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FIGURE LEGEND

Figure 1:  Cytogenetic characterization of the patient’s balanced translocation, 

46,X,t(X;1)(q28;q21)dn

Figure 2:  

A.  The X;1 translocation patient at age 3 years.  Note the patient's abnormal facial features 

including hypertelorism, clefting and a depressed nasal bridge with a prominent tip.

B.  The patient at 5 years of age with significant growth and developmental delay. 

C.  Abnormalities of the patient’s hand include distally tapering digits, ulnar deviation of the 

index finger, and 5th finger clinodactyly.

Figure 3:  By FISH analysis, BAC RP11-115M6 (containing Xq28 sequence) spanned the 

translocation breakpoint, as the probe hybridized to the patient’s normal X, der(X) and der(1) 

chromosomes.  

Figure 4:  XCI analysis at the AR locus established that the patient inherited maternal allele 2 

(M2) and the paternal allele (P) as shown using unmodified DNA.  Methylation specific PCR 

utilizing bisulfite modified DNA revealed complete skewing in the patient in both PBL and 

buccal cells.  Analysis of SCH DNA determined that inactivation was biased toward the 

paternally derived der(X) chromosome (P), with the normal X remaining active (M2).

ONLINE Supplemental Figure 1:  Extensive examination of the breakpoint regions revealed an 

imbalance of chromosomal material at the molecular level. Sequence analysis of the Xq28 

breakpoint revealed a 16 bp loss of chromosome X material, while a 36 bp deletion of 
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chromosome 1 material occurred at the 1q21 breakpoint.  Additionally, a 93 bp duplication of 

chromosome 1 material was inserted into the der(X) breakpoint.  


