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VII & L4 (Schimke) fE & EE
IX RH—b> (Netherton) fE&EE
X  MORRIERZBL (DiGeorge) FEIEEE . 229112 RKIEIZEE)
XI EIgEfEIREF
X FFROERARBASREZ O RET 24E
Xl £XEAEF2AE
XIV INSXMETIZHBIT5EDDEH ., REFSEFESFRMEIRE
) HMERBESRLEELT DEE
I XE#EEH I OTY 2 ME
I fhoEH I 0TY) UM



1
v
v
VI
VI

SETRBRETRIE
= gMIE &7

16GH T I TR RBIE
IR WA RIBIE
HRIAEETRE

VII LIR—BHEEA <o 0JY)  MmEE

X

TOMDBERESEETLET DKRE

4) REREIEE

I
1I
1
I\

FIT 47?9 HE (Chédiak-Higashi) fE (& E¥
XGESH!) s IS TEIE I B

B REM D/ \HEREAE (EEE (ALPS)
INBIIZIBITF5EDDIEH ., RERHES

5) REM BT SERUVRIBE

I

11
il
v
\
VI
VI

BE A RMIF P ERR A E

B BT 87 AR BR IR AME

IRVIZHBIFHEDDIED, BEDEBET-E DT PR AME
BBk BT 2E

22T YINT B AT ER (Shwachman-Diamond) fE {& #¥

1214 A 3F FEAE
SIORNILAF T —ERIEE

VI AV TFILBERIRAaNOT) 7 SR E

IX

IVALVIIIZIBIF 5D D FA . BIMBRKEEERE

6) BEARREEREE

I
11
Il
v
\
VI

RERETHIBEFENEEM R EEE
IRAKAR 89

MyD88 R 384

1B R ERIEND O fE

VAIWABRRIE I L HREMETT BRREER

IMLVIZEIFHLDODIFEL, BRREEER

7) e R RIBIE

I
1I
1

2. frH\EI1E

AEMRETSREEERT EDSNEERBMERE. HVERED VAL AL, BIEES CHER. R
MEFIRS  BEGEICLIERERETEREARI SN TNDIE,

FERMEMHIAERIBE
EIRMEMEMZE (Cl1/UEES—RIBERE)
IRVNIHHITFHEDDEA ., EREHERRIBE



3. EEIR
REFEEDZIHBLTRELONS ZBEEMEIE, ROKLIIZEHEND,
(DRI OSERIOBBIERIZMA ., B2 OBRENEEILLOTL ABENBES S,
(2)ffi . BERE % . IMAE/G & ERiEREED RERR
QB)Za—FVRFRAVTHE A MAAOADAILRGE D BFIR RS
COHRR.FHRUERETFTLETIE. TROBEERIHRAGHEAEHOETRLNS,
OREHREREE(PEX, BIREXEST)
QEAEHM R R RAE (2. BAIE % . BRIMAEZRE)
R[E X YRIRAE
DR B AE
OIEiRE) /BT %
®FBLEMETH
Q¥R OREA A E
@=—a1—FLRFAt%
Q@A IIVRBEREDBIE - FAE 1L (TEITKE)



NEERETLIE
A ER R LT OWLWT hhE2 D=3

1. ZREEMEERT
a. AT HE
b. MEMME (Z2a—FELRAFA, YA AAAVAILR RSV %&)
c. EREH AL REHEME R
d. BCG B E
e. TOMD AR RLEE (EEREE. EEVAIABREIELGL)

2. KEEMARETRT

3. ZREM (HIVEIEREREZEERENREONIFHEE) DREREERYT

B. REMMRE UTOWThhE2DE-T
1. R ANHRCD3+ T Y/ BREUE A : 25 K <1,000/uL, 25 54755 K iH <800/uL, 4L E <
600/uL
2. TREC DI&{E
3. K (PHA, $1CD3=#1CD28 k) [Tk HIBFERIGAY . AV FA— LD TRD 50% K i
4. &A= 0T M
5. BIRRAO2R) v/ B (RHE. Vo EiRE) DRE

C. BE=FHBRE
1. EERBETREEETHLEINDECTFEREZRDD
2. BERETLELETHESNLBELTFORBEEE OHEEESHHEICEAINFEH LTSN
%
D. #AIE2k
HIV B EERRE D Z RIERESAE

<EEohTIV—>
Definite&ProbableZ® % &9 %
Definite: ALBRUCD 1% T-L. DERIITED
Probable: ALBRUCH 2% #f-L. DERINTED

1)—1 XEHEEEERESRSE
IL-2, 4, 7,9, 15, 21ZBED T FIAGEZITI v cEI—R T BIL2RGEEF /N ) T M KB XEH
BHERETHY . BE. THIE NKHERROXRIE, MAEEREEF O EEESRETRSIE.

A LUTOERKRZEEEZ2DL EF-T
" TR CRIE
AR ANH3E CD3+ T/ \EREAY300/ 1 L ki
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‘R K HEIEREA T O—ILD10%KRER FMAPIZBEE) UV /\BERBFET D

ENICEBNSOTHIEENEZFLIZY . YT URBR—ED 2/ BRS BEITIEEIZERES (reversion) IRE A
BEINSIE, THIANEFEE T AHELEET AEND, EFERICEIICHRT HIENEELLY,

B. BERFHERE
1. IL2RG BInFHEN TERMDO/N\) 7RO 5158 XEHMEER)
2. IL2RG BIEFMT TRUD N\ T ULERHIBIE. ROWTIhIERT
Yc DHEEEE
[IL-2, -4, -21 RIEED STAT(STATSbAEE) D) U EELIEE
3. IL2RG EBEFEBTTN\)T UL BEINEVEDD, ROVWT M EHTZT
Yc DHEEE
[IL-2, -4, -21 RIEED STAT(STATSbEE) D) U EELIEE
ABARBESRES -BOREFEDHPIZTHIRT A EMNTTEE (https://jsiad.org/consultation/) o
EBIT, —EBDREER TIETZA—HY A AN —E T, YU /NBRRE 7 EEFIREHZITOTLS,

<gHohTI)—>
Definite&ProbableZ xR &9 %
Definite: ARUB®D 1., HAWIFARUBD 2% 1=
Probable: AR UBD3%i#=9

1) —1 SRR BE
SR BCEAM LA O EREREME GFICHEREE) . RUFFREE D (BRBRO SMEES) 232115812
[T HAHREERZRE (RD :reticular dysgenesis) &5,

A. BRERIEIR
- ARBOER LN EAERRE FFICHERRE) RITBMERREERET S

B. BERRRE :LUTD>62DL EZEHET-T
- RHEIM T #REI D RIERIFZE R : <300/uL
- PP EROD RIE X (FFE R : <200/uL
* PHA $1E L RIEHSIEE D 10% K
- BEATRICBVLWTEHRMEMEES

C. BfzFMiRE
1. AKZEIEFEREZRDL (BRBKEBMER)
2. AKZEEFDHEBEECHERES N AREISGEAShRENSHISNh D
RUBEROREDHENITULERATILDHET DM, HAHWI/ANVTUMIRE LA, BRIRIE
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KERUBRERMREHNS RD DFEVLARNBEDIZDONTIE, BEMRICOVHILENT S,
<gHohTI)—>

Definite&ProbableZ xR ET %

Definite: AEBRUCD 1 &=

Probable: ALBRUCH 2% 1=

1)—Il 7T/ T 73+ —+ (ADA) RIEJE
TT/o0TT73FH—E (ADA) DRBIZEY . BREEREM (T T /o0 TAXRLTT/OU)NEREL. UV
NERHDICEDEERBEFRLEN. 2HER (REERF. B8, Ik SREELQEDEH Z3IEES
. BEREDOEFLEFEET S,

A EHERERSEDEKRZSHELELHT-I (TRECHAULIZADARBEMERA N -FFERRY)—= 4
THREIN-BEX. EEEER)

B. EEFHERE
1. ADABEFREITT. BRHMO/NYTUIERODEE (BEBKBEER)
2. ADABIZFMBIT T, RMDN\YTUREROBIEIE. ROVWTIhHLDISHE
RAYM BB, FRIMEK, IRHEF ML E DADAEREMHOET (REERME L 2—CHIER
BE)

- ADARK D BITE

<sgMohTI)—>
ARUBD1HAINFIARUBD 2%#mT=9

1) —IV ZA—A> (Omenn) fEIEEE
FAER-FZLRHIC.HANRRUVREOHMRRBEIFRIKIEZEZETLHEERETRIE

A BERETLEDERRZHBEELE-T (TRECEAWVHAERRI) -V TRRSN G S,
REREERDIELHD)

B. B&ERIEIR
EBRFLDODEPHEERE. FIRE. RE. U /\FEKX, FFIRE. FREMHLE

C. &R
RAEMTHARE(XFETEL (>300/uL) . AT HoO—F IVt BHEE R, 1=, IFEEBKIE M. SIgEM
EZHS,

D. BFHRE



SCIDESEE{=F (RAGT. RAG2. IL2RG/ v C. IL7R. DCLRE1C/Artemis. LIG4. ADA. AK213E) DR
T. HEEENFETFET Dhypomorphic/\Y T U hERHBHIHE . B LIRS F ORI E F OHEEEEEHEA
FEICSIBA SN IR EHIB SN B15E

<sgMohTI)—>
A.B.C.DO&T#E#H=T

1) =V FTNVIXYLA L RHRRAKRT—E RIEE
TIVORGULAVRRRRYZ—E (PNP) DRAEIZKY  #EBREM JGTP: TAX LI T/ =) UER)
NEEL.VUNBRBEDVICEE5BEMN. BECRBERBELEDEESRETFLEL. HEES FBHER.
EBHEELGE)ESIEEIT

A. BREREEIR
SN BCRERE. MREELEDERERT S (TRECERVHERRY) =) THRES
N RE RERBERDEELHD)

B. REMR LLTOETEHIET
1. BE . REMTHEAETEITHDL ., BEMIIER ~BDT 5 BEREAORES TET Mian
BET#2RHT. TREC RIETIIERETELGWGEENHD
2. MERBIEDET(<1mg/mL)ERY

C. E=ZEMRE
1. PNPEGFEEZZRDH (BEBAERBMER)
2. BT LRRAARY A AR)—[Z LB purine nucleoside %2 2'-deoxy—nucleosides. PNP SEEDIE T %
~Y

<sgMohTI)—>
AEBRUCHD1HLNEICH 2%FiET-F

1) —VI CD8XRIE%E
ASBHINSHER - REXRBEDTERLELZREL. REXGREFSIESHIT,

A. BRERIEIR
AR S DT ERRERE . [RE ZILIRED FHIE

B. REFR
RAEMTCDSGMETHAEA RIET B,
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C. B¥MBRE
1. CDBABIGFEEZRNHD (ELBEBMEER)
2. CDSABIGFDHRIEE OHMAEEE A BAEIZGIAShEH I IS

<EBWohTI)—>
Definite&ProbableZ® % &9 %
Definite: ALBRUCD 1&i71=9
Probable: ALBRUCD 2% #71=9

1) —VII ZAP-70R4E%E
THEZBADOR MG ECEELETEIESZAP-TONMEER S (2 LY . COSIEETHIFAD Z - Rk &
CDARG I THIRE -BHIRE DAL IE TE 2T 2E A RETSIE. BECREREERIET S,

A BREREEIR: LT D551 DL EZEmT=9

CEHBREANSDVAIIA, ME. ERICL S REM - FREREAE. AR REAE O FKAE
KEEMTR

EMPHRERE . BXAE. RIEEE. ABBETEOREER

BIMEN, REEL/NMUHDEREDEEREKRRE

) \ETER BB /B

a & 0 n =

B. REMRE :LUTD>51 DU LZEM=T
1. CDAGMTHIRI ST IER . COSISZETHA D K8 X ILFH L
2. ) \Bk 53 1LERER (PHA) I 9 S RIGHEET

C. EBEFHRE
1. ZAP/OEIEFEFZZOH(ELEBHKEBMHER)
2. ZAP/OEIGFDHINE R OHEEES A RMEICGIFASNFEN EHIEh S

<EBWohTI)—>
Definite&ProbableZ® % &9 %
Definite: ALBRUCD 1&i71=9
Probable: ALBRUCD 2% #71=9

1) —VII MHCYSRIKRESE
CD8[EHTHIRRICIIRIRRE T HDICWHELMHCOZRINDEEIZKY , CO8IEMHTHIRAA RIEL . HE % -
[REXRGEDTEREELZREL. REILREZRIET D, T, RIEMIREAE - ISFEM K IE R
EDORERBLEHT D,
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A. BEEREEK: LTFTDS5B1 DL EFiET-9
1. FEX-R[REXRLGEDREMAEREEND RE. JE XU RERE
2. BREMHEBRIE-AFEERERGEDEERE

B. BEMMR - UTD>62DLEZEH-T
1. CD8[EMETHIRE D RIE R ITE
2. CD4AfG M THIRASRES NI U EIXIEE
3. MEEREDOMHCY SRR FDHKIRIKET

C. BEEFHRE
1. TAP1, TAP2, TAPBP, BZMEIGFEEZZENH S (BEBAREMER)
2. TAPI, TAP2, TAPBP, B2ME{LF D FHIF EHE O AEIEE A BAREICSEFASN B L HIB SN S

<gEohTI)—>
Definite&ProbableZ xR &9 %
Definite: AEBRUCD 1 &=
Probable: ALBRUCH 2% 1=

1) —IX MHCHSRIRIEE
CDARS A THIRAIZHRIZRETOI-OITILELMHCOS RN FDEEIZLY . CDABHTHAD RIELB
MEEOEEILEEEZE-L. B8 RETRSELRIET D,

A. ERERAEIR
VANAHE, EE. [RRICKDRE - BEFRE. BMRBRREDORE

B. REMR UTD>B2DLULEF-T
1. RAEIMTHOCDARG AR EL | #81) 2/IKEOCDSG I MfaIXIESR
2. |B~EHTI 0TV MIE (eGEDEEEIX ARG CEHEEE)
3. B#ARE - BBk R EODMHC class I(HLA-DR) #IE A K48

C. EEZFMRE
1. RFXANK. CIITA. RFX5, RFXAPEBIZFEFE#ZE 05 (BB KB ER)
2. RFXANK. CITA. RFX5, RFXAPEZFDRITEE O EEEEZ MM ICSIASN R EHIBT SN S

<gWHohTI)—>
Definite&ProbableZ 3% &4 %
Definite: AEBRUCD1%F5E1=F

12



Probable: ALBRUCH 2% -9

1) —X INSIXETIZEIFR1LDDEN ., EEREFRSIE
B & RETLE (CID: combined immunodeficiency) [(ETHIE % . BHIlE R ME D RESREEFF-I-KED
B ThD

A BREREEIR: LT D561 DL EZEmT=9
1. KEEMRR
2. B RAE ° B 1R RS D FAE
3. HERERR. KEURKRE. BEEREX. V0 BIERECAFEREDFE

B. BEMMR - UTD>62DL EZEH-T
1. CD3+ T #HEREE DA (2 M ARG <2000/ L, 2~6 M ARHEB000/ 4L, 6 MA~1 Bk
<2500/ L, 1~2 ki <2000/ 4L, 2~4 %K% <800 /L. 4 Ll E <600/ 1 L)
2. THIBESBEORE (CDA+ X(XCD8+ T MBEDELD . 74— T HEOFEL)
3. TREC DIEfE
4 EA =TI OT)UMERITHERAOELERT
5. Y/ ERSELHERIE RIS

C. Bz¥MBRE
1. CDEEEEGEFCX)ISEGFEEZRDS
2. CDEFEELGFCX) DHRFEE OHEEES A BEMEICSIFASNRHEHIIN S

X 2025 FDERAREFRESNBOEETELIOL LOCDELEGFIHELMIE->THEY., Z2IC
HBIF LS B THED FAE - Db - BB B JIAKIZE  T/BHIZBAEEFHERICEHS
RAG1+RAG2%:E . DNAZ AR FHIEIEIZRE4> BLIG4-DCLREC1 L, DOCK8, CARDI1IEE DEEFEE
NMESN TS, F-. CNoDBERFORBERELGLEICKY | REEREOKERTENLTRET S
BRtH5. MNEDQDRTEGFE. SRIEITEALHIENFESINSD,

ZLDCIDIE, YU INBROZNEND UV NP EDHLDEE. FA—ITHIEDE L. TRECOE
T . PHAXConAIZ & B U /I ERMFBIL RIEDIE TALE LT, HAEERANILAEETH S, LHL. &
BRI HEEZHOEOICIIEGFEHISLETHS,

<EBWohTI)—>
Definite&ProbableZ® % &9 %
Definite: ALBRUCD 1%L, HVEEMDBERMNEEIND
Probable: ALBRUCH 2% 1L, HIVIEE MDD BERMNEBEEIND

2) REAFEEH O HBIEREF
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2)—1 4R yk-7JLR)YF (Wiskott-Aldrich) JE & &
A. BRERIER : LT DS>H1 DL EEE-T

1. R
GREEMDBEILEFICLIVELD,
2. M/ R
ZIXFLBITROON, ME, R FHIAZLY,
3. 2%
BEEITIE—HREBET. #ATHD,

B. REMRE :LUTD>5 12U LEM=T

1. NEIUNMRE S I/MRBDER DS,

2. THERIBI DR A LCOMMAFIH IS T A RIGIETHARLND,

3. BfifaTIERZEI/ NI UIEIME T . LA LR [EE LR ERH D, M ZHEERAK, RAEMLEKES
FRifiGE DFERAARELITIET T 5,

4. NKEHETFHTETI S,

5. #AEIXER T, iFhER RV BEBROBEEREITIET I 561021,

C. BzFMRE

1. WAS., WIPF1, ARPCIBEIEFEEZRHD (WASBEFEREIXXCEH M EIE. WIPF1. ARPCIBE
EFEERIELBHREMNER)
2. WAS, WIPF1, ARPCIBEGF D HIREE OMALES A BHEICGIAShEN SN S

<EWOHhTIN—>

Definite &ProbableZ X% £3 %
Definite: AEBRUCD 1%k T=9
Probable: ALBRUCD 2% -9

2)—1 EMmE LR 4 ES) K ERAE
A BRRIEK: LT DIB2DLU LFHET-T

1.

o a & 0N

HITHAE EHITHS MRS SITRIE (RERKEER) - L FAEIK
RRITHERIET CRMOESRETORICITETNIRISNDZLEH D, )
INNTERBEEIEE | R

AREKEBND 417, BRIk

BERRT Th—E (2 TIEALY, )

R AR BRI

ARERHERE - B2 F§ D EMML B LR

6% % CTIZ50%. 8i%FFTI0%MEAL M TS,

REFSER (REEREREE)
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{HL30% TIERELREEIREZDHLL,

8. EMIES HFICTHIREEEODRERENSL,

9. D REAFR. AN MESE (THHEERE AR VIHKFEEERRK) . RIE.EEZ. MEDEREE
7k

B. BEBEMR LUTD>51 DL EZEHE-T
1. a7zbTOTA42D LR (2L, 95%T)
2. CEADEBM(BEBHLHENHD. )
3. IgG(IgG2) ., IgA, REEDIET
4. THIREEDIET . CDAGMETHIRE R CD4+CDA5RA+(F4/— ) MDD LERDIE T
5. BHMSRERZMN
DUNBRERMESFHIOREBARTLEN

C. Bz¥MBRE
1. ATM. MRE1 i FEEZRHS (BEEEAREBELER)
2. ATM, MRET1 hEIEFDHRIEEE O EEEE A BRMEIZFIBASIRM RIS S

<EZWohTI)—>
Definite&ProbableZ® % &9 %
Definite: ALBRUCD 1 &=
Probable: ALBRUCD 2% #71=9

2) =l FASI—~AVEEBHETEE (Nijmegen breakage) fEIZEE
A. BRERIER : LT D552 D L& =T
1. INBESE
2. WG S RREETR
3. BEER
4. RIEFRSITKDFREEM
5. MATHREZ D ITTE
DUNRRBEHRES. ERESOEHIASETHD.
B. BEMMR - UTD>B1 DL EZEH-T
1. THIREHDIET
2. BHIFABDIET. [eGH T IS RERA. REDET. . gMD LR
3. MEHRE RIS
DU NEBREARHEF DR BARTREN
C. BIEMERE
1. NBS1(Nibrin) B FEEZRH D (BRBERBEER)
2. NBS1(Nibrin) Bz FDFHEEEE O EEES N A ISFEBASh R CHIBEN S
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<gHohTI)—>
Definite&ProbableZ xR ET %
Definite: AEBRUCD 1 &=
Probable: ALBRUCH 2% 1=

2)—IV 7 JL—.L (Bloom) fEZ B
A. BRERIEIR : LT D552 D L& =T
INFARTEAREY
R SRR
B i@ B AT B
EmRE
TR Z D T
EMEES (BMKE. VB DAHNEERTHS,
6. HRAEDE G
7. yE

a & b=

B. RER :LLTDI61 DL EZHE-T
1. EROERMNBHoNIZIHE L. kLIRS ARD I (sister chromatid exchange) D SAE & fZHT
G5B, T IL—LIEIREETIL. sister chromatid exchangeDFBED L EMNEDHLNB,
2. THIREBUILIER
3. BfIFaSIIIEE ., RESOITYEDET,

C. E=FMRE
1. BIMBIGFEREZRDHD (BLBRBMEER)
2. BIMEGEFOHEIEEE OHAEES A BARICIIAShREHN SIS S,

<gHohTI)—>
DefiniteProbable &% R &3 %
Definite: AEBRUCD 1 &=
Probable: ALBRUCH 2% 1=

2) —V ICF (immunodeficiency, centromere instability, facial anomalies) JE{&Ef
A. BRIRFER : LT D551 DL b=
1. FHERIERSR
B, BEMNEN.BEE
2. ZRREME
3. RERNAF =
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B. BERUTD>51 20U LEHT
1. THIREILB L H BV IEIEE
2. BB HALIIIEE. &<ICD27+ER BB D F L
3. RESOIT)IET

C. BE=FHBRE
1. DNMT3B, ZBTB24, CDCA7. HELLSEILFEEZZEDHD
2. DNMT3B, ZBTB24, CDCA7. HELLSEIGFDHRIMERE OKEEIEET A BAREICFIBASNRI SIS
nd
3. TAATTILF =2 (PHA) RIBIC K HFREM) N\ EKIEE ICK DR BARGHRIETIE. 9F. 165
ZEAORBER (\SEUFOATEE) OBERE BR. SRR ENR, IR -RE, EHEaR

REMNRBHLND

<gHohTI)—>
Definite&ProbableZ xR &9 %
Definite: AEBRUCDZFiifif-9
Probable: AR U'B%ii&f-L. CD2RX I 3%FET-F

2)—VI PMS2EEfE
A. BRERIER : LT D551 DL EEE-T
1. FREEMICRDRIEEREAE
2. hoxzALE
3. EMEREOEHEESH
EMERER . KIakE. KES. €0t

B. BEMMR - UTD>B1 DL EZEH-T
1. THEREEKILIER
2. BRI B DR
3. IgGLIADET . IgMD EF
REFEITOT)IISRARAVFEEIZLD,

C. BE=FHBRE
1. PMSZEIGTFEEZROLH (BLBEKEEER)
FEREBEHMSELTIOFEEBELHY . DNASR T Y FIER B FEE (MLHI, MSH2, MSH6, PMS2)
DEFEMRIID /N T U ERDHD
2. PMSZERFDHRBEE OHEEEZE N EAINRM L HIIEN D
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<EBWohTI)—>
Definite&ProbableZ® % &9 %
Definite: ALBRUCD 1&i71=9
Probable: ALBRUCD 2% #71=9

2)—VIl RIDDLEJE{®#E
A BRERIER: L TDI3B1 DL EZEHE-T
1. MRS RZ
2. RIEFL2IZLDHHRLM
3. BRI

4. FEREE

B. REMR
DNAZEHBEDBEIZIIATME UV ZOHEHEF D EEAEENBETHELHM, RETIEIINLD
DNABIEERIANY VIL—hEN T BRERR LS ETINS,

C. BEFHRE
1. RNFI6SEInFREERDH L (BRBHKBIEER)
2. RNF168 8 FDRBEE LHEEEE A BRI SEIASRM E TSNS,

<gEOhTIN—>
DefiniteProbable %% R &3 %
Definite: AEBRUCD 1 &=
Probable: AEBR UC D 2% iiiT=9

2)—VII < L% (Schimke) fE %3
A BRRIER: ULTDS3B1 DL EZEHE-T
BRREVBICISESE. FEREESSL
T ERE
FERE S
BEE
AR RERRICLS B RSN
EMFE

I

B. REBEFR:UTDO561 DL EFE-T
1. THIREE DR
2. BRI R URESI/ QI EILEE
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C. B¥MBRE
1. SMARCALTEIEFEFEZ#ZOH(ELBHEREBMHER) NITUNEEDS
2. SMARCALTEIEFNHRBREEOHEEEST A AEIZFIBASIRM RIS,

<EHohTI)—>
Definite&ProbableZ® % &9 %
Definite: ALBRUCD 1&i71=9
Probable: ALBRUCD 2% #71=9

2) —IX FH—b> (Netherton) fE{ZEE
A. BRERIER : LT D520 L&
1. e XM AR
FLRBIKYRIET .
2. EE2RE
BEZIFFELLTEL LAV BRELRETHD.

3. ThE—KE

ERP. MEMZFE. 7TRE—HERERX. HE
4. FEFRR
5. ZHRkEH

6. —E THRMEEER

B. BEMMR - UTD>B1 DL EZEHE-T
1. THEREEILIER
2. BffifagkILim L | MBIED EF
3. NKHfRatREIE T

C. BFMBRE
1. SPINKSEIEFEFZZHH(ELEREREBMHER)
2. SPINKGEIGFDHEEE OHEEEE A BAEIZFIBASHIRME RIS S,

<EEohTIV—>
Definite&Probablex xR &9 %
Definite: ALBRUCD 1&i71=9
Probable: ALBRUCD 2% #71=9

2) —X MIRR{ERZ K (DiGeorgefEIEEE. 22q11.2 R K FEIEEE)
A. BREREEIK: LTDIB2 DL L&FiET-9
1. BIERARIRIER RIZ K BIEAILD D LIMAEIZ K DREIK
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2. MIRRIERAKIZ &5 5 Bt

3. IR A
J7O—EEAE .. F#ERE L. KEARSHET. A XEBRS . AEHETHREHRERZDOLF
i 2

4. ¥EEMEER
AEH EEZENDEN BREBEAESRARBE. BUOAP /NSO, NEEGE

5. R EER. EEREER

B. AR LTDO>61 DL EE#E-T
1. BHIL ) LIfE. B FIRAREREIRT
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IL23R, RORC, JAKI1, SPPL2A, ZNFX1, USP18, MCTS1, CCRZ&{LF N FHIREE O REIEE HVEA
FEICREBAShREIEHIBT SN S

C. &Rz
THIRHEAEEE 5B MDD RE S RETLECEEAFRBENEESND

<gHohTI)—>
Definite&ProbableZ xR &3 %
Definite: AR U'BD 1% i T=L . CABRSN TES
Probable: AR UB®D2%i#ET-L. CHRNTES

5)—IX IVOLVIIZIBITAEHEDDI(EH . BMBKEEEERE
AMBkEEEREZ RS LR UNDEKE
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6) HAREEER
BRAREICBEVWTEELGRBEZRI A FOERNGREHOIVIHEREELSHY . TNITLLBARR
EHRBOEEICI - THREMZETHIRETHY. Z<{DBHE. TOFFOREHHVIIHEREICE
EMICEEY DELTFEENRDOND,
PET, FERBOFHEMGERREIZINAT, UTOVWT AL HAEEERAET S,
(BERGREEEDZHORE]
1. ZETHDFOREMNATESEE
2. RETHELCFEEN BB TIN FORIBORERR IO ENBEENICFRATESSGS
3. RETHDFOEREGRFOEENLGL., HAVFTRENEHAINTUELD, AT HIEREDR
BOREAWGEBLLLIRRE, REFHH IV E A FEVFHNFEZRAVTIIATESSE
4. ZREEMEN, ZETHIREBUNTREEZHICHATELRMGS

COKREBILX UTOIIICHAEEIND D EI LIS, LEEDFEIZEH>TEMT 5,
BAHBALTWSEEEGFEELEINMRNISTY .

6)— 1 REFEEHIBETENERMRERE
A. BREREEIR
BETHNEERRERELERDRREIHT LB EMZRHEET 5. BTECHEERRTED
fEIR. HERMEDREIHRLITHD,

B. BzFHBRE
1. IKBKG. NFKBIA. IKBKB&IGFDEHI/N) T EEBH 5
2. IKBKG., NFKBIA, IKBKBIEIG T D FIR B HE P REEE N AREIZIBASNFM EHIBEN D

<gEOhTIN—>
Definite&ProbableZxt %R &3 %
Definite: [ BAREEEDZHORA I RUALEBD1 &=
Probable: BEAREEEDZH DR I RUPAEBD 2% -7

6) — I IRAK4AXRIEIE (IRAK4)
FRIKE . TR ORE ., EHKE. RIEELE CL AR REE R . BMmE. FEEELEDBELERE
RREFRHEETEH UTOWT IO ERDIBEEICRELTRVECFREZERET 5.

A. BRERIEIR : LT DSB1D L &=
RORICHETT, BT ORBEED
REMMERRELTRYIRT
HERYICHEGRFEEZRDHIENHD
REMHERREDOREENHD

A
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B. BFHBRE
1. IRAK4BIEFDHRINYT RO S (BEBEREMTEE)
2. IRAKHEIFDHIEE OHEEEE A BAREIZFIBAIRMEHIET SN S

<gHohTI)—>
Definite&ProbableZ xR ET %
Definite: BAREEEDZHORAIRUVALBD1EH-T
Probable: T BAREEEDZEHORAIRUVALBD 2% =T

6)—II MyD88K1EJE (MYDSS)
A. BRERIELR
IRAKARIEHE LER PR IR T FBLIL TLVS,

B. BzFHRE
1. MYDSSEILF DRI/ T U a5 (B R BKBIEER)
2. MYDSSERFDHBEE CHAEIES A BAMEIGIBAS R SHIBTEN D

<gHohTI)—>
Definite&ProbableZ xR &9 %
Definite: [ BAREEREDZEORAIRUVALEBD 1E&#ET=T
Probable: T BAREEEDZEHORAIRUVALBD 2% =T

6)—IV BUEREHEEN A E (IL17RA, IL17RC, IL17F, TRAF3IP274E)
RIEXOHIE., MOBHHEHAV O REEET HHEETHL, NERFIE—BNICENTHLIH . REAW
[CREEITREZ BB L EIFIRHTHD, BERBEFOEFTEIHEDLLELD, ChoTEBDIEM
BISHIEA O fE (CMC) EEESND,
— AT, REMEAOHEICMA . FEEZOERECEADREREELZHIEEMECMCLEE
L. LEEERBLEDITTERDIVLELNH D, FEIEHECMCOEEEEFICIE. AIRE. CARDY, STATI.
STAT3, ZNF341, IL12RB1, IL12B, RORC, MAPKS8I:E hih 5.

A. BREREEIR
KB DGR ERIRN DFIE (CMC) : K FE PR, MBI AL DT EEET . BE R ES
DERIE [FFEDIEL,
FEIRTECMC: KEREEN O EICIA . REBHRDERE PEADREEEEEZHS.

BEGEMRE
1. JREDCMC:ILI7RA, IL17RC. IL17F, TRAFSIPZEIGFEFERDDH (LI 7F- F & BRIBMHEE.
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IL17RA. IL17RC., TRAF3IP2% 3 KB &)

2. JREDCMC:IL17RA, IL17RC. IL17F, TRAFIIP2ZEIZFDFHIREE OMAEES M AR IZSEBASINR
Pty

3. fEIEMECMC: AIRE, CARDY, STAT1, STAT3, ZNF341, IL12RB1, IL12B, RORC, MAPKSEIEFEH
ZRMHAH(STATI, STAT3, MAPKS: & R B (KEEMEIEIR. AIRE. CARDY, ZNF341., IL12RB1, IL12B,
RORC: &% BAEBMER)

4. FE{EMECMC: AIRE, CARDY, STAT1, STAT3, ZNF341, IL12RB1, IL12B, RORC, MAPKSEIEF D H
HEEOHEEEE A BRI SIBASNER ST SN D

<gEohTI)—>
Definite&ProbableZ & &9 %
Definite: [BAREEEDZHORAIRUVALBND 1 RIE3EHE -
Probable: [BEAREERZEDZEOREA I RUAEBD2X(F4%iHT=T

6)—V TANABRREICHLEBREUETTERREERESR
A. BRERIER : LT D551 DU EZi#E-
1. EREA—T 94 ILA(HPV) [Zx19 B 5 B : WHIM (warts., hypogammaglobulinemia, infections,
myelokathexis) JE {& E¥
2. REBERREARERERE
3. Bl LR R 28
4. TOMVAIVAREREICHREMRET RS RETE

B. BFHRE
1. LT DadIZRLISEGFEEZRDOS
2. LT Da-dITRLIZEGEFORBERE OKEESHIARICGERASN R EHIEN S
a. WHIMSEIRBE D15 E : CXCRABIGF
b. EEXRERREBEREEDIZS: TMC6, TMC8 E{nF

c. BEINILRZANBDIZE : TLR3. UNCI3B1, TRAF3. TRIF, TBK1. IRF3. DBR1. SNORA31,
ATG4A. MAP1LC3B2., RIPK3. GTF3A. IKBKE s&{zF

d. ZOMIAMIVARELEIZHELEMEERTRETRE DTSR  STATI, STAT2, IRFI, IRF7, IFNAR1,
IFNAR2, FCGR3A. IFIH1, NOS2, ZNFX1, POLR3A. POLR3C. POLR3F, TLRA&ILF

<gEOhTIN—>
Definite&ProbableZxt %R &3 %
Definite: [ BAREEEDZHORA I RUALEBD1 &=
Probable: I BAREEEDZHORAIRUVALBD 2% =T

6)—VI IS VIZEBIFHLDODEN, BRAERE
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A BRERIER: ULTDS3B1 DL EZEHE-T
ISt S R 1 SR A AE

BERM (Riktt) 24 IR MK
LR TR %

GATA2R 1B4E

)R/ —TEIZ T B 5 K
IRFANT O LAE

NBASXK 184

IL-18BPRIEfE

RELER

© © N O g s N

B. BIzFHRE
1. U TFDa-ilTRLI-EBEFREEEEDD
2. LT Da-ilZRUISEGEFOHREERE CHEES A BAMEICGIBASh R EHIEEN S
. INFEME R R MEERRRAE : RPSA. HMOX BInF
BB (KRN 2RI ERNAE : RANBP2 EinF
c. {LRRMETFARA : NCSTN, PSEN, PSENEN EinF
d. GATA2 Ri84E : GATA2EI5F
NI IEITR T B 5 RS APOLT EIRF
IRF4 NTORELSE  IRF4EIGF
g. NBAS R18%E : NBAS BT+
h. IL-18BP K184 : IL18BP &{nF
i. KIEEFB®: CLCN7, SNX10, OSTM1, PLEKHM1, TCIRG1, TNFRSF11A, TNFRSF11&{5F

o 9o

(0]

—h

<EBWohTI)—>
Definite&ProbableZ® % &9 %
Definite: [BAREEEDZHORAIRUVALBD1E#HT-T
Probable: T BAREEZEEDZHORAIRUVALBD 2% =T
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7) FER MR RIEE

FIRILI0FEFELL L DFR R G REZ L DR FRHTHY . ARG RIBICKDERRAERK (T4 < TH D, ERIKIR
BT —AVCBRERNS EREMARIBELZIGRICE. BILFREEZERT 5. TREHARIBED
BEEE UTIZHESND

1. AR ARERORE

2. BRREBOESR

3. flHEF. RUZOZERAEDEE
1CIE, RIET AR BEEL - EICKERERECLD A RBEMEE T T 25 BT TIN—TR
FLOBECRERENEIYDOTV, 2TIE,. FMEVT7RICHTIZBREENRONLIN. £25HT)TT
F—TRGEEDEERERBDHEE LD, CORIGEFHRATHEEAS VA, HIRXEICLHLRE
HIEXDHEENEEALYEENESNS, 3I2[E, C1/ U EE2—A20—R T B SERPING HEIGF RIBIZLD
EEEnEHFE. £RMECDS5RIEAE(CHAPLESR). £ X MECDSIRIBIENH S, CHAPLEMKIZ. EBIRH
4 B BE CIARIEE R o SR MECDSIRIBAE L. MERNAMEREHIEIEEERT , Factor [*PFactor H,
MCP7:& DHIEHIEFDEEICL DL D (EIFAREA M4 FRESAEAEIZEE (aHUS) DRE %S, C345Factor B
DHEEEER /N T baHUSDRE LD, STl aHUSH, A RICKDBME 2T HHEMEREANE
JOEVREIZDOWTIE, hDATITI—IZET HEDET S,

FARRIBEIIUTOLSICHlD ESN S,

7)— 1 EXRMHEARIEE
A BRERIEIR: L TDS561 DU EEHET-T
1. A BROEEE RS ATR (C1gRIBJE. CIrRIEJE. C1sRIBJE. CARIBAE . C2RIBSAE. CIR
$84E . Factor BRIEJE . Factor DRIBJE ., Froperdin RIBHE . MASP2RAEYE . Ficolin3BE:ERZRLIE)
RIET HEARE A ICEEL T, EICKERAEHRAICLSZREMEZTRTEH . HHEFIROCIRIE
FETIE. 2HMT)TIM—TRELOBEREREBERLOT
2. RRBHRBOEEZRY TR (CORIBAE. CORIBAE. CTRIBAE. C8RIBIE. CORIBIE)
FTAEITRIZHTDZEEENALNEN . EHET)TIN—TRALGREDOEEREREDHEEL
DIEVN FFICCORIBE LB AN THELNE HRARICLHLRERBEXRDBENEEALYD
alheEhsd,
3. HHAFRIIZDZERRDEEERI R
REBD G EBNGERKRGERZT 5,
*CHAPLES% (CD55R84E) Tld. EHRH M BBECIAZEETY
- RMCDSIRIBIETIE, MENBFMR U RIEHEEEFTERT,

B. REMR
RIAKD DRENRDHLND,
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C. BIEEMRE
LUTFICRTEREGTFDEGCFEEEZRDD

C1qRi84E: C1QA. C1QB. C1QC
ClrR48HE: CIR
ClsRBfE: CI1S
CARIBIE : C4A. C4B
C2RiBfE: C2
C3RI8JE: C3
C5RBJE: C5
CORIBJE: C6
CIREIE: C7
C8XR{BJE: C8A. C8B
CORIBIE: CY
Factor BRI&SE : CFB
Factor DRHEYE : CFD
Properdin/Ri8JE : CFP
MASP2RAEfE : MASP2
Ficolin3BH:&E % I £ 4iE : FCN3
CHAPLEJ® : CD55
S X4 CD59RIBIE : CD59

D. #iRIZZ kT
LTZEBRNTES,
1. BREFEOBCRERBZIMMEL TEIAHADEEFICED ZRMGHARS DIET
2. SRR M 14 R B SE IR B AOCIBIE
3. HMARICKDBMEET HRFERBANES OE VREE

<gEohTa)—>
Definite&ProbableZ & &9 %
Definite: ARUCZ =L . DERNTES
Probable: AR UBZ%i#if-=L. DERNTES

7)— 10 EEMmEEZE
ZNIZIZLUTDIDDFEENEETNS,

18 C1/UEER—DiENE. EAELBIZIETLTLNVS,
28 . C1AVEER—DFEHIFETLTWAA ., EHEFXEEXITEFLTWS,
3R BIEHETHAN. CIA/UEESA—DFEN. EAELLHIZEETH S,
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A. ERERFTR
1. BEENETZEOEREEET 5.
2. BIEEMEREZFROREELNDS.
3. LARBEHEDLYT . T UILF—ENENTHS.

B. R&ERR
ClA EEA—EEFRIELZDEMED. 50%FK

C. #RIZH
BRMEMEMSZEERNTS

<gHohTI)—>
AD1 R U2%#E =L, BFimf=d
LI AD1EFE-L AD 2% -G DY, CERRIY TED
HLLIE . AD1~3%iFET-L. CERIL TES

<BEmRR>
CNETIZOBEDREIEILF (SERPINGT, F12, PLG, ANGPT1, KNG1, MYOF, HS3ST6. DAP2IP,
CPN1) DIRELH D,

7)—I IRUVIICHBITFELODEM. EXREHARELE

FHEGRKEEZEL. MERS OREBEEINICEEREL-BEEEGTFORENERTENIEDHT
60
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<EBEEESE>
EHRMERETSEEESERICOVT, FEEULEERRET S,

Ed
BERT. HREEAEEZFOREEREORESEEL, ). G-CSFRE. REFIDIRE . fugE
BEATAMRROKRE REIFHEORS . ESEDRS . BRETFHE. BREETFHEREA.
EMEHERaFEE., BEIREN . MRBNDOIE. 1 DL LEBFENICEET 5 (BRMEIEELEN T
BrReMALLLE)ISEE.

hE e
L AENBEGEMIZIINETEWNMES,

BRIE
LEBAENTERISS

W R K OV EIEE B OIS 5 HEFH

1. RAZWIC AWV D EERER, WA RSICR LT, kS LICEBEOSEN L WEA T, W
NORHIO b DERANTHZE LI 22 (72720, Uikl OfkE 2 T ERRERE CTh > T, fif
RARER B DIZIR D, ) &

2. JBIRBHIATZIC T D HIEE D IC OV TIL, BUREFRE O T TIHREMTOIL T DRETH
ST, B 6 722 H M Tl bEWVIREBZEA BT 52 L &35,

3. B, JERORBREN ERLOBEIMEENFETEL LICEZY LRWE TH DD, mEERER &kt
5D ENBEREDIZONTIL, ERERONSET 5,
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67 ZRMEERE

1. &
HEOFEICEZEAEMICELS, EREEE, ERMEZERE (polycystic kidney) [ZIE., EEEIAIEMY
% FH 4 ZE B (autosomal dominant polycystic kidney disease:ADPKD) &E R EAARBHELZSHEERT
(autosomal recessive polycystic kidney disease: ARPKD) EDVdH 5.

2. RE
ADPKD DREERFIEEIZ2DHY (PKD1, PKD2) . &2 EBEL T Polycystin1 (PC1) & Polycystin2
(PC2)Za—KLTL %, ADPKD EENDH 85%A PKD1 DEEFEEMNRET., EYH 15% Tl PKD2
BRFEENRETHD. PKD1 1§ PKD2 KY—RRICERRERNEVD . BCRRZTHEAZNKEL,
ARPKD DREEIEFIEEIZ PKHDT THY . Fibrocystin, Polyductin #3—KLTL 3,

3. fEK
BREMEKRELT, ARAIMLR (31%) . RIBEER - & &R%E (30%) . ZIETTRE(9%) | IEERIESE (8%) . HH
(7%) . iZ[E(6%) . B8%E (5%) . IRK (5%) . BEEBIZ i (4%) 135, MK THLREZICL HRIEERE R
EHLEHS(11%) EOERATEEHINS, RIATIX. BEZTOIO—PARBRY TSNS LD S
{IE2TLVS,

4. BEE

RARMITAEEITGED, ETEESEARBELT. N TV IV2ZRAERETHHMNL/INTZ
Uht 2014 FEIAICREA LGS -, BRBRXEZMETHLSNEN\Y Ty OEREIGITHL0
THY ., HAMGERKRHERICEVCEEBROBREEREDETZIStRELBELAREICIHT HIE
DNESINT-, F-. ZDBETEMEZEHT D, BEAENBREECHLT, ASHGEMEITR
SNTLVELD, EHEEORVKEIIREHRNGEEENEOOBEREFEZETIEILPLOLES
BHEDFRHICITEMEEZON TS, BIICE>-BEORIEHEEENTSAELLT, mMAIFTBIK
ERMINThh, RIFGEHERNEONA TS,

5. %t
BRENEXITIEETE. RRICBHENETLERLICEY, BREBEENDELLS, 70 BF
TIZH 50% D EENBRLITHD, T-NEIREICKA<ERETHMOBRENS N (EED 10%) &
1LIEATHD,

O EHOHEICHELEIE
1. BEY
#9 41,000 N (FAEHIZK D)




2. RIRDHE
F[Z ADPKD Tl& PKD1 &% ME PKD2 O . ARPKD TlE PKHD1 DEIGFREETH S,

3. MRHEREAE
RFEL ARIBHUERITEL, )

4. REDOEE
ADPKD : A E (E1THTHY. 60 mEFETIZH 50%DANEFRLIZED, )
ARPKD: L E GEFTHETHY . KPR DBENBRBEREZLELT S.)

5. ZHE#E
HY (BARBRZRARE.)

6. EEENE
HARMICKIEEEREEZAL A CKD EEENFEE—FTYT THRES . B. BRFE 750mL L LMD
BRIBEERKEES%/FLUL, C. BEEFHIRET ADPKD RELEETF (PKDT) DFRINYTUNER)
Y truncating mutation MIHBEH . D. Mayo HFE1C-1E. E. BEEFHEE T ARPKD FRREZFDIHH
NIFZUNER)DPRESNFZHZBEDI L. WITADEHE-LIIGEERRET S,

O fA#EHT
M et BEECEY HREMRLL
HRARE KBRXFZXRZFREFRARM BRART iR HREE



<EEREE>
1)ADPKD (BB ABEMHZREERE)
Definite & Probable %% &9 5,

A. ¥I1EH
1. BEIRZE
a. I MUT: ABEHAVEEBFICEFIFELLOTEEAFEREIN TS
b. 40-59 % - MEICE R 2ELU LDOBFERIERIN TS
c. 0 Ll E:-AMEFICEL4BELLOBEEIERSIN TS
2. CT.MRI kT EmEICEEAZLSEULERINTLLSELD

B. BIIER
ADPKDDIMFARAFELEHLRHLND

C. BEGTR
- B AT K% L ADPKDIC B B A B EE AT RE 2RO
ADPKD O H B 75 B EI{& T R &1 . Mayo Imaging Classification|Z _EL, SEEATEEICUEAM. 5
FRE. BFICZHREL, BERRDIBREZRHDHTL

D. BIZEFEHRE
BERFEE CADPKDRRE G FITHEM/NITUNER)ZRHD
AR/ N T URNZER) OFEfIL. the American College of Medical Genetics and Genomics (ACMG)
guidelinelZ#£C %, ADPKDBE:EE I FZE IR (1A~ 1C) ITRT

E. A& E
LT DEREZRNTES
1. SHEMEEMMEEZZER (multiple simple renal cysts)
ZEPEEBT (BRXMEERMETEE ; acquired cystic kidney disease: ACKD)
Z BB 2/ (multilocular renal cyst, multilocular cystic nephroma, polycystic nephroma)
2 B2/ (multicystic kidney) / Z ERM E B (multicystic dysplastic kidney : MCDK)
F A28 1% B & 2B (unilateral renal cystic disease)
BN ENE L FEER S (autosomal recessive polycystic kidney disease : ARPKD)
T RTE S R E R & 14 B Y& & (autosomal dominant tubulointerstitial kidney disease : ADTKD)
227029 (nephronophthisis : NPHP)
. BRFMEHESIERMEERE (OFD1 12E)
10. BB ERMERE REETMEMEILSE . Von Hippel Lindau f&75E)

@.oo_\'.ov.m.h.w!v



<gHohTI)—>
Definite1:AD 1. 2QWLNTFh M1 DL EZEFHE-L. M OBZE&E=9
Definite2: AD 1, 2OWLWT M1 DLLEZFE-L, BE#E-SLLAY, CHLLLIIDDO LT M1 DRI EZEE-T
Probable: AD 1, 2DWLF M1 DL EZEE-L. B. C.DOWThEE-3T E2L TR TES

<LERE>
BEREROT . EIRFHIRE T ADPKD REEEGEFDRMI/NIT N ER) Z2HT-15E . ADPKD 21
ATREMMFI TR TIXBAL M T FE I RNETH D,

UFOWTNhEHLT
- R

39U T A EHA2 VAT CSH3EU L0 BRI FERY
nTtwad

40-59 ABICE< 2 L BERIEAINTVS

60 L BB ICE~4EMU LOBRIANVHEIEITILTWVS

« CT.MRIZE  MBICE45EU L0 BRRIFERAITNTWVS
|

Yes
ADPKD® i g2k 5 Y ADPKDO iy R4 7% L
R UTOrsoh&ig=7
Definite . BEICEERIEAEEVADPKDIC
HYUNLCEEERMREADS

- BIEFNEETADPKDR A E
FIcmag )T (ER) 23N

|
Yes No
FEE 28 SEERE:
Definite Probable

*IEAREERINT S




< A% : ADPKD BS:&EEnFF&>
1A: X =7 ADPKD REEEF

BEF % e BERAE BN REE AR
screened
families
PKD1 | ~48% Truncating pathogenic variant: Al % R E £ Z T ER RO ZHREICIE, FYBRMORFB, BFICITE
ADPKD-PKD1 BHEAREEX MEREFE | YAIORREEIDLDLELHD
BEHAEET (AW HETICCKD G3) | B4EE
50 X TREAET £
~19% Nontruncating pathogenic variant: A2 HEER ZHITER BRAREE ARV E AR T EEIXRESME
ADPKD-PKD1 BEEEX MBARERE | HIFELDHD RIREIL, REFI/\VEHEE
BREEIET =HEE DFEEIZIHL T, PKDT truncating type D K5%:
RPBEF= EENEFHOEEFTIEIEFTHS
PKD2 | ~15% ADPKD-PKD2 Al % 5 B Eh ZRITER RADETICIE. FYEELGLDOILIYEER
FZEHRMEREAREEKX BRI FRE | BOFTIEIFRNI—230hHd
BHEET (G5 METICCKD G3) | S4EE

10 R TEKRPBEFR 2




1B REESICHEENSREMLEIE TV RAZHESIBEED ADPKD [REEEF

BEF | % e BRI BENREE AR
screened
families
ALG5 <0.5% ADPKD-ALG5 BEMPEEEER —EDRERFIZEH
RESNI-BRBEREEHEL VY ok WavAY:sS
SEEIZHITS CKD EXPIBFE | B
ALGY <0.5% ADPKD-ALGY BEENCHEEDEMERE FrEf%E m7LILtE
SEEICEITAEED CKD FSRMMEHEE IL B (CDGIL) LREE
DNAJB11 | <0.5% ADPKD-DNAJB11 8/ B BEZERE | @7LILE
REMBREEX fa B NSRRI TH D=6 ADTKD L8
RAEICEST A BY A FEZ <> M LILTWAH . BEIFBICRAD YA XDE
BEMEHEE T (CKD G3a £ 55 | ERERRE | BABEHET S,
- ) HY renal—hepatic—pancreatic dysplasia &BEE&E
10 mATKEPET2
GANAB | <0.5% ADPKD-GANAB PEEEER BELSHIT | ADPLD ELTOREMNSLY
FRZE#J CKD £
KEPEF2LL M En AR R
N
IFT140 | 1-2% ADPKD-IFT140 BREBKRTHLBHER M-, | HEREH m7LILtE
VPEOMAIEREEA INENAREE) RV | MR EMERE M RAE short-rib thoracic
B8R dysplasia (SRTDO) R U IR R4
retinitis pigmentosa (RP80)& B E
NEK8 <0.5% ADPKD-NEK8 ElEESEE 3 E-FRIEe TS%IEEFRFEE
BREEX m7LILtE
HRERBBESRE renal-hepatic-pancreatic dysplasia R U7

A% nephronophthisis (NPHP9) & B E




1CHREBEREDIEMARON TSNS TLVEWE—7L )L ADPKD RREEF

BEF | % o BRIFEE B RFE =P A7
screened
families
ALG6 | <0.5% ADPKD (B RIVEIDA) | —ARRIICERERBHELT FERE.BICEESHE | TICHBORBFRLLTHEALIEASZ
frsEf E/TUIVE ALGE (FEREBRRBEOAEEMEHY
@7 LIV
LX) ILIE R EE the congenital disorder of
glycosylation, type IC (CDG1C)&R85E
ALG8 | ~1% ADPKD (MEHRI|BRDHA) | —REICEERZET M. BICEESR | TITHEBORFRELLTEND

= TLEMAER T

e
i BIAREE") XU AER

RE2EFRBETFEDOAREEIASL

w7 LIt

LX) ILIE R EE the congenital disorder of
glycosylation, type IH (CDG1H)&BEE




2)ARPKD (B BAEBHZRMEERE)
Definite Zx1 R &ET 5,

A EEFTR
RHERNTHEBECEALSEEE T HE MBS KEGRATR

B. E&KFTR

1. MHRICEZEZEOGVDGFIZI0 MU LDIFE)

2. BRERFTR .. £LFRE. BBRRELGE LY RSN DT R
3. ductal plate DEEZ R FIEFEMR

4. FREBFHIIC ARPKD LHERSN-RIRDFE

5. W DIHIF

C. Bz¥MBRE
BEIEFHRETARPKD RREEFICHEHU/N)TUOMZER)E2EHS
* RAMICEBIGERELZERTHIEFHETS

<ghTa)—>
Definite1:AZi&f-L. M DOBOWLWTF M1 DL EZEE=F
* FEZHRE ., BEGEHRBICTHORELZHSN-BEILBRNT S
Definite2 : C&ifiT=9 . XICZEHT- BEDREMT ARPKD LEZONAEEERY



<EEESE>
LUTOWThhEETIHEEERMRET D,

CKD EfE ENFEE— YT NFRDE S DBHE

BRI 750mL L EMN D BB BIEKEES%/FL L

Mayo 77481C-1E X

BIZZEHIBRE T ADPKD [RELEIGF (PKD1) DIEE/\N) 7 b (ZER) Y truncating mutation DIZE
BRFHEE T ARPKD [REEGFORUNITUNMER)ARIESNTESE

moow>»

3¥)truncating mutation: nonsense variant A2 frameshift variant 72&E  BEI#RIEOR O HIRE(Z &Y. EHEXY
INI X T loss of function ZE T ZENFRISNIZTE

CKD EffEHFEE—rT v

EARES AT A2 A3
REOER

(/B E¥ |BEEAR AESHR
FRER/Cr ki

(g9/9Cr)

0.15Ki@ |0.15~0.49 | 0.50 1Lt

Gl |EEIEME | =90 % = Lo
G2 | g B% leo~g0| & | ALUD
GFRE% | G3a ﬁf”’q’%g 45~59 o) AL i
(mL/% REE~EE X
/1.73m) | G3b ﬂﬂ" = 130~44 | ALUD i 7R
G4 |BEET 15~29 i i I
FKMERR
& | (Eskp) <1 7 7 7




HMayo N HAIXFER B EREEF TS ADPKD EFIIZH T, BRTHIEIN-BEE HtTKV (mL/m) EE#
#FEOTLLTDHRIZ ClassIA WS 1E [CHETHET,. BRBZAELTHLORAB A LICEDFETOERZE
AT D0 5EETHS,

20000 - .‘ = [ ‘
10000 - _l e e | :
8000 1 HHHHHFFFEEHH R
6000 - P .
' T M
4000: | ’ } lui | |
‘ 3 : ‘ '“"' Class 1
g 2000 1 1 I e ’l“ 1 ‘ ‘||
= , ) o8 ! |
E ' 118 ul
> 1000 3.3, 8 1| |
= 800; | ’;E% Cms§1BH
T 600 ‘g; T
400 - "f.ts T
I (94 7 Class 1A
200 - ' ‘?T;l' T i.
100 I . ,- . -

15 20 25 30 35 40 45 50 55 60 65 70 75 80
Patient Age (Years)

SEWEYE L OVESE B OIS 21T 2 FEFH

1. AWV D EARER, MRAEFT RS L T, 2R LICRBEOBREN WA ITIE, W
NORFO L DEHNTHZE LK 2R (72 L, MR ORKR 2 R HRRIERETH - T,
FATEERR B DITR D, ),

2. JRIEBRAATZIC I D EAEE AP EIC DWW CIL, U2 E P E O T TIHREMTON TV DIRETH
ST, HIT6 AR TR EWVIREZEMISHNT5 & L35,

3. 7B, JEROBREN FEROEREE S C—EL EIZEYS L WE TH D0, mfRER A kT 5
TERRERHDIZONTIL, ERERONGET 5,



86 it Eh A 14 A =) I I i

iz #E

1. &

Fti EN AR 4 At = L E iE (PAH) (XA ENAREE (R AR QMBI RENECHHER . Ml EREEIR/NME.
SEOMMREES . ZLTALDKETR2MBREIN, AN EDLEVEAMEREB THS, PAH [E—D DR
[T EKERORE (/3147 B LTHEY  REBICIELIABENBETH D, PAH [TRT DIRAME
BEFGCBEYEERREZTTOVTLEELEORBEI#RELRIBRENDEICLD, BARDIGAIC
FBOTFERFRTHS, ALY REMOEHEBETIREVEREICREL. BUTERICIYREBITIELD,
INRERITMHEZENES RABATIE 60 MRFETEZEDEIENZ LA, 70 MUETIEZB XN XIFXR KA
STW5, AEDESITEY/NRHANSAAANBITLIFLHTETEY . BITHERORREELLS
TS, RAEMEIF 100 FAITZ~ANEHGERETHD, BLET L EEF~NDBEFREMEDE T
EHERICERTRELSNIBRENT R, FERFREENECEICAELFICKEEXR-7 fHE
THbH. BELEICEE DA NS WHO fifis MEFEHEES $8 (WHO-FC) 2 TH. e (T AMBIERR RIREL
15518 . EEBFBEE (HOT) ML ELLSH, HOT ZEALTHZIOLDOBERISRETHY £EDAEHE
FENBELLD, AMEITH T HAEELT 1990 FELIRRICERAKF . HERBORLIEHDAEENFHRE
SN, LD EFIRIFHEAADLEICEVER T RITHEL TS, ARIEH M O M & e M i+
TID-OHIEENHELNED T T-BEMNICEYEEDRIFS. KEEILL TS PAH EHFI
HZ EVARICEREOESICHLTIEMBIEEEET ILENH D,

2. [RRA

PAH BEEZF D55 . BUPR2 B FEEDHEEINHRLES PAH BEDH 15%BHLN TS, Th
LANADBIGFEEIEFNEN1~20ESN TN, BMPR2 ZRFAED PAH ERET H4E) AIEH
20%, BRANBEEZXRELIZRERIZEM 13%, & 44%LFRESN TS, BUPR2ERIZ K 5& B PAH
Tl&. BMPR2? DBEIBEBMDAH THEL TFYIUREK-EHEWSI-OE—HZ R (CNVs) [CK>THET S
FEFINDENCTFET S, BELFEEORRICITEGHAV ORIV THNBBETHYZEAGH OERFEI D
B35, PAH EERFEEN MM E R QMBI E LT DL ST IERFEHATH S,

3. fE4K

s MEEDBEEEKRELTIE., FIERTFREH. HRFTE. E. BE. RALEENHLNDS, BIE
ENEETIIERERSHRLUIKLK(ZHAR#ETHY)  ERNHIRLEEFIZEK, BRICEEDMSME
EABILTNEIENZ N, SEMBOEETEELFSHFENETL, MALEXET. FEHOZRE
REDBIREDH D, ETHITIL. HEARZE. FFEX. TREEGENALND, ZDfth. fliE MEED
RREELGDEBEREBICHEIBRLILBERRRNALND,















