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FeAe L H IR E L VAR TR H %

AWFED—FIT LA T DEm I FER L 72,
1 . Shintaro Mitamura, Kosuke Ishikawa, Yuki Sasaki, Naoki Murao and Satoru Sasaki
Pitfalls in Ultrasound Diagnosis of Vascular Malformations: A Retrospective Review of 14

Nonvascular Tumors Treated as Vascular Malformations

Diagnostics, 15: 506 * 2025

2. Shintaro Mitamura, Kosuke Ishikawa, Kanaki C. Hatanaka, Tatsuro Saito, Yuki Sasaki,
Takahiro Miura, Taku Maeda, Emi Funayama, Naoki Murao, Satoru Sasaki and Yutaka

Hatanaka
Ultra-deep targeted next-generation sequencing with peripheral blood in patients with vascular

malformations: a cohort of 40 patients

Molecular Biology Reports, 53: 214 + 2026

AWFZED—IE DL T D2ESITHE L 7=,
1. =R BRER, A1 #E, e4 R HEfE, S M, ff4 K T.
WRAE BT DATHTZ W TR U 72 R 2 D st
% 68 M H AT B AR s - AfitES, 202544 H 16-18 H «



HE

[5 L HI] IREFTEIE, BAEMOIME - ) v B RO T 2 e K kR )
ST, KE. KT, . BICE5 ETCERRTMIOREZIEKT 5,

International Society for the Study of Vascular Anomalies (ISSVA) 7701 3D { Ji RIS

(arteriovenous malformation: AVM, capillary malformation: CM, lymphatic malformation:
LM, PIK3CA-related overgrowth spectrum: PROS. venous malformation: VM 7% &) 1A
PEERFICERS T 228, EBOZECIIES BT (ultrasound, US) . &AL IE {5

(magnetic resonance, MR) 7% Hul» & L Z2HREZWHICKAE L, B R 7 7% £ o kil
AR WNIE AT L b fTbia v, £, IREFEOEWHREII A WICEBE T 5K
Mz bt FEMEMECEMERZE & QEALE S, RFICZUTEERETH D,
ZW DENRERIR ZE S ¥ EFEOTRICED D 9 203, IREFIEDOZK O X
MZDWEBED 7D T3 ICiBiEk I N TV» 3 EIFEWEEv, N2 T, #if N MR PIfil
B n ERENREZET 52 E8H D | MHEFHI» ORERE LW O fH 0 E £
N5, EHE, IRETHED7FHEE L L T rat sarcoma (RAS)/mitogen activated protein
kinase (MAPK) %> phosphoinositide 3-kinase (PI3K)/protein kinase B (AKT)/mechanistic
target of rapamycin (mTOR) #2812 B 2 BAZT-OFMIIEE S A 7 BHS 0 ER D | %
BRI H & L CEBTF2MoBEEESEHE > T b, —J7, HHllEE A4 713K
IR D N 72 7 L VB (variant allele frequency, VAF) 23 & TR\ FEISIZ 47
MLR570, MEEREROEMIPETDH 2, AWUEIE, () HEZHICE T 524
MEEMEZARRIE L. (2) RHFSIML cell-free deoxyribonucleic acid (cfDNA) Z w27z ¥ v F
INA F 7" — & ultra-deep targeted next-generation sequencing (NGS) 1 & % &5 ZWi D
FHEZEN T2 E2HWE L7,

Dfg & A57R] 55 1 3CTld, 2008 4F 7 H~ 2023 4 9 HIZ SRR bZ o el © TR
A DOMATZM ) CUIBR S N RER 2 A SITRE L (536 44 759 ) | Hlifkic
FEIMAE PENEES & RBRESWT S L7 14 REGI 2 il U 72, 82000 & . G L, ARTRiTES W,
AR EEZWT, WL £ coM %4 EofEH2 I L, K2 H &L REZ A —
BEo R E DM 2 89 2RI 2 L 72, 2 BT, duigE Ry
bt & OSLRIREBE TR S 1288k L 2 IRE A 40 B (AVM 11 6, PROS 9 #l, VM
20 ) 2RISR E L. KD S ofDNA Z#iH L7z, Unique molecular identifier (UMI)
12k 52 —#ilE % 2 72 ultra-deep targeted NGS (BRAF. KRAS. MAP2KI. PIK3CA.
TEK DB NY 7 v MElE & =7y P ET RS L% )V) ZFEEL ., Ton
Reporter TNV 7V FRIEZfT-> 72, Btk - BB Z 08 L, R &
VAF HI OB e 2 BeEik LU 72, 2



[F55R] 28 1 BT, ERKZW LIRBEEZEAI A TH > 7 14 FEFI D mAIR B2 T
(ZPRFEHINE 6 B, FERZEENE 2 B, IAEPIEANE 2 . SRER AR RHERE 1 B, AME e
el 1 PICH D, EIMERRIMERE R CEME) 1 s X IR HE RS (R
) 1 BlzEAR, PIZIREED S R&ZH £ COWIMIZ T 3705539 H (HipH
14-1893 H) <. ERZW OO BIL B EAHEZ MR I ¢G4, H{bELR L
DAY ZLIGRITERINICE £ 69, RIE - SIS X D BREOVIRES 2 LA
., MR OIEARYIRZ /R L, 82 W, 7y 7V avPgh ey
104,000x (#iPH 28,000-153,000x) Z3ERK L. 40 Filh 23 fil (57.5%) Tit 44 NV 7 v
MM L 72, VAF (9 0fE 0.11% (HiFH 0.05%-1.88%) T. 0.1%A i £338.6%

(17/44) Z MO 7, RERMNORESIZ, AVM 11 fild 6 # (10 XY 7> F) |
PROS 9 filff 7§51 (15 "V 7> k) . vM20 s 10 ] (19 NY 7> +) THo,
AVM TlZ BRAF p.V600E *° KRAS p.G12D 7z EBEHIA » B ARy FIZI A, TEK,
PIK3CA, MAP2KI DRt %R 72, PROS Tl& PIK3CA & v 8 AR v + (p.E542K,
p.E545K, p.Q546R) ZHEBITHEL., FEHANNY 7Y Ml (7L —L> 7 bNY T
VRAKIENY TV R) bEENR, VM TR TEK N 7 v % BRI
ZTCHHUER 2 & A, TEK 8N 7 ¥ P BB TN 7Y o2 R 72,
PROS DO —FFREHI T, WAL D formalin-fixed paraffin-embedded (FFPE) f{A CHER
DNY TV b EFR—DNY 7V b ORI cfDNA 206 S iz, REHHE (17/40)
E X OHRAEFITEBONY 7 v PRI S, BIRBIROBEIR NI TH > 72,

[(Z42] WRZHTHFMRECRIER 2 —XGHii & L TEHTH 5 —7. IREFFIC
B2 2WOREEEIC X DA B U/ 570, Rl R (RFEEKS, HiET
LW, &E) PLHBERISAR, RO KL £ % 22022 FHRET 3 2 P
HAVNEETH 5, TF2WOBIATIZ, KIFIML fDNA % H\>7: ultra-deep targeted
NGS 12 & b #{K VAF #OFME Y A 71 LT N 7 FEEDARETH
D KIS R e 2 fE B O wEBI2 T & L CHERED S, —J5. AVM Tl ¢fDNA
DMERRIMA AR S R EX D 2 LAEE b ME I N TE h . KB DRz &
O 7 ARG O el L DETH B, o, BEAHINY 7 M B droplet digital
polymerase chain reaction (ddPCR) &, A7 F 7 ADINWANY 7 v P ERRITHEH D
targeted NGS (Z#H52BAMRICH O . HIWIZIR U 72l irid sk 5 5,

[fhim] 26 1 B OIRE A OMBRZEIC BT 2 ZW O R iERMES X OTRIES o R
HY AT L HFHli O R L | 5 2 BOARMIM ofDNA % H\» 72 ultra-deep targeted
NGS 12 & DK VAF NY 7~ b OB A HE R 2 £ 2R Lz, WHREZW & o T-2Wi
DG 78 1L, (RZEE D SR E LW O EBUC O %2032 AR H 5,
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e

IRE a1, MEE LIRSS IR SN S, MERORETH 2 ALMERE X, 2
O CERRIMAE IR & N T ORISR O 2 W REOINEIECH 2 23, W O#E TR
FLURDR 4.5% ICA 5N S & Z4 (Smithetal. 2017) . AFRICB T 2 2EHEEFEIC X 3
AW 0.72% TH % (Mizawaetal. 2021) , FLIRIMEED HARGETIX, HIZEREH
S BOERCHEBL L 1 RE £ CORE 2 #7- O bR A 1B LT 7 R £ IS hNiH
B9 2, WEADBEIC K> T, HEA, i, KTHE XNESIICTTonsh, K
\Z R I I IR I SR AR BN AR 7 & DRI R BEIE 2 7R, 1300 d,
BRI 2 EORIEET TS 2T 2 U 2 7256 < IRFE B CIXE T 55 8 22
EDRRERRE 2 A0F LIS 5 720, TEFNC X DGR ADBRE L 25 (4K 130> 2022)
F 7o, BGOSR 22 54 1IN RN S C©db 223, B T RLICIEfh o kT IR &
DR DEE 22 D155,

FLILIMAE IR I X3 2 Pk & L <, BT CTH 2 71 77 /7 v — L INIRIEE DY
2016 FACAFETH AR I UL L THEZL T3, 7'u 77 7 v —) )L NARIEE 3380
HICBHER L 7258 1@ WIGESI R IARF & 2 — 40, Bl HIER ICHK T 5
IR, AR, 58 B iE7%2 EOBEARLZEIERICHE L 2Tl s 2w,
7o, LRI A AR R S X R ERICE 1T 2 R hERE . HEICHHEG
R 2 T 9 2 088038 2 (SR 1322.2023) . BEEIRO—6 & U<, IREMDOIL
RIMEEICNT 2 7’0 75 7 v — 0V NIREEOIGRITIBREEZ RS (Ko-1) .

829 H, 7077/ 80—V NIRBALATER] 4t 727 H, BFET 3 A HIER

SHAERER, 1220, TEEAEL (2023). 66, 1336-1345. 5 5 M L <5 A
X1 0-1. BRI BH O FLYLIMAF I 2 71 7° 5 7 1 — L N RIEEER O ia i % 15
e AR 29 0 (WIRBHIRIERT) o 4 @ A8 727 H GRIFEIE T 3 2 AR
Gm%iﬁﬁam;?6~%mﬂbfmm)



EFio sy, ARMEETIIIEDBHE L LT TN S NRRERD 5
T, WREEEIZERBRESIIRTE 2w ko, WS EEE, EITREAnSHET. Y
BHRIOTEEADNEADDOH 2 b DD, ARIMERD X 5 ICBHEL I N6 e LA
CHEZL T3 EIEFVEW, IREAZIZ, BEMOMmE - V) v ¥ERDIZRICEIT %
TR ST, BE, KMk i, BICE 2 F THRLEMICREZIERT 5,
WEITHAERD SFAEL I 205, RIS TRA ISR L, KR, i, BRREE,
BEFEE 2 X 72, WEPEMICIZ, ISSVA 0 HICH-D & | B (LM, VM & &) & &
WAL (AVM) ZGTRAICEM I NS, 29 L7RBaBI, 1ARGEIR (BE{LRk, #%

143

H T — T VENIRIEREST  (transcatheter arterial embolization, TAE) . YIERfT. YL L)
PPHEO R LICERT 570, WIS TOBEYZZHBI AR TH 5, £/, KD
% s ai I IMAE R - JREFFTZERE DR 4 FIDSEEEME & HE I 1., IBIEDRE{LC]E
WAZYET BREBID L\ (J1A 1322, 2013) o ARG TH) BB DALE R T 2 BT I
I 572, ISSVA 7781 (2025 FFGETH) (12 HD < IR B8 OG22 1} 0-2 12§

(ISSVA, 2025) .

sy
REECH
(Vascular anomalies)
|
IIIKEQIC I RERERIZ REI 22 IR S
(Vascular malformations) (Potentially unique vascular anomaly)

(Vascular tumors)

I
|

I | | I |
(BfE]  [REE]  [ER]  [fhd (Fatfow) | [ (Slowflow) | e s
= FLURIMAE = BRI (AVM) |
Gl DISZaY:4 IR == i)
(Capillary) (Lymphatic) (Venous) (Combined)
= PIK3CA BH#GBIZIR A7 + 7 2 (PROS)

= BIME Y (CM) = U 8 & M) = fRAE (V™)
= 7Yy R b L — 2 A SERRE (KTS)

ISSVA Classification of Vascular Anomalies 2025 %> & —# 5 LT ERK
% 0-2. ISSVA 778 (2025 FFdaThi) (135D < IR 52 H DO BEREIX
(ISSVA, 2025 Z 2 L . ARAAsC Tl ) T B 2 Sl L -CEE R

WRE AT % HARRAED AR © Z 2 FLURIMAE IE & I3 IR, W0V ERICH 72 ) 3BT
LT3 2 MREICE o TRERALE 2D, VM TIIRED O F AW THELREIRR
LR Z AT A ISIREENIEDNE 2 ) A7 bEv, AVM IETTIEOfGEZ & 5
WHITH D, WIHIDHMED L BHIE L AIMEZ R, & o T, IREGETIIENICH 7 25ER
B GHEI 7 RAEIEHE, TR Y R 7 ZRile & L 7 BB\ SRt & 72 2 REH 34 72 <
&<\%%ﬁﬁ%iﬁ@%ﬁ%@ﬁﬁ#%%g%&%%ﬁ%@%%o



F VM IZ, 2> THEIRIMAE E & /R X T BT BARE GO RETH D . Ik

EHHOP TR OBEIE . 2D 44-64% 2 HD 5 L I, THET (40%) . VUL

(40%) . i (20%) L2HOTNOWMICHAL 9 2 (Loose 2007) . VM 1 HIAERf
D OIET BHI03% 03, BEICHES TIRA ISR L CHEEL T 28560 H 5, BEIRM
WIFIRE D 52 IZHFEOHO I HEE & LTGRO 6, EETHID L, A2 S
PNV NUNTRIC X0 R T 2 0 & BlREROE 2 ML 72T 2R 7, &
WIZHEEZERTH D, ) > MR, #IRGICEE L THBLILAE % 13, VM 23
PR, BT R SGE I IIEREEDJHIA £ 72 %5 (Colmenero et al. 2021) , F7-, R
Ja & OV F AT OCE L HREA 2 2 ) . OV ARTIIEREZE LT
V> (Mulligan et al. 2014)

VM DHREZKITld MR 2REFMO L E 2D, T2 WAl cREs 227 50H
AL LTINS, #kG: 2> 8o —2WEiERE (computed tomography, CT) T
HLPIC, USTRETa -k HFEER L L TRALGNS, US &£ MR 27 2%
Z &0, AR O MPRRHli A B O AME o 1, ZWcEHTh 5, HEIx. &
ERE e EOREIIGIEICINZ . Bk EDIEIRD D 255 1 S LIEES L E D |
JRZE D JAER A DY 012G U TYIERT 2 & L EAER 2 5T 2, gL Tl kT
8 ) — ) is EOR LA Z IR T 2 1B L AERIE & A0RE EEECitEE R L) %
RKIFIZDT 20680385 5 (Mulligan et al. 2014) , ¥ 7z, JRPrUAE NEEERE@RE 2 £F 9 hE
B CIEEMIRIMARZERSAE U R 7 OB O PLEEEEE DB R S 15 130>, VUBIRZ T3
BREEICHT2UNEY 7= a Vb EORNADERELE 22 (4K I1EH.2022)
51T, EARMBIEEVZ ESRRZIRICEHEELT 22 L2360, AN VM I
BIE R A B TR GRE % A pF L AR I RS E BEDY 9 HIENS M A ZZ/NRBI D3 1X . SROLIC)E
U7:V R 7GHii OB %2783 (Matsuda et al. 2022)

RIZAVM 1, BIIR & SRS BHIIME IR 2 N S TICREWE T 2 SiidIRE A8 <
DY IRENICFA F A ZTEER L GRABIIR & AR L 72N EIRS A& T 5. AVM (F
SHERIC W E SN, B OTNOIMICOE U2, MEPLTFM, IR, HEL
ExZRRICHET 2580350, ¥ v v MMIEOENR ME SO T I FE > T3
HEATT 2 & BRPEE. BRI Z EDRFHERIC A, SR fEREEA~DFE %
& 7279, Schobinger DIFIATFECIZ, 28 T (FRIEHD) (B2 OALBE K LA % 32
e L, I (BEER) TR ORI Z THE),, RV VoAl & HEE DR
INHSHHIR & 22 %, S OICESTIHE (BREEHA) (&9 % &, B, BEER. I, B,
B 7 E OB ZAU DN L U, DU T REIEER R 50 i BT I F O B ReRR
2R LS5, RSBV (REAER) CliEmhinA4ic® % (Rosenberg et al.

2018) . AVM Dz &G I IMATEIRE O3 2 Bij$2 & L. TAE. BE{LIEIE, YIBRfli 72 &
6



EHAGOE T EAEREZET 2, N#EYZ2 Y 4 2 v 7 TORFEN AL AVM OFHR
ZHL OEERICEE AT BDENH 5 (2 R 125.2022) .

AVM OZWi Tk, US TIEIRS 2 WIdkefT L 2B ES N, A 7—Fy 77
—TCHEMEZ TR T EY A ZIREEL, »OVA Ry 77 —CHBMEESHERI NS, =
KIG CT MAEER CRERABIRCREERSHE S NS 2 236 D, MR Tl gL
B flow void (E(F518) 2T L, WEBISU ClBGITROZELT 5, 4, BAE
W7z ERFE ORI CTOMITVHILD 2 LRI N TE D RN 22 5Tl & iGHEG Tl 23
Kd otz (Liuetal 2010)

X 5z, BRAMIRE A %2 & LW io—> & LT, PROS 2MUEMNTH %, ISSVA 47
B (2018 FEELETRR) 12dED < £ PROS IC& N2 BEMICIX, CLOVES fEMERE (SRt
TEWRSTEER, M AT, R, Fig5RE) | BEERIEERIE, R 2 A 9 i
HRRAMEMSTERR . ARAERR P R AR R REAE  (BEIAIAZS <13 B AR I R & & W
nz) . FHUBEBERS FEEEEE, 7V v 0L« L/ —2 A fERERE (Klippel-
Trenaunay syndrome, KTS) . EfiE, EIEE-BANIME A -2/ NKBMED H 5 (ISSVA,
2018) ., 7 8. PROS IFIKMN 7 PIK3CA €Y A 7 DEFAE (7721, YA 7 D7 OMER
DR LR GENH %) | S RKMED 2 IR IIFERE, 7M. EEROEIRIT RoHaE %
Bt L T 522WOPHATEI IN TS, —J5, PIK3CA BHYRZ ORIl E 2
D R WRBIR G D7 w7 &, TiEIE TPIK3CABEPEE ) L LT DIAW
PeflACHEZ 2 2 L DIREINTE D, Ll Z» ICKHERII NS 24 %2 &0 T L
S H 5 (Chenetal. 2024) . KTS 1&, CM. VM, HBGHEEEREZHTE L L, (&
TR BIIRE A7 &R D3RS 5 & v ) KT, PROS DEFIRE 2 B § %5 DI EHE
fRFEHITH % (Canaud et al. 2021) ,

DLED &9, IREFEOZENIE, Hi2 - Mg i L HigsRd (US. MR Z2Hh & d
%) IZRECHKAFEL TR D, JRBEFHRAZENI ) R 7 CAGIRRDEL D &0 & 4
TLHEMINZ DI TIER, L3> T, BRITROMBRIZE OB & 72 %, IRED
BOKREIILHEL O WICEBE T2 REMZ L6, L EICEINISEER T 228, FEIMNE
PERES CEM MR A 72 £, BT R%Z 57 % “Mimicker” (7 @ AR TlE, IRE A
T & BRI - RIS R L A % 23 2 JRIME MR A % “Mimicker” EWEFRT %) b7F
fEL, SERZWIEEICES TIE RO,

WO —F DT CHALEIEN T T 5 L, IBREANCHE 6T, RIE - &I kD
Beheiame (RRCUIBRI) DHEZS LN LT 2, EMEEE I L CIRE AT OSH CIia#N
AZ2fTo 7Bl EINTE D, GO - ik &, BEAINISARIRR & & 2 R0z
BLAREED D 5, ARFIRICEWTIE, X D IEMEICZE 21T 72 © DL DR DIEL D
METH D,



AR, IRE AT O TIREEDBFEDEA, RAS/MAPK #2#% (BRAF, KRAS. MAP2KI
72 &) % PI3BK/AKT/mTOR %% (PIK3CA, TEK 7t ¥) (2Bb 285 T OEMIEE Y A ~
DIRIEIERICEIS-$ 2 2 E DS B & 2o 7, BB T-ZWHIREL O KL e AT
flilcE T 2721k, I F S0 FENGREOBEICHW-IEE LD PRl b D%k
3%, HIRZK 2w T 2 BBUINIRE L L <, BETZ2MHMOEEENE > T 5, NGS
DFEMGIE, FEVEES OB BT 2 IS T2 W oMz 2 T, Je KA LIRS
BT B EMIEES A 7 OFREN LISHEFHAZIEAL Tws, IhziRe LT,
PIK3CA &5 FOMHIIEIEEL N 7o b 25 L 7 23 EE& & LT, PROS 2MEiH X
., WREATE LR % 0t LS 2B O PR DSHEA 72,

— T, BETZHOEERIIRAHEEZ H @it chd s, LarL, HEIRELH
TRHERZE . & 2 \WIZ/ANREGI T, RERE - L2k BUR D o MBI SR EE 72 5403
Pl o, MRRRE EDERBHED ofDNA Z w7 v FAL F 7 —id, Bk
IR DM TIEZ W H 2 IZBEIRAEICB LTI I EMLENTE Y . (KEEEIC
SASEREUAT RS 2 Weih 2> & DR T2 Wi 2 TTREIC § 2 25, IRE AT CIERMIMN - O VAF 3
D TR\ 728D, VRS ERFREDSR D 5115,

R ETTE OB Ik, W2 H (IMfTHRE LEREEHOMUE) 1D IGREIRD,
Z DB OTHRCHRERE 2 &G R ICER T 2, BSRZHIEZ 0B ch 25—/,
REBIDEM L “Mimicker” DIFEIC X D BWIONHERMEDRLIEG b H 5, L7di> T,
H{RZW ORE R b & R EEIC FEHE RS 22 B8R A H B2 W O B i 13, B Y] 72 158K
g & RIIROUE Icm T CTHEETH 5,

ARAEPm X, IREAESRICE T 22O EREEEZ . (1) HRZWNICE T 22
DA—ZUY — v DT, Q) REZERZ T TZKELTDY Xy AL T 7> —DEBME:
BEEE, &) o7 7u—F i L EAT L2k 2en T2 2 L2 HINE T 5,

1T, IREEHE L LTI - B S I JEIMNAE MRS & RSN S 1Lk
BlzB A E I L, W OAR—3% L AL T ORI - RS R, NEY) 268N
MNIT & 25278, Wl O T 2 5 5,

2T TIE, UMIIC & % = F —ffi1E % i 2 7 ultra-deep targeted NGS % FH\>C, ARAHIM
cfDNA 7> 5 JREATEBIHEE 7)) 7> b ol 23 A, B, VAF 29046, ARl
DIFIR, EHENY 7 v MREHIOAEMN T 42 £, BRER Eoimb 2 et 3%, mEzd
L C. MifRZWI & o T2 2 M Az B VT, IEREZ2 2 W I 3D\ 72l Y] e i 0 F281
AN 72 2 AT 5,



AKT
AVM
BRBNS
CDS
CM
CT
DNA
cfDNA
dbSNP
FFPE
ISSVA
KTS
LM
MAPK
MR
mTOR
NGS
PCR
ddPCR
PI3K
PKS
PROS

STIR
TAE
UMI
US
VAF
VM
VUS

GEiES

protein kinase B

arteriovenous malformation

blue rubber bleb nevus syndrome
coding sequence

capillary malformation

computed tomography
deoxyribonucleic acid

cell-free deoxyribonucleic acid
database of short genetic variations
formalin-fixed paraffin-embedded
International Society for the Study of Vascular Anomalies
Klippel-Trenaunay syndrome
lymphatic malformation

mitogen activated protein kinase
magnetic resonance

mechanistic target of rapamycin
next-generation sequencing
polymerase chain reaction

droplet digital polymerase chain reaction
phosphoinositide 3-kinase

Parkes Weber syndrome
PIK3CA-related overgrowth spectrum
rat sarcoma

short T inversion recovery
transcatheter arterial embolization
unique molecular identifier
ultrasound

variant allele frequency

venous malformation

variants of uncertain significance
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NRE T, SR LIME - V) v NE Do LEE - BB L, B - BTl
e - B ESIRRIAIIRE TR 5, BKTld, ISSVA 73 JHICHD &
AVM, CM, LM, VM, EGEIZLZ ElcaEIns,

IREEZOZWNIE, FICHIREE & ER2 - M2, HREEIC X > b 3
(Kunimoto et al. 2022; Serio et al. 2022) o L2>L. Z#6 OEEFEKIEIRICIZEE T 5
I3 Y, TREIZW % EHEIC LT3 (Pahl et al. 2018; Striibing et al. 2024) , R i US
& MR 13, If)REIAE (EEa - Sfidl) SRZNEEOFHIcFEHTcHh h, Ik
RE 7 — AT & LTIAS VLS NT W 5, BEEZN & LT, REHERER 2 WL
W3 L BITbze\y (Mulliken and Glowacki 1982) , Z D D—> & LT, WEM
ROBIUZ B IMSPAIGIERDEED Y 2 7235 b . ERICHE S RE - HOFEY 2 712K
A9 FRRIIRIZE DM S U C WAL D 5,

NREFFTEDZWREE 2 ED 5 LTt WG TWZE DR & IMRBIRE O i 2
RRMNCTEM S 2 2 E SEECTH 5, US IZFHE - JERE - FIRFE & v 5 Fs2 6,
REYNHEITI NG Z 3%\, BE—FE Ny 777 —EZ#Eticfivwgirs 2 L.
WEDKE I, WK (FuFEMED, Elatkr) | K GEEED». BEED) |
JRIPHARRR & OMTEBIRICM Z . MFROA L Fim, s, HERRotiz &, K
R S B O ICERE T 2 ERES 2 2 L TE, BWiOIHER oo N 2 1H
WEPKEZV, ISICUSIEZKICEE ST, IREFHICNT 2H{WFIERICE T 2%
A A FRELAEFEADE=S ) v 7L LTHOEHTH Y., B LBEOLTIUCE
WTHMAEADHERBAE L L EMIT oD,

—7Ji. MR 3% IRGE S BN A REIC X D . IREREICE T 2 04 MmE
ELTIEMT 65, WEDKERFHCRHTE., FHOEEME (0, itk )
& DRARZ RN RN © & . FHIRRZE R A HIPRZ O R EHIHR ICmAZ H T 5,
W5 MR (X, MIREIREL N DI o 1 B3 2 5@ 2 A &, METERZE TR
SWEE R EIcF 59 %, MR MEEY D IHREEIERICEHTH 225, #ilinE o
RESEEEM I X IRA D H 2 72, BTG U TR0t CT M ENM 2 Ex2flladbe s,
WRE T ClE—ARIC T1 SEHEHER T & HEEEF S 2, T2 Ml cRfE 52 27,
I 5 ILEAlZ fAG DY 5 & CHREG & I Ry OFEM 22 323 ATHE & 7% 5

B, CTIXERMCIARIHZ R TE 2, IRERFICBL TG~
AL DEPSHE RN E1Z D IC WA, =100 CT A &I MR Ic B T8
D, AVM ® VM IC 1T % B & R & O ERRZ itk c ., YIERHEH

PERTREFMEOPRICET 2.



F 7o, MEEP I ETEREDHINICA ] TH %25, WL US MR DFEREIC X
D HEEIBHRNE T LT3, 2720, 7Y IVESINEGRIZ AVM OZHTE
K ORI I 3B W Tl = < o A4 FARLHABIIR, MHEHIK, & v > MEED
[FE 7 & TAREHkES (FEREMT & & OVUIBRIET) 1AM R &elE® 252 %, M Loz
BiE A, US & MR ZMHAINICH V5 2 &5, IRE AT ORBHEE & 168 TR ED
Hig L 72 % (Mulligan et al. 2014; {22 K 132>.2022) , 23, FEFEICIE “Mimicker” 23FF
fEL. BWIZHEICES Tldkv, FEBIC, IRESE &OIRIME VS 2 LD &> T2
L7z T2HEDPLIFLIER 515 (Altuwaijri 2024; Armstrong et al. 2024; Lee et al.
2019; Liu et al. 2020; Ng Hung Shin et al. 2023; Olivieri et al. 2016; Torresetti et al. 2024;
White et al. 2016) o FZWIDA—ZD FITHHULEIES TAE & ED3EIT9 5 & R -
WA ICX D RIATON L YIRRINIZNE LT 5, & Db, Wl & OBEMEREE I L
TARELRERPED 2 L BEEFEEORM S 2 I3z S LE L ARz dd,
L3> T, G2 oRR 2z LL. TED X ) RILTEW 2 HRah 3 R & 5
ZHOPIIT 5 L, IREFTEOZH TV ITY AL 2WET % LTHETH S,
“PREFTIZS L S"MERPHBE TRRINTH, BH—EBUICEX & R WHH &
LT, () IREFTE BRI L R SRR S 1L, 2D, B \WICERASERDSEBE L
5% 2 &, ) IREFEIUINOIKEREE - ZlatmRLcb, HMeRAE, X2
IS XD MEMRZICHEI L 22 2 LG5 2 &, T 6%, US IIfEHETXE
AIRE2—XKGEHli & L CHHTH 52—, BIEWRLAFES PHITICERAZH D | WL
D IRGRHEE S R PH D5 225 DRI X DIRE 2R ORI & 42 256030 %,
6, Py 77 —CliifE5%2#0 % 2 L ARIEIERREINTH D . HEINE R
M2 2 B U 72 b, JRDAIMNAE D& EiIAA L I X > TH MBI I T 5 72 0,
B D SR OHE Z MO F D A% 6 MFRHIE, &+ >~ AT, MRS
%5 TIRETICIRER G 2 030385 %, MR IZIWE DJRTE L EREPH % 33 % 9 2
T Z ) 23, T2 IR E T 2 EE S PEEAIRD £ IREEFIC L
> THEE N 2 At RT3 Ze < 0 SEIRZETER R . IR ESE 2 1 9 IS WA ©
LELFTRZE LSS, Ldd> T, BRRGE &AL 2 WlHRET R 2556
b 5 \WIFEHBI 0K, FROME, 1BFEICNT 5 JOBA R 72 EHHE & it T 2 R
TCiE, MR DBINY —77 ¥ AR =R CT MAEEH % Vo 72 E R EE O P, 24
FUIIG U 7R, MBI~ DN B L TR 2R TS 2 EPHK L\,
ARETIE, IRETE L LTEW - I6ERE 2 72 & o 7210, SRR IR g
EMEE U THEB 2 BHT L. (1) ZWTOA—BD3: U 2 R - BHEIE 5. (2) A
IR X 2 AR, (3) HHREWIIATERE & 75 2 EIN 2 84BI§ 2 2 & C, RS

DFRFE L ZWr DG SR & 7% 2RI 2 60§25 2 E2HNE L,
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Ttk
@© NEAEG

2008 £ 7 H7» 6 2023 4£ 9 HIZSFrRBe A RHT B v T IRE A B O T RTR R
Wi CUIBRMT 2 52 1) 72 TR COEE ZHRBES O BIRD S MR L7z, %24 L 72§l 536 44 759
WEZNRE LT, MiEZMIEMEERER ICAH I N7 4 EF 2 L7z, 95,
MBRBWIDBIRE T D 5 IZIMEETH - 72 745 WEZBRA S L (K 1-1)

AL WP R B 2 O&GE KRE T 15-3-1) 28T, ~NUVE VY FEHFIC
FOEFEML 7B A1 EBIEEWIETH 5, EALL 2B ERZ v, ISR i
BRNETE LN 2 794 MIZTRABLTA 7 77 Mk 3RS 2R L 727
O, FHHIC & 2 FEHEHZ GRS N7,

2008 4F 7 H~ 2023 4 9 Hic
SERRBEE RO R E 22 L 7o 28

‘ WELR D HRD> & Wik

RGO R B Wi O P I Bt 23
Ef Stz 536 i 759 KL

¥ 4

e ML RS IR #JE/ LE
14 Ji%2 745 JHZ

B ITHUI I fiR AT (4348

X 1-1. RSAEFI R Dt

@ FHiE H D FE

iR M EICER L, BEowZREln, MRl WEOEAL, MTRTERREZHT,
GIBRA £ CoOIRMEIE, HRFSE, WEREAN L (US B XU MR Tz &) | Tk
Fy, MR ZW, ZWMEZRFCICE L ZHER DT =¥ ZINEL 7=,
MERE RO ELRHEIIATO@E) TH 5, 7L, KiifTos —7r v A9i%Y
L7z WIHB IR L 72,
- USHTRE LT, BEOY A X, RS, &M - mEE, IiE5oaKs LU
oA, RPERGEG & ot &
- MRATEE LT, DY A X, RS, T1RFHmiE - T2 5EHmHE - short t
inversion recovery (STIR) H{{TOEFTHEEL L MEH0M, A FY =74
«w)%%@@T@%%N&—VWFH%%E®E%%&H



(GBS
O BHEER

WRE AT &2 S G2 20 7 14 BIOBEDEY L7, £ 1-1 12 14 PIDIRIK
ARz RLi L 7o, B3 A &Ik 11 4L PRI 4194242 (FRYE(RZE) TR

(HiPH 2-82 1%) TH o7, FIHHERIZ, 2HITHREZAD. 11 fITEREH - 7,
WA DJRAEIE TS 761, BIEAS 5 61, BEER & AKERD3#% 1 Bl Cdh - 72,

& 1-1. JRE A DKW &R ELEZWT 03— 30T & - 7 JRIE PEIEES 14 41

Case No. YIE2IRF4ENE  VERI WA D IBAL WK DLW Mt COMRMA i cORE  BIRINTE CIcfTb i el A& 2Bl FINREElR  BBAEE To HE

1 2 %o A P il VM US, MR, RI %L TRk 4 AR 7 1893
2 15 o A B VM US, MR, CT %L BLERE 2] R 18 1186
3 25 7 A R VM Us MR, #5040 &L AR 25 37
4 39 - SR VM US, MR, 3D-CTA MR, &£ Rk 1B, WoEl i 41 788
5 52 o A i VM US, MR %L R AL 52 55
6 31 o A7 TR VM US, MR MR %L PRI 32 343
7 35 SN EPN LM US, MR cT B0 2 RS T 36 440
8 29 % T M US MR &L RN 29 74
9 66 BoOHT AVM US, MR, 3D-CTA  US %L M V- 66 19
10 82 % kT VM US, MR, 3D-CTA  US AL LiKER R E 82 75
11 50 LS E VM US, MR CT L R LB RRAE N 50 14
12 13 % 4 BHiE VM US, MR %L L SRR 14 33
13 78 % A PR VM US, MR MR #L MR A A 78 26
14 70 E RSN AVM US, 3D-CTA, DSA _CT. MR TAE 28] A7 PRV NS 71 199

DSA: 72 & VAT IE., RI: PR

@ MifT S NI & ATHTIRRES W

21T US £ MR 2 & OB M bz, CT I 76 Tiibit/z, TAEHhD T
VST IE GRS 1 il ciTb iz, 2 lcybizigniic iz Z 1 iz,

US Fr R & 2 BHREZITClE, RERIRE A% 12 6, il BUREE A 03 2 4
ThHoTz, Bl MR IF 26012, GdiE# MR (& 12 flichifr Sz, 2DH 5, 26
OO e <, 6 PHUITRT I ARBEAH O . 4 FHIZFHZHRD D > 72, ERKRGEE
JO LR oM R Z S L2, VM 1L#1, AVM2 6], LM 1l ZE STz, 20
%, UbiT 4 pliciifbititz, 2 N UIBRAMZ . 1 B TAE 2 fifT L Tz,
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@ mAGHEZM & SWATICE L 72 H#X

VIR 12 T & R B A 20T 12 PRI DS 6 ], 2 p7 58I X O
RS 2 1370, EREBIAE RHENR B L IME MR IEDY 1 o Th o 72,
T, EAMERTRIERE AR CEM) B X OINZ SRS, (PREE) 231
Bl oE FN Tk, WBRROEKZW D & REREZE £ 8 L 2 U, F
¥9370+539 (ERHE(RZ2) H (iPH 14-1893 H) TH -7,

B, KEAIEE S I “Mimicker” OB 21 2 B 2 HIYT, 201143 H
225 2023 4F 9 H QWA IRER AR 217 - 72hEpl 0 9 b IREFTEH % 01
REM 22 ISR OIRBLZ W5 o -z X 1-2 1238 T,

- REEY
600 A 564 566 [t
-
5001
418
400 |
334

=
< 3001

200 4 193

92 87
100 |
53 50 34 41 43 36

™M AVM LM M RAET MR WEERIE RpCEE i MREIE (UiRE BK Ak
V- 7 e WIFE AR A

12 JRBLAARIBEGET 247 - 7HER T & IR B2 T O & DA
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@ RFAER

A1) Casel

2R, AFOMERZ FIRICUBIZ AR L, HFREMNHIER D F5E
DR RO T o RiBICEED S ke (K 1-3a) . US TIIET 2 —FEl%
(K1-3b) LIRESDOET (K 1-3c) 27z, MR Tld Gd i&EE T1 SRR
% (X11-3d) CTEERZR I LVEGSSHOMRE, STIR WifR (X 1-3¢,1)
TRAF»SHIRICEESEOERE 2B D, VM WL, 3% R) Fh /) —
W O bREE % 4 MR L 72 (K 1-3g,h) o L2 URE RIS T8I0
58 5 FERICUIRRMT 21T 72 (K 1-31) F@ﬁ%%m%MiWﬁﬁﬁf%oko

Al
X

~ -

A}
A
1
1
1
L]
L
]
1
L
1
L

1-3. VM & WIHHE2 T U 7 fiet i

(@) HFORMD S Fiiic, WEROEFELZ bR WEMZEO 2 (M)
b)BE—FUS TRz a—Hlzil0 5, ) #7—Fv 77— US TIHEND
MFES1EZ L\, (d) MR Tl Gd W5 T1 SR CEER MR 2 b e
LESHOIERE 2RO %5 (KA . (o) STIR Bk CRE 50K 20 3 (R
F) o (O NERE A T2 SHIBIC T CTAD > T3 (BRiZded Wiz ~d) .
(@ 3%H Y FA =)z w7 US A4 F IR E 1 2K 2 —F3E~ D
FHEAZRT (RE) o (h) BANEAZL, S a—fEIHE L Tw 5 (B
M) . G) VIR offirh BB Cld A F RN A @O SRIER %2 580 5
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) Case 2

15 e, 5 4ERTD 6 AR T 2 A BER O IR 2 LFR I U R 2 22 L, Wi
BEELC, FI2 D 5 ERTICAHBERZ L 2 2 EHNHBHL 72, US TiX, 7u—7
HHTTHEW L 2wl —2E a =gz E T IcZo % (K 1-4a) , MR Tl
STIR MR T 5 cm OB LT T —2E5mEDER 28O (X 1-4b) |

Gd WEHRAIR 2 o Tt (K 1-4c) o AHBERD B T ICHPERE O FEE %
#5@&%@%Lk(ILM)om&%ﬁokkﬁ%m&$VMk%%Lho
Z D%, WAKkLY ) —) %M 7-dfigik 2z 2 [F%E0H L 72, MRk, US T
ZIMRES 28O & AR 2 FEE A o /e (K 1-4e) . MR Tl STIR [Hjf§
TIRESEDIEE 2D 7z (K 1-4fg) . Lo L. Ry iz 0 ) WE D%
L7, PIgheh 68 3 ERICYIRRM 217> 72 (K 1-4h) ., JHBEAHIESARY
2T X T H - 72,

-~

4] 1-4. VM & WIHHEZIT L 7 fifet S i
(@) 17— Fv 77— US THRMHMMEIC S B oW 2 IfifEs 2 1) ka2 —
W Z2580 %, (b) MR Tl STIR iR CRESDERE 2RO 5 (KH) . @Gm_
%Au%ﬁ @Tﬁ%ﬁﬁﬁ%%ﬁé&mﬁmﬁ®ﬁr%m®%(%m) ) f
BBV O AR NS 2 2o 5 (M) o (e) A7 —Fvy 77— US T
ﬁ?%ﬂ?ﬁﬁd\bf’r L AP O MRE SR T 2RO 5, () MR Tl
STIR HER T/ L 72l 2580 2 (RHD) o (g) Gd &5 T1 MHaHHE{ER Tl
M%%Té&wﬁ¢b%ﬁmﬁ®@f%m®%(%m)(m@%ﬁ®m¢éﬁ

TIRYIBRIEAR L 5x3.5ecm DRKEXTH 5,
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7N)  Case 3

25 i, 5 AERTD 6 AR T 2 BT o MR M T IR % FER IS 22 L 7%,
HIE CYIBHAEDM T b, VM L 2Bz, WZK, ABEHIC 30 mm
DER S D> AL U 7 ERE S AT S 47z, MR Tl T2 FHSR TEE R oK~
HESHEOEE 2RO (X 1-5a) . Gd &5 T1 SEFHEIER TAE— i ml
%%ﬁbk(ﬂL%ﬂolﬁfi\ﬁlﬁ FEIEDSE O S, iz Z L <.
BAT =3 L T/ (K 1-5d) . VM D2 CUIBRM % 175 72, WA
LIS T D > 72, FTEEAR TS O R & R oM 5 c i
Fr@or (X 1-5¢) , BIEIC X 24T HIME & MERRGE O RO & % 5
WL 72720, VM OHIIHZENIC D 703> 7 iRty H 5,

) [B)

l15VM&@%%ML%Wﬁ%@

(a) MR Tl T2 5@l CHRIATE L 2 £ 9 SRR 2 i 22 o 2 (KA
mmGM%?Hﬁ%@@?@@uﬁﬁgﬁﬁ%ﬁﬁﬁﬁéﬁﬁ(%m)o@ﬁ
7—Fv 79 —US CIRESTNZ LA BH T a =2 I N7k o — M5
2R 5, (e) B2V VEIE S NI YIFREAR @ 5 OXRE M & RO 7512
HIMEZ R 5 (KA
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=) Case4

39 i, 9 D 6 HET 24 LB o GMMEIERE 2 LR ICHiBE 222 L 7%,
AP CEHEMDMThIL, FAKN VM & 2B STz, BB E 72 13U
D7 DYURIZMHNZZ LT, YRR, £ ERESIC 6x5 cm DR S 7 S Bl L
FEJ 2 £ 9 B &2 i L 72 (X 1-6a) . B € — F US TIEWEHAY — 2208 % 72
. WANICEREDIRES LB a—Eez 2L T (K 1-6b-d) .
MR TiZ STIR W CHEES~RES 2 n THEAARZEE 28072 (K 1-6¢)
Gd J&5 T1 SFAEGR O — SIiG R EAIR 2 n a3 Ao, ibimi &
HEELZ (X1-6f) , ZNSDOFTRICHESE, AN VM EZHiL, 3% K F
B ) =& EEEE L EfEfT L7, LaL, Z20oR8IBMBEE L TE
i L 72 =XJ0 CT I & Tld. A - IS IR TE kdr o7 (¥ 1-
6g.h) o Z D, JHEDEKL 77D EmziifT L7z & 2 A, MEDHEHET
Heho7, BRI 6 1 T8, VIR 21T > 72, i U 72 fis 13281k L 738
ficdh D, 4x3cm OFIICE O, BEZ &4 MRS EE L o (K1-
61) o JNPRAHLAR AW A L - fiiE T H o 72,

Xl 1-6. VM & WIHHESWT L 7= et $3 i
(a) £ _LWEEB I B o AR PR 2 58 2 (BE#RF) . (b)) B E— F US TIZW
A — i O 54 b, () A7 — Ny 75— US TN EiED
IEESZRED 5, (d) 7SV A Py 75— US TIIRHEEED 18 e/ D ¥ — 7
ZRT, @NmfisnRﬁ%f#~mmﬁ@®@F%wmé(%m) (f) Gd
TGS T1 gl oA — 2R (KRH) LmMmE (KiEH) 27805, (g &
CT TlFAY—72 iR (RH) 280 %, (h) =XJT CT MEE¥ T i%%#&m
A - HBIE Z25B0 70 (KA o G) YIBRi oMb B E i3 _EE B o &k
(AT 1T L 72 6.5%5.0x4.0 cm DIRE %2 D 5,
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}) Case7

35 Ak, 5 AEHTD & AR T 24 KRBT o AR 2 TR U2 Z2 Lk
(X 1-7a) . US Ti¥, ARl a—WEz2E0, MEESP 7 v—7H
CX BB o7 (K 1-7b) . MR Tl BRI 2060 L 7- & ems ik
(5.6x1.4cm) Zil®, STIR MR TIEEET 223 L. Gd &R T1 mamisR ¢l
WRIRIEed o7 (K 1-7¢) o MIZE) LM E2W L, ks 2 —vz v
7oBE(LE %2 2 MIfEFT L7z, L2 L, RAEDERIEL 72 (K 1-7d) 7 D YIERAT %
o7z, ik, BB IXVEMINZ &G FBHAMRICESE LT D, BEkic L 3R

TEBRELEE 2 6, TREERIR AN R EECh - 72,

Xl 1-7. LM L w2 L 7= R e 58

(a) £ RBEEBIC 4x2 cm D A I%H@“ ZiRo 5 (M) . (b)BE€— F US Tl
HIZa—PoI IS NIEL a—5HEZ2ZED %, (c) MR TliE STIR H{RT
BESLAMGE 72 5.6%1.4 cm D EE S I%@r&;HW%L%m&)% (%Eﬂ) (dAh7—Fv
7" — US ClRIMFMES Z b 2 WEDOEAE 280
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~) Case?9

66 1% H 1, AERIRIEH QMR & FFERMOAMTIH L% FiFI:UR2Z2 L7, K4
HR TP 5 O S AN B R O e I R 2 R 72 (X 1-8a) . US Tl A¥H—7%
Rz o — g8k & SR O MiE 5 2o 72 (X 1-8b) . MR Tl T1 5

AR CE~E 5. STIR MR TRIfES. Gdids¥ T1 MadigR TAY— 4 iEs
BEshRE TR L (K 1-8c) , —H. =RJC CT MAEEF TIE. WED LD
o FIEIIRHE TG sERI R 2 R TR R A 2l o 7 (X 1-8d) o WA - i

MM ZFAETE %D o7, AVM &2 L, RFMIRZE TH > 7 7= O UIERT 2
f1o7z (K 1-8e) . WRPEAHAR AW I ZIME R HECTH - 72,

1-8. AVM & #IHIESIT U 72 A5 V-3 i it
(a) F BRI HEIRIC 3x2.5 cm DEEHIEIER 2 3280 5 (BHRM) . ) A7 —Fv 7

7 — US Tl NIMitES O\ WELT o —fER %29 %, (c) MR Tl STIR i
BoRfEFHEOEE 2D 5 (KH) . (d) =XJT CT MEEF T, JHEDH

D & B/ TSI 2 R T BRI 2L 2 20 5 (KA . () Yl
Brifi o h BB Il YIRERT O 2o 5 (KRHD)
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E22 =3
@O REGHED “Mimicker” & 7% D 2\ IEIMAE 1 I

IREF DML 28 L EGISERIZIZ L A £\ (Liu et al. 2020; Scorletti et al.
2018) ., Liu &%, VM & #ZWiZ 417 11 #5123 spindle cell hemangiomatosis & A L 72 4iE
IR 2 LT 5203, BPZRICE > THMZEOERNIZEE L v (Liuetal 2020)

E 7z, Scorletti 51, VM & B S dUalE 2 2\ 72 3 BISAINE & s s S hufe L
LT % (Scorletti et al. 2018)

AR OREHIER T3, US TIEFL#EBIRE A & L ORI 1S 2 AT H 2 2
L 7 BEVIRZE DS 14 il 120 & Bz Tz, ED X BEAIC TIEMREZS L
S Ee L SN s oz L7,

Friz, MeEHIEIRE N DI S 2 2 £ 23% {  (Tsai et al. 2008; Yang et al.
2017) . ERARIICIE TIMEMIRZE S L ) DEe, MEEEEIE RS ch 2 2 &
Doz fEb R ERZ 0 EMEIN TV EEADH 503, H7 L bEYITlEk
Vo PURCTURARRE &M 1 LIS UIRPEE T 228, A IR 3 2 I I3 AP < &
5 A[REMEDSE O EF A B, B & RN & o2 R S 2 B (tail-like) TS,
PR EE RSS2 R A ERRUARPIT L (target sign) 72 & DR PT FIXSERICE H 7253

(Crist et al. 2017; Park et al. 2020) . H#2# TIINRE ATE DM A T MR S 4,
Rg & SN HiEMEDH % Olivieri 51, VM &iRF S A5 7 “Mimicker” & L TH
FEHIIE 2 2617 T 2 A% (Olivieri etal. 2016)  MFEHIEASHINL 2 A 0F L Ty 2 B4 I35
IZVM EDZWIDHEL (. & A2 To7c L LTOHOZMDORRD IZEND 9 5

(Case3 B LU4) |

RIT, FFEII B IMERSHIC B\ THEEINS BDREN % 15 6 2 S R4

(BB I IE, TS TIE R CETHS) TH 579 (Golden and Zide 2005) . HY
DEZ HHEH] (Case 7 B L) IFMARNICE W EEZ 515, White 513, LM &R
[ N2 AJHEMED H % “Mimicker” & L CTERELEMHZHE L T\»25 (White et al. 2016)
D3, FRCBOEDS AR 28560, EBIEEEA L TABIAIRIBEL BT 256,
RIEZ & 7- L CEIBA O MRAEEM L 7254 (Clarke et al. 2016) 72 £, TIIE
WAG LI DR BB EHZEZILNS,
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¥ 7o PRI 0E P B R OGO BT EE ¢, Plkic% <, A7 —
Ry 77— US Tld MBS 2 IMRE S 278925 (De Iruarrizaga Gana et al. 2024)
# 60% TG FH S e I HE S H D (Zhang etal. 2016) | IMFED LT
ENY =y avIilED, £, WELIE, WHIF 3Tt ZRDELTED
(Kogaetal. 2023) . IREAZICE T 2HlRA & DRFENEESHETH 5 (Trop et al.
1999) .

HEEITARERE LT, ERE2fTo7206 L E-o T, IRETHOIWRBZE NI L D
IEL K o ZIERIDEEAAAE L 72 (Case3 B LU 4) , Case3 Tld, EBEOEED
A S N7 fEF, IR & B RRGE ICE R Y To 0, VM DY) -
TEPNAREED D 5, AR Z W ARHE L CTld % o3, WIRES N2 GRS
SN - 6P EER I RTENH 256121k, 2z METHELRH 5, *
7o, AR oROMMESRE L L, HREELHMEIMTINETDH 5,

Dbzl E 2, IRESFLE L3 >ofilnzR 121 D7,

7¢ 1-2. JRE & & “Mimicker” D8R 1

IR w7 fRFHI 72 Mimicker'
LM N
VM AVM e ol # S TN 0P e
AFelatt | ol
Bt e 3 IEH HR RO/ sk 1EH 1EH IEH~4g
FEE ik s BEicks Bifick s + - +
W B,
B B~ A B Il ANH g B~ A B I I I
EiEL ] - - + - _ +
2RI + + - + - . _
iz 2z Fefat: %tk EHR - WEAT L 22 I FEHKME Ttk FaFitk
Us ik I i se L [t ML e L MRS
B + - - - - -
T1 a5 E~E(E5 Kf55 Flow void (flEf5 %) &35 S5 HEE
T2 e = Foy == i = o L CERE Foyet=) Foyets)
MR T2 R HES HfEE Flow void (fEf5%5) DB CEREE [F1EE2 [*1EE2
. BT+ +
Sd R - i S
Gd & + ++ DB+ g+ ++
Z 0fth IR RIS G P S VRTETTEZ IR DWI T ADCE(E

VRIBINAS I RS IER D 2 & 53 2, ADC: Wb Of#RE, DWI: L BGRFmiE
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@ FEY RS 72 & TEF~OAH

9. AR THR LY . B SIRMAE RS 16 U CIRERIR 1 2w
(Case 1,2,4 BLUT) , Casel TlE, ZMEHETIIH S F L W) BRI ZHE L 72,
AHDOFHEIC X 5 & IREAE TIREHATE & S N2 IEFIDHY 4 B2 Ho . 16K
g, BEILLES (JIA 1302.2013) . L7dd-> T, AEYRIGEN AIZRED R
BXIOREVHOER 2 U T, BECHEND 2 IZBHNEHZEAI TR TV,

I 51T, FRIMAEPERE 10 U TR LKL 2 3% > CEM L 7256, 15 (3 PR &
RIEZAL T L, BCMHHM. A, B &g L. ZOROYIERMIDS—ENEE & 75 5, SEEE
12, ARWFFE TS M 23R PH DA% & S L T 72 2 O AR IZYIRA S 7201337 0 F P
2RISR I 5 258% 057 (Case 1,2 BLN7) o E 512 Case 4 Tl JHEIX
LA OEEICE CEE L TCE Y URAALIHRETH >, b L, MBI 28
PLMAE LR 2 HEIC 32 2 LU, MRS LHITESTRR, PRz & o riifadE
25756 2 LICER) . BHLALOGANGEZ BHIRNE 2 LIRS,

RIZ, VRS IGEN A (B{LEES TAE 72 &) Zi-o A L 28546, BEME
ISR 2 EET 5 Y R 7035 5, Case 14 Tl 50 i RO A K L% £E 9 HEKMEA
DRI 2 AVM &2 L TAE % 2 [lfT o 7223, YIBR (GRE) i o AL
LTSI MERRAE IS (PP R ©. fiiEg 3 4 H OIS o 2U 2 B3R & i
W% &7 L CBEFIIIEC L (4 KR 1352.2022) . Scorletti &1, IRE#AIZE LT
BEZZ T 5RICHETH > 72 L AL Z28BED 12 BT 11 Pld > 72 ERE LT
V2% (Scorletti etal. 2018) , (F2>, THRIEEEIC/I S 1 5 Bl EERAEAIE D AVM
EMDEZPTVED—DT, Torresetti & 1%, MMM &M I UREI LD
£ 30 AR I L KRG RRAE A & CHIBH L 72 Efl 2 L CTw b, Lo k)i, ik
M 3% IMPEEE 2 S WEIE TEATY S 2 EIHEREPBET, Tz AVM & HE
T2 2 LI TEHEHRZANEZ BHICH 5T,
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@ WRE TSR BT 2 AHESME & PRV O 225

IRE A2 RIC B T HEZEDS O 2 #H 2R L Tw s =77 WEDE
RPMPEDLFEDNY T— 3 VICHA TV 5 5, WHHRRAAVZ NI AT L b S
SNV, RO EBRBPRIEPIEE 2 H S ZOROZW 2~ E L) 28k L,
S 7' 0 2B D AT R L 7,

PW OB 2 R§HEELE LT, UTOX ) hafA v BT oNn%,

- JEH US A i« B2 PR v, MRy, BRI, &L
- JRHAR Ze AT W, - RfEtE o BEE 2, 7'a— 7 CIEEER L 2w, &L
- JESRAY R 20 W PR © RGO, RUUIE C ORI, IBEIRDBZ L v, & E

L La2is, XOEORGEEICIE, NRICE T 28 D5 MR P IME G
SO, DRI SN 2 2Rk B COMDUIBRERZ £, meREEORE 2 %
RKINp e RNTH S,

@ 22 BICmT 72/

ARETR LK) 2, IREFZOZHHERFGE & 12 - 2, US & MR @
HEBEEAEDL T E L TfThiLb D3, “Mimicker” D3F(E L. SERIZHIIE ISR S Tl 7\,
SR U7l R 2 Bk 5 2 L, B0~ —E 2l s27-00—l ks, L
LG, MEE - IREFE I ZEMEOE ZETH D . ZWikEE IR D
HiEk & REBRICRECEAI NG, 61T, o IBRIC K > TEEDME 5 AHRIZ &
ZICEHKTH S, —/iT, WEZKICET 2MEITECREZME) 2 L%, 2
FEEE AR DI X EEDHFAET 5,

& o T, KRECEABE il Ol A 2 8§ 5 2 L DRK LoBELE T
25, H2ETIE, HEHKDOL TCEARBET, 222, FMEMEDE WIT-ZWiEd &
L ¢, KMz ez EHiilae s 4 7 ik d 28 7 v Mo FEBEZ BT 5
RHE E L7z,
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V¥ y XL F 70—tk 3
IRE w1 OEs 7-2Wiic B 2 Wt
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e

1 ETIR, IREGEOZWERAT R 2 hiiiThb s —7 T, “Mimicker” D17
I X D ZWOAHEFREE X NEEAHOAHES ) A7 BE LR 2R L, Z
) L7 BWiOARTEFMEZAl5E T 2 FEE LT, I TRBICHE-D BB T-2W KT
BEIMEHIN TV S, I, IREAEOTHICEWTH, HKEEFOFE LT T
L )L COWRREMIHDNEA DD H 5 (Serio et al. 2022) .

WAEDRM > — 77 v AT ORI X D | IRE 2 D%  CHEKEE 23R E
S, ISSVA 77 (2018 FFETI) TIELE OB BRI FKEIE T3S N b iR
o7 (ISSVA, 2018) ., WRESE ICBG-T 2 BEFRE X, & L TRAS/MAPK &~
7 F WARERE & PI3BK/AKT/mTOR ¥ 7 F )URERE D WL $ o DG I B S
151X Z 11 Z 1 RASopathies, PIKopathies & L CTHH X412 (Mansur and
Radovanovic 2023) ., D & 9 ZEREBfRDMERIC X D | BB FZWNIIRE SO K
BAIcin 2 €, o FEERREE 2 & a4 L & ERkic B H 2 R L L
TOEEMZEE L T2 (Al-Olabi et al. 2018; Couto et al. 2017; El Sissy et al. 2022) ,

IREFEIC B T 252, WS HOKEkIc & £ F o3, IGFEEIROA
B EMEAMEICER T 2ERRNEEZE T 5, Thbb, ¥ 7T VKRS O BET
W DEFTRRRIG RO ME L B LR 2 72 o, BEANERISIGEEER ORI & 72
N1F5, I 6ITEF, WERICH L ZBYREOEADEA DD H D | fERIZRATIER
%R E 5 28 o HEAHNIT N LT HIBEEREM AR L T3, — T, #
YIREE I I BERIRFE DEERRPEEZ 2 Lo, el z CRIfEHE=%
Vo 7 EREMOMHADER L 7% % (Canaud etal. 2023) , L7223-> T, {KiZHEE
ICHUSFATBE e FIE R (Z . TERGEIR - EOHE - AFEFHRY A7 28 % 2 7201
O %2 & O A I 22 RG22 2 HBERE L TRFTE 5,

NREFTE D% IZFERETH 203, —ifid denovo 78T %, JHIKE LT
RAS/MAPK #%i#% & % \ > 1% PI3K/AKT/mTOR #£%1Z B d 28 {5 F O MM E ¥ A 7 23
BH5-9 % (Storetal. 2024) . T b b, FaRMEHRZE DL % 1A THMINER S DFERE TR R
RIZR S RN 2RI T A 7235 % 2 & THEL, REBUIIERHIILER T
FREEIEATI A BT % & VW ) P HADYE 2 54T % (Mansur and Radovanovic
2023) . RHIIEEY A 71k 2 RBAIE, ZEPEL 254 2 v 7eisT. iEEL
DMETHRE R &, SEFIELRERICE > THELZZIT S (Hoeger 2021)

D &) R EREEFDFE S 05 DL, IRE A R AT R & liEREZ2W 2 b &I
WEHIESWI S e STz, B ZE, VUl O R RIEA 2 £ 9 RS #1331y
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IZKTS 2SN 2 A2 H %53, KTS & PIK3CA % JRIDEIE T £ T % PROS D
RIS 2B IRE T CH 5 —75. RiEED AVM b FAfkORBH 2 27 5
ZEDHD . GNAQ % JHIKEE T & T % Sturge-Weber JEMERE % £ PROS LA DA%
HRERINNETH B (Storetal. 2024) ., 2D L I I, BEFAIVA H ORI GBI 2
PR OB EAICE T 2 DA% 57 (Canaud et al. 2021; Colmenero and Knopfel
2021) . O TEERGEEZ SLIARGEIROBRA E 72 D152 (El Sissy et al. 2025;
Mansur and Radovanovic 2023) .

FERIZ, mTOR fHEAITH Z 0 ) LA (T84 > V) 1Z/NROEIGHEIRE B2
RS 212 A 1) Z FET RN EGE & AR MED S S, DB DIFRITIE~ R L 7

(Hammill et al. 2011) , PIBK o BHEHITH % 7R > 7%, PROS IZX§ 2% A1
Z MR AR D/ 2 s TREWI 23S 41 (Canaud et al. 2023) . X & ICHE £
3B PRICED 2 ABHHEZF T % PROS H#E TIZAE AN E X ORI SGE DTS
INTWw5 (Venotetal. 2018) , £7-, BEIZRIBEEDSA L L TV 2 BHllIME FHIRE
BIeB O THHEEIR 2RO 7@ b H % (Zerbibetal. 2024) , BIFERF R O3RN & L
T, JEIRN AKT HEAIS 7 2L F 7% AKT V) Vgl & ARG % % L. mTOR
PHEA & 135870 2F A & U CREBGENT OIS 2 D35 2 LRI NTW 5

(Ranieri et al. 2018) , X 5, 70 AT Y v 7 MAP2KI/MAP2K2 fHEAI k 7 X F =
TDEEY VONEIREICEY L7 LT 55D H S (Fosteretal. 2020) , ZD X H I
53 TG OB DMER T 2 —75C, IGHEER IR %2 5 2 % 95 T1EHRDHL
RFIE R BIRENTD 5,

ZDH L, PROS DJFEKELET-TH % PIK3CA 1X PI3K Offlliiyr 72 =v +CThH %
pll0a Za—F L., ZOEMTEMENY 7 Fid PBK & 7 )L 2 HE IS THE S
%, PITIE AKT ¥ mTOR %/ L CHIRSE ARG ST S 1, IE TR S % \»
(EAHARE I D B & L CRBANC RS 1S, & K IT PIK3CA DY AV KE X4 VI
fIIE S % E542 R E545, ¥ F—X F AL VITHET 5 H1047 ICERBT 2Ry P AR
v bXY 7y ME, A ESHOBIEE O EHEICBIERI NS T BRI T
B0, EEEE O CEME S BB TSROV LTI D, AT A 7
DBBTFEATICDICH I UF 5 £ W) D H 5 (Canaud et al. 2021) , MMA T, H
PERRE I3 TEE3E O EIGIE ICBR L GEE AR 2B T 2 a v =4 v 208
i S A, MR X 2EDBEEE R DEZ Z L 2ERIC, VX y EAXA4 4T
> —TCEEDGE IS THB T 2 EHHE ST\ % (Narayan et al.
2021) . ZOFEFNE, (REEZEERIC X 20 T2EEIRNICE-TH 52—, kBt
T R DR & RO ST o2 & WIS HE TH 5 Z L 2R LT 5,
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AVM IZE W TIE, RAS/MAPK #E#8IZJE T 2 8B T-OAEMINEE ¥ A 7 D3I [F
EINDDOH 5, HifEBHFEHIARZ 72 SOV ClE, TR 7o F 23 8
IR 5, T LT MAP2KI 8 X TN KRAS IZEER L BRAF X° RASAI & L4
#¥TdH o7 (ElSissyetal. 2022) . X 5T, KRAS N 7 v b DL EHIG L EER], 5
BRZE RO TVIRELE B L, MAP2K] N 7 ¥ b DSBS IRRIE L 7294 & BT %
7l R EDHBELRINT WS, £/, MAP2KI NV 7 ¥ b DSHZE N AVM O
JFREETFDO—2THB I, NYT Y FTLAMNREN (& I NEME) 12
RET 2 EDPHREZINTED (Couto etal. 2017) . RMIfEEY A 7 & L COMfEIZ,
AR DOEE M E E b2, VX vy PN F 7> —TOMHBEEE & 72 052 Hih%
AT 2 ECHEETH S,

— T, BETFNNY TV MR OEER IS RS ERE, B2 vk,
FFPE (&) TH % b DD (Serio et al. 2022) . MREFE Tl I BIEIGRHELD YV
A7 75 £ MR OREEEDE <. BWnEE TSN L b iTh it (Mulliken and
Glowacki 1982) . 7z, FEBRAPLREIMEMNOIRE AT T, REME L 220l
> O RARERAUS — R 2 8 U, MR 2 o 708 B2 ig 2 — i 3 5 2
EFBIEITR G, DK LoHlFLS, AR SAEERIATRE e iifk 2 Hv 7205+
Wik D NN % R T,

¥ 72, AT A 7 O, SRR & TR I8 < KF T %, PROS T
I ARAE PR C ORISR TH 5 2 & DHEM I T E 7225, FFPE Bifk %z Hv7-
fEtrcld, =7 v bRV ZHOTGEEE S — /7 v 2 X D ERBE T A 7 D3
HMHETH D I ERRINT VS, UEEDOFIHIFFE TIX, KTS D FFPE A% T,
PIK3CADAEA—FT 4 Y W ENRE LIy =7y b=y AL D 10 5
ELLEDANL v MG 5, 85.7% (12/14) T PIK3CA X)) 7 ¥ FDSEE I L7,
I 512, BHEAE DNA 2 W72 BREEIC X DR 7 L VB IS O B RE DR S iz
(Sasaki et al. 2023) .

Ik, IREFBICEIT 2BEF2WITHRNERIRE W—F, BH#EETH
AR 3 L e RERE O 2 Z T3, REFROMIOHEE %, %
CCHHIN DD, RRHERD ofDNA ZHW72Y Xy FANA A v —Th 3%, B
PERESE DRI Tl ofDNA Z W 72 2 Wi S flE 233 b 41T % (Corcoran
and Chabner 2018) 73, WREFTEADIGHICIZRAE DIEDH b FATZe I8 7 »
(El Sissy et al. 2025; Michel et al. 2018; Palmieri et al. 2020; Palmieri et al. 2021a; Palmieri
et al. 2021b; Serio et al. 2022; Zenner et al. 2021) , T &b b, () BHIEEYF A 7 icdsk
TEHNY 7Y D VAE DML E 2 D 29I &L (i) ofDNA IEDREN TATI 5

TEDPHRI SN D Z & (i) B VAF $EIE Tld > —7 v A L 7 —Hik DBl % it
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BCHNHIT 2 08035 5 2 &, DIREFTIBICEIT Y Xy FANA L 7> —D T3]
L 7D, JREHK ofDNA OBUHHEIZINE Y A ALRAE, IfifeZ £ OREBIC AL I
., AR CILEIMAMNEE D X — 2 fDNA 2MEN.TH % 7 ORI EL 5,
L 72535 T, RMIML cfDNA 2> 5 IREATEELEANY) 7 v b 2 FAET 21213, Ry —
7 v ATREE &R 2 i & L 2| E s O SR REOMTRKO 515 (Bl
Sissy et al. 2022; Serio et al. 2022) , % Z CAIETIE, UMIIC X 527 —#ilEZ M2 7=
ultra-deep targeted NGS % F\ > T, ARAHIM cfDNA 2 6 JRE & BRI #EER YY) 7~ F
L., KRER S F2WEE L TOERREZBEN T2 E2HME L,
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Ttk
@O %2 FETORNRIEEEE

ARETIZ, B 1EHONLMAEZ S LI, WEMCEDNIREEE 20 9 2 IRE 5
BIXOVEEBETZWZ2TIEEBOREILEZE L, LT OMED IR ZHRE L 7,
VM lE, 1 BCRLOEHEZ 5D THE I &, PREDZOFCHEI RS &L
Z & (Loose 2007) . JEInTF2WicBIT 2 SefTiftdinid 7 S Hilltk o v 7 — & DY

TELI LS, BITHRICED B 2 EIZIERICERRE &HIWT L 72,

AVM 1, B 1 3ZTi%Y L 7ERBUI L TE L B o b oD, Ltk & o
BENHETH D . Thb L EMEE Y Rk T EREE A TH S, IBEOENDVE
ez fidi§ BRERD D D . RV ZIERNAD S 72 6 TAFRSORERMEEZEET 5 &
BRI W OB I D TR L BITRIRICE D 72,

PROS ¥, IREGHICE T 2 BETFZWOHLINIAETH D PIK3CA RHIEE Y 4
BT 2 TIAEPEE CH S 2 &, I SITRAHIEE W7 Y HE o RNl
(Sasaki etal. 2023) 23H 5 Z LD 6, KETH LISV 7 ¥ b D241 % HlEHT 3
HMNTY, TR ERE L 7,

—T, LM (F B3 2 & S % & AR IC BRI 22 T RS S 119 <
FHRINE S 7 2 L b, PR EANERICIEHRIRS D, > —7 v ATHHICIE
RO 2H 270, SHIZ LM Z IRt L L,

2
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@ BEEHE L OBIRINE

AVM, PROS., VM &L 7z 40 fil 2, dtiE KRB R X OSLERbeo 2 fiagkic
1T 2024 4F 1 H~ 2024 4 10 HOWIEH, AimZ &L, BoAav ey v oz
fio e, BB THNTICEET 2 T2 23 HZ T ORENE O N BE DO AER I N,
EFAEZEE 72132 0REED o 201 CHUS L 72,

AT AEE Kb (KERE S 23-0001) & X OmfRbE (KiRHE S 016-0314)
DIGFREREEDRKR L ZT TT O, MEEDSER S NIRRT 2 720Ic~ L >
VEEBICHES LT o 72,

40 i, 38 BilFINEEIRD> & R Z FRALL 72, 2 61 (VM-18, VM-19) Tix US
HA R LR DB FE R IR 2 BREL L 7=,

2L S IRETIOEMFIC L D 2B E 1, US & MR 2 & DHRRE %221 7,
14 BT YIBRIMT DT D FURBEAHR A2 R S le, 2D 9 % 341 (PROS-3,
PROS-4, PROS-5) Tl&, MEEDHIAFFEIZ T FFPE % i\ 27z PIK3CA &2 —F 4 ~
TR targeted NGS DR %2 A H AT % (Sasaki et al. 2023)

SRR L, A IREFZOWRE, BARIH & BRI, R,
IREE, WA R EZIEEL 72, Bk 72 40 il % ISSVA 7788 (2018 EKETIR) 12
FOZWEMB L (ISSVA, 2018) . HERIZ AVM 11 ffl, PROS 9 fiil, VM 20 5l C&H -
7eo MERNZ . BYE 16 B, 2otk 24 BT, BIRERHUR F#r O ¥l 1d 39.6 % (#iPH 2-77
%) T, 17 LT /NI 6 1 (15%) D& Eir,
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@ IR D> & O i E[ Y

BRHLZ #1724 10 mL 1. Cell-Free DNA BCT® CE $£If4% (Streck, La Vista, NE,
USA) IZX L, fRIER ICERINE %2 8—10 MHREREA L CTHAE L. FHil 1525 °C T
L 72, BRIME 14 HAWISE O BEZ 7w, S 2 [ L 72, ImEEFEEE, 300
xg, Fim. 20 TDOFEMETELOTEE, BE 15 2 LvF o —71coiFEL 7, ki
WT, BEEZHLOLF =712 L, 5000xg, i, 10 57 D5 Tl oy it 2 B8 i1
L. k& (M) ©&% oDNA I 72, MUEFEE 13RS 3. P
cfDNA it L 7,

@ cfDNA Dl

cfDNA D%, QIAsymphony® DSP Circulating DNA Kit (QIAGEN, Hilden,
Germany, Cat. No. 937556) CHEfiL 7z, FMARICOEMF40mL 2 AT & L
(circDNA_4000 124H4) | AHEZ 60 pL & 3&E LT, HEMhHIC X ) ofDNA Z K5
B 72, —ECILEE 4.0 mL (2372 72 20 o 7M1, ) v IEREME A B AR K% 0.5-1.0
mL BN U CEl 4.0 mL IZEAEE L 7=,

B cfDNA OERE L ONE 1A

i U 72 ofDNA O£ X, Qubit 3.0 Fluorometer (Thermo Fisher Scientific, Waltham,
MA, USA) ZH\WTEE L. Qubit dsSDNA HS Assay (Cat. No. Q32854) % F\v 7z,
cfDNA il %% D B RHI & L C. Wik K240 1% TapeStation (Agilent Technologies, Santa
Clara, CA, USA) 2 Cq¥ifi L. High Sensitivity D1000 ScreenTape® (Agilent Technologies)
% F o CESIKENRNT 2 5 14 R ofira v b 9L 72,

© fENT R DRI E

AWFFE T, RITROEE - FFREB X Na vy S 32— a v ORELZIHIT % 7
O, B - B deoxyribonucleic acid (DNA) % 5% 1F, #RAR & [A]—o TRE T TLEE
L7z, BEMERIRE LT, GM2438s flllatkii>k 7/ & DNA (B4 DNA) 2 v 7z,
Bt & LT, BERINY 7~ b DNA T % Seraseq ctDNA Mutation Mix v2, AF 0.5%

(SeraCare, LGC Clinical Diagnostics, Milford, MA, USA) %7z, & 512, Mutation
Mix V2 IZ&ENRGANY 72 b (MAP2K] ¢.167A>C. MAP2KI ¢171G>T, TEK
c.2740C>T) 12DV TiE, MgV 7 v Middllz 2 — N3 548 DNA (A TEET)
% GM24385 ICANNA 74 v LIz b D% E L CTHW,
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(@ Ultra-deep targeted NGS

55T (BRAF. KRAS. MAP2KI. PIK3CA. TEK) O#H N 7 v Mz 5 —

'y b ETBEARALY LF)L (Ton AmpliSeq™ HD Made-to-Order Panel: IAH251015_388)
(Thermo Fisher Scientific, Waltham, MA, USA) % H\»7z, A2 vid 24 7 7)) a v

B HERL X 41, Ton AmpliSeq™ Designer (Thermo Fisher Scientific) % H\T, %7 %
XHRFER 2 L GEE L2 MDD ¥ —4 v MEI (Chen et al. 2024; El Sissy et al. 2025;
Limaye et al. 2015; Serio et al. 2022; Zenner et al. 2021) % 100% A /N— L 7 (#£2-1) , Ion
AmpliSeq™ Designerid. BED 7 v 7)) a IZEN L ¥ =4y MEEE HN—F 18
DPCR 774 v —%z&at L, ZORMES 2z & k) HEEREIT 5 Y —LTh 5,

- BRAF (p.V60OE)

- KR4S (p.G12D, p.GI2C. p.G12V)

- MAP2KI (p.Q56P, p.K57N)

- PIK3CA (pI143V. p.C420R. p.E542K. p.E545D. p.E545K. p.H1047R.

p.H1047L)
- TEK (p.L914F)
21 ARG LRIV EHRT 52407 v 7Y av

BIETF RefSeq” Qb TS arsg ik ®T e
AMPH7174447172 178917513 178917589 77
AMPH7174447522 178917452 178917524 73
AMPH7174447450 178917579 178917645 67
AMPH7171244830 178927933 178927995 63
AMPH7171261590 178927991 178928062 72
PIK3CA NM_006218.4 Chr3 AMPH7171261966 178928048 178928102 55
AMPH7171261662 178936021 178936091 71
AMPH7174447084 178936080 178936128 49
AMPH7171405274 178951999 178952074 76
AMPH7174447158 178952064 178952135 72
AMPH7171261103 178952112 178952181 70
AMPH7174893185 140453065 140453135 71
BRAF NM_004333.6 Chr 7
AMPH7171262344 140453130 140453205 76
AMPH7171741298 27212693 27212739 47
AMPH7171741696 27212724 27212805 82
TEK NM_000459.5 Chr 9
AMPH7176496870 27212804 27212887 84
AMPH7176496880 27212852 27212931 80
AMPH7174132883 25398185 25398255 71
KRAS NM_004985.5 Chr 12 AMPH7174390459 25398234 25398309 76
AMPH7174132880 25398300 25398369 70
AMPH7174428663 66727319 66727395 77
AMPH7174244018 66727377 66727456 80
MAP2K1 NM_002755.4 Chr 15
AMPH7174247277 66727455 66727535 81
AMPH7174248701 66727534 66727618 85

BT ARYDELNAF T/ 0P —1ERE > 2~ (NCBI) O HFEIIT—2R—=RIIHT2HNES
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DUT oz, ZEtBOMpY = # o 2 (Ba, HA) ICTHEMEL 2 (K 2-1) ,

74 77 V%L, Ton AmpliSeq™ HD Library Kit ¥ X UX Ton AmpliSeq™ HD Dual
Barcode Kit 1-24 (V>§°#1% Thermo Fisher Scientific) %z > CTHfiL 7z, ¥ —7 v M
IS V72 AT ofDNA SIGIR IS U CEE L, SR CIRA R KR (R
100ng) ZM\7z, D DWT, MREMO 7" 7 4 ~—WA DI, N—a—F
W5 %= Mimd 2794 ~<—T74 77 DNA % PCR CTHilE L. MagMAX™ Pyre Bind
Beads (Thermo Fisher Scientific) % FH\>-TH#L 72,

7 7L — Fi#ELE, Ton Chef™ System, Ion 540 Kit-Chef, Ion 540 Chip Kit (V2941
% Thermo Fisher Scientific) % MW7z, =<)L a Y PCRIZXD 7477 DNA Z¢E
— X (lon Sphere Particle) L CTZ7u—F)LIZHiEL, 7> 7L —FE—XZ[EILL 7244,
=7 v v 7% Ton S5 XL system (Thermo Fisher Scientific) (2 CHME L 7z,

74 77 ) OWEHIEE X SVEFH X E & PCRICK D EMEL 7, KRR
ABI7500FastDx (Thermo Fisher Scientific) . ffi/Hi{#& (% Ton Library TagMan™
Quantitation Kit # V272, SN RE T A 77 V13, BIVIEREHRED ) 2FE VT
7= L7,

[ © #—#oNESO PCR 518

{3

@ T IA~—BBNDE ST HI 53 fiF

-

® F1475Y DNA @ PCR H4iiE & U5 5L

1

[ @ FA75Y DNA OEFTHEIRES

@ Fr 7L —he— R

bﬁ@

@ =T

X 2-1. DNA > — ’7’///7@/)1&“
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® WA KA v 7 H~T 4 v 7 AR

WA FA T =T 4 v 7 AfENTIZ. Torrent Suite ¥ 7 7 =7 (Ver. 5.18.1; Thermo
Fisher Scientific) @ Torrent Mapping Alignment Program % f\>7z, ZMELH]1% human
genome build 19 (UCSC Genome Browser) % Ji\27, NV 7 > FHIZ X Ton Reporter
Y 7 b7 =7 (Ver. 5.18.2; Thermo Fisher Scientific) % f\>7z, T.f&iE “AmpliSeq HD for
Liquid Biopsy - w2.5 - DNA - Single” (ver. 5.18, revision 0) % {# L. Target Regions (&
IAH251015 388 Designed, Hotspot Regions (& TAH251015 388 hotspot Z i€ L 7z, 737
A—=ZIFLL T DO ICEE L 72,

- Downsample To Coverage: 20,000

- SNP/MNP/INDEL Min Allele Freq: 0.05%

- SNP/MNP Min Variant Score: 6

- INDEL Min Variant Score: 10

© SCHkBER

PubMed TEL D % —7 — F 2 M\ TR AT O ST 2 11\ (K H -
2025 £ 2 H 10 H) | IREFTICE T 2 4AHIEE 1 7 OBERZEPEL 72,
- Arteriovenous malformation (AVM)
- BRAF
- KRAS
- Klippel-Trenaunay syndrome (KTS)
- MAP2KI
- PIK3CA
- PIK3CA-related overgrowth Spectrum (PROS)
- TEK & %\ TIE2
- Vascular malformation
- Venous malformation (VM)
PRHAEHEII DI T O ) Th 5,
- RMIRE AT
JFEFim X E L O 2P EoEEaFs— T
PROVEMEIZLL T 0@ D) Th 5,
- PRI EE (B AL, I ERIRETE)
- RBI DR BSOS T A v
- BETHREOHAPRH I Tuan
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it SR
D cfDNA &

Qubit 3.0 Fluorometer (Thermo Fisher Scientific) TxE#& L 7z c¢fDNA &1L, Hk
fiti 43.26 ng (#iPH 10.5-2832ng) THH ., &HIT 10 ng L LGS N7 (K2-2) ,
TapeStation (Agilent Technologies) 2 K& 2 Wi B ffEirTld, FEE— 27 O fi
193 bp (#iPH 176-231bp) T, WH—X 7 LAY —AHEK A ICHLT 2 E—2 T
HbHIERMERL T,

PROS-2
VM-15
VM-19

PROS-3
VM-8
PROS-5
VM-11
VM-14
VM-9
AVM-6
VM-20
AVM-S
PROS-8
VM-1
VM-7
PROS-6
AVM-7
VM-10
AVM-4
PROS-4
VM-12
VM-3

AVM-11
VM-17
AVM-9

AVM-10
VM-16
AVM-1

PROS-9
PROS-1
VM-2
AVM-8
VM-4
VM-13
VM-18
AVM-3
PROS-7
AVM-2
VM-5
VM-6

k T T T T T
0 50 100 150 200 250
cfDNA ng

2-2. cfDNA &
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@ AJDNAEBBINIA 75 ) BEE

TIon AmpliSeq™ HD (Thermo Fisher Scientific) % fH\>72% —7" v MEIEIC AT L7z
cfDNA (%, 9l 24.8 ng (HiPH 3.5-100.0ng) TH o7z, F7-. EH PCR THHliL
72747 7)) ORI, HUH 36.9 pM  (HiPH 1.3-690.6 pM) ThH -7 (F2-2) ,

F£22. AJIcDNABE LN A 75V EE

1D AJJ cfDNA & (ng) 7477 V) IRE (pM)
AVM-1 24.1 60.7
AVM-2 12.4 101.5
AVM-3 18.5 47
AVM-4 25.4 18.7
AVM-5 313 26.2
AVM-6 39.2 21.7
AVM-7 22.1 23.1
AVM-8 19.9 7.5
AVM-9 20.5 131.4
AVM-10 243 1.3
AVM-11 25.3 129.5
PROS-1 19.3 109.4
PROS-2 100 690.6
PROS-3 76.1 88.1
PROS-4 22.9 28.5
PROS-5 38.8 9.7
PROS-6 29.4 13
PROS-7 13.7 50.8
PROS-8 33.1 220.2
PROS-9 18.4 6.6
VM-1 7.9 7.1
VM-2 33.2 57.7
VM-3 27.8 44
VM-4 19.2 88.9
VM-5 11.7 45.7
VM-6 3.5 7.8
VM-7 27.6 46.5
VM-8 56.9 85.2
VM-9 33.2 57.7
VM-10 27.8 44
VM-11 345 41.1
VM-12 29.1 14.5
VM-13 11.6 15.7
VM-14 26.6 32.6
VM-15 100 166.6
VM-16 14.2 6
VM-17 20.4 6.3
VM-18 15.2 7.4
VM-19 21 19.5
VM-20 333 1.5
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@ I 7y 8

AAHIM cfFDNA % FH\> 7 ultra-deep targeted NGS 12 & D, 7 7Y avEGgh Ly
213 104,000x (HiPH 28,000-153,000x) 2K L 7z, 40 fild 23 Bl (57.5%) THFEF 44
NY 7y hZEELT, VAF IZHYE 0.11% (#FiFH 0.05%—1.88%) TH . 0.1%Ai
DK VAF N 7 2 R 2338.6% (17/44) %507z, 78, PROS O—FiERITIE, JH
2% (FFPE ffE) %2 M\ 7- BMBE DH{RIIZE (Sasaki et al. 2023) & [Fl—D N 7
N D3R DRI cfDNA 2> 5 b S 4, K VAF fHIS oS R o 244 %
TR L7z, N TV BB E NG 176 (42.5%) 1I2OWTIE, HARAY LSk
IVTCHN=Z R ORI, - BTSN 7V FOFEELLARELSE Z 6 5,

k. BN E L 72 Seraseq ctDNA Mutation Mix v2 Tl&, 15D> — 7 TV APV
TNDIH 14 IZBWTTFHIN VAF TN 7V PRI S N7 (BB TFI2 DWW T,
n=3), MHTEhdro7% 1% 7N onTlE, HERNIZ PCR 77 4 ~ —HiE»3%k
WL - [BEED S B, BRI 7 v MRS s o, BT, AL T
I NNy 7y ML T, EBisTH. a—7 4 v IES (CDS) 2k, 72/
W23 t. VAF 2Rl 2 &I 2,
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4) AVM

AVM 1L BID 9 B 6 BITaF 10 ) 7o b 2RI L 72 (F2-3) . Parkes Weber St
# (PKS) D14 (AVM-2) TIXBRAF DBy P AKXy bNY 7V b (p.V60OE) %Ik
H L., MAP2KI DIEHR Yy P ARy b XY 72 b (p.AIST) B XN PIK3CANY 7 v b
(p.P447S) %P L 72, D 16 (AVM-11) TIZ KRASDH vy F ARy XY 7
F (p.GI2D) ZWHL., 22D TEK XY 7> b+ (p.A933T 8 X U p.A05V) ZHFFL
7o 5612, TEKNY 7V (p.A90IT, p.A905V. p.RIISH) *° PIK3CA NV 7 v b
(p.P447S) DEBBITHH E N7z, AVM IZE T 3 VAF 13 0.08%1.88% TH ) .
0.1% HiE DMK VAF NY 7> b &EFE N,

#£2-3. AVM BE ORI E B EIN N 7 oF LD

B#F ID A Hih 1R Wi LA cfDNA & (ng) Hinr CDS 21t 7 3/ WAL VAF

AVM-1 52 s AVM? HB, LR B 20.7 TEK c.2701G>A p.A90IT 0.10%

AVM-2 57 % PKS® 123 11.4 BRAF c.1799T>A p.V600E 1.88%

MAP2KI c.283G>A p.A9ST 0.14%

PIK3CA c.1339C>T p.P447S 0.11%

AVM-3 30 e AVM? 15 17.2 PIK3CA c.1339C>T p.P447S 0.14%
AVM-4 18 # AVM El 24.1 NY Ty MRz L

AVM-5 46 i AVM PN 29.7 TEK c2714C>T p.A905V 0.11%
AVM-6 58 4 AVM e 36.7 NY TV MEHA L
AVM-7 77 L] AVM® W 21.0 NY Ty RS L
AVM-8 21 | AVM® G 18.3 NY Ty MRz L

AVM-9 22 7 AVM ThE 18.3 TEK ¢.2753G>A p.RIISH 0.20%
AVM-10 53 4 PKS T 20.9 NY 7Y MR L

AVM-11 63 # AVM B Wi 22.5 KRAS ¢.35G>A p.G12D 0.31%

TEK ¢.2797G>A p.A933T 0.11%

TEK c.2714C>T p.A905V 0.08%

IR B SE RIS O RS S T,
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) PROS

PROSOHID 9 & 7HITRF15 N 7 b2 L7z (£2-4) , PIK3CA D~V A
WAL ET 2 Hy FARY FNY 7 b (p.ES42K, p.ES45K, p.Q546R) 23
BB TRE 4, PROS D7 TIRAE LG T A TH o7, MA T, PIK3CA DF
BNV 7Y Metli (7L —203 7 ENY TV PRI 7V R RET L p P1241s,
p.W446*, p.P447S 7 &) b 7z, PIK3CA LIALCTlx. MAP2KI (p.A95T. splice
acceptor /N 7V ) | TEK (p.A929V. p.T922M) . BRAF (p.Q612%) 7= ED/NY 7
¥ F O ERREBITOFFE L 72, PROSIZE LT % VAF X 0.06%-1.54% TH V. PIK3CA +
v P ARy XY TV R EREDTHEK VAF SHIEO N 7V b 3% 2T, B,
AR (FFPE Bii&) % A\ 72 4= O FTEIZE (Sasaki et al. 2023) & FHiR L <,
PROS-3 8 X U PROS-4 TlE[Al— N 7 > k % KM cfDNA THEH L 72 —H .

PROS-5 TIIARMEIM cfDNA Tl I Nk h - 72,

#2-4. PROS BE DRIV L HE I NNV TV FOF LD

HH 1D Ay il 2 A ¢fDNA & (ng) ST CDS %1k ava 234 VAF FFPE KD VAF
PROS-1 9 % KTS* i3 16.6 PIK3CA ¢.1633G>A p.E545K 0.34% ML
MAP2K1 c.283G>A p.A9ST 0.20%
PROS-2 62 % KTS* Fhk 217.2 PIK3CA c.1633G>A p.E545K 0.19% ALV
MAP2K1 c.283G>A p.A9ST 0.06%
PROS-3 65 k'S KTS* i3 66.7 PIK3CA c.1624G>A p.E542K 0.64% p-E542K/10.9%
PIK3CA c.1339C>T p.P447S 0.09%
TEK ¢.2786C>T p-A929V 0.07%
MAP2K1 Splice acceptor site 0.09%
PROS-4 36 k'8 KTS* % 20.3 PIK3CA c.1637A>G p-Q546R 0.33% p-Q546R/3.9%
PROS-5 46 Lz} KTS* % 33.4 NY 7y MR L p.C420R/1.6%
PROS-6 42 5 KTS Ll A 27.9 NY TV MR L ML
PROS-7 20 ) CM with overgrowth T 12.2 PIK3CA ¢.371_372insT p.P124fs 0.14% YL
PROS-8 60 H KTS Th 30.4 PIK3CA c.1633G>A p.E545K 0.17% PV
PIK3CA ¢.1338G>A p-W446* 0.07%
TEK ¢.2765C>T p.T922M 0.09%
BRAF ¢.1834C>T p-Q612* 0.08%
PROS-9 6 H KTS Tk, fAug 16.4 PIK3CA c.1637A>G p-Q546R 1.54% P

* P B R A AR DS HERR ST,
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) VM

VM20 D9 B 10 BIcit 19Ny 7o PRI L 7 (F2-5) , TEKNY 7V i
9 BICEF 12 28U 7 b LIS K | BEROBAL N Y 7 v FEALICALE T B8 T
k(B : p.L914F, p.R915C. p.ROI8H) IZHIA T, HHAY 7~ Mt (p.A905V,
p.T922M, p.S938fs, p.A949V) b&EF N/, HENY T M ELT, TEKDENY
7Y b 3HITRD, £ TEK NV 7 ¥ b & PIK3CA N 7 v+ DO %2 EE TR
&7z, blue rubber bleb nevus syndrome (BRBNS) O 3 #ilTlx, 2 #IT TEK N 7~ b
A THEE DN 7 v MMFERA LN, 512, 16l (VM-15) Tl TEK

(p.A905V) . PIK3CA (p.P447S) . MAP2KI1 (p.G80D) . KRAS (p.G15D) 7575 %
SEOEEN) TV M EED, VM IZEIT 3 VAF 12 0.05%-1.52% TH D . 0.1% Hi
BOMIEK VAF N 7 v P BSEE TN,

#£2-5. VM BE DRI E ERHE I NN Y 7 b F ED

B 1D A T 2L fEiEiA ¢fDNA &t (ng) s T CDS £k 73 B VAF
VM-1 41 s BRBNS® CIPEN, T . B8, B 7.7 TEK ¢.2753G>A p.ROISH 0.25%
PIK3CA ¢.3075_3076insT p.L1026fs 0.05%
VM-2 24 'S VM JER, S, WHEH 16.0 NY T MR L
VM-3 74 'S VM U T 18.9 NY T MR L
VM-4 24 # VM 2 17.1 TEK ¢.2714C>T p.A905V 0.06%
PIK3CA c.1338G>A p.W446* 0.08%
VM-5 19 Ll VM TR 10.8 N TV A L
VM-6 4 'S BRBNS L, 5 3.1 NY 7Y AR L
VM-7 53 L2l VM GRS, S, WEOR. B, M 23.8 TEK ¢.2714C>T p.A905V 0.10%
VM-8 76 s VM [t T TN 53.1 PIK3CA ¢.1339C>T p.P447S 0.08%
VM-9 17 w vM* ThE, & 31.0 TEK ¢.2714C>T p.A905V 0.17%
TEK ¢.2765C>T p.T922M 0.17%
VM-10 21 L3l VM N R =N 26.4 TEK ¢.2743C>T p.R915C 1.52%
TEK €.2739_2740delCCinsTT p.L914F 0.08%
VM-11 22 s BRBNS* FIREAN, B, T KRR, 31.6 TEK .2812delT p.S938fs 0.11%
KL AR, B MAP2KI ¢.100C>T p.Q34* 0.09%
VM-12 13 Ll VM KR 26.3 TEK ¢.2846C>T p.A949V 0.14%
TEK ¢.2714C>T p.A905V 0.12%
VM-13 64 /8 M SH, B 11.0 NY Ty AR L
VM-14 66 i VM 83 25.6 NY Y A L
VM-15 61 i) VM SR, T 108.9 TEK ¢.2714C>T p.A905V 0.07%
PIK3CA ¢.1339C>T p.P447S 0.06%
MAP2KI €.239G>A p.G80D 0.14%
KRAS c.44G>A p.G15D 0.09%
VM-16 23 'S vMm* Hiflhi 133 NY Ty AL
VM-17 57 I VM i 18.1 NY 7Y MR L
VM-18 2 L} VM S 13.1 NY TV MR L
VM-19 33 Ll VM &3 20.6 RUNAY 118
VM-20 7 % VM By 28.7 TEK ¢.2714C>T p.A905V 0.29%

SRR RO WA R ST,
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@ BN 7 v b OFPE RWIZERE R O ALIE D T

IREGICE T 60T A 7 1B L CRITMED RFBRE X b, 58651
(BRAF. KRAS. MAP2KI. PIK3CA, TEK) IZDOW TR LiIcE L o7 (£ 2-6,7,8,
9,10) .

4) AVM

AVM IZ BT 2R MAP2KT ) 7> B iE, 240 TIC 10 TR 13 fiEHD
INTED (Al-Olabi et al. 2018; Couto et al. 2017; El Sissy et al. 2022; El Sissy et al. 2025;
Goss et al. 2019; Hernandez et al. 2023; Konczyk et al. 2020; Li et al. 2023; Serio et al. 2022;
Zenner etal. 2021) | BRHIRIZ 32.3% (226 Blrh 73 ) TH > 7, WEHEDENY
7v bk ELT, p.Q356P (18/75, 24%) XU pK5IN (41/75, 54.7%) DEIF S, 2
N5 1X % v 737 H D negative regulatory domain N ¥ 72 (ZBEEEREIICAZIET 5 & I b

(Coutoetal. 2017) , £/, FF—X¥ XA VARIZREEDIEFY PARy b XY TV
FOFEEIN TS (F2-6) . AVMIZEITS KRASNY 7V MIZDWTIE, ThE
TIZ 11 HTRE 12 FEOEMNE Y 7> P 3HE I TE D (Al-Olabi et al. 2018;
Diociaiuti et al. 2022; EI Sissy et al. 2022; El Sissy et al. 2025; Goss et al. 2019; Hernandez et al.
2023; Palmieri et al. 2020; San Basilio et al. 2025; Serio et al. 2022; Sudduth et al. 2020; Ten
Broek etal. 2019) . BEHIRIZ 21.3% (296 filh 63 BI) TH o7, BHEDENY 72k
& LT, P-loop IZHZIET % p.GI12D (26/66, 39.4%) ¥ X O switch-II domain IZfZ{E T %
p.Q61H (16/66, 24.2%) ’ME SN T3 (F£2-7) (Pantsar2020) , BRAF I\ZBL T
IZ. p.V60OE DAL ST 5% (K 2-8) (Al-Olabi et al. 2018; El Sissy et al. 2022;
Hernandez et al. 2023; Zenner et al. 2021) , —/7C, TEK 8 X W\ PIK3CA NV 7~ Mg
B &£ £ % % (ElSissy et al. 2022; Hernandez et al. 2023; Yeetal. 2011) , =&, Bl
& #TE-BhEIRA T 2 £ DB AVM MFEET 2 — T, PKS 2504 { D AVM
THEEGITH B, ARICE VLTS, KIBENFEIE 2 323 2AEM X3RO 2> 72,
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) PROS

PROS IZ B} % PIK3CARMIRE N Y 7 v M id, T30 E TIC 44 TRl 81 TR RS
SNTEH, BHFIF 65.5% (1,428 #1935 6) TdH -7 (Blackburn et al. 2020;
Brouillard et al. 2021; Chang et al. 2017; Chen et al. 2021; Chen et al. 2024; Davis et al. 2019;
Diociaiuti et al. 2022; Garde et al. 2021; Gokpinar et al. 2022; Hori et al. 2022; Hucthagowder et
al. 2016; Keppler-Noreuil et al. 2014; Kim et al. 2022; Kuentz et al. 2017; Kurek et al. 2012;
Lalonde et al. 2019; Le Cras et al. 2020; Leiter et al. 2017; Li et al. 2022; Li et al. 2023; Lindhurst
et al. 2012; Loconte et al. 2015; Luks et al. 2015; Maclellan et al. 2014; Michel et al. 2018;
Mirzaa et al. 2016; Mussa et al. 2023; Nozawa et al. 2022; Osborn et al. 2015; Palmieri et al.
2021b; Park et al. 2020; Piacitelli et al. 2018; Quindipan et al. 2021; Rios et al. 2013; Sasaki et al.
2023; Serio et al. 2022; Siegel et al. 2018; Tian et al. 2020; Tian et al. 2022; Triana et al. 2023;
Wu et al. 2018; Xue et al. 2023; Yeung et al. 2017; Zhang et al. 2023) , PROS THE 115
PIK3CA DRHIRENEMEAL N Y 7> bicid, N AL R XA D pES42K (112/937,
12.0%) £ XU p.E545K (107/937, 11.4%) . ¥+ —X FX A D pHI047L (47/937,
5.0%) B XU p.HI047R (205/937, 21.9%) D 4DDFy F ARy FNY 7V k23l
T®H % (Brouillard et al. 2021; Canaud et al. 2021; Keppler-Noreuil et al. 2014) , & 512,
linker region ¥ & ' C2 membrane FEISIC (X, 30 2z A 2Ry P ARy bNY 7
FFEIE ST 5 (2-9) o PIK3CANY 7 ¥ t DEERE B A A VllD 3 AiIcEH
% & . congenital lipomatous overgrowth, vascular malformations, epidermal nevi,
scoliosis/skeletal and spinal JEfEfEE K ONKTS (ZFEE L THAY FARYy FNY TV R, X
7FER P FEEOIEENY 7Y MK DAEU % £S5 (Brouillard et al. 2021)
—77C., megalencephaly-CM 1%, X O iHEHALDOREMROGHIRGED NN 7 Py M
EDFEELTEL, NPV FARTZ P ILIEFEDIEHITH S 2 EWRINTVS
(Mirzaa et al. 2016) . PROS IZHEF % PIK3CANY 7v k707 7 A )VIBEICEIT 5
PIK3CANNY 7Y F DA EFLPLTED, Ay ARy bANY 7V FREEOK &
B L35 —7, X DBEOKIIMAIESy FAKRy bNY 7o+ BT % AlHE
PEDSRR STV % (Sasaki etal. 2023) . &3, PIK3CA DA DBET Y 7 Mg
WTOWEIFRE T2 (F2-6,7,8,10)  (Chen et al. 2024; Diociaiuti et al. 2022; Hori
et al. 2022; Kim et al. 2022; Siegel et al. 2018)
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) VM

VM IZE T % TEK BRI N Y 7> b, Z40E T 19 TR 45 FESRE I N T
B, I 46.4% (571 #ilHh 265 §]) TdH -7 (Castel et al. 2016; Castillo et al. 2016;
Diociaiuti et al. 2022; Du et al. 2021; Goines et al. 2018; Hirose et al. 2024; Li et al. 2023;
Limaye et al. 2009; Limaye et al. 2015; Martinez-Glez et al. 2021; Nozawa et al. 2022; Paolacci
et al. 2020; Soblet et al. 2013; Soblet et al. 2017; Sudduth et al. 2021; Ten Broek et al. 2019; Ye et
al. 2011; Zenner et al. 2021; Zhang et al. 2023) ., F72. VM IZE |} % PIK3CA (Rl Y
7V M 1 ETE 19 BE RS INTE D, BIEEIE 22.3% (377 #ilH 84 #) TH
272 (Castel et al. 2016; Castillo et al. 2016; Goines et al. 2018; Hirose et al. 2024; Li et al.
2023; Limaye et al. 2015; Martinez-Glez et al. 2021; Nozawa et al. 2022; Paolacci et al. 2020;
Serio et al. 2022; Ten Broek et al. 2019) , TEK NV 7 ¥ b D) LigbHEDE\NY 7

MO, N K ¥ F—X P XA VLB T % plo14 TH D (163/330, 44.9%) . X
W p. Y897 (48/330, 14.5%) . pRII5 (28/330. 8.5%) . p.R9II8 (27/330. 8.2%) 73
HINTWD (F2-10) . 61T, 19RICEENS TEKBIHE VM 25T 5% &

19.7% (330 HlH 65 49]) B_E TEK NY 7 FZ2H L Tk, —#EHNY) 7Y DA
& LTIE, p.Y897 & p.RII8 DAY I bAHEN I\ (Duetal. 2021) . —H.
PIK3CA NV 7 + DRSBTS IE p H1047 (84 Bk 324, 38.1%) THDH, R\»T
p.E542 (19/84, 22.6%) . p.E545 (16/84, 19.0%) MEIN T3 (F£29) , TEK N
V7 v FHL PIK3CANY 7 v PH, BXWNTEK NV 7~ b & PIK3CANY 7 b
DPFFFITONT, BHFEIZZ N Z I 41.3%43%. 11.4%26.7%. 1.3%1.75% & #Hifh
N CE D (Duetal 2021; Hirose et al. 2024) . 5 IFANFETH o N7 (20
Z45%, 20%. 15%) EMRIEE L Tz, X612, TEKNY) 7V PO VM 12,
TEK/PIK3CA BEMED VM & e U THEFRIEDN L » E G ST % (Hirose et al.
2024) . & ¥E. TEK & XU PIK3CA DANDEE TN 7 ¥ PO WTOHE TP BUIR
5T % (#£2-6,7,8) (Castel et al. 2016; Ten Broek et al. 2019) , familial
cutaneomucosal venous malformation 7% B VM D AET 523, BRBNS Z & L% D
VM (FHEFEMETH 5, RUIRICE TS, KIENFEIEZ /"R T 2AERIZER 0 2> > 72,
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£ 2-6. IREETBIC BT B MAP2KI N 7 v + DA

ERL((;bmi:icrl‘ing | Nesive rgutaory LR (AAS2-67) P g C-terminal tail
) domain (AA44-51) (AA362-393)
2 - 2
£ e} g =
Patients with  Detected . M 2 fazQA xS 3 <@ e
Patients with AVM Cohort ook wap2KI | @2 L 5 SGlgg<E=c8d=2
(n) variants variants® Z 4 = q 4 % alo <« g‘ > LU A0 W
o) <o = &8
Ll: A=
=%}
Al-Olabi L, et al, 2018 25 4 4 1 21
Couto JA, et al, 2017 25 16 17 1 4 9 2 1
El Sissy FN, et al, 2022 23 7 8 15 11
El Sissy FN, et al, 2025 55 10 11 2 4 1 1 1 1 1
Goss JA, et al, 2019 6 4 4 2 1 1
Hernandez PV, et al, 2023 54 12 12 57
Konczyk DJ, et al, 2020 3 3 3 3
Li D, et al, 2023 12 7 7 3 3 1
Serio VB, et al, 2022 15 2 2 2
Zenner K, et al, 2021 8 7 7 1 6
Our cohort 11 (Zb) 1 1 1
Total 237 73 76 1 1 1841 4 1 11 1 1 2 2 11
2 5 Z
g 3 32 =
Cohort  PAtients with  Detected n x a8 o z 5 - la = § § S o2 ge
Patients with VM ONOTL )1 up2ki  MAP2KI 2 & MEE SRR EE <z ) E E
(n) variants variants® z =4 L OO LKAI0<LWESTOoOR O
| pa) S
7 =4 =
-9
Castel P, et al, 2016 32 1 1 1
Our cohort 20 (3°%) 2 2 1 1
Total 52 3 3 1 1 1
2 .
£ c] 2 =
Patients with  Detected » M 2 fazQA xS 3 <@g e
Patients with PROS Cohort bkt Map2ks a 3 o 23 5 5‘ GlggxE8cadcsz
M varians  varins® z |@ OO M B0 50 AT 8
o) o = &8
L‘Q A =
oy
Chen H, et al, 2024 82 1 1 1
Siegel DH, et al, 2018 57 1 1 1
Our cohort 9 3 3d 2
Total 148 5 2 1 1 2

LR, linker region; Bold is a novel variant found in the present study; * Sum of the numbers shown in the columns to the right; ® Including patients with PKS; ¢ Including patients with BRBNS
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£ 2-7. IREDIC BT B KRAS N 7 ¥ b DIAR

N-terminal Switc}f T Inter-switch Switch}II Hypervfariable
il P-loop (AA10-14) LR domain region domain  [LR region
(AA30-40) (AAS58-72) (AA167-188) |
Patients with AVM Cohort ™™™ Z;:;md 5 é S & ; £ 2|2 é é g % g
(n) variants  variants® CRCRCECICHCICIRCE ICIRS 2R ] - <2 P>
Al-Olabi L, et al, 2018 25 4 4 11 1 1
Diociaiuti A, et al, 2022 2% 1 1 1
El Sissy FN, et al, 2022 23 6 6 11 4
El Sissy FN, et al, 2025 55 7 7 13 1 1 1
Goss JA, et al, 2019 6 2 4 1 2 1
Hernandez PV, et al, 2023 54 9 9 31 1 1 1 2
Palmieri M, et al, 2020 5 5 5 3 2
San Basilio M, et al, 2025 60 16 16 9 2 5
Serio VB, et al, 2022 15 9 9 4 3 2
Sudduth CL, et al, 2020 2 2 3 11 1
Ten Broek RW, et al, 2019 49 2 2 2
Our cohort 112 1 1 1
Total 307 64 67 1 1276 1 7 3 1 201 1 16
Patients with VM Cohort ™™™ Pans 2 |SE8S82EEIEFHE 2 = |8
(n) variants  variants® M o oOoOoOoOoOolooo B o =
Serio VB, et al, 2022 13 1 1 1
Ten Broek RW, et al, 2019 MD 3 3 1 1 1
Our cohort 20 (3% 1 1 1
Total 33 5 5 1 1 1 1 1
Patients with PROS Cohort Jric™ "™ P 2 |SES882EE|28% 2 z g
) variants varians® ¥ |ooococooOoOo|loool B S |=
Chen H, et al, 2024 82 1 1 1
Diociaiuti A, et al, 2022** 34 1 1 1
Kim YM, et al, 2022* 15 2 2 2
Siegel DH, et al, 2018°! 57 2 2 1 1
Total 188 6 6 1 301 1

LR, linker region; MD, missing data; Bold is a novel variant found in the present study; * Sum of the numbers shown in the columns to the right; ° Including patients with PKS; ¢ Including patients with BRBNS.

% 2-8. REGIC BT B BRAF N 7V F DA

Conserved region 1

Conserved region 2

Conserved region 3

Neterminal [ Ras-binding domain | Cysteine rich domain Serine/threonine rich domain Kinase domain | C-terminal
tail (AA155-227) (AA234-280) LR (AA360-375) LR (AA457-717) tail
Cohort Patients Detected UO-] S
Patients with AVM ONOTL ith BRAF BRAF 8z
(n) variants  variants* > <o
Al-Olabi L, et al, 2018 25 1 1 1
El Sissy FN, et al, 2022 23 2 2 2
Hemandez PV, et al, 2023 54 4 4 4
Zenner K, et al, 2021 8 1 1 1
Our cohort 112" 1 1 1
Total 121 9 9 9
Patients  Detected B
=3
Patients with PROS Cohort i prar raF Sz
(n) variants  variants' > o
Siegel DH, et al, 2018 57 1 1 1
Our cohort 9 1 1 1
Total 68 2 2 1

LR, linker region; Bold is a novel variant found in the present study; * Sum of the numbers shown in the columns to the right; ® Including patients with PKS.
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BEE
O REFTIICE T 2 8 S - B

NRAEATTE D5y FIRREIC IX, RAS/MAPK & % 13 PIBK/AKT/mTOR #Fi% 12 B
LT A 75T % £ W PHHADIA S G ZI>D5H % (Stor et al. 2024)
e DX, ()RS EOEEN. ) o TEMREZ & LIBREIROEMNT. (3)
RS W CH N RS 2 e 2 HBIEZ W, &\ ) Bl TR ER Z K>, #id
D | FeRIMERZE D —EB Tl A TEAINER 1 DO BERE TS T ZE 51 RN 2 (AT €
A 7D 5 —T5, REBUIIEATHHINELE R T ORERBIERRIZE BRI § 2 & v )
A DA Z TS (Mansur and Radovanovic 2023)

—J7T, N T v MR ORISR (TS, H 2 \WIEFFPE) TH D D
DD (Serio etal. 2022) . IRE AT CIXHIMLANGIRIGELD Y R 7 70 £ H & (kR
DFEEEDNE C . ZWHREETHT L bfrbitiey> (Mulliken and Glowacki 1982) , X - T,
EERTlE, T2 2 | SPARTTRE AR, FHRATREIED LR L 235
A DR D 545,
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@ AW TR S NPT & 58 1 B & DEERL

AWFZE Tl RIEIMAE fDNA % V> 7 ultra-deep targeted NGS (UMIIZ X 5 =5
—fiEZ &) 12 LD, IREAVELEELE T ORI Y 7> b 2 RE I LS
L0 EBE LT, IREEBIEERZH 2B E 7254, F1ETRLALLIK
“Mimicker” DLEIC & D WO AHEZEES X RN EY 2B EEANEIRI N Y R 7
DECHS, Ldd-> T, JHREEHR (HE) <2<, 77ER BE57) 20T
&5 2 LiE, PO L L GEEROBRIVE{L O 2 & HETH 5,

AL THS NN 7Y MRHOFERE X, SR BEEEDSR & WRERI 2> 5 T |
BT 5% %2 YN EREH 3 AUSRAMINL cfDNA 2> & HHK VAF 8l ) 7 > b 2SBSE I
7R ERRRT S5, BARIMICIZ, SFEANL v Y 104,000 DFBREMHTICE D |
40 Bildh 23 B (57.5%) CTEb44 N) 7 v b ERBEH L. RBMIMH VAF 1Z 0.05%—1.88%D
#pH (FFUME 0.11%) 1T L7z, S 612, Bl N) 7> D VAF Z2 5 ERE]
(AVM, PROS. VM) IZHOMFIITHIEMLL 72 & 2 %, UK VAF fEIIC A9 5% 2 &
DR TE R (K2-3) , ATk, FIEFIOREME U CYIER ol S 7N
7 ¥ b DECK VAF % flwo, SEGIHA CREE 2 i 2 7R L 7z,

1.754

1.50 4

1.251

1.00 A

VAF (%)

0.75 4

0.50
0.25
=S [ oo ]
0.00 : : ,
AVM PROS VM

(n=6) (n=7) (n=10)

[X] 2-3. BEEEBERNIC B 1T 5 KM cfDNA @ VAF 434
FAEWI DI K VAF (%) 28T, n I3GEFIEE R T,

—J7 T, NY TV BB I NG WIEFIDEBAAET S 2 &, HENY TV R
BHEINDEEGIH 2 2 L &, BIRTOIMICHT TIZRR &OEH QAT R
ThHhd, LTI, HEBNY 7 v Fofr@EfM g, sz o7 & ofivorir,
7% B TR A DR 2 & IR A I D W TR L 5.

51



@ HENY 7 v P S LIE

AW TlE, B—EHITEED N 7 ¥ F 3 I B IEFIDEAE L 72, IREH TP
DRMIIEE Y A 7 1Z, FAERHAOMIRREI R L ORENTAE 1o L5 5 7-
O, BENY TV OBEHIZHT L OFIANTIER WD, ZOMPICIFTERZET 5,

BEONY 7 v PRI S NIIEBI T, BN T v OBERIEC IRV ER O™ S

ORNERORE, H2W0ix, BEFEAHD/NY 7+ (variants of uncertain significance,
VUS) ) ZBM L 729 2 CHIRT 205 03% 5, Z 2 CAMETHRIEI N NNY 7V
MZoWT, EBEF4. CDS Zfl. 7 3/ BRZAL, AWt7E TOREIE. 23 AARHIINZS
Rhyns (COSMIC) TOEFRDL, ClinVar IZE 1T 2IKEMES 7 A, dbSNP @ ID
B L o RFERARFATHBUCHE L 22N 7> P 23T (FF2-11)

£ 2-11. AR E NN 7 o+ ORI

AT CDS ZH1k 73BN AW TOREE COSMIC* ClinVar® dbSNP*
BRAF c.1799T>A p.V600E 1 30,304 I S rs113488022
¢.1834C>T p.Q612* 1 2 EARD 15781529187
KRAS ¢35G>A p.G12D 1 16,492 95 S rs121913529
c.44G>A p.G15D 1 2 B 151555195579
¢.100C>T p.Q34* 1 N/A A 152140578466
¢239G>A p-G80D 1 N/A vUS 12140579699
MAP2K1
c283G>A p.A95T 3 N/A PRSP BA%38
Splice acceptor site 1 N/A BACY/AD rs2093483994
¢.371_372insT p-P124fs 1 N/A BT A
c.1338G>A p.-W446* 2 2 EAT0 B2
¢.1339C>T p.P447S 5 N/A L 15573490174
PIK3CA c.1624G>A p.ES42K 1 1,926 Sl 15121913273
c.1633G>A p.E545K 3 3,104 S rs104886003
c.1637A>G p.Q546R 2 125 9o S 1$397517201
¢.3075_3076insT p.L1026fs 1 N/A B A
c2701G>A p.A901T 1 N/A A BAR8
¢2714C>T p.A905V 8 2 AP B30
¢.2739_2740delCCinsTT p.L914F 1 N/A EARD EAR38
€.2743C>T p.RO15C 1 2 Sl 151825682922
rEK c2753G>A p.ROISH 2 N/A EPEDSEED IS 151554701458
¢.2765C>T p.T922M 2 1 B 15754385594
¢.2786C>T p.A929V 1 N/A L 151455660810
c.2797G>A p.A933T 1 1 FM L 1s1307510192
¢.2812delT p-S938fs 1 N/A EARD EAR38
¢.2846C>T p-A949V 1 N/A Fh L 15751789573

* COSMIC ver.99 1235 1F 28448, ° ClinVar 12317 29652 5 2 (3R H 1 20254E11H18H) . © NCBI dbSNP Build 156 (2351F % SNP ID
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WEMEDOH ST NY 7 v F BB oG E, 7 EHXRD LI lhel:
ZXHILTEZBMEDDH 5, B2, WAEICERER ST 2 “driver” &, JREND
FHHDIAHEL VUS DNRAEL T HREETH 5, FRICHER VAF fHIR T, @ Lo
B 23 72 L C S ERIVBERUIRE T R R D D155, I, F—FEg Lo
BoN) 7V P DIRERIRE L OREIRICESG T 2R ch 3, B, Bz o
00— YHRDESA VD FRHAAET 2 (RY 7a—F)L) AglkE<TH 5,

¥ 72, TEKIZOWTIE, BRI N 7 v b BTN 7V b & DOfED,
RREIZHIC BT % <Bilt v b PERIVERE D22 ML Tw 2 aJgEtERSH 5, i
51%, HUTHK VAF TH 6 N7 EE0NY 7 v b %2 VUS &5 D I3, Ny 7V
F OB, BEBE N X A ¥ VAF, [F-—EFINTOD VAF OHXEIfR, R & DS
Z S E 2 TERBEMIIERMNT 2 2 EHEELEEZ 5,

@ FHf%kM A% V72 NGS vs efDNA IC X B Y ¥ v AL 7o —

FHARRRETA 2 F o 728 s PR I, W BRI O &AM IICE N 2 &0 6,
NY 7y MERHOBUSTIEENTH 5, —Ji. FFPE TlX DNA WWEDIX 5 D Z Wi A
LRTE E 22 0155130, 2D Z DRI A R MREBRY T, IRE ATl Sk
HERI D3P 72 { 72\> (Mulliken and Glowacki 1982) . Z 4Lkt L THRRYIL cfDNA 13K
REBI GRS TRETH h . MEDEH I NLGEOERIIIEFITE L, L L,
HEMEE O CEAL I LT3 Y ¥ v F8A 4 72— (Corcoran and Chabner 2018)
ZIRETIENGH T 254, KMILh o VAF 250 TR 2 055 2 &, K2 AVM
D & 9 ETOEBRE G CIOR A K DNA MEERIIP AR I 3 < Bl
AE 7% cfDNA EDREMNTH 2 nJHelt: (El Sissy etal. 2025) . ##@{K VAF fEIk T —77r ~
AL 7 —HRKDORGEZ I T 2 08 03H 5 Z ENRENFETH S, Ld-> T,
cfDNA Z Hl\W 2541023, (1) ETREDMELR, Q) UMI & &2k 527 —Hliilk. (3) A
JRPEHIE DV — VI L, DSAFIR E 7% B,

51, MHEOERDEETH S, ddPCR IZFFENY 7~ b OEEERTEICH H
Thd 7. NRPBEINL 720, BEART b7 LK, JRIANY 7
V) BEDBH B TlIE, targeted NGS DFIASK E », #ilc, BEAID PIK3CA
Ry F ARy kg S TEWRIER 2 RS 238 Tld, ddPCR R RER S 4L
DEHNTH 5, ST, BN (Wi, 16FRERZ L) 1IE0 T, BiE L FiEo
FEEZ Y AGDEIEAPEE L,
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B AWFFEDRF

AHRITIZ L ODDRADDH 2, FH—IZ, VX vy EALF 7> —HiDEEE (I
{LIREDLRYE L2 &) 2 RMNICEE L TuRWETH 5, BIFICK DIFEENE
L4, fDNA FDOWREHK DNA RN EH L, MHEEICEE LSS, I,
WRDBR S Nk H ek TH 2 TH D, Lo T, BB OEHE L EH 71 2
Y R L OWENLIE, B B2 T2 s F R TR o AR ICERS T 5, B,
FHE VAF N 72 2DV T, ddPCR 7 ER D FELXIG T 2 kR IC & 2385803
—HTIFITA TRV ETH 5, B, REIMEHERORETH 5D b, BE I3 E
FHAIAC R I H 2k D FTREM: 2 SE4 IS HERR 9 2 IS IB RS DS BE & 70 2 (7272 L BERA
F & DA S EIFHEE VTR EE D E V) |

SHBOBYEE LT, VFy AL 7y —oEALICmT, (1) BrgEHOK T,
Q) Wi oM E (Fod IR - ofDNA AJTE - JEERGH . ) NEUERE T - s
it (& =77y MEEERL D, K DIROHEED) | (4) FHSER (targeted NGS %> ddPCR
D, HBHWIEPEHD) | ZBFENGERIOFTREL L T 2 EBKRDLENDE, A
T, B1EOARAZEF 2 0UE, T2z T XTOREHT—HIEHT 2D Tldk
. PWIDOAHESED R IRDL (BRI L v IEREEIRD T 5 REWRED
BINZ T 2 DREE G2 E) ICBWTHEAMISERT 200, BREL- b E
HMEEZoNS,
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s & O

AepfmiE, IREAIEZHRICE T 2 BWAMERIE GB1E) &, 2hzeHied 5
RRE F2W ORI (B2H8) 2, I OEKRIEE L T#->7, BITIic, K
e 6 /36 MR & 2 D&, FTROMZEENE L OREZ RS T 5,

O AWI7ED 543 5 LI HTHI b

Hi&ZW (US & MR) ZHul & T 2IREAIZZHEICE T, FRIME L% &0
“Mimicker” 2SREZTE £ MR I UGS 2 & ZIEMICHED SERLL. ZHOR—3%
DI 2 e A (AR, Rz &) ISR 2R R 7 2R LTz,
- JESARI A 2 R AT R MR J, BRIREEE DA% &% THIMOHEE, L LT
friE-D . ZWi 70t 2 EOAMEEN:Z kL 7,
« RIEIMLHE cfDNA % H\> 72 UMI £} ¥ ultra-deep targeted NGS 12 & ) | #8{K VAF %8
% & IREGBEELE TN 7 b 2EELE S 2 2R L (40 Fild 23 fi,
57.5%;VAFHF I 0.11%., HiPH 0.05%-1.88%) , 728, cfDNA % H W IREFFEDE
BT ATITZE X, 28 2 TSR T 2 E B A A IHRE TH 5,
* AVM % & O Es R A T b RMIML ofDNA 2253 7 v MRS AEETH 5 —
W2 oK DNA B2NREMN & 72 0 £ 2 fi 2 AL L, MRS - = 7 —#fiiE - %
POV — IV OEFEEZ B 72,
- F—ERICEBONY 7 b ME S S 2 E &R L, driver 2NY 7V b & VUS D
FHORAE, R Lo RBBEE, RV 7 u—F L2 ffilde A 7% & onagrk
% DX LTI 2 B 2§87 L 72,
DLE& b, HEZENICE T 2 HEHTOZE (55 1 8) LERES T2l B2®) 2
P35 2 &, BEb L WREGNC LTI EEHE L, o ERorliim 3 2 S8 2 Ik
BRI WOMN 2 REL 72,

@ FrbHOEE

AT C I, EHRPT R ASFEH TR 233 L WAEBIC 35\ T SRIEIMA> & F 8 771
fEh e 2 &Rz R L, OB AEY) 2iBE T #NER S 1 5 U 2 7 DK
WICE S 2, IR T, BT A 7 1B SWRBIBZ A & L <. o TEE
¢ D ENEHIETE T O IRYLZ iR LIS 5. WFZEIHCId, B VAF N 7 v P
TR Bk, UML REE, BifE) 2R L. IREAIZICE T % ofDNA BT o 8k E &

O L I e o Bl 2 24t 9 %, 5



@ AL TH S N FA I IED  SBOME D ER

PORHTALEE (BRIMAE . JmDaeft, PRAAREE - WM. fhHTE. o DNA AJIE) 12w T,
70 b a— VOB & REEHORE (INEPHER) 2E&L 7)) 2T, MERHET
OB (BHFEL VAF OIX6 D %) ZHiH ZITHEET 2 SR s0ETh %5, X
RBETF - GG, Ay P ARy FRSEENY 7o iR L & L RIEREGT L
FEBAL N Y 7 o b i B 2 NERGH 2. BRER (WA, 1BEGEIR. DF7ERER)
B U TR i 9 2 gt 03I gi T b 5,

ddPCR 73 £ DFEIRIEHE & targeted NGS 122 C, BHRFL, HbGtR, Frodmi, i@
W&z e m-—FEECHIE L, —RAZ ) —=v 7 WERE, RNt =5Y v
DEMZMELT 5, S 51T, HEREZWT TR O 228 2 il 72 ThEp] 2 DRI, 77 Tighh
DEMPB G- 2 % ZWLIEH T3 OGN, 77 FIEEERIC X 2 B FHFR OISR A,
FIW 2 g)e 72 & & wim S (S5l 2 ERIRIFA~ OB IIRECE 2, fERIVICIE, 1A
BEN AR OMEWTERIILIC X D . B S NN 7o b 2L L 7RBEHT - ARG
PERFAT D L bR 5,

@ S0P

ARWFFEIE AR - MEEDSRE S TR D, WAL 2 & DR R E 2 ] o Sk 7y
BRI HNHIRI D D 2, U F v RAAL F 7Y —HiDIBFRIECHRE RO L% KRNI
FoTEST, cfDNA & * VAF NDOFEE L L3I FHi¢E Towne, BEEANIX, 1) 2%
FOVALOBIE T - fHIR. (2) WA HIK DNA BEDOAE (FRCETsAHEZ) | (3) HffitvkR
B e PEBERPE I, BRE - R - REFORELSNETH 5, K VAF 8
IR - Bt Y 2 703K 5 70, =7 =l BIERE. BRI ERA T
(VUS ) DEEHEMMDIATIRTH 5, BERFZHICIE, e oA ir 2 i, ORBR
W, MENBOELEA Y v ) v Il L, B AT A EOBED FIRHIFERS
L8 H 5,
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IEAYIENS
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57



A

KX DR EERICH ), TELEITHREZ WL E £ LA B K
HHEL B ET,

Flo, AMAD TR U > TITHRE, T, T2 W& £ L dWEER Y
KREEBGEBE A TEle BERE A R 220 TRV B A E DILAR - g Hdz. Al sE e
¥z, miHh A, RZBEE OB, dWEE R REbE Sl Wi v & — D
WS e PRS- SRR, SERIREE TR RNIE I - IRE w2 v & — DA R T
vy —RK., MR BFHRE. GEMOBEMRICHE R L RIF 7,

F72, NGS 7A 77 VDRFNEFB LN =T v RAICE K5 THiiE wicil & %
L72HEY = 2> ADTEEIRI S £, MR O LRE & X OF ofDNA $iliH < Bedfitin 11 %2
WP E F L AGE R - A~V AY A T AR O TEEME X £
WD o EH AR L B E T,
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