
Name Surname : 





Male :    (
Date of birth :





Examination’s date :

Consulting physician : 

 LOWE OCULOCEREBRORENAL SYNDROME / DENT DISEASE










description








yes    no 
    or  value

OPHTHALMOLOGIC MANIFESTATIONS  :  
Examination’s date : 


- bilateral congenital cataracts


(
(...................................….


- glaucoma





(
(........................................


- buphthalmos





(
(........................................


- corneal scarring




(
(........................................


- enophthalmos




(
(..................................…...


- nystagmus





(
(........................................


- blindness





(
(........................................

NEUROLOGICAL MANIFESTATIONS :            Examination’s date : 

- neonatal hypotonia 



(
(........................................


- suction / swallowing
disorder


(
(........................................


- reduced or absent deep tendon reflexes

(
(........................................


- moderate to severe mental retardation

(
(........................................


- gross motor developmental delay


(
(........................................


- convulsion





(
(........................................


- maladaptive behavior



(
(........................................


- muscle wasting



            (
(........................................

RENAL MANIFESTATIONS :             

Examination’s date :   

- Fanconi syndrome (tubular failure)

(
(........................................


- vitamin D resistant rickets  / osteoporosis
(
(........................................


- renal failure





(
(........................................


- failure to thrive and growth failure  


(
(........................................


- fracture / scoliosis




(
(........................................


- generalized hyperaminoaciduria 


(
(........................................


- tubular proteinuria 




(
(........................................


- glucosuria





(
(........................................


- hypophosphatemia / hyperphosphaturia

(
(........................................


- hypokaliemia / hyperkaliurie


(
(........................................


- hypouricemia / hyperuricosuria


(
(........................................


- hyperammoniemia/low renal ammonia production (
(........................................


- carnitinuria 





(
(........................................


- hypobicarbonatemia /normal-high bicarbonaturia  (
(........................................

OTHERS :

- cryptorchidism




(
(........................................


- joint hypermobility 



 
(
(........................................


- frontal bossing




(
(........................................


- normal karyotype




(
(........................................


