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Figure 1. Low-Level Combined Germline and Somatic Mosaicism Inferred from Familial Recurrence of SMS
Family 1 was identified with three individuals suspected to have SMS and born to one mother but two different fathers.
(A) aCGH analysis of genomic DNA from the mother, two affected half siblings, and one unaffected half sibling. No detectable copy-
number change was seen in the mother.
(B) LR-PCR analysis of genomic DNA from available family members. The familial deletion-specific amplicon segregated with the SMS
phenotype in the children and was clearly visible from maternal peripheral-blood DNA.
(C) Digital PCR analysis of affected, maternal, and unaffected blood samples revealedmutations in 25.1% ofmaternal nucleated blood cells.
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