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Undiagnosed Disease Program (UDP ~2008 in NIH/NIGRI)

Dr. William Gahl & Dr. Manfred Boehm
CNETEZEMDOLTULVEGL, DFEYBLLIT SEFoI-—ALIESE
NWNVEWLDNELNGZWNEEELIVEROZHD =612,
BREFEBLELGWL EE, POFRIZEZZ S50 ELNELLY,
LALNHOFEHELEFIL NHRE DA T TH S

EX R/ LBRERTIENY THL, K6 KRFIZLEEEIRHL.
NIHFv 2 /AR DUDPETEIERIHRDE XD ERZE
RIC4FMBICH-> THBICKIET S LERTE

(Lancet 2014 December)

UDP facts (May 2008 ~)
BWEhtEZELI-EE$: >10,0004.
SmMEHLNT-FEEFE: 8004.
BECSmML-GZL\LESMFEDBHDREST-EFBE: 7504.
FRHI-YDSMEEZR: 1304.
FRIE: 40%I[X/NR . 60%ILRLA.
Euur*nxli‘.ﬁ' \¥IE‘{K%E’] Iiﬁ_&._'fl:%ﬂ’] H‘ﬁ'?f)‘\
OL\T—$%O)£U : 25~50%
ZHABREER D TON-EF DA E: £925%.
RIZZEICIEIEZESLGVNEDD, KELGFLANMNDH-T-EEFE 604
ZHICESETICEL-BE: 1EB~45F 4.
iﬁh‘ﬁﬁ’q’:#ﬁmﬁi‘ﬁz; I —LEH £91,2004.
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Making a definitive diagnosis: Successful clinical application of
whole exome sequencing in a child with intractable
inflammatory bowel disease

Genetics in Medicine 2011, 13:255-262
(D4R KEDEH])
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(X-linked inhibitor of apoptosis gene)
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Johnson et al Brain 2012:
i 135;2875-2882
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Foley et al Brain 2014:137;44-56
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* “Not sequencers but real physicians”

e Phenotyping (=B D EL 2

“Phenotyping is everything”
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