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defects

Only 
thrombocytopenia

Predisposing 
syndromes

CAMT (MPL
mutations)

RUNX1, ANKRD26, 
ETV6 mutations

MYH9-RD

Early search 
for a compatible donor 

for HSCT
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� AT DIAGNOSIS
� Genetic counseling
� Physical examination 
� CBC with differential
� Blood smear examination
� Bone marrow examination with cytogenetic 

analysis

� EVERY 6-12 MONTHS
� Physical examination 
� CBC with differential
� Blood smear examination

any change
� Bone marrow examination with cytogenetic 

analysis
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MYH9-RD

� AT DIAGNOSIS
� Genetic counseling
� Physical examination 
� CBC with differential
� Blood smear examination
� Bone marrow examination with cytogenetic 

analysis

� EVERY 6-12 MONTHS
� Physical examination 
� CBC with differential
� Blood smear examination

any change
� Bone marrow examination with cytogenetic 

analysis
evolution towards leukemia

� In case of HSCT from a related donor, 
mutation screening 
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GENERAL RECOMMENDATIONS
Avoid drugs and situations that could damage 

kidney and/or hearing function 

KIDNEY
Search for proteinuria at regular intervals: in 

patients at high-risk of nephropathy every 6-12 
months since the diagnosis

EAR
Monitor for sensorineural deafness by 

audiometric examination

EYES
Monitor for cataract by ophthalmological 

examination
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TREATMENT

P
R

O
T

E
IN

U
R

IA

Renin-angiotensin 
system blockade 

reduces proteinuria of 
patients with progressive 

nephropathy
= �0&'�� #	�� %'��)0����

�

��������
��.

Cochlear implant 
restores hearing in 

patients with severe 
deafness 
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Cataract surgery
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TPO-RAs 
increase platelet count
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