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Upd(14)pat 39 (13) 24 (Ch.14) 7 (IG- & MEG3-DMR) (Ch.14) 6 2
Upd(14)mat 12(0) 6(Ch.14) 2 (IG- & MEG3-DMR) (Ch.14) 4 0
Silver-Russell 150(8) 9(Ch.7) 43 (H19-DMR) (Ch.11) 0 98
Prader-Willi 192 (0) 39 (Ch.15) 3 (SNRPN-DMR) (Ch.15) 117 33
Upd(14)pat/mat 14 /
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Relative frequency of genetic mechanismsin imprinting disorders
UPD(14)pat-like BWS SRS AS PWS
phenotype
Uniparental disomy 65.4% 16% 10% 3-5% 25% (25%)
UPD(14)pat UPD(11)pa UPD(7)mat UPD(15)pat UPD(15)mat
t (mosaic)
Cryptic deletion 19.2% Rare . 70% 70% (72%)
Cryptic duplication Rare
Epimutation
Hypermethylation 15.4% 9% 2-5% (2%)
Affected DMR 1G-DMR/MEG3-DMR  H19-DMR SNRPN-DMR
Hypomethylation 44% >38% 2-5%
Affected DMR KvDMR1 H19-DMR SNRPN-DMR
Gene mutation 5% 10-15%
Mutatedgene CDKN1C UBE3A
Unknown 25% >40% 10%
Reference This study 17 18 19 8,19

BWS: Beckwith-Wiedemann syndrome; SRS: Silver-Russell syndrome; AS: Angelman syndrome; and

PWS: Prader-Willi syndrome.

Patients with abnormal karyotypes are included in BWS and AS, and not included in SRS. In PWS, the
data including patients with abnormal karyotypes are shown, and those from patients with normal

karyotype alone are depicted in parentheses.
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<A IO FSA R AT,
JEAAEA (n=2)
S AYZ— (n=24) | @Rt || ErE ) |
s MU RF2— (n=10) T T
s B/ AF 2 —(n=13) FISH 24 FISH 27
s BRHDHEITS— (n=1)

RKISL (n=7) R (n=6)
+ IG-DMR, MEGFDMREBITIRSK (n=4) :
TLA CGHEEHT | +1G-DVR O 3#RKL MEGS-DVRIZ RTLA -
TEZR(=1) /

IEERE (n=7) + MEG3-DMR @ =1
+IG-DMR, MEGI-DMREBICTE HRE )

ZER (n=6)
* MEG3-DMRDHTEZER (n=1)

Characteristic findings of SRS (+) (n=140) I

Testing for 11p151CRs (COBRA)

Hypomethylation
of H19-DMR (n=43)

Nomal methylation
of H19-DMR (n=97)

Testing for upd(7)mat (MSPCR)

upd(11p)mator Array CGH Multilocus Biparental
upd(11p15)mat analysis*! DMR analysis of 732

|Materna| disomy of 7q32 (n=9)|

(n=0) (n=14) (n=88) Microsatellite analysis

11p15duplications|
or deletions (n=0) upd(7)mat (n=9)

Abberant methylation e Isodisomy & heterodisomy (n=4)
at additional loci o Isodisomy(n=4)
(n=5) e Isodisomy mosaic (n=1)

Array CGH analysis*?

17424 microdeletion (n=1) | No CNV (n=87)

*! High density custom-build oligo-microarray for the 11p15.5.
*2 4x180K Agilent platform catalog array.
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