклад_OCR/Папки/Power Point/Робота/d19949/g2m_fiche_diagnostique_deficit_glutathion-sd/ protocoles d’urgence
file:///C:/Users/38096/OneDrive/Рабочий стол/Заказы Профпереклад_OCR/Папки/Power Point/Робота/d19949/g2m_fiche_diagnostique_deficit_glutathion-sd/ protocoles d’urgence
https://www.filiere-g2m.fr/urgences
https://www.filiere-g2m.fr/urgences

