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B2 W O R HEFENE & i3 D KM cell-free DNA (2 & 2 RS 77 O An -2 Wil B9~ 2 AR 48
(A study on genetic diagnosis of vascular malformations using peripheral blood cell-free DNA

as an adjunct to imaging-based diagnosis)

[(BERLEN] MEFHIL. BEHOME - U XBEROEKICET 2ERERENIOEL, K
J&. B THER. B, BICED X TERABNLICHREZZAT %, International Society for the Study of
Vascular Anomalies (ISSVA) 74BICE D <JRELZHT (arteriovenous malformation: AVM, capillary
malformation: CM. lymphatic malformation: LM, PIK3CA-related overgrowth spectrum: PROS. venous
malformation: VM 72 &) [$BEEIRICER T 2 H . ERD2E CIEBERIEE (ultrasound, US) |
i PSEIfE (magnetic resonance, MR) % F/0v& L 72 BRZETICIRE L. HILY X7 ED BIR
BREBFZETELT LbiIThhiawn, £/, REFFOBBEEIEWCERT 2XRFLZ S
L. FMNEMESCEREREL HERILES, KICTNIIBMEERETHY . ZHOEND S
BERBEEOEREDOTRICEADY 5 28, MEFTHOBKMOEE XL Z DHABED /=D
DICFHESNTVD LIFEVEL, I T, T MR POESERCRENREEZRT 52
EDBHY) | EEDNERFRELZHFEBOEBNILEIND, EF. REFTLODFHEL L T rat
sarcoma (RAS)/mitogen activated protein kinase (MAPK) #2E&X°> phosphoinositide 3-kinase
(PI3K)/protein kinase B (AKT)/mechanistic target of rapamycin (mTOR) #RE&IZB4 5 BT DA
fREYA /oY) BENMEMZKE L TERFEMOEZUN S E > TV 5, —A.
EAREEY A 7 IZFRBMmMED/NY 7> b7 LIVSEE (variant allele frequency, VAF) HY & TE
WIS L1270, BREREROREAFRETH 5, AL, (1) BERZHTICETS
THEEUZARI L, (2) FMEIM cell-free deoxyribonucleic acid (cfDNA) ZH W7z U F v F/3A
# 72— & ultra-deep targeted next-generation sequencing (NGS) | & 2 B FEMOEREZ 1%
HeszeEBENE LT,

DiseAE] % 1 ETld. 2008 F 7 A~ 2023 F 9 BICAEHEREHIE T [IRE &
DTRTEZHT] TUBRS N ERIE#%AME (CRFTRL (536 & 759 AE) . Mk ICFMEEES
CTRIBRMTI N 14 EGIZ I L 7o, B2REe AUV T, BIRATR. a2k, REIRIEZH.
PWMEEZ CORBL EDBEREINE L. BRI MBSO R E LT EREZHE
R ET HBRARRZEE L7, £ 2 ETE, WBERFERERS L 0L EHERE TR E ICE
# L 7<IRES T 40 6 (AVM 11 $l, PROS9 #I. VM 20 ) ZxHKRE L, REMA S cfDNA
% L 7=, Unique molecular identifier (UMI) |C & 2 T 7 —#H1E% {& X 7= ultra-deep targeted NGS

(BRAF. KRAS. MAP2KI. PIK3CA. TEK DRHERBEEE X —7 v b & T HH AKX L/IFIL)



%ZEJE L. lonReporter T/NU T > FRIEZ1T> 72, Bl - BRMENBZGHA L. BEBEIE &8
1K VAF TR DI H AT REIE % AREE L 72,

[((ER] £ 1| ETld. BEZHEREBEZMD T TH -7 14 FEG O REHFERDMILERF
8hE 6 ). REERE 2 fl. MEFEHE 2 F. RBOERERE 1| 6. SMEERRE 1 )
THY., BANEMBRERENE (B 1§ L I EREEES (FREW) 1 flzdA
72, W R2lh O RAKEOMT £ COHAMIZTY 370+539 B (#F 14-1893 H) T. ERKZHK
DBRORILN BE BB BRI LB, BEER L OB AEILAERNICEE S
T RKE-RBICLVEREOURESELZ ERIY. BEERBOLAUIBRERER L, B
2 BT, 77U aAVEHHANL YT 104,000¢ (EE 28,000-153,000%) ZHiERK L. 40
f 23 ] (57.5%) T&F 44 /NU T > b &IEH L7z, VAF (ZFRE 0.11% (EEFE 0.05%-1.88%)
T, 0.1%K#71'38.6% (17/44) % 57, EEBEANDOEERIE. AVM 11 BlF 6 B (10 /XY
7> k) L PROSO Bl 7 1 (15 NUT > k) ( VM20 FlF 10 B (19 NUT > b)) TH
2720 AVM Tl BRAF p.V600E %> KRAS p.G12D 72 &BEAIRw b Xy MZhIZ. TEK.
PIK3CA.MAP2K1 DH1E6H)% B8 7-,PROS TlE PIK3CA v kXK b (p.E542K. p.E5S45K,
p.Q546R) ZEHBITRIFEL., FENY T M (7L —L> 7 bNY T2 MRIENY 7>
b)) bEENT, VM TlE TEK N T > b2% < SEHEBBALICMA CHREEEZ &S, TEK
ZENYT Y MRMERFANY TV N OHEFEEZRSO T, PROS O—EYESITIL, HEBBO
formalin-fixed paraffin-embedded (FFPE) &{K CREHR D /N 7> b EE—D /N 7> b AR
cfDNA H o S iz, RRHA (17/40) L CE—EFITEHNY 7> bAREHE N, 6§
REBROBEBANETH > 7=,

[(ER] BEGRZWEREBCRIEARA—RFME L TERTHZ—H. REFHICH T2
BrOREEMEIC K Y RA—BHE LT D720, FBRAME (FFEMERD. EETER LAV, &)
CHERISTR, SHROBAL C & ZEICE A BRI T IREANEECTH D, HTEH
DE S TlE, FRHMEM fDNA % f U 72 ultra-deep targeted NGS IC & Y. #B1E VAF 815D (KH
FIEYA ZICHLTHNY T FRIEHNRIETH Y | MBREREA R EE O ER OfBhE2HT & L T
BREDNEL., —A. AVM Tld cfDNA AERMA THERINIREHEL DA WATEEE D RE
INTHY, KREOIOBRE EDI-REUBORBENCHIRETCH D, 7. AU TV b
IZ# % droplet digital polymerase chain reaction (ddPCR) & X7 + T LDEWNY 77> MER
2R U targeted NGS (FTERIRICH Y. BHICIGCEVWRIFARDON S,

(iE%] £ 1| ETHRETHOBRZKNICE T 22 OTEEE S L EEASOTRES Y R
7 EHEMMOREAEIRL, F 2 ETHKMBIM fDNA Z A\ 7 ultra-deep targeted NGS 12 &
WIB{E VAF NU 7> FOBRHEARIRER T & &R L 72, EHRZET & 9 F 2 OBE &R 14,
BRENOSBELRZHOFEIRICOBN B AL H 5,



