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REEE : R RERR]

BEA  [BRREREREG FRE]
B

WA RIE R XS 7T I RPN RE SRR T 5 e REFIEGERE ORI CTh
%, 0GID (overgrowth intellectual delay)iXidikE & HAIFEEZLES & DT, Weaver
TEGRER EN DD, BEMIEZIED Db B DL, 7/ LD IALEE | b X N AMEAREE
PIK3CA/mTOR #%HE DI 72 ENFIKTH D, £z, WRRIEBRE CIIGEIREAEY X7 2vE
WREBAH D, KAREILEREEEREOF CEERREREZ L E LTRFT 2 50T
b5,

KWL Tl AKTI, CHDS, DIS3L2, DNMT3A, EED, EZHZ, GPC3, GPC4, MTOR, NFIX, NSDI, PDGFRB,
PIK3CA, PPP2R5D, PTEN, RNF125, SUZ120D % > /X7 ' 2 — Rk~ 7 v o & Z Dl D A 7
T A AN A, R — 7 = =TT L, BB ST LAVEE 0.1%
LN O/i7e U 7 v MZOWTHET 5, MEH Y — MR — 7 o —7 —F 0
HSEDN B G AL, Yo B L DX Y €T ) —> = U —COffT 2475, 72
BRHBIKEK « FEAFEO 2 =B RBIRR T ) IEEZICE L TIEEE To
DAY — R ORMR S —F o — TR e 72D, @sxtg e Liv, (Rl
EFEPAZIZONTEANY 7 Fa—F—TRIETE b DI L TUIRET 225, NV
Ty ha—J—THRIETERPS7T b DI L TTHE L, 72 BFisERITmz .
TREOTEE S AT IEINT 5,

Bin 4 | position(hg38) | HGVS. ¢

NFIX chr19:13025005 | c. 52-16G>A (NM_001271043. 2)
PTEN chr10:87863231 | c. ~1239A>G (NM_000314. 8)
PTEN chr10:87863292 | c. —~1178C>T (NM_000314. 8)
PTEN chr10:87863299 | c. ~1171C>T (NM_000314. 8)
PTEN chr10:87863359 | c. ~1111A>G(NM_000314. 8)
PTEN chr10:87863469 | c. ~1001T>C(NM_000314. 8)
PTEN chr10:87863495 | c. ~975G>A (N\M_000314. 8)
PTEN chr10:87863539 | c. ~931G>A (N\M_000314. 8)
PTEN chr10:87863549 | c. -921G6>T (N\M_000314. 8)
PTEN chr10:87863574 | c. -896T>C (NM_000314. 8)
PTEN chr10:87863608 | c. -862G>T (NM_000314. 8)
PTEN chr10:87863616 | c. -854C>G (NM_000314. 8)
PTEN chr10:87863635 | c. -835C>T (NM_000314. 8)
PTEN chr10:87863671 | c. ~799G>C (N\M_000314. 8)
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PTEN chr10:87863705 | c. =765G>A (NM_000314. 8)

PTEN chr10:87863741 | c. =729C>T (NM_000314. 8)

PTEN chr10:87932992 | c. 254-21G>C (NM_000314. 8)

PTEN chr10:87965537 | c. *65T>A (NM_000314. 8)

PTEN chr10:87965547 | c. *75_%92de 1 TAATGGCAATAGGACATTinsCTATGGCAATAGGA

CATTG (NM_000314. 8)

(1) BmEFE
MEASEML L7257 LA DNA DD %S DRERNRBIZF OIS Ea— R
=y Y e 2DA v br RS EANA T A= 3 DO IEEERE
MEYE (polymerase chain reaction %, PCRIEEEE) X VM L. Wiy —4
YH—HW0EFX Y BT Y == I K DB TR EEITV ., R
AR D2 EL E 2 — RSB 5> —7 v v v 7 TR arE 7o (R B FE
WSRO B AR 5,

(2) EEEKOHEERE
ERERICHW SN TWD e RF 2 AU 77 L ARSI E O G | AR B B
DH A HET D,

(3) EFEHEEEICRIAREZITO L LT H2REMOEHHA
FRIZ72 L, AREIIBREMZET 20 TIEH Y ¥ A,

(4) REICETHIHE
AR ARFTIC RV 2 B 25 60 = 2 H LI,

(6) BIEZRFET DHRITH - T, EEITHEZIT 5 HAEREFT OL
HEDEFETDH D 8 A,

(6) REDOIESEA:
EEFHSRIC CRAED B ARIRFUIC OV TR L. AREDOH LiALOE
R TERT D,

(7) BEOEBRRARZ
WREF ST D EA AL 1D FE# 7~V s AEAF S -8 misy 1 A
(B e fRIEL M AS EDTA-2K (7213 Na) FEk7)
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(8) MIEDREE
M 1nL A bR %,

9) RBiEDORESRME
PRIMAR L, BT T2 1T R E T D,

(10) BiIEDREHEAE
FE (7). (8). (9) % THAKIZOWT, FIC AN TR TARTICHET S
(WMEITE LT, RAKIORMS ), FEBOBHICHET S 2 L2 FAET 5,

(11) REEKEERCBRED T XNV OLHER
FARREAT Z U ITEA AL 1D 72 B ONCHRIEE B 1D 2 5tdd 2,
MRAKEE L, YREEREORREFERT 5, E20EHEA Z U FICrRd,
- [EA4{k 1D
- METOREHE (REA, BAio— FES. BRI
- PRI RO E
« HA KT A BEFORER
- FHRE AT e E

(12) s % BB DR AERER MMOBFEREFNCHEZKET 55EIC
Hlco Tk, BEFERENF) E THRET 5 DITET 5 FFH
FEHOBABE LR LT D,

TRBLAEZ AR A0 C, EREEBIC I e TR A (R T

(13) HREFH
7L

(14) REDOBH LiAA, BHWEGb®
NEEMEEANDT S DNABIZERT  BinTHA=E (O SEEFHRES)
T292-0818 TIEWRAEEM Y SHL 2 TH 523
https://www. kazusa. or. jp/genetest/index. html
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