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Most patients with Beckwith-Wiedemann syndrome (BWS) have Of the 225 patients included, BWS blood testing was available in 128

macroglossia with some requiring tongue reduction surgery (TRS). (56.9%0). Mosaicism levels were higher in those who underwent TRS
compared to those who did not (85.9 85.9 (56.5-95.9)% vs. 29.7 (2.8-

73.1)%, p<0.001). BWS clinical score was also higher in those requiring

OBJ ECT'VES TRS (9.0 (8.0-11.0) versus 7.0 (6.0-9.0), p<0.001). There was a positive ZZO/BldM”j";LlS“‘W
correlation between clinical score and obstructive apnea-hypopnea index
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Figure. Percent of Patients Undergoing Tongue Reduction Surgery by Beckwith-Wiedemann Clinical Score
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(r=0.320, p=0.011). Recetver operating characteristic curve analysis
showed a clinical score =211 had 100% specificity and 36.4% sensitivity a0
for detecting patients requiring TRS. Blood mosaicism =80% had 63.6%
sensitivity and 83.6% specificity for predicting surgery. A combined

This study reports correlations between levels of affected cells
(mosaicism) and BWS clinical score in patients evaluated for TRS. We
also show correlations of clinical score and mosaicism with obstructive
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sleep apnea (OSA) severity. criteria of BWS clinical score 211 or mosaicism =80% had 72.7%
sensitivity and 83.6% specificity for predicting TRS. o
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Table. BWS Clinical Score and Surgical Indication
Indication BWS Score(n) N BWSScore(n) N p e
. . . TRS Cohort Non-TRS Cohort -
Blood mosaicism levels and BWS clinical score were recorded in RS Cohort ve NG TRS 0.0 (80-11.0) 35 7.0(6.0.9.) 3 0001 o od Mosaic a00r.
patients with macroglossia referred to plastic surgery for evaluation. Upper Airway Obstruction (UAO) vs 9.0 (8.0-11.0) 43 7.0(60-9.0) 73 <0.001 g° 00d MOSEICISIN at 2607
A .o blood .. BWS clinical TRS. and Patients without TRS c » Sensitivity 63.6%
: 3 e
ssoctations among blood mosaicism, clinical sCote, , 411 Cranio-dental Developmental Concerns 8.5 (7.0-11.0) 12 7.0(6.0-9.0) 73 0.020 &3 3 - ° Spec|f|c|ty 83.6%
OSA were assessed with appropriate statistics. e ((é%%(g vs Patients without TRS T 2 -« AUC: 0.77
Vs : ® Q - _— >41 -
TRS: tongue reduction surgery, UAO. upper airway obstruction, CDDC': cranio-dental developmental g BWS C.Il_n.lcal Scczre at 211:
concerns, BWS: Beckwith-Wiedemann Syndrome § ” » Sensitivity: 36.4%
ARDI AL FEATURES GRS TIVE FEATURES *Values reported as Median (Interquartile Range) e , BloaH: Kosalcism » Specificity: 100%
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Table. Blood Mosaicism Percent and Surgical Indication 100 80 60 40 20 0
Indication Blood Mosaicism (%) N Blood Mosaicism (%) N p False Positive Percentage
TRS Cohort Non-TRS Cohort Figure. Receiver Operator Characteristic Curve Predicting
| % TRS Cohort vs No TRS 85.9 (56.5-95.9) 55 29.7(2.8-73.1) 73  <0.001 Surgery Based on Blood Mosaicism and Beckwith-Wiedemann
Macroglossia Lateralized Overgrowth Omphalocele : O;g;lﬁomegaly Upper Airw. ay Obstruction 85.7 (565-957) 43 29.7 (28-73 1) <0.001 Syndrome (BWS) Clinical Score

(UAO) vs Patients without TRS

gzariiggs:?éaégg\;eiz%n;;zzi 89.6 (67.3-96.3) 12 29.7(2.8-73.1) 0.002 CO N C LU S | O N
without TRS

UAO vs CDDC 0.998
——— z’fieionr;gue reduction surgery, UAQO: upper airway obstruction, CDDC: cranio-dental developmental Blood mosaicism levels and hlghﬁf BWS clinical scotes a p pea ¢
}; : “Values reported as Median (Interquartile Range) associated with a greater frequency of having surgery in patients with
AeensiTE L ﬁ oo LG Y macroglossia referred for surgical evaluation. Elevations in BWS
e e e v clinical scoring are associated with increased OSA severity while

increased blood mosaicism 1s not.
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