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Ultra—sensitive droplet digital PCR for detecting a low—prevalence somatic GNAE mutation
in Sturge—Weber syndrome
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Fe7Lyh7 U 2LPCR (LA TFAdPCR) (HHFC I Ef b= X (Rer Lo 1213y
—®ODNAZEAL, £Ra7 Ly WECPCREIEZT T FETHS. TagMan” m—7 % IV THN
THRRT Ly OBEFHAIL, A7V iR L T o2 —5y MO 2 e — £zt
ERmTHIENTED, KAFRELZHNWLZET, BIEHEE YAV AR T 2N RETHY, ~
TFREEE (LUFPNA) ETagMan” m—7 ZAa G52 LI K IO ERASHIRENS.
Sturge-WeberfEfBEfE (SWS) (X, MAOIIEME L, HEmORN—T A B (BME A7), IR
DFENIEE B T DR EFIEGERED — D Th b, M7 LH3FT A TR LIRS, HARTIIFE
[ 50,000~100,000 HAIZIAFEIEL TS, JilK - R REE AL BLEOFERIZR BRERMEI IRINZE2S, Fe
FBE DI Z GNAQ) ¢.548G>A DIARHHIIIZEFLA80% LA _EDIEFI CIRIES A ZEDNHES I
(Shirley et al. N Engl J Med. 2013). [/ RHAI IR M 2<ETe2Ebd0, FZMHRkE RO
DNADOE BEAZIT10% LA FEARBE L7252 BBV TS, kit — oo —fifhr (LR
NGSHift) CTRRZAT2AT->7-SWSIEFI 1584 (AR K% DMK - KRDNA) 248 L C, EAHEE
(SHIREE Y A 7 ORRHRAL, RSG5 BiRetLT.
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GNAQ c.548G>AZEOEFAR ZE R yn—= 7 7T AIRDNAZERL, BRSO EA
LamWLizrm—=7DNARGKEERLTZ. #iRE 7w — 2 DNA®D R &13 3000
copies/lassay Cit —L, ddPCRIZLAifxtE L PNA-ddPCR (PNA-PCR#%D##5% ddPCR
(CEOFANC L2 BN E 21T o7, N2 SaliE! TU7- EEA R R R EFEL, BIZERHR
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DNADT LV, 28R K OB ARIN 7 Ly MO A FHIR 28 BN e 7 Ly Moo EIGZ
B IRz, WIZ, T8EOFITTA AT T AIRDNADMFEL W LRELTBEO MR,
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ddPCROE B HIRIUL, 0.25% (7.52E"—), PNA-ddPCROEMERRHIEAE0.1% (3="—) T
bolz. EREAFRMELARDIZONT, ZRATTAINDNAD IwellC /A ET DIERLIE T 5.
TS TR L2 [ BIEIDFRT T T, BRAT T AIRDNAMFIEL R SR T, BREH
F30.25%DEE, MHLIZNE7 Ly MEA2000E O, 3EIFF1EIIAZRN D7 Ly MM ELZRN
Yra oL TSIz, — 74000 L LTI RN e 7 Ly MASHEFHUAFAEL T ETFRISHUT.
ZOREFITERNEE FERTHY, FFRRDEREL TWDT LD HEIS .

SWSEISEGFIDRERTIL, ZREHEN1% LLEOLOIE, NGSHHTORKRLIT—HT 528
ooz, PNA-ddPCR CldddPCR K ONGSHEHT TRt C&Aen -7 3IEFINZI T, GNAGQE
PR LTz, NGSHHTIZ LHZE RFEHRIT80% (1261/1564) Té-7223, ddPCR/PNA-ddPCRfi%
Hrizd93.3 % (14451, 1561) ~ U7z, iz, —HHERClImE-CrEER H RO DNAD NS [RIZE 5
ZARHILTE. SWSIT A NEGHIRO A& 7= 3 IRATHY, (RIS R ORI HIREE Ch 7w
REMEAS RIS, SWSO A 4 HE-<0 52 i i A AR S DO FARETE, FARIASIU TR,
LIRTEVSWS DI TEL T, MWD FUAATHIRED B N0 ATREMED MBS L TE T, A
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REMEbFERSAILCTRY, TIMERRTHLRBIE, FRRERG 4B HN5.
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