FISH Digeorge Syndrome, CATCH 22, 22g11.2

m 22g11.2
syndrome22q11.2

» Digeorge syndrome
¢ velocardiofacial syndrome
e shprintzen syndrome
e ConoTruncal Anomaly Face Syndrome (CTAF)
e Caylor Caridofacial syndrome
e Autosomal Dominant Opitz G/BBB
CATCH22 : Cardiac defect, Abnormal face, Thymic hypoplasia/aplasia,

Cleft palate, Hypocalcemia

m 22q11.2
22q CATCH ,
( tetralogy of Fallot, interrupted aortic arch, VSD, Truncus

arteriosus) , palate
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Figl. Contribution of 22g11.2 delection to heart defects in the population.

(From Pediatrics 2003,101-107)

congenital heart defect 22ql1.2

m 22q11.2
. (esp. conotruncal anomaly)



m 22q11.2

Digeorge syndrome 4000 1 22ql1.2
m 22g11.2
Digeorge syndrome CATCH22 22
22q11.2 Digeorge critical
region FISH . 1%
22 22q11.2
Test Method Mutations detected Mutation detection rate
FISH Deletion of 221qq.2 DGCR >95%
Smaller 2211 deletion or point mutation <5%
m 22ql11.2
22q11.2 93% de novo 7%
22q11.2 FISH
m 22q11.2 .
22q11.2 congenital cardiac anomaly(
interrupted aortic arch, truncus arteriosus, TOF, VSD) Cleft palate
FISH perinatal management
-
° : Heparin WB or BM 5.0
° . ~ /6
) : 210,000

. : 031)260-9261,9634 : 031)260-9216( )
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