
  

 

Referring Hospital: 

Referring physician: 

Date: 

Patient’s code:      Initials: 

Date of birth:       Sex: □ M □  F 

Pregnancy 

Active fetal movements  □  Normal  □  Reduced 

Diseases/Infections in pregnancy: _____________________________________ 

Therapy during pregnancy:            _____________________________________ 
   

Birth 

Partum   □  Eutocic  □  Dystocic    week:______ 
  

Fetal position     □ Normal  □  Podalic 

Weight                                  □ Normal               □ Low 

Revived      □  Yes              □  No 

Clubfoot      □  Yes         □  No 

Neonatal jaundice                 □  Yes         □  No 

Perinatal period/ months after 

Suction               □  Normal  □  Reduced 

Facial nerve palsy’s diagnosis  □  Yes            □  No 

Moebius syndrome’s diagnosis  □  Yes   □  No 

Hip dysplasia    □  Yes             □  No 

Facial hypomimia    □  Yes       □ No 

Floppy  infant              □  Yes            □  No 

 

Psychomotor development 

Social smile    □ Yes  age   (months)  □  No 

Sitting alone:      age                 (months) 

Walking alone:   age                 (months) 

After the first year of life 

Data collection  

Non-invasive ventilation   □  Yes  (age:          )  □  No 

Coats’ retinopathy     □  Yes  (age:          )  □  No 

Sensorineural deafness   □  Yes    □  No 

Academic success    □  Yes    □  No 

Cognitive impairment   □  Yes    □  No 

Loss of independent walking   □  Yes (age:           )  □  No 

 

Supplementary Figure 1 Infantile Anamnestic Questionnaire (IAQ) 
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Supplementary Figure 2 

A)  Analysis of allele polymorphism of EcoRI restriction by Southern blot with probe 

p13E-11: Pulsed Field Gel Electrophoresis (PFGE) and Linear Gel Electrophoresis 

(LGE); The figure shows the electrophoresis of DNA samples digested with the restriction 

enzyme EcoRI (E) or EcoRI / BlnI (E / B) and hybridized with the probe p13E-11. One may 

observe the variability of the bands originated in chromosomes 4 and 10; in the lanes 

where samples are digested with the two enzymes EcoRI/BlnI only the bands originating 

from chromosome 4 are observed. The fragments are compared with the bands of the 

reference marker molecular weight. 

B)  Number of D4Z4 units corresponding to EcoRI fragment size  

 

 

 

 

 

 

 

 

 

 

 

 

 

 

 



  

 

 

Supplementary Figure 3 

A) Age-specific cumulative risk of reported age at onset in de novo and familial index 

cases, carriers of 1-3 DRA. Estimates of 66 index cases, carriers of 1-3 DRA, using 

the Kaplan-Meier analysis. Long-rank test p value=0.026.  Blue line refers to de novo; 

red line to familial carriers of 1-3 DRA. B) Age-specific cumulative risk of reported loss 

of independent walking in de novo and familial index cases, carriers of 1-3 DRA, 

adjusted by sex and duration of disease. Estimates of 25 index cases, carriers of 1-3 

DRA, using the Kaplan-Meier analysis. Log-rank test p value=0.062. Blue line refers to 

de novo; red line to familial carriers of 1-3 DRA. 



  

 

 

 

 



  

 

 

Supplementary Figure 4 

A) Schematic representation of EcoRI-fragments detected by the probe p13E-11, 

deriving from chromosomes 4q and 10q. On the left: The D4Z4 repeat array of 

chromosome 4q is indicated with white triangles and the D4Z4 repeat array of 

chromosome 10q is indicated with black triangles.  Chromosomes 4q and 10q can be 

distinguished because all repeats at 10q contain BlnI restriction sites, leaving intact the 

repeat array at 4q and thus allowing the identification of 4q35. On the right: Ideograms 

presenting translocated D4Z4 repeats between chromosomes 4q and 10q. B) 

Segregation analysis in family T of p13E-11 EcoRI alleles shows that II.1, father of the 

proband has inherited the two paternal alleles (230 kb and 165 kb) and one maternal allele 

(140 kb). By B31 Southern hybridization of NotI digested DNA we established that 230 kb 

paternal allele maps to chromosome 4q35. We established that the de novo rearranged 17 

kb allele is of maternal origin and has been transmitted to both affected children (III.1, 

III.2). Based on these data we inferred that II.1 is not a mosaic. C) Segregation analysis 

in family C of EcoRI and TaqI pH30 alleles shows that  II.1, father of the proband has 

inherited a paternal 19 kb pH30 allele and a maternal 14 kb pH30 allele. The 14 kb pH30 

allele has been transmitted to the proband III.1 in association with the de novo 17 kb (3U) 

D4Z4 allele of maternal origin. Based on these results we excluded the presence of 4q35 

mosaicsm in II.1. 


