REBL(BEAFE): CD8 XEBJE
HEBALGREE):  CDS deficiency
OMIM %5 608957

Gene MIM number: 186910

PR EBEE
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RIBL. EIIERSE R DM E R 8T DR MRS R AR Chb, Y AoEe M
BIERRE LS,
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A. BEERIAEIR

Sy RGN R BRI ORI 35 58 DR B R A A8 5705 . B R OF BE 3 RE AN
FOELDOPHETHD, BEG TIER AR RER 2 TR LI DO HERGE .
FERE TR~ ThD,

B. BREFTR
1. CDS8 Bt K18
2. CD4-CD8-o BT M4 HEHE %
3. i CD3 FLIRHRE-C PHA BB B Y SERGE L RS T IE 5
4. CD8A BT E

C. FHBI%E
7L,

D. Z¥OEDH (Tu—Fr—r &)

S REGEE 2L, CD8 BBMEMIAE A RIEL CUWVBERE TRV, 7L /LD CDSA BiETFA
B LML HT 5,

CD8 G ASRIERIZ 95 ZAPT0 RIBSES® TAPI, TAP2, TAPBP, B2M &5 ¥ &%
\ZED MHC 77 A 1 RIBIE/REZBRINT D,

© UV NEREREHUR DR
CD8 KIBJE: CD4-CDS- o 8 T(DNT)HHfaHE %
P CD3 HUEHIEIZ IEF IR T D,
ZAP70 X1H: CDS8+HEfRIL KB X IIIWA L, CD4+)Y CD3+HEIAD KER 5% 5
o
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TAP /KIBSE: CD8+« BT ML/ L. NK ML v 6 T Mk HEMNT D,
B 2mg KABIE : R TIE CD8+ o BT MINAKIAT 573, CD8+ vy 6 T MfE &1
T 578 CD8+T FOBFNIIEF & 72> T,

<CD8 KIBFEDB MW7 o—F % —h >

UL BRSO CD8 Bt Al Ra 23 K 48
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\EDDBIRTIT IENDBIETIT
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IZLDER

1. CDS8 IR RIBL . CD8A BRTIZER D305,
2. CDS8 MM RIS 45 ZAPT0 KIBJES° TAPI, TAP2, TAPBP, B2M &Ix+¥
BEIZLD MHC 7T A T RIBIE/RENEE D, ‘
*) ZERRWE OB A TR AL OBEIEORHE L FE THD,
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1)

2)

de la Calle-Martin O, Hernandez M, Ordi J, et al: Familial CD8 deficiency due to a
mutation in the CD8 alpha gene. J Clin Invest.2001;108:117-123.

Mancebo E1, Moreno-Pelayo MA, Mencia A, et al: Glyl11Ser mutation in CD8A gene

causing CD8  immunodeficiency is found in  Spanish Gypsies. Mol
Immunol.2008;45:479-484.
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HEBA(BAGE): ZAP70 KiBE
BB FERE): ZAP70 deficiency
OMIM F 5 176947

B R

ZAP70 (zeta-chain éssociated protein kinase, 70 kd) KIESEIL, CD4'T fifaDORE~ &L
CDS$*T M KA S E & RIE R AE C. FREE T ZAP70 Thb, ZAPT0 13 T ik
ZRIROFIE R ZEIC DTy —EThod,

[ZWr 5]
A. BEERAER
1. ZRetE
2. REEINRE

B. BREPTA
1. T MIaEOBREDIKTE CDS'T MAaD K,

2. T HKD CD3 HUERIIZ T D RME T, A2/~ AR T ARIGIZIER,

C. FiBh&E
1. LRHLIBEOATER TILE CREREBEZEHTIZLNDHD,

D. ZH0EDFH (Tu—Fr—r2R)

CDS8'T IR 52£1Z 0 T/2<Th, CDS'T MIENME T L TWAIEETEL ZAPT0 B HFH
BT EREPTERT D, ZAPT0 & ARBFEITIIZIICE HTHLD, AFIZBW TN
V7 L TCOBEER IR GID T2 WaZB TIFRVY,
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< ZAPT0 REBEDZK7o—F r—bk >

ZAPTORABAE DEELD
i SBRS Ty a il
CO4THERAZIER
COS THERA X 4B
, _
ZAP70E B RIRAEMT

ZAPTOEHRRET
ZAP7OBIGFRAT

| zrrosETERSY
RMEE

¥

B ERIEIR E AT RAT =L, ZAP70 B+ EENHDHBEIT ZAPT0 KIBJELZHT1 5,
ZAP70 & FERITHE LA RS EREE LD,
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1)  Fischer A, Picard C, Chemin K, Dogniaux S, le Deist F, Hivroz C. ZAP70: a master
regulator of adaptive immunity. Semin Immunopathol 2010; 32: 107-16.

2)  Roifman CM, Dadi H, Somech R, Nahum A, Sharfe N. Characterization of {-associated
protein, 70 kd (ZAP70)-deficient human lymphocytes. J Allergy Clin Immunol 2010; 126:
1226-33.
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B (BAE): MR, 71 Ya— (DiGeorge) FEERE /22q11.2 KKAE
(73iE3

Y4 (JE3E):  thymus hypoplasia; DiGeorge syndrome; 22ql11.2 deletion
syndrome (

OMIM &5 188400

DiGeorge syndrome  Velo-cardio-facial syndrome

ICD9 7348 279.11 758.32
ICD10 4348 D82.1
B RS

F ¢« Va— R (DiGeorge syndrome :DiGeorge) 13, JIRRMETE AT L5 5 REGett | &l
BOR BBETERRIC LA Ca ILE., Hr RAVEFE S RIME DR BE YRR Th D, K9 90% D
DiGeorge B 1%, Yea ik 22q11.2 SEIRICRKEZH T2,

(W]

A. FRERIER

1. BIFRBUER I LD Ca MUIEIZLDIER

2. MRETERIC L2 5 B et

3. DIRHRAR 77o—EE, MBS LK. KBRS BT, & RXBIRS. A
R THIREEREEOLEFRRE '

4. FRRMBEEI NEE. WJ.EZ)I INEAT . RS O IR A PRBEE . VA /)
S7p 0 NEIERE

5. FEFREIERET, SiERHERR

B. WREFTA ~

L ARB N TT AUE, BRI EEERT

T MIREITRAD B L OBEREE T

B MIEEIIIER | S a7 VABTIER 0B

B g R LT —T ML B LR DRE

MR L LT, MY o bk R S E BB LT 229112 OB R %
fluorescence in situ hybridization (FISH) X° array comparative genomic hybridization
(aCGH) I CRIET 5, B2 TBXI T DONTRRENFENEFHOHIITK
B A R LEND, BYEREEREERD de novo BIBERZ LD,

P N N
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C. fBI&RE
1. BHRANIZE T, BRIERD S BEEOHLDHELH D,
2. ERERGEOREFEMTONGRWNIEICEY B CaE R B OMEESENT 5, BEMER
MR RJIA)R B S aE M M ERBUE, B B IRERREBR L,

D. BWrOED S

EREERIER, RIEROFENLARBDEDNDSEEIE, FISH f##T<° aCGH T
22q11.2 RSO R EZEBEIEFT5, 22q11.2 EIRO K EDPRD SHRVEA T, REEK
10p 13-14 HZ DO YRR EZRIE T D, BIFREOFHHEL T CD3 Bt T Mk, ~1
2 22w DU 7 RERZEER (L, T-cell receptor excision circle (TREC) 1242 T #ika#T
AEREEFHE T 5,

E. WA

CD3 B T Mtk DI, MR IER AL, I Ca MAE, SERME LR BE S D% DiGeorge
JEBEREE 2T 9D, 582 DiGeorge JEMERELER M DiGeorge JEMEREDZ W E I LLITIZ
FLEL D, 22q11.2 FEIRD K M FERA S IUALIR, 22q11.2 REEFEREEZETI SIS,

5 <5

#1457 DiGeorge fEMEHE | Definitive | 3 miRiH C CD3 Bt T MFEEAY 500/ 1 L AR L7220,
22q11.2 REJEGEREORBEBEETOAREMEOSHHM
HEENIRER LA E213E Ca MIEZEFRD D,

Probable | 3 5ERT T CD3 54 T MIAEEL2Y 1500/ u LRI &80,
22q11.2 RFJEBRED KAEFED D,

Possible | 3 #ER T CD3 &M T ML 2% 1500/ v L REE72D,
ERMELEELLUIE Ca MESLITEI/ OZED
FHIAERD D,

52427 DiGeorge JEfERE | Definitive | CD3 B5# T MAIERAY 50/ u L FhH DM ERZ AL,
& Ca MfiE, e RMEOEBERD D,

1)  Adachi M, Tachibana K, Masuno M, et al: Clinical characteristics of children with
hypoparathyroidism due to 22q11.2 microdeletion. European Journal of Pediatrics.
1998:157:34-38

2)  Botto LD, May K, Fernhoff PM, et al: A population-based study of the 22q11.2 deletion:
phenotype, incidence, and contribution to major birth defects in the population. Pediatrics.
2003;112:101-7.
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3)

4)

5)

Kobrynski LJ, Sullivan KE: Velocardiofacial syndrome, DiGeorge syndrome: the
chromosome 22q11.2 deletion syndromes. Lancet;370:1443-52.

Rauch A, Zink S, Zweier C, et al: Systematic assessment of atypical deletions reveals
genotype-phenotype correlation in 22q11.2. Journal of Medical Genetics. 2005;42:871-6.
European Society for Immunodeficiencies, DiGeorge syndrome diagnostic criteria,
Clinical Working Party
(http://esid.org/Working-Parties/Clinical/Resources/Diagnostic-criteria-for-PID2#Q5)
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REL (AR © HLREETSE

R4 (FEE) Leukocyte Adhesion Deficiency type I, type II, type III
OMIM E5-:116920, 266265, 612840

ICD10 3% D71

g
B mERIL, MEREEICHE T 5 s—Lex (CD15a) NMEWNFIZFE L T\ 5 E-selectin % 35k

L. &N % Rolling 75, & bIZFE X OREHE (IL-8 72D EHA ) 128 Y Kindlin3
R Talin WU VEMEEN. B2 A T 7 U VEROHIIAN KA A ke L, miEd 2 (Insmle
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1. HAmEREHEE
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%% Dtypek & X BILFHRELIT ),
3. CDLI/IBDREOBA INIGBHASR  LAD-I
4. anti-CD15(Le*, SLe") Hifkfaft Cr&iE ‘E?%%:ﬁéﬁi%é\ FUCTIZE®:  LAD-TT
5. Hjml{@ér‘] (M/MREERERRTE) 235 D56, KINDLINSAE R LAD-I11

Hormal LAY LADR : Lanan

satzrsi § + - EIRET . st N

BLOENGHLE }% + zﬁg"'iﬁ +

suryss G + A&
s wa R i‘ﬁ;‘jﬁ;";& B T
BIGRET 17682 SL035C1 KINDRINS
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FERE/CDISHRE . A 'L&D«"i?:' FUCTLRIEFRE
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%Km&%%ﬁﬁ&ﬁﬁ%%%ﬁtb FACSi##T TCD18/CD1 138 BLASFACSIR A TR H L7210
B3, LAD-TZ RV, INTGBIBARFERIEHT 21T 9, S HIT, FEEWNH Y | CD15(Le*, SLe¥)
%ﬁﬁmm@ﬁfﬁwen@m%g'mmuéﬁwmmnﬁﬁ%ﬁiﬁﬁ%ﬁio%xﬁ%um
. A & KREARNRD SN A EE. LAD-TITA SR, /MUK EREME & KINDLIN3E s
FERMEN%1T 5, B TFERNEECEXEEEICHERN L85,

EEE S -

LAD-I ®3E, CD18/CDL1 FEELHS 2-30% DG, AEMN O FHIE & B2 b, FUAERNER T
LEVETRDS ., 2 % LA T CITEEM £ & 2 b, RIBEE L L s mspiRgEnnEZch s,
LAD-IT ¢ LAD-I (Tt EFEDFEMNLE N E SN D, MABOEERNEOERLE LD, KFIC
FEHREBIENARD BND Z &b D, LAD-IIT T LAD-TI OEWRIM Z.,. AR & i/ Mro R
D IR A 295, A2 BRYME, 182 & QIR 2 & DS PHEICKT T 5 TBh & 15E
EIT9,

R B

LAD-T /3K TI O T AIC 1 ADBERELEDNLTVDIN, BRATIEINETTRER 84
(@, =i 2 f, #b, &R0 KBk, . T8 OoWmE1LH 0. BB N 46 ClafTsh
TWV5,

LAD-TT, LAD-TIT & kb=, 77Jﬁ%¢ukLt¢ﬁ@ﬁ%%ﬁﬂiéﬁ%ﬁ%énfwéo
HAD D OB LR,
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1) Kobayashi, K., et al., An abnormality of neutrophil adhesion: autosomal recessive inheritance

associated with missing neutrophil glycoproteins. Pediatrics 73: 606-610, 1984.
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2) Arnaout, M. A, et al., Point mutations impairing cell surface expression of the common beta subunit
(CD18) in a patient with leukocyte adhesion molecule (Leu-CAM) deficiency. J. Clin. Invest. 85:
977-981, 1990.

3) Matsuura, S., et al., Leukocyte adhesion deficiency: identification of novel mutations in two Japanese

patients with a severe form. Biochem. Biophys. Res. Commun. 184: 1460-1467, 1992.

4) Lowe, J. B., et al, Elam-1-dependent cell adhesion to vascular endothelium determined by a

transfected human fucosyltransferase cDNA. Cell 63: 475-484, 1990.

5) Kuijpers, T. W.,, et al, Leukocyte adhesion deficiency type 1 (LAD-1)/variant: a novel
immunodeficiency syndrome characterized by dysfunctional beta-2 integrins. J. Clin. Invest. 100:

1725-1733, 1997.

6) Tsruta, S. et al., Successful human leukocyte antigen one antigen-mismatched related bone marrow
transplantation in a 6-year-old boy with leukocyte adhesion deficiency syndrome. Pediatrics International

(2001) 43, 306-309

7) Y oshimoto A. et al., Successful allogeneic stem cell transplant for leukocyte adhesion deficiency using

an adjusted busulfan-containing regimen. Pediatr Transplantation 2007:11:453-455.

8) SvenssonL, et al., Leukocyte adhesion defciency-III is caused by mutations in KIND- LIN3 affecting
integrin activation. Nat Med 2009; 15: 306-312.

9) Malinin NL, et al., A point mutation in KINDLIN3 ablates activation of three integrin subfamilies in
humans. Nat Med 2009; 15: 313-318.

10) Kuijpers TW, et al., LAD-1/variant syndrome is caused by mutations in FERMT3. Blood 2009; 113:
4740-4746.
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REBRAHAE): v aUyn<r - ZAT7ECR (Shwachman-Diamond) SEREE
BHERA (=8B Shwachman-Diamond syndrome
OMIM &= 260400

ICD-9 288.2
ICD-10 D71
BRIEBEEE:

T aTyNw B AT ER (Shwachman-Diamond) FEBERE (X, BEAN b B H LiE A&
[CEDIMERBID 2 EWMET DH AR S ERREREEHMARIE CTh L, BRER, ITE
RSV S BHMAERRERERRBLOAM BN R IR ERELLT V), AMEREE
LZEIESNIZBE D 90%IZ SBDS EiRTF DERENBFROHILD,
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SOV Yl E
3L TR 5 —BIRE
2) HEifg (BEFH. CT. MRI) C/NEHDIWIAERI DLW EEFED D,
3) EFAEE OB (72 RefIEE)
BN ST 2B R EOBRL MK EE RIS,
LT ORT RAHIVIFESEMENSHE T,
1) —HBICREERFLZWSNTIFIED D,
2) BHEE
3) ITENET
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V
W7 UNEEHY==8SDS FEE

EREER

SDS TIFESN WA I I DIERITEE D LR DI ONEETDIENEL, £ TEIC
b BIET L0, BT E0ORE LA RERE AR ~OBTTHL, BHIE
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Dror Y, Donadieu J, Koglmeier J, et al. Draft consensus guidelines for diagnosis and

treatment of Shwachman-Diamond syndrome. Annals of the New York Academy of
Sciences 2011;1242:40-55.
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REBL(AARTE): Izo Ity —BRIBE
R R4 (3R Myeloperoxidase deficiency
OMIM &% 254600

ORPHA Number 2587
ICD10 77 E80.3

S

T maYLA R A — B RIBIE(Myeloperoxidase deficiency: MPOD)id, #FHERZ2H TN B
ER lysosome FERIER O — D> THIITO NS F UL —EDRKEBOZOFRERENME T T2,
HEBRESEEE T, REEEFIT 17 FLREFERB LICHD MPO THD, I PFIZ
k4% 5 A RS T 50 ERER CRIBUERTE RENDER N LN ENmMBLIT
WG, BB~V U H —BITIEE IZFRD LIS,

[ZWrriE]
A. BERERIER
1. BEGetE
5% DB TH L DA TERTBD HESND, THLISD B BT IS TR0,

B. REFTA
1. ~AFF —BEEEZ VD B MERS B EERE Cld. MPO 1EHEDR, BER
FERIER Sy L RS LD,
2. RMMAAT % 7z MPO Ye e It L 705,

C. fBh&HE
1. FPEREEREIC 1T D MPO OEENIMHENAI THY, ZOXKBIZID I VHIELSN D
BIMENEEBLTHZ 8RN EEZILND,
2. WVHEEZELIESEIT#EN R MEEANCLAIEENLELRDM, T LSt
DB ITITRRIOIREEZEL720,
3. DHRI23 ETREEDELWETARDOONIHEDHY, CGD LOERIEZET D,

D. ZEioEDF (Tn—Fr—r2H)

H ®2MEBE CEABRINAZENZ VN, hPZEOBEIITEDOEEERD
SREREBO— L U TERXI & L5,
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<MPOD DOz 7a—Fp—h>
B DR E
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GFHER MPO TEME. 2V N MPO & H DX DFER

no l lyes

RN LoV E MPO BI=T YT
HeTERZ I

B DHIERE T, FHER MPO IEMENKIE, HD5)E MPO REaNEETHHG A .

MPO

SCHR
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2)

3)

4)

5)

6)

7)

BIEFITICKOREEZ W5,

Mauch L, Lun A, O'Gorman MR, Harris JS, Schulze I, Zychlinsky A, Fuchs T,
Oelschldgel U, Brenner S, Kutter D, R6sen-Wolff A, Roesler J: Chronic granulomatous
disease (CGD) and complete myeloperoxidase deficiency both yield strongly reduced
dihydrorhodamine 123 test signals but can be easily discerned in routine testing for CGD.
Clin Chem. 2007; 53: 890-6.

Nauseef WM, Cogley M, Bock S, Petrides PE: Pattern of inheritance in hereditary
myeloperoxidase deficiency associated with the R569W missense mutation. J Leukoc Biol
1998, 63: 264-269.

Nauseef WM, Brigham S, Cogley M: Hereditary myeloperoxidase deficiency due to a
missense mutation of arginine 569 to tryptophan. J Biol Chem 1994, 269: 1212-1216.
Nauseef WM: Aberrant restriction endonuclease digests of DNA from subjects with
hereditary myeloperoxidase deficiency. Blood 1989, 73: 290-295.

Stendahl O, Coble B-I, Dahlgren C, Hed J, Molin L: Myeloperoxidase modulates the
phagocytic activity of polymorphonuclear neutrophil leukocytes: studies with cells from a
myeloperoxidase-deficient patient. J Clin Invest 1984, 73: 366-373.

Kitahara M, Eyre HJ, Simonian Y, Atkin CL, Hasstedt SJ: Hereditary myeloperoxidase
deficiency. Blood 1981; 57: 888-893.

Cech P, Stalder HS, Widmann JJ, Rohrer A, Miescher PA: Leukocyte myeloperoxidase
deficiency and diabetes mellitus associated with Candida albicans liver abscess. Am J
Med 1979; 66: 149-153.
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8) Lehrer R I, Cline MJ: Leukocyte myeloperoxidase deficiency and disseminated
candidiasis: the role of myeloperoxidase in resistance to Candida infection. J Clin Invest
1969; 48: 1478-1488.
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BRL(AARTE): A TNLVEBEBEI~ A2 77 5 RRYYE
¥R B4 (J53E): Mendelian susceptibility to Mycobacterial infection; MSMD
OMIM &5 IL12RB1 AR 614891

IL12B AR 614890

IFNGR1 AR 107470

IFNGR1 AD 615978
IFNGR2 AR 614889

STAT1 AD 614892
CYBB XL 300645
NEMO XL 300248
IRFS8 AD 614893
TYK2 AR 611521
ISG15 AR 616126
RORC AR 602943
. MSMD
ICD9 7538 288.2
ICD10 4348 D72

PR B

AT VBB~ A 23777 B EYiE(Mendelian susceptibility to Mycobacterial disease;
MSMD)i&, =Aa T TYT  PINERT VATIT | LA T E O F LRI
25 Rele e A £ T DR RMERE R RE TH D, AIEICITE YA HERIROIE., HE
L HEEIE DO 2B DR &G FBEET D, T AN AL TFNy OEANEESNSEHE(ILI2B,
IL12RB1, TYK2, IRF8, ISG15, NEMO, RORC DiEfnTFEEIZLDH D) IFNy D7 F)ViR
R ESAEBRJFNGR], IFNGR2, STAT1, CYBB D5 FZ BIZEL DB ONI KBS,
BRTEREORBPHEEZHTICEETHD,

(R 5ik]

A. BEERIAEIR

1. 5 Rt
< AARTFT  HNERT VATVT  VIOF T A VH  CANT T SN
T2 DA TEOHIEN FAEME - EE I3 25 Bt x 2975,

B. REFR

1. BCG RIEEFFILHE RYYE CRIETHERN LD, YILERT e EZ LSO
He PN A T RIE CRIE T AIERb 5D, £<1T, MIaNFAEEUSAOE T L T
BRI A ZRD /RN, STAT1 <0 TYK2 OELGFEFEICLDLDOTIIVAN AR ET
%955 RGeS | IL-12RB1 *° RORC OEEFEFIZLDLOTIIA L DFITRT
55 R A 0T 5,

2. — RV M SRR - R FR R A CIE R F LT,

3. FACS 2% IFNGR1 D -IFNy [Z% 95 STAT1 OV b, ML IFNy IRE R
BAE N CO IFNy BEAE72 8 OHSBEREIZLY | EZWOEE L FHEMIZR/ONDLT
ENHD,

4. ILI2B, IL12RBI1,IFNGRI,IFNGR2,STAT1,CYBB,TYK2,IRF8,ISG15NEMO,RORC Di&
GBI ERERBRTHZLICIVEEZ KT 5,
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C. fBh&™E )
1. BEOFEL FFEE, Vo HilER, Bi%Es iEREL . MR FAEEREEOR
W AR B TE B S A D THEBE NN ETH D,
2. TUT NN AR ERIE S DR DL BT LB D,
3. IFNy 295 B EHiASRE T, AEICEULTEERBEETAZENDHD,

D. 20D F (Tu—Fr—rBHR)

BCG BYECIEER T EIEZ T LS T DN EF AR I 2 5 B2 2L, Mk
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