HERERABAREE) . MU Y —<RYE
PB4 (353E) : Trypanosomiasis
OMIM E+5=: Not yet assigned

YR B

U R Y —<]FH (Trypanosoma) IZXf 95 & MZI T 2 AEEBLEICIE, MiFEF O
apo lipoprotein L-1 (APOL1) 2NEEREEZRILTWDHE SN TWD, APOLL IZ X 54
REAENE, FrRPUREAFZELAT OB COMBIBHE CTH 5720, APOLL REEIZHES MY
XY == FHBICHT 2 BT ERREORF I ESATWD, MY Y=<
dide MYyt 2 —E#OdEfE (T. brucei rhodesiense, T. brucei gambiense, T. cruzi
) ZRREEWIIE MOUEE LN E ENTHWDEN, T. evansi BYEZRIELTZA VN
DIERT, APOLL BARFARIE L TWIZERHE STV D, BN TOREFDOREITRV,

(W]

A, BERRIER
1. REE KRB
2. FREE
3. RMimEE
4. FRUER

B. BEPTR
1. EEFEAER ORMMBEET LV REFIZTH Y Y —<FAPHEHSND,
2. MiF b YN Y —<IEEEE DT
3. APOLI BInTEEZRD D,

C. fEh&E
APOL1 R#BIZ LD MU R Y —<RGHEIX, TRO 2HEBLITRRD,
1. N Y—<E
77U HERFE L BRI, VY o AT RS LTRSS T. brucei
rhodesiense AV ME T. brucei gambiens MNJRK TRIEET 5, FIRSHETT L CHixss
RGBS CIERB OB FICLY, BRERKEBL 2V, SOICEITTD L REI
BHEREL RV SEICE D, 77V IDOELHTH D,

2. VXA
BT ADEIS U CTEGET D T cruzi WRERTH Y, o T AR SN BEAFED
WREIM 2R TRIET 5, ERIL. HRE. FEIR, Of%, OAE%E, VU2
HERICER L TWAYD, R TEZ AN EETH D,
D. BHoED S
R R Y = RIS L7 REFICDWT, —IIZ e MG LR WELD kYo
J ) —==Thol e, APOLI &I 21T D,
E. B2iEnE
kYR — < BRYYE 2 F0E LT EGI T B FRAEICE Y APOLIIZRRER 2RO T
B MU Y —<FHRIC GG R TRERRIE] 2T 5,

EREENE
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HIE M URBEMTON 2 WSS, RICELRETHYEETH D,

SCHER

1) Vanhollebeke B et al. Human Trypanosoma evansi infection linked to a lack of
apolipoprotein L-I. N Engl J Med. 355:2752-2756, 2006.

2) Joshi PP et al. Human trypanosomiasis caused by Trypanosoma evansi in India: the
first case report. Am J Trop Med Hyg. 73:491-495, 2005.
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PB4 (AAREE) SRR RIELE

¥ K4 (JE5E) : Congenital complement deficiency

OMIM %5 : 613652, 216950, 613783, 614380, 614379, 613927, 613779, 609536,
612446, 610102, 613790, 613789, 613825, 613791, 613860, 612924,
613912, 312060, 610984, 612923, 60984, 235400

ICD9 7338 279.8
ICDI10 /3% D841

PR IEBIE

BT D0 F13 30 RVEFETEL, TOIZEA LR RIED KIBIENRE S TN,
HaBL TH BRI RONDH, A Tl RO KB TIEEF T T~ h—F 2L D
RIFEREREEHLOT UV, —HOFISEBRE | HRA RS HEOBERERE LS,

(W]
A, EREREEIR
1. 5RGutt
A B AE 2 AR DR, LT B IR R4 (C5. C6, CT7, C8, C9) KIBJE., % —#%
¥ (B. D, P [A¥) KIBMETIL, BEIEKE . WE /2L O Neisseria BOMME KRG
TN,
2. RIFEEEER
THRRICE TS Cl. C4, C2 EOXRBIECIIE&H )T~ h—F A (SLE) /2L
DEEEEEFELEUIEE 5,

B. REMFR
L. A HLEERE | IR O KB CIE, MIE AN (CHS0) 1T ELL FE TR T 5,
12720 C9 KRABJEIZBISH THY | IEFHED 25~40%F2FE D% R,
2. HEIEE, LU F RO RIBIE T CHS0 1XTE# Thb,
3. FERT OREGETER (FEREHRHLNNTEETREEF) 2B D,

C. fiBh&E
1. CO KIBEFDRET 0.1%EHEERE VN ITEALITEER THD,
2. Cold activation FLEIIERIME D in vitro TOMARE BRBOEM(L THY . EORER
RABJE Tidreuy,
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D. WD F BT e—F r—rER)

CH50 D L\ MEAE 2T e R IR KABRE & 5o DT EDE N, ARAD NI DI
FEZARDIEL CODA | S EANRFRE AL QDB E . FIRICFEREDIERSS CHS50 K T%
PO DY T & DN R K ABSE 2RI T AT R Th D,

W AR IR SRR A AT AT T2 L. W D ORIy D4 2 737 B3 L CE AT AU RABSE S
BT 5, TR T BRSO I E 2D,

B BENOEE (EFIICED)

BROEDTRIRE T BIEATI, A TN Y| MR ERE , SRR B30 7 F AR
LW, EEE U Z G I TODEEITIE, AT aA RN MiklA 2% 545,

SCHR

) ERNFEE BAE BRFEREOESLFEMRE —mMiE—. BARNBIZESHERE
1998; 87: 47-53.

2) FukumoriY, Horiuchi T: Terminal complement component deficiencies in Japan.
Exp Clin Immunogenet.1998; 15: 244-248.

3) Nishizaka H, Horiuchi T, Zhu ZB, et al: Molecular bases for inherited human
complement component C6 deficiency in two unrelated individuals. J Immunol.
1996; 156: 2309-2315.

4) Nishizaka H, Horiuchi T, Zhu ZB, et al: Genetic bases of human complement C7
deficiency. J Immunol. 1996; 157: 4239-4243.

5) Horiuchi T, Nishizaka H, Kojima T, et al: A non-sense mutation at Arg95 is
predominant in complement 9 deficiency in Japanese. J Immunol. 1998; 160:
1509-1513.

6) Kojima T, Horiuchi T, Nishizaka H, et al: Genetic basis of human complement C8
alpha-gamma deficiency. J Immunol. 1998; 161: 3762-3766.

7) Horiuchi T, Gondo H, Miyagawa H, et al: Association of MBL gene polymorphisms
with major bacterial infection in patients treated with high-dose chemotherapy and
autologous PBSCT. Genes Immun. 2005; 6: 162-166.

8) Tsukamoto H, Horiuchi T, Kokuba H, et al: Molecular analysis of a novel hereditary
C3 deficiency with systemic lupus erythematosus. Biochem Biophys Res Commun.
2005; 330: 298-304.

9) VEHGEH., MANEZ  MERREB LY - BORERE. IntkKHEZ, ATFey, 2
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T, o BEA~O/BEE. pp. 130-138, AT H A a—4, HE. 2011
10) FEARUE, WNFEE il InHPRER H: o  TILAX—EKBAS TR AT v
K. pp.96-104, (+#-. . 2013.
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PB4 (HAEE) Bt nEERE
¥R B84, (F£5E) - Hereditary angioedema
OMIM % %:106100

ICD9 7748:279.8

ICD10 7

3%E: D841

PR RBEE

B M MRV IE (Hereditary angioedema; HAE) |38 /i< DU ik . MBH P B e 8 S ESE0H0
ALVZ 223N, —m PR R E (I R IE) S AE U B EMER B Th D,

(ZEAVEDFIRIL SERPING] B TOERTHY, ZOFRERME C1 4> £ Z—(C1 inhibitor;
CI-INH) DXRHENEL D, CI-INH KIBOFRER T T0% =0 AMENL ., & BB N TS 2L
PIRBEDELRETHD, H iR EEOBEEEREZLS,

[WrhiE]

A, BRRAEIR
JIERIL 24 BRfE CROK SRV E CHRITIHRT D,

1.

BT VRN, RGN T AR
HOWDHEFNTE NI DA, BRI, DE., MRICATLT W, IR RSV
[ (non-pitting edema) &L TR SH 15,

2. {H{baERAEk
M9 R B, FRIZRE 24 UD, ERITIMEITHDHIN, KAEMRE B E R0 RS
(I EGANAN

3. WEBAVZIE
YR, BELE EFERE 08B, BETRETIZENDD,

B. HRERTA

1. ik C4 DR TITFMERHITIENLIE JEROROIFCHEED 98% TR TFL T, A
I)—= T ELTEL NS,

2. IMiEMAM CH50 HIE T LTV, flifk C3 I1XEH Tha,

3. CLINH WEHEDIET (D7 b 50%AM ThHIEAMME (1FEAL T 5% T) &R
FAUTKRESZENIZIT 3, «

4, CI-INH #2787 EELIE FLTOIIUE T8 HAE, 72 $7 BI3IE # T 117 HAE

:AU?'% 11 & HAE /% C1-INH Z/37 ORSRER & Th 5,
5. EEZWIILEEE T MNTE I THY, SERPING] EinFD~T a2 AR
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C. fBI&E

1. ER, BER RS T DIE, % R VERIE L RE D/ HAE ORI,
B RVEMAE VIR, BEEIE-C B PRIl o C CL-INH JEPED % RIS
TWHIRAETHY SERPING I EAGT T B E 320,

2. HBRMMAEMEFE CIEAE Clg IR T2 553, HAE THIK FTLTWAZERH D,

3. CI1-INH ¥ %O 72 HAE LI < Tl 203 F £ 95 (HAE &), —EBORIRX
& XII K7D gain of function mutation &XALHA3, OB ETOHRE LAV,

4. HRHERERRIME KB AR R/ 8 CRIENFRENDBA DB D,

BWOEDFH BT v—F vy — 2 HR)
&%E‘KE’JK@EZ)@ G MESAD 3 DOTRIMOIERDEZE THD, ZIHDIERLF IR
OAJEZ BT B BT ETHIE C4 ZHITET D, KIT C1-INH {EHEERIEL TE T 2 HER
T, FTRETHAL ﬁ{ FREATEAT > CHEERZ T EAT D,

E. 2DWrEnE

GERIERE IR, CLINH EHEDIET (<13 25% A T) 2380 L BRI 1: HAE &
PWcED, EERZ B O (ZIE SERPING] & FEREZRET D, I LFEBEMEICILE
MBS > T CI-INH EH O72\0 T AL HAE bRICAFET 2.

BEREESH  BENOEE (ERICXD)
FEAERHCIE CLINH ®AIDRENER Th 5, HIEREE K LB A HFEORE )
PABSLEE L i BFE R D B,

SCHR

1)  Osler W: Hereditary angioneurotic edema. Am J Med Sci. 1888; 95: 362-367.

2)  Donaldson VH, Evans RR: A biochemical abnormality in hereditary angioneurotic edema:
absence of serum inhibitor of Cl-esterase. Am J Med. 1963; 35: 37-44.

3) HENFEE: REMRE~OXIE —EGEMENE I (HAE) OERIZET L IR R —.
HAREEHHR 2011;4545: 73-79. |

4)  ERFEE, WAREER:Cl ety —REBLREELE HERE (HAE) . It KIFEZ,
AF&ay TR EE~ORBEF pp.139-147, AV 2—FE, HE, 2011.

5)  Yamamoto T, Horiuchi T, Miyahara H, et al: Hereditary angioedema in Japan: Genetic
analysis of 13 unrelated cases. Am J Med Sci. 2012; 343: 210-214.

6) Horiuchi T, Ohi H, Ohsawa I, et al: Guideline for Hereditary Angioedema (HAE) 2010 by
the Japanese Association for Complement Research-secondary publication. Allergol. Int.
2012; 61: 559-562.
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7

8)

9

10)

YEAZEE BEMELEERE. DI A AR FERISBNERRES Y —X No20 X
REREERE G 2R T 902-906, 2012.

WAZEZ  BEMELEMERE BEE LR —Z. kR = ENEE, AR AR,
B APER, S HE, W4 BOERYR—h =BT Uy TR
2014. (7 =7 % K https://clinicalsup.jp/jpoc/search.aspx)

WNZEZ, KIERL, MEBHRS EEMEE %7 E (HAE) A7 8ET 2014 £
fiR. #fd 2014; 51: 24-30.

Horiuchi T: The ABC of angioedema: Ace inhibitor, Bradykinin, and Cl-inhibitor are
critical players (Editorial). Intern Med. 2015; 54: 2535-2536.
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(Primary Immunodeficiency Diseases: an Update on the Classification from the International Union

of Immunological Societies Expert Committee for Primary Immunodeficiency 2015.
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