Centronuclear Myopathy Clinical Checklist
Please complete and return with sample

Name:







DOB  



Date 




(
Male

(
Female

Suspected Diagnosis:  
(
X-linked myotubular myopathy


· Autosomal recessive centronuclear myopathy


· Autosomal dominant centronuclear myopathy






(
Autosomal dominant intermediate Charcot-Marie-Tooth disease

Features

 Present:
Yes
No
          Features

 Present:
Yes
No
        

Growth


Gestational Age

 wks


Birth weight


 gms


Birth length


 cm


OFC



 cm


Age at Exam


 yrs & mos


Height


 cm


Weight


 kg


OFC



 cm

Cognitive Delay


(
(

Severity ____________________

Motor Delay



(
(

Never walked


(
(



Age Sat

            


Age Walked

            

Age Talked

     

Neuromuscular findings


Hypotonia



(
(

Proximal weakness


(
(

Distal weakness


(
(

Myotonia



(
(

Facial weakness


(
(

Reduced eye movements

(
(

Ptosis



(
(



Foot drop



(
(

Dysarthria



(
(

Distal sensory loss


(
(

Depressed tendon reflexes

(
(

High-arched feet


(
(

Weak ankle dorsiflexion

(
(

Thin distal muscles


(
(

Nerve conduction velocity _______


Other neuromuscular findings:


(please describe)
Muscle biopsy done


     (
    (

Increased central nuclei

     (
    (

Dystrophic processes

     (
    (

Inflammatory processes

     (
    (

Other findings on muscle biopsy:


(please describe)
Facial findings


High arched palate

      (
    (

Facial weakness

      (
    (

Ophthalmoplegia

      (
    (

Ptosis


      (
    (

Other facial findings



(please describe):
Cardiac findings:

      (
     (

(please describe):
Additional findings:

Scoliosis


       (
    (

Congenital joint contractures
       (
    (

NG-tube


       (
    (
     G-tube


       (
    (

Respiratory support 

       (
    (

Please list type of respiratory support:


(vent, c-pap, etc)



Other findings:



(please describe)

Previous Evaluations:


MRI



        (
    (


Results:___________________________


EMG


        (
    (


Results:___________________________

Other relevant results:

Ethnicity:

Family History:
These data are from CETT-sponsored clinical diagnostic testing (www.CETTProgram.org) and do not require the informed consent of a research participant. As part of clinical care, patients agree to additional use of their HIPAA-compliant data. All patients in this program receive information on opting out of having their de-identified data shared beyond the clinical laboratory.
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