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* Controlli ematochimici occasionali (cambio medico curante) :

iperferritinemia (1882,5 ng/ml), sideremia 241 mcg/dl, transferrina non eseguita

|

* Consulenza GEL: verosimile talassemia + epatopatia di ndd (emosiderosi?)

e Milza 21 cm
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* Consulenza ematologica ‘mvm al Centro No info (FG) %2142
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Evoluzione del quadro clinico

AL

eta Hb MCV MCH  RDW (%) PLT G.B. Bili tot AST T GGT LDH
20y 12 62.9 213 330 6,12 21 20 13
27y 11.8 70 23 17 434 8,9 24 18 11
33y 10,1 67 21 377 50 4,6 (dir 0,33) 22 22 12
37y 10,6 70 23 415 59 43 77 14
3%y 10,2 70 23 362 53 32 37 13
44y 91 74,6 21,6 23,5 292 5,70 68 14
45y 9,6 74,5 21,7 23,6 213 542 7,1 (dir 045) 77 99 17 Ac folico 3 5ng/ml
45y 89 74 23 259 5,63 4,99 (dir 0,4) 70 84 16 669 B12 491 pg/ml
45y 9,2 73 23 292 5,25 6,42 (dir n.d. emolisi) 71 80 17 851
46y 92 734 23 278 242 5,68 8,1 (dir 0,47) 51 37 16 451 Acfolico 4 ng/ml
48y 9,2 73,4 22,5 21,4 300 594 B12 430 pg/ml
Reticolociti 3,44%, 138000/mcl - 4,15%, 170000 /mcl
HbA2 3,4% . :
HbF 39 8% } HPLC FERRO 224 mcg/dl Aptoglobina indosabile
’ FERRITINA 1417 ng/ml Coombs diretto e indiretto negativi
HbA2 3.5% } sillare TRANSEERRINA 193 mg/dl LIC 14,7 mg/g dw
HbF 45,1% p Saturazione 82%
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Evoluzione del quadro clinico

eta Hb MCV MCH RDW (%) PLT G.B. Bili tot AST ALT GGT LDH
20y 12 62.9 21.3 330 6,12 21 20 13
27y 11.8 70 23 17 434 89 24 18 11
33y 10,1 67 21 377 5,0 4,6 (dir 0,33) 22 22 12
37y 10,6 70 23 415 59 43 77 14
39 10,2 70 23 362 53 32 37 13
44y 9,1 74,6 21,6 235 292 5,70 68 14
45y 9,6 74,5 21,7 23,6 213 542 7,1 (dir 045) 77 99 17 AC fOliCO 3 Sng/ml
45y 89 74 23 259 5,63 4,99 (dir 0,4) 70 84 16 669 B12 491 p’g/ml
45y 9,2 73 23 292 5,25 6,42 (dir n.d. emolisi) 71 80 17 851
46y 9,2 73,4 23 27,8 242 5,68 8,1 (dir 0,47) 51 37 16 451 AC fOliCO 4 ng/ml
48y 92 73,4 22,5 21,4 300 594 B12 430 pg/ml
Reticolociti 3,44%, 138000/mcl - 4,15%, 170000 /mcl
HbA2 3,4% .
HbF 39,8(2) } HPLC FERRO 224 mcg/dl Aptoglobina indosab- NTDT??
FERRITINA 1417 ng/ml Coombs diretto
HbA2 3,5% | TRANSFERRINA 191 mg/d] LIC 14,7 mg/g v
HbF 45,1% capillare Saturazione 82%

)
»

e

o, R — .
MEETING DEL CLUB DEL GLOBULO ROSSO 2026 NAPOLI, 28-29 SETTEMBRE 2026



L" analisi genetica

Reverse dot blot
Nuclear Laser Medicine
Beta globin strip assay

HBB:c.118C>T — CD39
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L" analisi genetica

Buccal swab
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Analisi genetica e morfologica
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SNParray su DNA midollare
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14.7 Mb pUPD 11p15.2-11p15.5

American Journal of Hematology, 2026; Mandrile et al 0:1-6 10.1002 /ajh.70177
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BGLT3 = HBGI = HBG2 ==
B-trait carrier state
- . - Hb =12 g/dL
“HBpof BGLT3 = HBGI |+ HBG2 ==
Cacets Clonal expansion of cells harbouring
pUPD patUPDI11p15 and the homozygous B° mutation
P
BB po-f- BGL T34-'-— HBGT.'- HBG;-'—
Anemia
“— Hb =8 g/dL
“HBR B0} BGLT:-'— HBGI | HBG2 |—
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[La Dimostrazione del meccanismo molecolare

@ Down @ Up

RNAseq su midollo:
30 » Assente espressione di HBB
| | * Incremento dell’espressione di IGF2, HBG1, HBG2
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[La Dimostrazione del Meccansimo Molecolare

@ Down @ Up
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Espansione clonale del clone
11pUPD con HBB mutato
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LLa Dimostrazione del Meccanismo Molecolare
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[ evoluzione clinica

Hb Linee
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