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(A study on genetic diagnosis of vascular malformations using peripheral blood cell-free

DNA as an adjunct to imaging-based diagnosis)

AR, IRE 2RI 2 B2 R O RNHEREME A BT 2 & &b, SWaieT
5FELE U TRMIML cell-free DNA (efDNA) % iV /- ultra-deep targeted next-generation
sequencing (NGS) OEIAGEMEEZMRET L= O TH D, F 1 ETIE, SRRl kst £t
WZBWCRE AE O RTRZ B O & & UIFR iz 759 WA 2 % T HHICHRGT L, ekemlz 3k
M/ PERES & oW S 14 Bl Uiz, £ ORER, w7 & o i om0 R
PERESE D 270 &9 FEME - WPRIEMEIEE & & TR Y | IR &R B2 O AR —Hn
WL ARG 72BN AN DN D Z L &R Lz, 8 2 T, BiEk&E (AVM)
11 i, PIK3CA BH#ia kA~ 7 & (PROS) 9, §Ik# (VM) 20 D3 40 #1
RGBT, 5 s (BRAF. KRAS, MAP2K1, PIK3CA, TEK) O#fiHi/NY 7 > hffik
EXEETDH 24 T T Y AL MHRRD N AKX AoSFVE O TERMIM fDNA O 21T
VY, ultracdeep NGS (2L 0 23 5l TRl 44 XU 7 > M &k L7,

FBEICHTY ., ETRIEOMNMBEIZN G, fDNA MFTOMRMIER 2 E 25 & IKE
FIED O OEAERINC Z 72063 D FAEREAOERONZ S > T2WmIZH > B 207
DR[FNZOWNWTHEMN B - 7=, HiEHE L. RAS/MAPK ##1 & 5 iE PISBK/AKT/mTOR #%
FEOWT IR T 270080 9 BRI L~ TORBES MG O D58 IR RS D35
A IFFT 50O VWb 2R S L CTHlREET 2 AleEMEIZH 2 L FIE LT, i\ T,
A % B L CIR AN IR A & of DNA Z it~ 2 J71E1%, MkAm L v (REECHHTIX
RNNE DERIN Do To, HEEHE X, AW TS 2 il TR NI 2 B L CTRET L7273,



WTREANY T NI SN homZ L EEE L, 612, IREFEORAEA B =
XL OWTERMAH Y . HEEE 1L, IRE T DL TR ICEL 2 EME Y 724
FUCB# L, & L C RAS/MAPK 28 % 7213 PISK/AKT/mTOR #2880 i & U CHlfig <
TS ZEZEEE LR,

WIZ, RIEOBARKEWESZN S, S EIOSFVTIENA & 0T 2 RKE R 23 b
NTWDHR, Kak— MIRZWOHBREENE ENTWIZAREMEIC DWW TERM R H - 72,
HEEE X, PET-CT 2 EEZ W FERIAZ V—=0 713 T TE LT, OR[N Z T2
BETDHZLIFITERNELODG, REZWHEOIREADR & > T2 TRV EE 2 T D
LA LTz, WIZ, BB TR fDNA B LD STV o ThiuE, IREFTELHm S
LW Z &S B U X —5 y MIEDIo/SARIVEHET 55 BA ATl e oER
WoTz, HEEEIT. FRRBCIE, WRE ST B EIE AR 1IN A AR AR <0 /8 ST 34 A e
77 CEER] E B R A OJRIKEG b B D T RN S ROV N BB 2R T [ E D — D> THhH D
LEIZE L, MAT, AFRICE LEZERICHOWTEMZAH Y . BHNALZZEMICEZ L
77

BRI, EAORIIBERESR D, MREEIEI LR B A LRI LT VIR A &
Bondn, EMEToTCHLHRBMIZENH L0 DEMR S o7, HEHIL, AR
TIEMRIEIE 6 BT 8 Fl CARDMIT SN TWIZ b b b9, BB HRIEIE & 2
WrshicZ &R L) 2T, ML EE 2G a0 e 5 LRIZ Lz, T, =
YRR VORFEIZOWTERR S, A%, Tl - MR HERER SOTRR T
B LK AR — M X DEERENMLETH D LEE L, o, RO %HF
FeL LT, AVM BE Z 5P RITHRE & KA~ 7 % 7 L% iz ddPCR WF5E % BAA T
ETHDHI L EHI L,

ZOFIE, IRE ARSI IV TEG 2T & 0 2 W OFRRIRIE T & W D T T e 2
BEIE O FTREMEA TR LT R T i S L5, A%IE. K0 KB aR— MBI oK
AE. ARAHIM & AR O T fEHT, ddPCR 72 EMOFIE L OFEIT LV . IRE IR
HIRRENOEIEE 2 ) T2 W B O RIBIZ SN 5 Z LIRS N D,

FEB—FIL. ZNDLOMRZE<FE L, KFEFGREICR T 2 HESCIGHA 2 2
OF, HEENEL (E%) OFRMEZ T LOICRKRSBEREAETHLOEHE LT,



