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[R5&E] AKEEINE, MERER

2013F48, KEREWRET (Sanger Institute) MEISKENEN 4RI EHRIE, EHEESD
HERAMALZERAHTHRANEAT, ARKR2ASNMEQRBERELTUERIEARKE T EIR

BEERS5ZXM,

ERRPRSETETRNEENBTHRIBENMEREVNESRE. URRIEEAMH LTI

. SRNREFHBEILRRFK RIS EEERNERRPHINA,

#HEEd, FNUEIEREEERNREAEEZFE, ENESEERHAD I ESl: 0
SyERSK, BlEn: LLEET%&I‘ABZE’]mRNA*ﬂJEE’]Elﬂ’]ﬁ%)& I%LLEET&XWW%%V%E&.-&H
BHREEBZFRIX (Morpholino Knockdown) , FiEidMERRE#EN BNOERBIINEE,

Morpholino Knockdown

RXBWMHEZER (Morpholino) ERENAIEHRNZEEMY, BIREE4ENS5mMRNALS,
PERTFE B EIFEMRNABLY], SEEEFYRDSEREK,

Casel

RS aARNIRE NHMEE T RBADAEHNCECRIEREERESHERBEPRMMERT, XMPHN
BAERIGIAR AADA2TREHDADA2, XIMARELRFEMBEEZREHER=EFZREL,

ZENHATAREIRR LAMCECRIER (ZEERIBADA2EH) BERLUMEEFEHENAEY
RIRIER . RBMEEMEPX.
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B 1. Clinical Findings and Pedigrees of Patients with Deficiency of Adenosine Deaminase 2 (ADA2) (B 3k
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[E|2. Evidence ofLoss-of-Function Mutations in ADA2 (B R kHref1)

Case2
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Bl 3. VIT knockdownZ & X&E 2 (B EEref2)
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EHAMorpholino Knockdowni# AN B S & VITERHTEE, EXXRESF, BXANZEREHNIER
BEKAE (AK) , WAKR/BEERT, CEACSFHFEMEEZINEE, ZHRMIEARNIRAH 5
FREAEYHIEFZAB NN, TEWRMELAEZT20165F588INatureFH) ( Cell Research)) .

Case3

INFEMAMEY FKAEGastrointestinal vascular malformation (GIVM), ZElIfK EABERER. /NBHE
HFMEY KEBEZFIUSAELN, FEZ/NHOELUREEE, FENLETHMERESER, RESH
I, ZHENAFENEIEAERE, DFIER (Thalidomide) EIRKLEEAT BT/ NGEAMEY KIE, B
XNIZ Y AT N EI RIS B FANTR.
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GIVM &

B3 HF-1a in GVM

ERl HF-1a incontral
2 - - = v 1 HF-Za in GIVM
B8 HF-20 in control
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Strongly Positive  Weakly Positive Negative

El4. (A) The expression of HIF-1a and HIF-2a in gastrointestinal vascular malformations and normal vessels.
Red arrow: strongly positive; Black arrow: weakly positive; Blue arrow: negative. (B) Percentages of positive
and negative vessels in GIVM and normal tissues. **P &amp;lt; 0.01.

EEmaElEN S EERBAZRBIOFERBAREE, AARISEEERIREAANRHIF-2a, &
PHIF-200] AR ES D& TEREK (SIVs) REIBE, ZRENNER T AL/ NGEAMEY HKAE.
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Folde of change ve con
Folos of chamge vs con,

E7. The expression of HIF-2a(EPAS1), VEGF, Notch1a, Notch1b, Notch2, Notch3, and DLL4 in the zebrafish
model. * P &amp;lt; 0.05, ** P &amp;lt; 0.01. (B FXBEref3)
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