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Kwiecien 2022 roku

* 16-latka przeniesiona do klinicznego oddziatu pediatrii z
regionalnego szpitala z podejrzeniem zaburzen odzywiania i
wymiotami

* ,0d zawsze” nadmierna masa ciata; podejrzewano chorobe
Hashimoto (niepotwierdzona, bez leczenia),
insulinoopornos¢ (potwierdzona w styczniu 2022 roku)

e Ponadto ASD

* Od stycznia 2022 roku schudta 20 kg; po probach jedzenia
nudnoscii wymioty

* Na poczagtku kwietnia 2022 roku z tego powodu
hospitalizowana w oddziale pediatrii. Stwierdzono
nieznacznie podwyzszone stezenie kreatyniny, zapalenie
btony sluzowej dwunastnicy, zaburzenia krzepniecia
(podano witamine K)

‘ INSTYTUT .FOMNIK-CENTRUM ZDROWIA DZIECKA




Kolejne dni

* Przy przyjeciu do Kliniki Pediatrii byta w stanie
srednim, zgtaszata zaburzenia widzenia, ostabienie,
trudnosci z utrzymaniem rownowagi

* Neurolog stwierdzit ograniczenie ruchomosci gatek
ocznych we wszystkich kierunkach, oczoglas,

wygorowanie odruchow sciggnistych, zaburzenia
rownowagi

* Ponadto: hiperglikemia, wskazniki zapalne ujemne

* CT gtowy — bez zmian poza zmianami w zatokach
obocznych nosa

* Nastgpnego dnia znaczne nasilenie objawow;
niemoznos¢ utrzymania pozycji pionowej, dyzartria
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Kolejne dni

* MRI mdzgu: symetrycznie
obustronne rozlane zmiany
hylperintensynwne w obrazach T2
zaleznych/FLAIR w obu pétkulach
i robaku mozdzku korowo
podkorowo (gtdwnie w czesciach
gornych i przySrodkowych) z
cechami restrykcji dyfuzji wody -
obrzek cytotoksyczny. Widoczne
rowniez obustronne drobne
sytmetryczne ogniska
podwyzszonego sygnatu w
obrazach T2 zaleznych /FLAIR w
grzbietowej czesci rdzenia
przedtuzonego, w okolicK
wzgorkow dolnych blaszki
pokrywy i prawdopodobnie w
obrebie ciat suteczkowatych.
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Kolejne dni

* Podejrzewano zapalenie mozgu — wtgczono
acyklowir, leczenie przeciwobrzekowe, bez poprawy

* W badaniach dodatkowych — narastajgca
hiperglikemia, wymagata podazy insuliny

* Pogarszajgce sie zaburzenia swiadomosci,
zaburzenia rownowagi, po kilku godzinach napad
drgawek — przekazana do OIT (GCS — 6 pkt)




Encefalopatia Wernickego — co
mowi Wikipedia?

* Encefalopatia Wernickego (encefalopatia alkoholowa) — ostry zesp6t
objawow neurologicznych wystepujgcy u alkoholikdow, spowodowany
m.in. niedoborem witaminy B1.

* Opisany zostat po raz pierwszy w 1881 roku przez Carla Wernickego

* Objawy: oczoplas, porazenie nerwow okoruchowych, ataksja,

e zaburzenia Swiadomosci, utrata apetytu, nudnosci, utrata masy ciata.
* Inne mozliwe objawy: konfabulacje, sennos¢, majaczenie,

* bezsennosc z lekiem, strach przed ciemnoscia.

. Prchz na: dieta uboga w tiamine/alkoholizm powoduje symetryczne
uszkodzenie ciat suteczkowatych, wzgorzai istoty szare;
okofowodociggowej
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Jeszcze 0 niedoborze B1

e Dieta oparta o biaty ryz, make ryzowg, inng biatg
make i weglowodany proste moze skutkowac
niedoborem tiaminy

* Najpowszechniejszg przyczyng, poza alkoholizmem,
jest anoreksja, ale rzadko niedobdr ten wowczas
przyjmuje postac ostrg

* Do niedoborow B1 moga prowadzi¢ rowniez
przewlekte biegunki oraz choroby watroby




Niedobor
B1 u
niemowlat
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Outbreak of Life-Threatening Thiamine Deficiency in Infants in Israel
Caused by a Defective Soy-Based Formula

Aviva Fattal-Valevski, MD*; Anat Kesler, MDf; Ben-Ami Sela, PhDg;
Dorit Nitzan-Kaluski, MD, MPH, RD{; Michael Rotstein, MD*; Ronit Mesterman, MD*;
Hagit Toledano-Alhadef, MD*; Chaim Stolovitch, MDY; Chen Hoffmann, MD#;
Omer Globus, MD**; and Gideon Eshel, MDtf

ABSTRACT. Objective. Between October and No-
vember 2003, several infants with encephalopathy were
hospitalized in pediatric intensive care units in Israel.
Two died of cardiomyopathy. Analysis of the accumu-
lated data showed that all had been fed the same brand
of soy-based formula (Remedia Super Soya 1), specifi-
cally manufactured for the Israeli market. The source was
identified on November 6, 2003, when a 5.5-month-old
infant was admitted to Sourasky Medical Center with
upbeat nystagmus, ophthalmoplegia, and vomiting. Wer-
nicke’s encephalopathy was suspected, and treatment
with supplementary thiamine was started. His condition
improved within hours. Detailed history revealed that
the infant was being fed the same formula, raising sus-
picions that it was deficient in thiamine. The formula
was tested by the Israeli public health authorities, and
the thiamine level was found to be undetectable (<0.5
pg/e). The product was pulled from the shelves, and the
public was alerted. Thiamine deficiency in infants is very
rare in developed countries. The aim of this study was to
report the epidemiology of the outbreak and to deseribe
the diagnosis, clinical course, and outcome of 9 affected
infants in our care.

Methods.  After the index case, an additional 8 infants
were identified in our centers by medical history, phys-
ical examination, and laboratory testing. The group con-
sisted of & male and 3 female infants aged 2 to 12 months.
All were assessed with the erythrocyte transketolase ac-
tivity assay, wherein the extent of thiamine deficiency is
expressed in percentage stimulation compared with base-
line (thiamine pyrophosphate effect [TPPE]). Normal val-
ues range from 0% to 15%; a value of 15% to 25% indi-
cates thiamine deficiency, and >25% indicates severe

From the *Institute for Child Development and Pediatric Neurology Unit,
Sourasky Medical Center, Tel Aviv, lsrael; fNeuro-Ophthalmology Unit,
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deficiency. Blood lactate levels (normal: 0.5-2 mmol/L)
were measured in & infants, cerebrospinal fluid lactate in
2 (normal: 0.5-2 mmol/L), and blood pyruvate in 4 (nor-
mal: 0.03-0.08 mmol/L). The diagnostic criteria for thia-
mine deficiency were abnormal transketolase activity
andfor unexplained lactic acidosis. Treatment consisted
of intramuscular thiamine 50 mgfday for 14 days com-
bined with a switch to another infant formula.

Results. Early symptoms were nonspecific and in-
cluded mainly vomiting (n = 8), lethargy (n = 7), irrita-
bility (n = 5), abdominal distension (n = 4), diarrhea (n =
4), respiratory symptoms (1 = 4), developmental delay (n
= 3), and failure to thrive (n = 2). Infection was found in
all cases. Six infants were admitted with fever. One pa-
tient had clinical dysentery and group C Salmonella sep-
sis; the others had mild infection: acute gastroenteritis (n
= 2); upper respiratory infection (n = 2); and broncho-
prneumonia, acute bronchitis, and viral infection (n = 1
each). Two infants were treated with antibiotics. Three
infants had neurologic symptoms of ophthalmoplegia
with bilateral abduction deficit with or without upbeat
nystagmus. All 3 had blood lactic acidosis, and 2 had
high cerebrospinal fluid lactate levels. Patient 1, our in-
dex case, was hospitalized for upbeat nystagmus and
ophthalmoplegia, in addition to daily vomiting episodes
since 4 months of age and weight loss of 0.5 kg. Findings
on brain computed tomography were normal. Blood lae-
tate levels were high, and TPPE was 37.8%. Brain mag-
netie resonance imaging (MRI) revealed no abnormali-
ties. Patient 2, who presented at 5 months with lethargy,
vomiting, grunting, and abdominal tenderness, was
found to have intussusception on abdominal ultrasound
and underwent 2 attempts at reduction with air enema
several hours apart. However, the lethargy failed to re-
solve and ophthalmoplegia appeared the next day, lead-
ing to suspicions of Wernicke's encephalopathy. Labora-
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Podsumowanie

* Encefalopatia Wernickego to zespot ostrych
objawow wynikajgcych z niedoboru witaminy B1

* Ataksja, oczoplgs, zaburzenia gatkoruchowe,
zaburzenia Swiadomosci i pamieci, nudnosci to
najistotniejsze objawy

* Niedobory witamin nalezy bra¢ pod uwage w
diagnostyce roznicowej w wielu przypadkach
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