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1. BRBZIE B R AE D RS HTEL#E

A FEIR
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1. RIEABETHY. BEET (tanning) ZLALY,

2. A TRIVEZORIANOR. RER. A RVRE. BRREOVWTANTHS,
(ARAEAR)

3. WIHERRIEREIND,

4. RIRAEESND,

BREMR
1. REREICC.BEEARFZOCERERENEESNS,
2. \BABREICT BEFRTRELIER INHS,

ol
UTDERBEENT 5,
FEOE. RERMEEH. SEEAR. RERGERR

D BZFMRE
1. TYR P, TYRP1, SLC45A2, SLC24A5, C10orf11, HPS1, AP3B1, HPS3, HPS4, HPS5, HPS6, DTNBP1,
BLOC1S3, PLDN, LYST, MYO5A, RAB27A, MLPH BIEFDEER

<BWOhTI—>

Definite: A-1, -2 & B-1 #F R TH#if=L., E5IZ A-3, -4, B-2 DLVF M 1 DULEERH-L. COERIT &%
BEBRSL.DEBETED

Probable: A-1,-2 & B-1 &4 RN Ti#EfzL. S5ITA-3, -4, B2 DWLVTFhh 1 DLUEFEFHL. COERITREE
BERNLIDO

Possible: A-1, -2 & B-1 #ilmf=§1D
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A. BRR S B R E D B R HE T, DefinitehN, Probable T#h 5 &
B. HERNHEEE
1. MBREICKYINMRAEREREZRD DS
C. EZ2DEMNIRIKE(silver-—gray) DIFRGHRELOTIHS
1. BMERREBOEXBEHERDS
2. BIEHEAB CRRMIBICEXRAS/Y—LERDD
D. BIEFZHICKYUTOVWT A DBEGEFITRHUEENHLNTHDZE
JEFEIREY: TYR, P, TYRPI, SLC45A2, SLC24A5, C10orf11,
FEIREY
ANV RE— SRSV IFEIREE: HPS1, AP3B1, HPS3, HPS4, HPS5, HPS6, DTNBP1, BLOC1S3, PLDN,
FITAT VY -RIEWERE: LYST,
SR EEIREE: MYOS5A RAB27A, MLPH

2B AZ-L. SBICTRERLTES. RETEHTE 5,

B—1%&ROHIEE . HAVIDERTIBE ALYV RAX— NIV VERBEZHT 5.
2. C-1,-2 #LBICROHGE. HAVIDERBTIHEE . FLTAT V) -REEHEZIT S,
3. C-1,-2 ZLVThIROLNER. HDVEDERTIHBA. TV IERBEZEHT 5.

4. BECEHICROLWNGEES ., HAVEIDEHTHE . HEREDBRREARELSHT S,

-

B REEBRREIUTOLIICHEENS,

JEFEMRE (AS=URDITHIERDAEET D80T . IRKRIEHRIE BEH)

FEEE (R BERETEHTIHIM4T): AVIURX— RSV VEER ., FLT4T V7 - RIEEE. J) &Y
FEfREE
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1. ATV RE— - I\RSUIERR

BERBEGRENEE GAERERADS TN 03 LUTF) | I/MREFEESTICLD M., RMERED . XS
R BhHRHMEAE
2. FITAT VYRR

SHEERE(RRLEBRLTLLGV. FEE. 250 /\GTEIR. ROBRFED ., BI{ERZEE-LI-K
BB) | 1RBYRT £ B R EAE . RRERK (BTRE. IREL., REARES)
3. JUEER

TAD A, HRRET., REEEES . FHREER. AORED . RYRT L5 REE

B. JHEMREDRKEBRELZHSN., SHICHADRANENEN 03 LITTHY, BETFEETH D,

HI%E
A HBWEB. EE-TIBE. BEEET D,

MR, EROBEN EFEOEEESHES T EULIZEZY LARWETH IR, BRERERPESETLZ N
MEREIZONTIE, BEEREBROSRET S,
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FHTERIBRETER. ZRICHNTEH, BFLAONBNEBEETEENS, ENEETHRE
REHONTHEWD, BFOH. KEBFEEL. BICEaUVGERBEEHT I EEHL, £, BR
DEBTICBVLWTKEREATETRIEEZRSICHELRE. AR EFR. OFL. BIFEILICE
EREELCEELERNERTEIELHD, 0O BICIINHTELGILEDEFDOFHIELH
YQOLMEFLLIELGOLNEIERETHS, BTEXERELEREICHFINEREEFELEXRERRE
FHE. Fabry JRGEEDNH D, — A BRELEUHETEORRITVVTFROEE . KBEHEOERE.
BofEMER, BRGEICLOEREOHKFETLRATHOBERERXEL S ETEIC,ES
NTLD HFIC, FRERREL S METETRE. DAL AERERIHEISN TRCREICEET S
KETH L - BFRERURXELEMETEIL. FHRES TR LT AL idiopathic pure sudomtor
fairlure(IPSFYZE IR BENTUNSDY, TORBIZHSMISH TLVELY,

2. KA
BHRMEBRESSMHETE (AIGA) (D) E NEETEEMATOANRBREIZLYERTHIEMN
Mo TS, TV FROTEFILI) O ZRKRICKHTHECRERETHLAREESHRISH
TW5, RE. FRERRELEUHETEOREEMBETH-OTIIFRIZE T EKFYRILOTY
THRUUSAPSDENRE, HEE N TFEMZERIMENTT D, SHIT.APSOFEBEL R LOfEHT. AP5, 71F
LY BRRRICIHTHECMEEREZETOYNETHENT., ERAEBEZMNFEICL > THRELHERT S,

3. fEfK
HETFORMDTI=O ., REEEHIEBL. BICIXBAZEVIIVEERPERET HLLH5. BITE
DERIREGHEAIIETOLO. BROBETICEVLWTESICRMEFRELRE. AR, K.
HEWN BIBISICFERESLEEEWERNERTHLEH5120. BICENHTELGRGREHEED
EFOHIRAHYQOLNELIELDONDEETH D,

4. BREE
ATRARNIILAEE, ATOARRAREEL, RENGHEZEZIT>TOABN+RICHEILIIN TS EE
EAT. RYIChURREERYRT LA H D,

5. 1%

MHIZIZRTOAR NIV ABRETERTEIEELZS VLN, REZDEABBLTOAEGTIXETOL
3bHB. ATAMR NI RAEETERL-RELBROURELDH S,
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2. REOHE
N
3. MBEMAESE
R (RTAAF/NILREE)
4. REOESE
WE
5. PEEE
HY (AERIMERDZIEEDHY)
6. EEESNLE "
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O fEmizftT
MEFREMER XS S M ETEORERT R A RIEH ORI
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FFEMRR AL S M ETE (AIGA) DB WA

ALV RAGCERR SISO L HEGET/ BT (FET)EE2T 500, T U O B EMERER
B LU PRYEIRERDHEL,

B:A—FFU U RIGERWS/—LEGEICELRRFETHARTRBICEALEHL LI —ET S
T4—IZ & BB KBHEENA LB D25% L EOEHEIZET/ BT FEFET)AAHLND,
S£EIEE

1. BFFEBICEEOEYEYT 5FEHF5 QU HERE) BLIELIEABN D,

2. BAERTICERZLG BMEBEOHKALGLWICFE - EEOHEHURETFIIRI-ATVSIENZL,

3. PhE—MREE XL AIGA IZEH T HEAH LD TRMNBERICITEDALY,

4. FREBABF AR R CTIREAROUL AEKZE . CTIROFME. TRLICARLGELRDLSILLH D,

5. 7EFILAUVERNTAMLLE QSART TRIGETZEH 5D,

6. $1 SS-A HUAIEE. 1 SS-B HilkIZ 1. SN IR RERENGRWVEE D — T LUERBIEEET 5,

A+BEH-T AIGA 24 5,

AIGA DRI - 1R E
mEFETHER:

AIKREEPL . HEYOST  BREALGEZAVTMERICIVEZOREF LESEHTEEL . ETEME
EBETD. S/—VE VT TAILLE, TUTYVEGREERWS L THE LY BABICFEcES, EEA
TlE 15 D EEOMERICKYRFICHKFERD D, —H. AIGA Tld. SEHEIMEN DILEICETERDHDH, B8
. B BE. FE. REGEFLELERTIERET 5,

YR T AER
AIGA DREZHICALGNNS,

B S SWEIE T EFILOY (A EY—F®:005~0.1mDE R REST 5, EEATIEHEMNEREYIES
FHFADABIL, 5~15 DRETITESELEZ R DICRTFERD S, TFIREEIZLD AIGA TIEFRFEZEDHEL,

TE 2 R 3R I BT 3 T 5 BR(QSART: quantitative sudomotor axon reflex tests):
FEFINA)TZAFT R ITAL =S RICEYRBIZEAL MRRFICLERTOAEEET HER, AIGA
TlE, EFBFRINAGL,

BB AR L - EIR) -

AIGA D55, FrFMMMRFET R E(PSHTITNIE £ TFIRICEEGHEBREZZOLVL, FFIRERIC)Y
NERZRERDDEELNH D, FHRETRAETIHF IR BHEORL. ARDBALLENALND
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1. 3=
EbE. REBZFLIHBEMEIRE. REIEEHEL GEENKEEREEEZEL)E3EHMETS
BEMREREBETHD, 1868 £, Friedreich D3BEH T HEHIEZMICEE LIz, TDE. BEL DL TIR
XN TE-HEREE(L 1935 & Touraine HIZL>TEEREMEZRAWNVE-RNEDEEMNEEILT-,

2. RA
Uppal 5(2008)A%, HPGD (PGE2 4 #E#3R) 1IB{EF. Zhang 5(2011)AY SLCO2AT1 (TARES S UL ERE
EREBEFOEGFEEFZREL. PGE2 BEIETHIENHELMN M1z, #BIMFITIL. HPGD &
EFEEMIE. EREFEIERRANHEIN TUVS, SLCO2AT [TEERZLL RN SENIREFIEC. BE=
BRESEBELV S HENERETRT,

3. R
BHEFTIXEEHICHRIEL. SEEAE LT 20 EEXTIZEAS,
BIRKITHT-2BHENHY . KIE TIXIER-HIENIR (69%) . THE(65.5%). ZTIE (34,5%) . IREETE, 1)
VNERE, EEAEIR &L TIZBEETSE (51.7%, BAETIERR(42.4%) . BAET/KIE(24.2%) 72 ., T Db, B -+ =155
EE(9.4%)., RN ZHM/NGES. BHUYLMAE.1%), BIN(18.2%), FH(156%WHENH D,

4. BEE
SHEEENRA DN TS, —BHBEEEIZOILEFUARBLLAEA, R IE+HHTIEEL >
ETIE 1 PERETERTAR T+ R — B BIERERMLENAA LN TIND, B K EIREE O R iR
BERICIEEENARHET TO—FARRASNTIND, SOECARELTESH D LSMAEERTL.,

5 F#&
10 BEETLRITERDS VO STARET HEFDBHZH 50 RERZETTHEFRLH S ZHEFIE
40 KIZ3EBNITRTELDLTIZRET HEFNH D, COMIHEFET IEHELL T/ FEITEY
BARRZSIERIL., IBEMSRM/NEERERELMNICLEFHALHS. RERENETTILE
BTELZHEL. FHEEOBEIELTD,

O ElnfieIchELSE
1. BEH
100 AKH
2. REOHE
ABA (HPGD. SLCO2A1 iE{GFDBEEMNRIESNTIND)
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Definite, Probable X% &9 5,

TBEMRE B IEE D HELE

A FEIR

1. KEIEHIREE (EH4E)

2. REBEILIORRMEBREE
3. RIEREEMHEL

4. BEERMNEIERIA BB

B &Rl
UTOEEBEENT 5,
D2 HERE KM B B AE (secondary hypertrophic osteoarthropathy) : i E R IR 125
QOREMRIVEBRIE S KU FEIHAEKIE
QB RMEE
@—1&T7INHIIT+RT7A—E MfE
@ — 2 B8 E F2AUE (Camurati—-Engelmann &)

CEEZEMRE
1. HPGD, SLCO2A1 Bz FDEE

D &f6HiE GEAMIE 2011 ELERBEHRLY)
< R FBAEAR > BBIR - HITESIR (69%) . X9E(65.5%). Z5T4iE (34,5%) | IBiR4EIEH(16.7%)
< BAESE IR > B g (51.7%) E SRR & 75(30.3%), K EREFEAENHE (9.1%) ], BIHTIERR(42.4%). BAEIKAE(24.2%).
REET D EAEK(9.1%). B H7EE(6.3%)
<Z0ih>EIM(18.2%), FE15.6%). B -+ 165HmEZ9.4%) . BAHY Y LIMAE(9.1%). BEMFAERO.1%. 5
I 14E(6.1%). BE JiREHR(3%)

<EWOhTIY—>

Definite
L ADSHLAEBI N TEE=TIO
FLE:AI~3TRTAHLN, BOICKETHERKRBERALIZLO

Probable
MR A1, 3 %=L B DER T ANESHEELRIL. CERI-TED
Possible

AMDS5L 2T BELEEZHEL B DENTAZERELRNLI-2D
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nhEmEY
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e 2 e
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