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WETBE R

No. BETNA Ver. i BA A A VERLE ARE
1| BrEfERk 1 2022/1/14 ME— | RS
2 | fEIEGENN 2 2022/11/24 HMIE— | RER
3| ADMEKEEOFFHEE OE®E | 3 2023/4/1 HTHE ARER
4 | intron fEIKDZH 4 2024/6/1 ME— | R
5 | oL H 5 2025/4/1 HTE SR
6
7
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REEE : R RERR ]

BEA  [BRRERERE FRE]
B

WA RIE R XS 7T I RPN RE SRR T 5 e REFIEGERE ORI CTh
%, 0GID (overgrowth intellectual delay) Xk & HAIEEZLED & 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 > & Z DOl A 7
T A AN A, RS — 7 = =TT L, BRI ST LAVBE 0.1%
LT OFN) 7 v MZOWTHET 5, FHY — FRIKRER Y —r =07 —% 0
HSEN LB G AL, Yo =B LA XY €T ) —> = o —TCOfT 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,

B4 position (hg38) HGVS. ¢
DNMT3A chr2:25249726 c. 640-1474A>G (N\M_175629. 2)
NFIX chr19:13025005 c. 52-16G>A(NM_001271043. 2)
NSDI chrb:177288805 c. 6152-14G>A (N\M_022455. 5)
PPP2R5D chr6:43006445 c. 106-18G>T (N\M_006245. 4)
PTEN chr10:87863231 c. —1239A>G (N\M_000314. 8)
PTEN chr10:87863274-87863285 c.—1196_-
1185de1AAGCCGCAGCAA (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 (NM_000314. 8)
PTEN chr10:87863549 c. —921G>T (N\M_000314. 8)
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PTEN chr10:87863574 c. —896T>C (N\M_000314. 8)

PTEN chr10:87863608 c. —862G>T (N\M_000314. 8)

PTEN chr10:87863616 c. —854C>G (NM_000314. 8)

PTEN chr10:87863635 c. —835C>T (N\M_000314. 8)

PTEN chr10:87863671 c. =799G>C (N\M_000314. 8)

PTEN chr10:87863705 c. ~765G>A (NM_000314. 8)

PTEN chr10:87863741 c. =729C>T (N\M_000314. 8)

PTEN chr10:87864163 c.—307del1C(NM_000314. 8)

PTEN chr10:87864447 c. —23delT (N\M_000314. 8)

PTEN chr10:87932992 c. 254-21G>C (N\M_000314. 8)

PTEN chr10:87960843-87960878 c. 802-51_802-16de136 (\M_000314. 8)

PTEN chr10:87965537 c. *65T>A (N\M_000314. 8)

PTEN chr10:87965547-87965564 c. *¥75_%92del1 TAATGGCAATAGGACATTinsC
TATGGCAATAGGACATTG (NM_000314. 8)

(1)

(2)

(3)

(4)

(5)

RAE S

A SEIL L2/ L DNA B %8 T 2RAMGEIEF O A Ha— R
TERT 7 Y L DA v hr VRS SENA T VXA B g b D WITEERR
MHEYE (polymerase chain reaction {5, PCRIEEWE) X VEHME L. Wiy —4
PH—HH0NEF v BT Y —— I K ABE TR EZITV., A xS
BIEF O AE L E 72— FREEICERIT D 2 —F v v 7 TR AR e R H B EE o
HWRBAN AL O R A RS 5,

FLVEME K OV B e
EREICHW SN TWD e R AU 77 L ARSI E O G | IR B R
DOHEEHET D,

EEEEICRAMEEZITO Z & T HIREMEOEKHA
BRZ72 L, AREIIBREMZET 20 TIEH Y THA,

REICETLIHEK
FARBARFTIC RV Z B2 60 & 2 B LN,

HEZERFET 2HBICH o TX, ERICHEZAT 5 HEREFT DL
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(6)

(M)

(8)

(9)

HEDEFEITIH Y FHEA,

RRAE DERER A
AR TRE D B EIRIRFUC W THICHII L AREOH LB DL
AR D

i QUNEA ST
WRETISAT D EA L 1D SE# 7~V s b S -8 1 A
(B 22 B PRER I 45 EDTA-2K (7213 Na) HEhr)

BIEOERE
i Inl B & B+ 5,

BRAEDRIEEEM:
PRIMAR T, BT E T2 A R E D,

(10) iEDRHEH
Eie (7). (8). (9) ZWT=THRIKIZOWVT, FIC AN TEIRIC TARINIHEET 5

(LEIZIS T T, RFIDORMS ), BEHOFRIZERE TS Z & 2FAIE T 5,

(11) REKEERCRED 7~V OFEEHEH

(12) R % BB 2 DR AERER (M OBmAERERTICHE ZKET 2561

BARBESS 7 ~ U IZEEAAL 1D 72 © ONSRIKEERA 1D 25295,

R EIL, YRERBEOHRXEZMHEAT S, FREHREE 2L FIIRT,
- [EA4{k 1D

- LT HMAHE (EEAL, REa— RES. BRI

- RIS

« A KT A 2 MFORETR

- FEOREREA S E R

HlcoTid, BHEARENF) £ THRET D DITET 5 KM
FEEHOEHAEEZFHI &5,
TR BIEEZM TR 22O T, EFREREICIT o mEREE ey,

(13) REFHE

L
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(149) REDORBH LiAZ, BRWELE
NESAENENNT S DNAWIZERT  BinFiA= (0T SBEFHREE)
T292-0818 TIEWRAEHAMN T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp
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