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Zsofi tortenete 2019.

29.g.hétre sziiletett

Keratokonjunktivitisz miatt szemészeti gondozott

4 évesen emelkedett transzaminazok: GOT:102 (r<41) GPT:91 (r:<38), GGT: 38 (r:<27),
ALP: 731 (r:<673) U/, Bi: norm., 0ssz koleszterin: 8,7 mmol/l (r:2,8-5,2) \

Izomeredet, CK: neg. \

Coliakia szlrés: neg. \
Pajzsmirigy hormonok: norm. ‘“\
Vashaztartas paraméterek: rendben.

Hasi UH: két hujjal nagyobb maj, echogenitasa kissé fokozott

Szeroldgia: virus hepatitisz, CMV, EBV, Toxoplazma, Parvovirus, : neg.

EESZT: autoimmun hepatitisz autoantitest panel: neg. , a1-AT: neg., nutritiv panel: neg.
Coruloplazmin: 0,16 g/L (0,2-0,6)

Vélemény: Az eredmények nem utalnak majbetegségre. Kovetés 3 havonta a magas Verzsir,
a normal kétszeresét mérsékelten meghalado6 transzaminazok miatt.
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Zsofi torténete 2019-2020.
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Zsofi tortéenete 2021-2022.

[

» 2021-ben orvos valtas

Kovetés 2021-2022. > 2021.06 ho: kol:7,3 HDL:2,23,
800 g LDL: 5,1 mmol/L
200 , > hasi UH ismétlés: szerkezetileg ép,
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2022. Szolnok

» GOT:135 (r:<37), GPT: 219 (r:<40), GGT:71 (r:<32), ALP:347 (r:<325) U/L,
Bi:norm.

v

Maj szintetikus kapacitasat jellemz6 paraméterek (INR, osszfehérje,
albumin): norm.

Doppler- hasi UH: norm.

Hepatitisz-E szerologia: neg.

Autoimmun hepatitisz iranyaban autoantitest vizsgalat ismétlés: neg.
Ismételt colidkia szlirés: neg.

al-AT szint mérés: norm.

Coruloplazmin: 0,16 g/L (r:0,2-0,5)

ATP7B mutacié vizsgalat: a 2. és a 14. exonban két heterozigéta mutacio
igazoloédott
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Interaktiv kérdes |I.




Diagnozis a Ferenci-score alapjan

» Ferenci-score

Table 2. The scoring system (Ferenci score] for the diagnosis of Wilsen's disease developed at the 8th
International Meeting on Wilson's Disease and Menkes Diseases, Leipzig 2002.

K-F rings Present (2 points) Absent [0 points)

Neuropsychiatric Yes (2 points] No (0 points]

symptoms suggest WD

(or typical brain MRI)

Coombs negative Yes (1 point) No (0 points)

hemolytic anemia

24 h urinary copper Normal [0 points) 1-2 % ULN (1 point] >2 X ULN, or normal,

excretion (in the but >5 X ULN after

absence of acute challenge with 2 X 0.5

hepatitis) g D-penicillamine (2
points)

Liver copper Normal (-1 point) <5 % ULN (1 point) >5 % ULN (2 points)

quantitative

Rhodanine-positive Absent [0 points) Present (1 point)
hepatocytes (only

in case of lack of

Cu quantitative

assessment)

Serum ceruloplasmin Normal [0 points) 10-20 mg/dL (1 point] <10 mg/dL (2 points)
(nephelometric assay,
normal >20 mg/dL]

Disease causing No mutation detected (0
utations on one points)
chromosome (1 point)

Mutation analysis Disease causing
mutations on both

chromosomes (4 points,

A of the WD diagnosis score:

=4 points: diagnosis of WD highly likely.

2-3 points: di is of WD probable, more i igations needed.
0-1 point: diagnosis of WD unlikely.

MRI, magnetic resonance imaging; ULN, upper limit of normal.

» Neurologiai konzilium, koponya MR vizsgalat: neg.

Piotr Socha et al.: Wilson’s Disease in Children: A Position Paper by the Hepatology Committee of the European Society for Paediatric
Gastroenterology, Hepatology and NutritionJPGN 2018;66: 334-344)




Terapia

» Rézszegény diéta /3 <> S,

» D-penicillamin 20mg/kg
2023.06.28.
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Interaktiv kerdeés lIl.




A terapia hatasa I.

kovetés 2022-2024.
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A terapia hatasa Il.

» Elasztografia SE Gyermekklinika Bokay utcai Részleg
» 1.2023.04.05. 6,28 kPa (r<5) enyhe fibrozis.

» 2.2023.10.13. 5,55 kPa javulo tendencia.

» 3.2024.09.19. 5,4 kPa tovabbra is javulo tendencia.

https://old.sonarmed.hu/options/show/elastoscan




A terapia hatasa lll.

24 oras vizelet réz irités

1.2023.04.h6 150ug/nap

2. 2023.10.h6 570ug/nap

3.2024.05.h6 720ug/nap

4. 2024.09.ho folyamatban

Ref:<40ug/nap , Wilson-kér gyanu:>100ug/nap
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D-penicillamin fenntarto6 terapiara atallas: 200-500 ug/nap esetén




Ujabb kihivas: a vérzsirok

Vérzsir kbvetés 2022-2024. >

2022.11.07 2023.03.08 2023.06.19 2023.07.25 2023.11.06 2024.02.27 2024.05.27 2024.08.28

Kol (mMmMol/l) e====|DL (mmol/l) e===TG (mmol/l)

Csaladi anamnézis: édesapa \\
29 és 37 évesen szivinfarktus,

terapiarezisztens magas \
verzsirok \\
LAL-D vizsgalat: norm. \\
Familiaris ‘

hiperkoleszterinémia
iranyaban genetikai vizsgalat
folyamatban



Treatment of childhood dyslipidaemia

“* DIET ++ STATINS
* Limit total fat intake to 25-30%, saturated fat * First-line pharmacological option
to < 7% and cholesterol to < 200 mg per day. * From 6-10 years of age

Prefer monounsaturated, avoid trans fat

-

Start with the lowest available dose

* Highin fibre * Reach the maximally age/tolerated appropriate
* Consider phytosterol supplements dose

.

%+ PHYSICAL ACTIVITY

7
"

At least 1h of moderate-to-vigorous activity
per day

SCREEN TIME

Limit sedentary screen time to a maximum of
2h

SMOKING CESSATION

Second-line pharmacological option
From 10 years of age
Licensed formulation is 10 mg

BILE ACID SEQUESTRANTS
Second-line pharmacological option
From 10 years of age

Use colesevelam 3.75 g/day

Fiorentino, R.; Chiarelli, F.:Treatment of Dyslipidaemia in Children. Biomedicines 2021, 9, 1078.
Vuorio A, Kuoppala J, Kovanen PT, Humphries SE, Tonstad S, Wiegman A, Drogari E, Ramaswami U. Statins for
children with familial hypercholesterolemia. Cochrane Database of Systematic Reviews 2017, Issue 7. Art. No.: CD006401. DOI:

10.1002/14651858.CD006401.pub4.
Raul D. Santos: Alirocumab in Pediatric Patients With Heterozygous Familial Hypercholesterolemia.A Randomized Clinical Trial. JAMA Pediatr. 2024;17




Konkluzio

» Non invaziv vizsgalatok preferalasa
» Minden differencialdiagnosztikai lépés atgondolasa

» Kozos gondozasi gyakorlat kialakitasa
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