








1929 Weech
150 200

(ectodermal dysplsia)

(ectodermal dysplsia)
()
1929  Weech
1929 150 200
Weech
150 200



autosomal  dominant

HED
1929 Weech? autosomal recessive
Hereditary ectodermal dysplasia of the anhidrotic HED
type ( Ectodysplasin A receptor (EDAR)
) (MIM#604095)

Ectodysplasin A receptor-associated death
domain (EDARADD)
(MIM#606603)
Wingless-type MMTYV integration site family
member 10A (WNT10A)
(MIM#606268)

2 (HED with
immunodeficiency)
X-linked HED-ID

(X-linked EDA-ID)

2 Nuclear factor-kB (NF-kB) essential
modulator (NEMO)/Inhibitory xkinase ygene
(IKKy) (MIM#

300291)
autosomal
dominant HED-ID (autosomal dominant

EDA-1D)

IxBa. (MIM#

612132)

[ ]

1. Weech AA Hereditary ectodermal dysplasia
of the anhidrotic type. A report of two cases,
Amer JDis Child, 37:766-890, 1929

36:729-732,
2014

Hypohidrotic
(anhidrotic) ectodermal dysplasia (HED)
1)
X-linked HED
Ectodysplasin A (EDA)
(MIM# 305100)




6)

15

AIGA
5% (
® 005 01 )

(QSART: quantitative
sudomotor axon reflex tests)

(HED) 10 21.9
X-linked hypohidrotic ectoderma  dysplasia
(XLHED) 10 158

11 18

[ ]
1. Nguyen-Nielsen M et al. Eur J Med Genet.
2013;56(5):236.

X
[X ]
X
X0g12-q13.1 ectodysplasin A EDA
D EDA
EDA-A1 EDA-A2
EDA-A1
2 EDA-A1l
tumor necrosis factor TNF
N
furin
TNF
3
200 EDA
furin
TNF
[
]
2g13 EDA
receptor EDAR DL 1g42.3
EDAR-associated death domain
EDARADD
46 EDAR EDAR TNF
EDA-A1l

N



EDA-A1

death domain DD

EDA
50 EDAR
EDA-A1 DD
EDARADD EDAR
EDAR
DD
5 EDARADD
DD
EDAR EDARADD
DD 57 EDA-Al

EDAR EDARADD
TNF receptor-associated factor 6 TRAF6

NF-«xB

9 EDA-A1 EDAR
EDARADD
EDAR

1 11p12
TRAF6
9) 1
Xql2 EDA-A2
ectodysplasin A2 receptor EDA2R
XEDAR 10)

de novo

WNT 1
VWNT10A

Odonto-onycho-dermal dysplasia ODDD
Schopf-Schulz-Passarge  syndrome
SSPS

) VWNT10A

WNT10A

ODDD  SSPS

14q12-¢13.1

11)

[ |
Human Gene Mutation Database (HGMD)
(http://www.hgmd.cf.ac.uk/ac/index.php)

[ ]

1. KereJ, Srivastava AK, Montonen O, Zonana J,
Thomas N, Ferguson B, Munoz F, Morgan D,
Clarke A, Baybayan P, Chen EY, Ezer S
Saarialho-Kere U, de la Chapele A,
Schlessinger D.  X-linked  anhidrotic
(hypohidrotic) ectodermal dysplasia is caused
by mutation in anovel transmembrane protein.
Nat Genet. 13(4):409-16, 1996.

2. Bayés M, Hartung AJ, Ezer S, Pispa J,
Thedeff 1, Srivastava AK, Kere J. The
anhidrotic ectodermal dysplasia gene (EDA)
undergoes alternative splicing and encodes
ectodysplasin-A with deletion mutations in
collagenous repeats. Hum Mol Genet.
7(11):1661-9, 1998.

3. Schneider P, Street SL, Gaide O, Hertig S,
Tardivel A, Tschopp J, Runkd L,
Alevizopoulos K, Ferguson BM, Zonana J.
Mutations leading to X-linked hypohidrotic
ectodermal dysplasia affect three major
functional domains in the tumor necrosis
factor family member ectodysplasin-A. J Biol
Chem. 276(22):18819-27, 2001.

4. Monrea AW, Ferguson BM, Headon DJ,
Street SL, Overbeek PA, Zonana J. Mutations
in the human homologue of mouse dl cause



10.

11.

autosomal recessive and dominant
hypohidrotic ectodermal dysplasia. Nat Genet.
22(4):366-9, 1999.

Headon DJ, Emmal SA, Ferguson BM, Tucker
AS, Justice MJ, Sharpe PT, Zonana J,
Overbeek PA. Gene defect in ectodermal
dysplasia implicates a death domain adapter in
development. Nature. 414(6866):913-6, 2001.

Ba E, Bada L, Cluzeau C, El Kerch F
Ouldim K, Hadj-Rabia S, Bodemer C,
Munnich A, Courtois G, Sefiani A, Smahi A.
Autosomal dominant anhidrotic ectodermal
dysplasias at the EDARADD locus. Hum
Mutat. 28(7):703-9, 2007.

Yan M, Zhang Z, Brady JR, Schilbach S,
Fairbrother WJ, Dixit VM. Identification of a
novel death domain-containing adaptor
molecule for ectodysplasin-A receptor that is
mutated in crinkled mice. Curr Biol.
12(5):409-13, 2002.

Mikkola ML. Molecular aspects of
hypohidrotic ectodermal dysplasia. Am J Med
Genet A. 149A(9):2031-6, 2009.

Wisniewski SA, Trzeciak WH. A rare
heterozygous TRAF6 variant is associated
with hypohidrotic ectodermal dysplasia. Br J
Dermatol. 166(6):1353-6, 2012.

Wisniewski SA, Trzecisk WH. A new
mutation resulting in the truncation of the
TRAF6-interacting domain of XEDAR: a
possble novel cause of hypohidrotic
ectodermal dysplasa J Med Genet.
49(8):499-501, 2012.

Cluzeau C, Hadj-Rabia S, Jambou M,
Mansour S, Guigue P, Masmoudi S, Bal E,
Chassaing N, Vincent MC, Viot G, Clauss F,
Maniere MC, Toupenay S, Le Merrer M,
Lyonnet S, Cormier-Daire V, Amiel J, Faivre L,
de Prost Y, Munnich A, Bonnefont JP,
Bodemer C, Smahi A. Only four genes (EDA1,
EDAR, EDARADD, and WNT10A) account
for 90% of hypohidrotic/anhidrotic ectodermal
dysplasia cases. Hum Mutat. 32(1):70-7, 2011.

12)

12)

1

12)

3

2)

123

4

]
Joseph S, et al. Multidisciplinary management
of hypohydrotic ectodermal dysplasia- a ace
report. Clin Case Rep 2015;3:280-286.
Fete M, et al. X-linked hypohidrotic Ectodermal



Dysplasia [XLHED]: Clinical and diagnostic
insights from an international patient registry.
Am J Med Genet PART A
2014;164A:2437-2442

2004 11 64-69

4. Koguchi-Yoshioka H, et al. Atopic diathesis in
hypohidrotic/anhidrotic ectodermal dysplasia.
Acta Derm Venereol. 2015;95:476-479

Proband

[ ]
1. Wright JI, Grange DK, Richter MK:

Hypohidrotic Ectodermal Dysplasia, In: Pagon
RA, Adam MP, Ardinger HH, Wallace SE,
Amemiya A, Bean LJH, Bird TD, Dolan CR,
Fong CT, Smith RJH, Stephens K,
GeneReviews® [Internet]. Seattle (WA):
University of Washington, Seattle; 1993-2015.

2013 8 2016 11
14 13
1 21.2 14
12 12 12
EDA 1 1  EDAR
14
14 8
57% 8 57%
10 71%
9 (64%)
2 (14%) (
)
R IBIE IR DETHGE R
%L
« REEERICONT
7HE— LR RO AR PrE—t
BREE O & R 2 = B
FEBAL. 2HEELE. | nEm
HRARENTh TR ERAR
TrE—HEEX - REARRRILE -ToOfft QL
12 12 EDA 1
1 EDAR
14 8 5%
8 57%
EDA1




28

Namiki T, Tokoro S, Hanafusa T, Y okozeki H.
Image Gallery: Periorbital and temporal dermal
melanocytosis of hypohidrotic  ectodermal
dysplasia. Br J Dermatol. 2016
Dec;175(6):e146-e147.

Kato K, Namiki T, Yokozeki H. Acquired
anhidrosis in a case of autoimmune autonomic
ganglionopathy. J Dermatol. 2017
Mar;44(3):e36-e37.

. Munetsugu T, Fujimoto T, Oshima Y, Sano K,
Murota H, Satoh T, Iwase S, Asahina M,
Nakazato Y, Y okozeki H. Revised guideline for
the diagnosis and treatment of acquired
idiopathic generalized anhidrosis in Japan. J
Dermatol. 2016 2017 Apr;44(4):394-400.

. Yokozeki H. New Pathologies of Skin Disorders
Identified from the History of Perspiration
Research. Curr Probl Dermatol. 2016;51:1-6.
Inoue R. New finding on the mechanism of

perspiration including aquaporin-5 water channel.
Yokozeki H, Murota H, Katayama |. Current

Problems in Dermatology, Vol.51, ppll1-21,
Karger, 2016

Nishizawa A. Dyshidrotic Eczema and its

Relationship to metal allergy. Yokozeki H,
Murota H, Katayama 1. Current Problems in
Dermatology, Vol.51, pp80-85, Karger, 2016

Fujimoto T. Pathophysiology and treatment of

Hyperhidrosis. Yokozeki H, MurotaH, Katayama

I. Current Problems in Dermatology, Vol.51,
pp86-93, Karger, 2016

7 p290,2016

(AIGA) QOL
115
2016 6 3 5

OCT

28

8

28

8

28

1 PGP9.5
24

27 28

(AléA)
24

27 28

. 24
27 28

28 8

24

8 27 28

8

868

. 24
27 28

27

2016



26

31




[ e Kk Z BIE O R RE s - DM ER | BFZEIC B4 5 in B S

1. BEFOD/MEITI&IZTDONT

<EEBEFEIE>

N&fEl X, TROGRENFIZEDLSCE] TY. EE] T, EAL, AOEDIEF
N, FRICERYPTVIERENEFNRLEST, ADKDRKRERK, BEETTELS, £FLEL
BRRICESDTHLRFVFETH., EEEFELAHGHBOITADKOEBROMRICEZELGRENZRL
TWET FEALELETOEYTEH. ELFOEREKIETIINAI EWVWSPMEICEENTUNET . [DNAJ
F.ATGCEWD 4FEED NEE | EMENEHLONERLIETY,

—DOMBOFICEB A BEOEGFIALSE>THEELTLET, 2TOEGRERERR
LT IS5/ L) ELVWVET, AMERIE, 960 AREOMBMIORYI>TWVT, MENO—D>—"2
[CETOEGFATENLTVET,

BERFOEF2O0FEELEHEASHYET, —DBIE. EGEFEIBEELG KOEFTR] &0
2C&ETY, BRELE—DOOMBEIASREZZEYRL, —E—E0HELS. TTHhZEREOMAE] .
FChiZBOMia] ERFYALL, ZEMICEH0BFRBEFTHEITAKREEYES., =D
Bl TRROREFEI TT, EEHISRAEET TAMBI EVLSBARFINTE-OLELFOBE
T&YUET,

<EGBFERI>

LROESBREEHF DEBEFORBERZ. AZTAENTHINGEEVLHY . TDEVITE
PTRHFALBGHRIDERAICLELIENHYET, HABEGFNEFADOERIAZEL LT LVE
BELTWSE, TDEEFAEDL2>EFRTHE, TOEHITHERICELIAERENHYET . F
=, £FENERIC, KO—HOBBADEGEFIELEL THINGEEZFE DLSICLRLE. ZD
MEAZPLIZZEOARYDFEIARET S LEIHYET. CHEKRBRZEEL L., AUtz
DHRBAGHERTY

COEICHAT S E, BEEFOEEABTHEREZSISECTEISICEDbISMLLIFEYE
AN, EDEIBEBBOTENLBRILELEEZEZONTVET, HIZE. —A—ADEPER
NRESHDERMLESIC, EENDEEGEFITLEVLHYFITHN. TOXRERIIRER & (FEHEE
BHYFRBA BEBEFRBENELEDSI L, S —HOANFERESESECTEFEALOATVET,



<EBEFBIFTIZDOWLNT>

BIEFHTEEF, MROMBOREOHEBLTCLEORABMEZRAVT, RALRBRICEERT HEEF
DEEEFRST, WIOBEOTFEH. BRICEUDITESIETIRETY, BHIS. EFENDOE,
HEBEFICHRINDERELDIEISIBERE (XE) WHSB5EICE. EEFEMIRICILET.
BINICE D TEBSAICEGFEENR DN LBE. EROLGVWHRENDALRHKNEREZR
BALTLLAIREUAHYET. TOHEE. BEREFSANTELLEICHRRERET HEERLE
EFRTHLENTEET, LLHBRAEATONDSEITHNE, EFESADHREDAHIZON
THEEFHBFZTVEZVEEIATVWET, EEICTHRAVELEEZEFRELTHAVEEERLL
HEWLW=LET,

2. ARBHOEEHEHEOBER

EEFREMARICHBATINESIHAIEETT. HEHBAITINESHMIERERTRDLT
K2V, REICATHIREBICEALELTIE. WOTHLWET LI ENTEET, TOHE. &
BIZHAARTELGCA2EEEHEBEAVELETAE., REAIHEESE TV EEEBFICEERAL
FLEBA, FEEDELSILBERRTETHCET, BESADARRERICE., TALGFFRZ L
bYERFBYFEA

3. ARDEM

ERMZEEL. EFENDEBEENDVPLIHOENFHOBRTT . KEF. EZEFHOH
BOEZUNDOEROBEFICL T, 100 BEULIZHEIATHETEY . HAFEOEHEHRETA
A1AANIDETALLBVWEBZBZALGNATVET, BREEXHY FHA, BELGNL., BEETIC
AV BBEEIARSNTVERA., ERXRMZEEORECTEGHLBZERLARECHDLOTL
BEFZADNTVET, BF. ARUZEEOREICEEFASE L TLWSEEFISHBESINE
Lize LAOL, BRAICETAXREDREEEFOEREFEECZLVLOARRKTY, £ &
HEGEFARIMDRI[ELEREZESATVET ., FRORERZHALNICTENIE, FERMIHEHL
BREOFAFEIZOGA>TVKARENHYFET, REDOHRETE., ULDRAML., £EXHEZ
EENEESANDEEBFRMNEZTL. RIRORERRBEEFERELEZVWEEITVET,



4. BEDAHE

COMRTIEH, HLE-OMBRZHEMSETWEERARICAVNET ., BHRMICIEK, #lRHN o 2
~7m | [FERML, ZTHALDINAZHELTERRZEEDORREGRFELTHON TN SIE
EFEHANES. BAORREGFICERARESNEGN o0 GEEP. BREFNSHALGNICE
FBEEFARMEBAONTIGERIE. TIVV—LEEVWSBNEZTVES, ChiE. DNALED
IOV ERENLEE (EICEREORIBREL>TDES) OEERINETNTHENT D
FETY,

o1

. RABEFORAT

CHEENHONIE, BEABFROREVCEGFRMARORMBIMOERICKENEL T WVEET.,
MRABEDOHNRERDENTEET ., e, BGEFERNLIAZFICTHIIEHNILERE
LAEL. RBAVL:LET,

6. BBREEICLESSNEFE, FRMDONT

EOREIIBERREZXTEGFOFICE, ERZBCHIGCVESICHOBRICIETEZRE
TLDLHYET, RELLIEGFOEESDINE, BREIHMIL LNGVEHEZTE
L. EZMITHLT HENARICBYVES, Flz, EEARDIDN->TH. ST SCICAMLER
ENHEDITTEHY FEAN, FENICEFLLEREIORARAEDGN > T ATREMEL H
DES, RMITHESEADRBRBFIFEAEHY FEAN, RORITHEACRTHMAE C 5 A8
MABHBYFET., TDOLSLBHEICE, HAENELICTHYUBREZTVES . 6. EEFHEM
ERITTHLREEGFADOIALLEVAIEEAH S & THEI LI,

7. REBZLELT HBADER

REREENEGCFREZRZITIEHEICE. RAELTHEENSOHRAEABEIZGRY EFT,



8. EANFHRNOREIZDOINT

BESADBEANFREZRET L LIEF., METEOONE-EMORFTY . EEERIT. €0
PTHLREICEEINETT. ELFHRIOKBRE. RALGBEZSISECIHRELH LD,
AR GEWESIZ, RYFWZEEICTOTWEY, BITZFBT DHIIC. HE-DREP
DREBMNLOE. FF - REGEMNBEIGI, KDYICHLIFSAFToNFEST (ERL) . &
BEECHOHRSERUV DT HIMERIT. REZHERLEZFERT. AABRREEBEIENREICR
ELFET (EHTRERIL) . 395 EICELT. HUE-DEGFRFZITOBRICEFSL
MrOMoT . HEOBREZRITLTLIDMOMAY FRA. EL. BREERAICHRAT S5
T, RAEZEMLEEBEICSENT, COFSERXBYICRLEY . BEZAANCHAT ILEN
BOWEEIZE, BAREFTEHRUVDODTEIRRREELLBRVNCLELHYET (ERTAIRRESR
) .

9. HM. BEEREMOBE~NERT SARMCONT

BESAPMBENGCEMSIETVEEVEHB, BLUVENLZHB ML THELOLERFER
. OBBE~NRET IIREEHY T A,

10. BATERORAT

BEFERAOERICOVWTORBARK., HLBLENFTESNDIGRICHLEEICHLTOATL., =
EZARKBICHLTEH, HBLEEORFEF-FZEEATOKBEALGHTNEHREETFLHILEHY EE
No HL, HLEEIBEIBRRGEORBREENFEF., CHRGELTHICELE LT,
HBROMAZITOINESINERELFET, T, BROFAIZK Y., HG1. FLEFE=ZFDE
i, B BEZTOHDENFBEETIEINNHI5RE. HELPHRKIC+ILHAZ
T, BRORTEFTOINESIHAZRELFEY, BH. TIV/V—LZOHER, ERBEREFIEE
BNECHEWEEZONDIEEYL, HEREBEETERVWAEENTRGEVWERLGENRAESND
AIREMENHY FEIT N, TOLSIBBEWICOVWTEHLELICHRLAEVWAEHTT,



11. AEFEREDOLE

HBAICE>THRONT-HROREIE, BANETHEIADALLHEWVLSICLIZET, £
EMHERBELUVT —IR—RLEETRACHEREINDIEAHYET,

12. ARDLELHIMMUMEEDIREE

MEDHERE L THITEFOMMBEENELDARERELHYFTIHN. TOEFMELE TN
[CEIEFHAZT., B, AAMAEHREARUARZTEZICREL. HLEICEELERA.

13. BIRBTROAMEFDOERY KA EH

CREEWEEVEEBE, RAELTIOREDLOEFICAVEY, BIRLTHE, HB©
PERBREIEZRILSINEFF, RERICEANLELZY., YaLyd—ICKYRMTHLGEBETLA
FERVTHESAET, LHALAGAL., TREVELZVEEME. BEEMRICETETHLE
ERLOTIDNT,. LI HLOHEAENTONDEISGLEX, ATEDREHAMMBE TR L. DNA
DRETRFSETVEESEVNEEITEBYES ., FRHIZ, EEREORFOAHZXLE
RATH-OOH-LEHARICHERSETCVEESAREELAHS-HTT ., TOERICE. Ho-8
TEEFHREZERICHRFEZHREFEL. AR ZELRIHBEERAVELES,

14. ERABEICEHET SHEIE

BEREFREMEIXBHZEOAMHAREBICLI -TITVWEIODOT, TOERAEZHLEE-IXLSD
BEFxHYVELEA. LHL. EREFHRAOBRICEY., FI-LERECEENDEICG LEE, F
FREEAD ) VT2, —BREZRLEEAKRICEANREBLGYEY, £, BIR~AOHAITH
LTOHmBMIEIZhbhFELEA,

15. BEAIUE) VT DK

RIDZECEGFRENCELT, FRICBEoFY, HBLEWI ELHHEEICIE, BN

Do TOELENERERITET. TOBE. RROFH - 2 - BRICREZHI LT
5



T, BESA - REDADREFEL. EAA. 41 TREM)L. HEHNEREEEL. MED
WS ETHRALGFREICHAI I - hoot ) ITE2T0VFET, TAICE-T, BRNICLEE
DERPTFEONDESI1CT7A0—F7 v TV LET,

16. BIRICEHATIHLELER
COMBICEALTHFAHELRAENSSTVELELL, ERECELEEATHRIESL,
BHLEE: TH B (FRRFXRZREEFHREHRE BEGEUEREREHRE)
EHESE - T951-8510 FiBM R RXABETE 1-757

FEEE 1 025-227-2025

FAX : 025-227-0393

UEZHBABLEFELERABRICODEFE L CIEBUOVEEESHERAWVETET EEEAED
REEDAICCESR. CHEHMZHBEVVLES, BLAOBERTIAANTER VL TRV
BRIRBADOADCERICEASE TV EEZEES, ELLBBEVRLLETFES,

HRARZXZEREEFRAMRE ECERBERENESE TH %



| HLTRER |
B FETARADOBIOREE

B RFER AR AEWEE B

R4 SR Z BIEDJRRE LT DR

A, Y OEMNS ERROBISFMEITIIZEICOW T, SCFEICESEHMA L2, TitHEA
(ZOWTHBEELE LT,

< BBAZZH-BERLEEBER> Givszd, B L-EHAOONICY AT TRFEY,)
O 1. BETFOSHEITS 2 & O 9. ikl BEEREMOME~RHET 2 aThelk:
O 2. BFEH ) O & el B 0 10. fEMTHEROBR

O 3. W2EEm O 11. HFZERERORNFE

O 4. BFgEE O 12. BFZEH B4 U 2 J sERE O JF 8 i
O 5. WFEEHHEEZEORR O 13. BFZEHT 1% OBl o Bl )7 1

O 6. AEHRIEEICH 26 ShD R, ARl O 14. HHARICET 2 FHE

O 7. REEEZXLELT 5O O 15. iz vtV o 7 omE

O 8. AANIF#RORE O 16. WA, EHIE% OEESL

< BGEFHETHRICOVTORERNZE> (AET2500ICvEMHTFTTEN,)
O FEOER #BR L7 T, 2t 2 3EHEN . Al s TMRITEIcl A S5 2 LICFEE WD
7-LET, ESA O vz

@R 2B E D, ARBEIEFIATIFZE I S D & & HICRIFZEK T b EHRIRE S,
TS 7\ FHE SN D B a2 e ERF I R S NS Z LICRIE LT,
O 13w O WWZ s RFERKRT LI, REZEFELTT I,

UTOHEBIZOWTIEHRAZZIT-BEBAEDAEEAT S,
Oz >N T
RSN FUR D DAIESE 2 0B L TR L. BRI LT, 7 IC5 il - Efe s d
BTN 2 G EFMRICER SN Z EICRELET,
O 13w O Wiz

@ 7 DN T
b S i-ffns 2 o 7 IR L, e oIS Z EICRBELET,
EER ERAAYS

OFHEFE BT ~BHE B IC SV T
SREEBI~FUR 2 2 2 G A I AN BIRE D T O EA (LT 5 Z L 3 FAITT 2N, b LE
AAEETIRMET 5 2 LI o2 HGE. RELETN?

O 3w HRAIAY-4
ORI HERBRERN Ao -T2 56, ThaeBRmbE LETRLA LT ?
O 3w HRAIAY-4
[FEA Ak & H H T K4
B KA
(P & DB )

FEOFIT, BRSOV TR G LIRS ST 2 L 2RV L ET,

LA E 2Rk 4 H H GILEE A

g




| FEERER |

BEFEMTAR~NOHAORES
FRAFEESROMEE B

WFFERRES Fe R Z BIE DT RE A DIRR

X, Y OEMND FRROBISFMEITIZEICOW T, SICFEICESEHA L2, TitHEA
WZOWTHBfR L £ L7,

< EBAZRTEFELL-EH> Gicz, B L-HA ORIV 2T TTEEY,)
O 1. BETFOSHEITS 2 & O 9. ikl BEEREMOME~RET 2 aTaelk:
O 2. WF5EW /1O EME & el A H 0 10. fEHTHFEROBR

O 3. W2EEm O 11. HFZERERORNE

O 4. WF9E)514 O 12. #FZEh 54 U 25 M PEME D IF B

O 5. WFFEEtHEEZEORMR O 13. BFZEH T 1% O3Bl o Bl )7 81

O 6. ABEHRHEEEICH 726 SNAFIE. Al O 14. HHAHRICET 5 HIH

O 7. (REEZXLELT 55O O 15. Eish vtV o 7 omHE

O 8. fEAIGHOLRE O 16. WG, EEEFOEEEL

< BGEFHEIAHRICOVTORERNZE> (AET2500ICVvEMITTTEN,)
O oEE 28 fFE LTz T, 2T 23BN ABIE FRATIFRICEH Sn5 Z L ICREW
7-LET, O i O Wiz

ORI 2B N, ARB LI ZEICE ] S5 & & HICRIFZER T b EYIBEE S .
TSk 72\ E ] SN D B a2 a e E R R S NS Z LICRIE L,
O 13w O WWR : RPN T L&, REZEEL TSV,

UTOEBHICOWTIXHRAZZTIBEDABEZIT L,
O bz oW T
el SNBSS 2 0B L TR L, BHIRIGRAE L C. fRlr 721 itm - Eii S b
Bl 1T 2 8D EFARICERA SIS Z EICRELET,
=LA O Wiz

@O > 7 DN T
b Sz a2z N0 7 SRR L, Mx ORI SN D Z LICRIBELET,
mNE O vz

ORI ~BHE B IC SV T
SRR~ Uk 2 R 2 5B IIX A N TR RE D T2 O EAE T 2 Z L3 FAITT 28, b LE
PEETIRMET 5 2 Lo HE. FELET?

A O Wiz
OMARICEHERBRERN RO -T2 HE, ThaeBRMLELEARLALNTE N ?
I ARV
[FE A 2k 4 H H feftH K4
(AR
(fRfiE & DEIfR - )

FEROFIC, BILFEITHIZEIC O W TEIA LREE SNT- 2 & 2RV LET,

SHEH - PRk i A H A KA

& -




| IRt ERER|

EIEFRTAE~ADHIORES

HS R FEWR P A PR B

WHFERRE A JeRIEZ BIE DR N+ DR

A, Y OEMNS ERROBISFMEITIIZEICOW T, SCFEICESEHMA L2, TitHEA
(ZOWTHBEELE LT,

< BBAZZH-BERLEEBER> Givszd, B L-EHAOONICY AT TRFEY,)
O 1. BETFOSHEITS 2 & O 9. ikl BEEREMOME~RHET 2 aThelk:
O 2. BFEH ) O & el B 0 10. fEMTHEROBR

O 3. W2EEm O 11. HFZERERORNFE

O 4. Bk O 12. BFZEH B4 U 2 J sERE O JF 8 i
O 5. WFFEEHEEZEORMR O 13. BFZEHT 1% OBl o Bl )7 1

O 6. EHREIEEICH 26 S o FlE, ARl O 14. HHARICET 2 FHE

O 7. REEEZXLELT 5O O 15. iz vtV o 7 omE

O 8. AANIF#RORE O 16. WA, EHIE% OEESL

< BGEFHETHRICOVTORERNZE> (AET2500ICvEMHTFTTEN,)
O FEOER #BR L7 T, 2t 2 3EHEN . Al s TMRITEIcl A S5 2 LICFEE WD
7-LET, ESA O vz

@R 2B E D, ARBEIEFIATIFZE I S D & & HICRIFZEK T b EHRIRE S,
TS 7\ FHE SN D B a2 e ERF I R S NS Z LICRIE LT,
O 13w O WWZ s RFERKRT LI, REZEFELTT I,

UTOHEBIZOWTIEHRAZZIT-BEBAEDAEEAT S,
Oz >N T
RSN FUR D DAIESE 2 0B L TR L. BRI LT, 7 IC5 il - Efe s d
BTN 2 G EFMRICER SN Z EICRELET,
O 13w O Wiz

@ 7 DN T
b S i-ffns 2 o 7 IR L, e oIS Z EICRBELET,
EER ERAAYS

OFHEFE BT ~BHE B IC SV T
SREEBI~FUR 2 2 2 G A I AN BIRE D T O EA (LT 5 Z L 3 FAITT 2N, b LE
AAEETIRMET 5 2 LI o2 HGE. RELETN?

O 3w HRAIAY-4
ORI HERBRERN Ao -T2 56, ThaeBRmbE LETRLA LT ?
O 3w HRAIAY-4
[FEA Ak & H H T K4
B KA
(P & DB )

FEOFIT, BRSOV TR G LIRS ST 2 L 2RV L ET,

LA E 2Rk 4 H H GILEE A

g




BEFREATEBIOREREE

HR R EEWR A AP B

A, WFIERRES e RMEZ BIE O IR B S A DR

WCBWTHER 1T Z EICFRE L. FEEZEHWELE LS, ZOREZHENZLZL
Z ZIZRERRIE AR LET,

BIEHEINE G4 2EHBICO2BHIT TSV

)RR Z Z OBEFAT T EICEN TS 2 L~ DOFRE Z N2 LET,
) REEE R L. MOBFRICHWD Z & ~DOREZMEZ LET,
) REUE 2 N7 ERICHRET D 2 L~ DORE AN LET,

) O ( )

= w N

PRk F A H et KA

REEHF KA

(FRHEE & D BIfR

ERESE AERT T —

TEL _( ) — -

ERLRHEE LV | REMEFEZ RS ZH - LE LT,

Rk e A H Ar &




EEEARE (CRHE)

TS R T BRA RAE DR FHE
i
=Y RS B2HREN
ALl E K4
BETR
BEMER 5 - X
B L) F
Ri&ZEH F A
BREBICEHIL 728K ( cm), FE ( kg). ( At AR

SEOBENRECEE (( F - & - £ )

BETH

OEHEET. OFlE CAFOZEBIIFz v FIN)
EixT%( OEDA. JEDAR. OEDARADD )
2 DA( )

RERR

mE - AEFRETORYE (O - OF : BOBEERICNETZHELARE )

WHBRETORY (OmfTEd - 0% - OF :

RETTT) 2wl - ) 2NERBE AR - Z OO REFR RN
(O - OF - OF -




FFRABRER (OmfTE - Ol
BREE - R

TEWL R R K7 R HE( g/im? - hr)  OfETEY
FE K7 8 ( us)  LMfTE9

mEREER (ORTEY O
FIROIREE (FT 5. -

4 - f5lg (FrA -
ZDOAR (

ZOMOREERN TS NE LSBT 0.

B HHE

B ERGYE O DRRERERERE OTofM:

B I 9% O&% OF:

B &R D& OF:

EENEE O%& OF:

SV S JE, O&% OF:

PRI R O%& DOF:

¥ 176 12 Of& OF:

o 7 Rk S O Ok DfER OEE O TADAFREE
mEOYii A

DIME PR O&% OF:

I e 25 5 O& OF:

B A TR A R R O& DOfF:

AR % 2 28 O OF:

J5 75 8 O OREHBEERE Do

IR & O OREEREAD OZoft:

HERER O&% 0Of:

AN IR Of& OfF:




B DR O OFigEzEd O%s DEMABLZDE OO0ER
mEOLi
HHEEZORY Of& O£FRE OZFEEE) OTOf:
BEDORE O OexE\E OGS RIE
D& O DOEEROWA OEFXRE OMdEs
OZF DA,
& RE Okl OO7 FE—MEER LOKEEEFEEE)
DQu# U@OF#0flt OOQMHEOERER
O@KE W) OORREETEREGKNIZ)
D@ &R KRR BT R (F 725 e RILE)
OFoft : @
% LoHEATHAE
Wz R A H T W
58m%E, EOMOD
FIZEFSEZENT,
BIEREIR D5 %
BIRLUTREW,
I IZRE D REIR O O D8 /EREREE DOToft:
7 LIIVF—ER OB%m7 LIIVF— OEME
OF O :
T OMBFRTNE
A OHE

ZOM, ZW - BEICDOVWTOZERY, IRBICHT2EEREISNELEZS JREA

Fau,




7o r—MIMETIEVET., BHHHONEI TTVE LR,

(ABFEICET 2 EWEHEE]
T113-8519 HEH X HEXEHE 1-5-45 HERERERRKFZEER RRKE
7% 03-5803-5286 FAX03-5803-5289 Email:mtakderm@tmd.ac.jp



de novo

27
anhidrotic ectodermal dysplasia:
AED
1 59 27
1 32
18
2 7
7 38 40
7

EDARADD EDAR

(A D DORUC/L Y, EH BT IS
7=, FARWNITIETEOIIEE M 2B
%@ﬁ@ﬁ@%ﬁ%%#%ﬁ%ﬁ/}téﬁé
BT B E LT EDARE S TI3
72753, EDARADD 3&A5+ D exonT [ZHHRT
ZEAE c. 350A>T (p. Asnl17T1le) 23~F 12
7=,

23
1) a7 )

EDAR exonl2
€.1193 1194delTT (p.Phe398%*)
EDAR

12

Ingber A et al.lsr J Med 1990;
26:457-8 EDARA
oD



Koguchi-Yoshioka H et al. J £

ur Acad Dermatol Venereol. 2015;29;1443-4

3 EDAR

AED

de novo

)

-6,2015

p290,2016

1

22



12
EDAR EDARADD

hypohidrotic e
ctodermal dysplasia: HED
3

HE
D ectodysplasin EDA
EDA receptor EDAR ED
AR-associated death domain EDARADD

HED
HE
D
HED
HED
DNA ED
A, EDAR, EDARADD
PCR
100
DNA PCR-RFLP
1 8
9, 10
11, 12
12 10 EDA X
6
4
2 EDAR 2

EDARADD 1

12 10 EDA 1

1 EDA €.851T>C
(p.Phe284Ser) hemi

2 EDA €.1045G>A
(p-Ala349Thr) hemi

3 EDA c.467G>A
(p.Arg156His) hemi

4 EDA c.252delT
(p.Pro84Profs*6) hemi

5 EDA €.895G>A
(p-Gly299Ser) hemi

6 EDA €.730C>T
(p.Arg244*) hemi

7 EDA €.462T>C
(p.Arg155Cys) hemi

8 EDA €.917A>G
(p.Glu306Arg) hemi

9 EDA €.731_738delGAGAAAC
(p.Arg244Profs*9) hemi

10 EDA Ex3-8del hemi

11 EDAR €.1193 1194delTT
(p-Phe398*) hetero

12 EDARADD | ¢.350A>T
(p.Asnl17lle) hetero

hemi, hemizygous; hetero, heterozygous

12 10 EDA

HED

hot spot
EDA
EDA EDA-A
1 furin reco
gnition domain EDAR
TNF homology domain

EDAR EDARADD
1 E
DAR EDARADD
death domain

dominant-negative
HED
12




=N

HED
EDAR

115

EDA
EDARADD

28

114



Yokozeki |New Pathologies| Yokozeki H. |Current P| Karger 2016 | ppl-6
H. of Skin Disorde roblems in
rs ldentified fro Dermatol
m the History of] ogy,
Perspiration Re
search.
Inoue R. |New finding on |Yokozeki H, |Current P| Karger 2016 | ppli-21
the mechanism |Murota H, K|roblems in
of perspiration i| atayama |. | Dermatol
ncluding aquapo ogy,
rin-5 water chan
nel.
Nishizawa|Dyshidrotic Ecze|Yokozeki H, |Current P| Karger 2016 | pp80-85
A. ma and its Rela|Murota H, K|roblems in
tionship to meta| atayama 1. | Dermatol
I allergy. ogy,
Fujimoto |Pathophysiology | Yokozeki H, |Current P| Karger 2016 | pp86-93
T. and treatment o|Murota H, K|roblems in
f Hyperhidrosis.| atayama 1. | Dermatol
ogy,
2016 p290
Namiki T, Toko|lmage Gallery: Perio|Br J Dermat| 175(6) |el46-e147 2016
ro S, Hanafusa | rbital and temporal ol.
T, Yokozeki H. |dermal melanocytosis
of hypohidrotic ecto
dermal dysplasia.
Kato K, NamikilAcquired anhidrosis i|J Dermatol. 44(3) £36-e37. 2017
T, Yokozeki H.[n a case of autoimm
une autonomic gangl
ionopathy.




Munetsugu T, |Revised guideline for|J Dermatol. 44(4) 394-400. 2017
Fujimoto T, Os| the diagnosis and t
hima Y, Sano [reatment of acquired
K, Murota H, S| idiopathic generalize
atoh T, Iwase |d anhidrosis in Japa
S, Asahina M, n.
Nakazato Y, Yo
kozeki H.
22 2-6 2015







