MAERNE

(L MEGERE S RE)

EHBMGHE 2025454 A 1 H

Y S RAEE

1/5

Ver 7



WETBE R

No.

BETHA Ver. I BAAA B

YRR

FHER 1 2019/9/4

M —

<3

N
/.

EALT 2022/4/1

A —

Sy
/.

BB 2022/10/12

M —

Sy

FEIEGE N 2022/11/24

A —

Sy
/.

(1) BRAEKEHEOFLEHE H DL T 2023/4/1

A T

Sy
/.

intron fEIK MDA 2024/6/1

M —

Mg
/.
Hﬂﬁ*

\
/

T

N[O | O | & W | D

N | O | O WD

FARDOEH 2025/4/1

A T

o | m |||
S | S | S0 50 | S | e | S | B

Mg
/.
\r
i

/

2/5




BREEB : Ly MNEFER]

&4 - [V y MERFBRGTFRE]

B

L MEFEREIZ. 1966 4F Andreas Rett IZ K W IO CTHAE S NT-ERTH D, RIEIX
PR R 2 EIR L LR R 36EREE Th 5, WIFERITHIRI RN A RA~D RIS D K
., FHEERT THL0, TI0 DR IO B IZKA RN 2 3%, #
R, FORRIEE) 2 K &3 2 R0 ek K F I BT 5,

ANRHE UL MECP2, CDKLS, FOXGI D #2237 B a— Rl =7 V> & Z Do A7 Z
A AENLFEI 2 IR A — 7 2 =TT L. RIS S 2T LVBEEE 0. 1%L F
OF7e—Ha BT L O A « KRIZOWTHET 5, FHY — FRIKHE S — 7 o
—DT — X DMGENLERGEL, Vo Tkl k2% ¥ 7 ) —v—F o —ToOf
a7 9, RBRHBIRE - FHANED 2 & —BELKRBRLR T ) LEEZEIZE LT
IXEREE CORENESH Y — REIORIAS S — 7 o —CTIER 7R 720, @Edg & L
20, IRIEE YA ZIConTIEANY T ha—F —TRIETE L OB L Tidds
THN, N7 ha—F—THRIHTE o7 bDICE L TEHE L2V, £/ Bt
TN A FREOFEES ST IEMT 2,

Bin+4 position (hg38) HGVS. ¢

CDKL5 chrX: 18506933 c. —162-2A>G (N\M_003159. 3)
MECP2 chrX: 154097603 c. —99+1G>A (NM_004992. 4)
(1) BAEFE

Mg SEIL L7277 L DNA B 8T 2 RAMGEIE T O A Ha— R
TERT 7 Y L DA v hr VRS ENA T I XA B a b D WITEERR
WHEYE (polymerase chain reaction 5, PCRIEEWE) XV EHME L. Wiy —4
PH—HDH0EF v BT Y —— I K ABE TR EZITV, A xS
BIR O M E a2 — REEIBIZEBT 5> —7 3 v 7 TRt AlRe e R HHBLAE B oD
HWRBSN AL DR EL BRI 5,

(2) EHEEROMEREAE

EREAICHW SN TWD e RF ) LY 77 L ARSI E O S | IR B A R
DHEEHET D,

3/5



(3)

(4)

(5)

(6)

(7)

(8)

(9)

EREBEICRAEEITO Z L LT AaREMEOHMA
FriZa L, AREITREMEZETH2HLOTIEH Y THA,

REICETSHEK
BRIRDATNC BN B A5 60 2 B LI,

HEZZFET 2HEICH > Tid, EBRTHIE 21T O HERER OLAH
WEDEFETDH VD £H A,

/ AENPEAE s
FERHERIC TR O HBRCIRFUC DWW TSIt A L, AKBEOH LIAZRDOE R
HERT A,

BAIRDERRAE S
R IAT D EA AL 1D Z0#% T~V AE T S -8 mssy 1 A
(B e fRIEL M58 EDTA-2K (7213 Na) Hk7)

BIEOERE
i Inl B &R+ 5,

BRIE DRI
PRIMAR T, TR E 7 TG R E 1D,

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, RGAIORIMS ), FEEHOBRICEET D Lz2FAlE T 5,

(11) REKEERCRED 7~V OFEEHEH

ARG 7 ~ U IXEA AL 1D 70 & ONSIHRIAE B 1D 25tk 7 %,
MRAKIEE L, YREEREORREFEHT 5, E20EEE 2 FICRd,
- B4k 1D

- WETOMREHE (RE4A, BAo— FES. BRI

- [EREEE AT

c A KT A 2 EFOMERR

- B R E AT e E

4/5



(12) MRk % ERBEE D DFEAERER MOHEREFNCHEZEKET 2581
Hico T, HEFEEREDF) £ THRET 2 DICET HRH
FEHOBABE LA LT D,

TRBLAEZA IR TR0 T, BRI e R A 2T

(13) HREB/HHE
7L

(14) MEDORBH Lidk, BEWEHE
PASENEANDT S DNABFZERT Bl FHiAsE (O B FRA=)
T292-0818 THERRMHHiT S82 2 TH 5-23
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp

5/5



