RAERE
(EIFRES IR HERY e R AR A T4 7))
[ #]

EFHBHAG R 202344 H 1 H

Ver 4

1/5



WETBE R

No. BETNA Ver. | f{EMBA%AA VERLE ARE
1| BrEfERk 1 2020/5/20 HE— | RBE%
2 | FHALHE 2 2022/4/1 MIE— | R
3| fEsEGEM 3 2022/11/24 AMIE— | RER
4 | A)MEKEEOTLHHEEOLE | 4 2023/4/1 HFOTHE | REX
5
6
7

2/5




REEE : METHARER A 2E ]

REA  RTHENMNRER A SER G T RE]

A

I PESMIRZE T A BE IR E TR FEAEO T TH R bHEREmWE S TEBY
1929 212 Weech 75 Hereditary ecto—dermal dysplasia of the anhidrotic type & &M
LI BEHEETH S, BT (KIT) - B - i OO 3 Fa R L, iFICBES
HIER & U TITTFIRO RN 720 TRIE RO T2 OFIT O RINE T ITE LWR T2 27,

ANRALTIL EDA, EDAR, EDARADD &AL F- 0D 5 /37 B = — Rl 7 V) o & Z DO bRdD
AT T A AENLEIR A R S — 7 = =TT L, RIS ST LAVEE 1%
LN Of7p—HEEBR L WA « RERIZOWTHET 5, BEHY — FRIRER Y —7
Y =DOT = F OMENBERGET, P —ECE BT ) == =T
DT 24T 9o RBRBIBRE « FHANFED 2 B —BELRBB R T ) LRSI
L ClEmbiE ComHBE#E Y — FRIORIAR S — 7 ¥ — TR R 720, it x4
&LV, (KHIEEFA 72O TIEIANY 7 ha—F—THRIETE b DI L T
WMETLIN, NV T ha—F—TRIETE R0 bDOIZE L TdsRkE Lgv, 72
RCEEEICIN R . FRCOSE S AT ISEINT 5,

Bin 14 position (hg38) HGVS. ¢
EDA chrX:70029491 c. 707-13T>C, G (N\M_001399. 5)
(1) BREFIE

MK SEML L7257/ 5 DNA DD #8T DRERNZBIsF O AESEa— R
TERT 7 Y DA v hr VRS ENA T I XA B a b D WITEERR
&L (polymerase chain reaction V£, PCRIE&EME) (CX VML, kitfRe—74
=B NNEIF TV — = I L BB TEYIREEZITV, RAXTS
AT O AMELE a— NEKICBIT D v —F vy v 7 TR ATRE K SR o
WSRO F A T 5,

(2) E¥EMEKOH EREAE
EEAICHW S TWD e RF 2 LY 77 L ARSI E O S | IR B A R
DHEEHET D,

(3) BERHEBICEIBMEEZITI 2 L T HREMOHMA
RIS L, ARERREMEEET 2 b0 TIEH Y EHA,

3/5



(4)

(5)

(6)

(7)

(8)

(9)

REICETSHEK
BRIRDATNC BN B A5 60 2 B LI,

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

BRI DEREZA:
PEREREBE I TREE D B AGRIRIC SV THAIHI L AR O H LA OF
E AT D,

BAIRDERRAE S
BEFITRAT DEA AL 1D FEH 7 ~ L 3G AE S A7 BRI 1R
(B e fRIEL M58 EDTA-2K (F 7213 Na) Hk7)

BIEOERE
i Inl B &R+ 5,

BRAEDRIEEEM:
PRIMAR L, BN TR T2 A R E D

(10) BiEDORHESEM

ERE (7). (8). (9) #WI-TRIKIZOWT, BICANTHRIRICTARINIHEET S
(WEIZIE LT, RGAIORIMS ), FEEHOBRICEET DL Z L z2FAlE T 5,

(11) REKEERCRED 7~V OFEEHEH

BRARAESE Z ~ U IXEA AL 1D 72 5 ONTRIAEELH 1D 2 fil 3 5,
MRAKIEE L, YREEREORREFEHT 5, E20EEE 2 FICRd,
- [EA4{k 1D

- WETOMRAEHE (REA, BAo— MRS, BRI

- [P RO E

c A KT A 2 EFOMERR

- B R E R EE

(12) BRiEZ ERAEEE 5> SR AERERT (MOBEREFICHEZKIET 2HAIC

HlcoTid, BHEARENF) £ THRET D DITET 5 KM

4/5



BEHOFRHBEZFA LT 5,
T HMEIIZAMT AR 20T, EEEEICIZ O REEERT,

(13) HREB/HHE
7L

(149) REDORBH LiAZ, BRWELE
NASAETENNT S DNAWFZERT  BinFiA= (0T SBEFHRER)
T292-0818 TIEWAEAM T SHE 2 TH 523
https://www. kazusa. or. jp/genetest/index. html

E-mail : onjk@kazusa. or. jp

5/5



