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—. BEREH

BRI Z: 21-Hydroxyulase Deficiency
£ O OE: SHKEHMEREH1/1.57 (FH#E), 1/1000 (JEZHAE)
&t AR BRekEs
BRTA :

21-RZUEFER =R (21-hydroxylase deficiency, 21-0HD) 25 X14S AR Rig4
I (CAH) P& LAY —Fh3ER), 5 CAH #Y 90%-95%, 21-0HD R—(AMHIIK FSES Y
FHEARTHE FREERLBERYRENERASIENGER, ESBBLRTEXE
RO SR, AT SBUEREIR .

RE:
ERB/ RG EERA
SRR ZIEBRILINAS N . IR FERETMRERY. BHBRIEEEH
BH RIERE TR, BIER, MERSMED
RERk AEHEEENE

TBIRAL BEREI, mEEHNARER, BARB

1. MF17-B2ENE: ARIME 17-0P BEAS
TREHE 2. BLAREHE: AN CA-HEE. 21 RERRENZEES
3. MI¥LSEFIETE 21-0HD CAH KEBMMAhEEH S,

ERA.
BmRERE A oYP21A2 R .
GeneReviews WRIZFEN FIRIEFRNESHWT:

32| WA FE ZRAFZRHBREREN L
F553 4 70%-80%
CYP21A2
SMERRK/EENN 20%-30%

HESN: L5E1€H E PCR+MLPA+Sanger FHAK .

BERXR

1. https://www. ncbi.nlm. nih. gov/books/NBK1171/

2. ) LRIREREBZRS. ILEREREERNIGKREAERILR]. PEILRIRE
2019, 57(3):172-176.



https://www.ncbi.nlm.nih.gov/books/NBK1171/

B

BIRHELZ: Albinism
% & £ RETHEARENI2A
AR BLEERRSE/ ELEEREME/XER

B R

ZRHM AR ERERAMNRERBRE, AHIBRBAXBIEHARER,
FERERMIARIBTREUNREER, EREL. Kk ROFETR REIBRBRZ,
FIRSEREERRIGIRE, F=E—LHRER.

RE:
ERBOL/ RG EERA
RERk REEMLEHIE, FHET, SRk
£X ERARBIRE
AR STARFNR MR A Fom L, WARIR. MMEHEAL, RE, RIKEH
1. BLRRIBAE: ARG RRERRK
LREHE 2. HMIRFAE. KEELEROUNE (BFELR) BRNE

3. FCMEBERREBARHIKETHR

BERB. FTEHRIFEEN TYR, 0CA2. TYRPI. SLC45A2, SLC24A2. LRMDA. GPR143.

RASH BiwER B

R AR LR 1 B TR ErEREN/ EREREYE

AR Bk A b 118 0CA2 BREKERMYE

et 3= R AANE] TYRP1 B KR

AR R Bk B LR IV EL SLC45A2 Bk

R 2 Bk A 1k 9% VIEY SLC24A2 BRE KRR

AR 52 Rk A 1L 9% VITEY LRMDA g TS
IRELH GPR143 X R

EEEDN: HFIEZRNF.

BEXRE

https://www. ncbi.nlm. nih. gov/books/NBK1166/




HEEMR A

BIREEXA:  Arginase Deficiency
% & E. RETHRHBEN1/30-100 7
B’ & AR EREREME
BRTA :

RERMRZESSBHEARBESRMNEENATRHNE, SAREERNRESE
R, MRENKFERS, ESMWERRGEMIRG, AMSBHEMMEREE.
§ﬂ:

E R/ RGE E-
7% RER. HE. BESSE BN BE
HERG HFKIA. BHAERE. 7K. R
iigi K. #HARRME
&5 EFRAR. WA
1 —RRmAEAER: NEEEXTEES. ARERHB. sEES
R EREES

2. MASEBRSN: FRBRETELS, LK. BREFK, «-
LREHE Bi- 6 -AMEKER . o« -N-CEAFRERED, HERSSRBRILEXT
0. 8 TR ME

3. RS RIEMBERBILFRREHNS

4. FEEERERIE 1N E T

ERA.
BURERE A ARG HE, REXBFEASRT, 25 IRIETE 0 M ARG EEALT R, £
4 263-266del . 78delA. 365G>A. 842delC. 32T>C . 413G6>T %,

EEEDN: HIEZRNF.

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK1159/
(AGAMENR), MREEESR




B -TRFERERG R =

PRIRELZ: Beta-Ketothiolase deficiency
% # FE:. <1 /1000000

B’ F R EREREBESRE

BRTA :

B -EAFE AR B R Z AE ARRI LR N 2 BE Z B ihls A BRAREE (T2) BRZIE, EZEHHES A
R BERRTSHERaRNIERESEN—MELNENRREREHRR.
HS A B ENEEmEE B, IR, EIRERME, FERAIR, ASKAIET, MBS, &
BEZ/IHSECHER, EEEHFL.

RE.
E R/ RGE EERA
KFE fERt. BREES RS MEASHRR. SRLERSHERNE
MERE RBIRE. KR, WERERG. EEMEX
1 BN RENETEREKMEN LSS eHT.0 3R, mMEMR
RIS TAERE:
2. MEEEAFEIERN. I3 BEKEBAR. -RETHARERX
TREAE HAERETS:
3. REMBEN: K2-FE-3-RAZH. PEAEEBETEBRK 3-
BRETEHRAEHAS
EEB.

BRI EMGEREFRE: A7, EiFLBRE 70 SMRE, EhEHNESRE,
HESAN: FEZRNF.

BRRE

https://www. orpha. net



https://baike.baidu.com/item/%CE%B2-%E9%85%AE%E7%A1%AB%E8%A7%A3%E9%85%B6%E7%BC%BA%E4%B9%8F%E7%97%87
https://www.orpha.net

BIRBEXA: Biotinidase Deficiency
£ % E KETHEAREHNI/E6R
B’ & AR EREREME
BRTA :
EYRMRZER—MREMERR, EVEBRZSBOARTEEKREER, MRX
MIEREBREIMIAT, BLAEEGNEYLAN A S AR REIRFNRLE.
§ﬂ:

E R/ RGE E-
MERE MANE. TRRR. #HFER. MEER. HEMESR
)3 Mz . EBAR. BESS. FREBERE
RERk TRERE . FSMELHR
BiiE EFRTFR. BHRZ. EHREIE
LRERE 1. ﬁ%ﬁﬂm‘iﬁﬁ: a -FAX 28R E%E‘a‘ﬂﬁ 3—;;%5&%%%‘
2. MPHEAFESN: AHAR. -BEFKARREES

ERA.

BmEEAN D ERE, REXBIFEHSRT, EXHE, EANTEAE2IETFH
c.235C > T % 4 SMEFHY c. 470G > A, c.557G > A, c. 13306 >C. c1368A>C. c1489C>T
LR c1595C>T,

EH Lot lbprS Z A AR BRERES
810 FH5aH 99%
MERRK/EESN B R A # fiRiE

EEEDN: HIEZRNF.

FERRE
https://www. ncbi.nlm. nih. gov/books/NBK1322/




BREMEAWRZAE

PRIREILZ: Primary Carnitine Deficiency
£ B TMNEHEREHN1/AR
AR BRERRE

AR .

RIERWERZAE (primary carnitine deficiency, PCD) 2 AMEEIE{R 0CTN2 ThEE
FEFTBLRIBE IAEE S KIS, ARRZSBIERRIEANEN TS5 &k, £2
Bt CoA EFURLY, HMATEMRME RN, BARKSREBEE, BAERNERE
M, MER—RINEURERAERRE.

FE.:
R/ RS FERA
D BE FEOE. DERE. DIEERS. LEBKE
BIRRYG REREIR M. SmE. RigEERDS
BFAE RFK. BERART. FFTHEERE
AE MEA. skNRER. B, S hE
1. BRBRRRIEARIN . [0 3R 55 BS PO A R 55 P LS PO P A
XRERT 2. DBEHRBIE: LREYK
3. MARE: CKIES. ALT FNAST 185, mMAERER. IS

HHEA.

BURERN SLC22A5 B R, RELBIFBHART, FTRABNASRTXEEHKIEAM
RRIE, Ehl RS AP EABRERHNES.

GeneReviews WRIZFED FIRIEFRNESHT:

EH WA Ty Z A AR BRERES
F553 4 70%
SLC22A5
MERRK/EESH 6%

EEEDN: HFIEZRNF.

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK84551/




JRRBR I EE | B

BIRHEXA: citrullinemia
& 7 E HEFHRFEEXEAHI/10R
AR BRERRE

AR

INEERMAE | B, NIRARNERMNE ROFRBRNBSNERASIEN, TS
slEmEHaMEMESURIRAR, WM SBURN REZH 51 KB EAERKIEE. K
WARRIE S ME/LASMR (BE), BERAM. TERKE/ TRnEE. 2=

FREER,
§ﬂ:
R/ R FERA
ARG %E(Eﬁt . HFFRE. KRk, REIRME. EHRE. K
b V)
ShhiE Xt ERAMZ
BFRE BFX. BFREfL GRRED
1. MEREBEEHHM: KEBRES T 1000umol/L (EFH/NMF
50umol/L. HEERETFEREE. IS, HEKR. SEMRNE
SRS
XRERT 2. CT #3#f: KRNEH (LUBIHE. B, FIHAMBAE) W3R
T FRIR A E
3. SkFREEEAR: WMERZX . L. S, T, HERT
BRT.EESE. 374 AT A NE BRILENRER
A,

BURERE N ASSTERA, T ISLBEKEIX 45 1 T (9934. 1), HEEHALIRH
(GRCh37): 9: 133320094-133376661, ZEEH 10714 MER, HAMLTF 9 SHEIkAE
MARERM— IR ENBER, HERASBULRKRIE.

GeneReviews WRIZAES FIEEFHMESNT:

EH WA FE ZRAFERHBFREREN L
FHISH 96%
ASST
MEFRGK/ EEN Unknow

HERN: HEZRNF.

BRRE

https://www. ncbi. nlm. nih. gov/books/NBK1458




MERRmEE 11 8
PR EXA: citrullinemia, type Il
& % % HBATHMEAREHN1/10237H
B AR EREEEE
AR .

JRNEESIAE |1 B (citrullinemia, type 1), B1& Citrin SRZAFEUETSE JLABHRER
fE. citrin RBSBMERE BEERMNERE, FMFELERSRIE || 2 3 ARz
B, 3MRAIGRMEMRUHRZIRE, FTREZEZBEZR—BEERFBLEMEIGE
ARUBHFERKES.

RE:
ERBOL/ ARG EERN
FFRE BB RS R RS . ATARARIE . RTAT4E(L. BFRERAHERS . AFAARESIK
BT
BRER FRAR &
WERE EEERG. BIREH. ZIREE. Sk, Bk

1. MEH: AESMEE. NERNE. FEREAS. AEAK
EAS. ZBEHBREASTIRARS MERERK. EPUSER
REEE. RS AEBRIRRATE. W, ERRSDERER
TR=ENE BEHHIFI PST1. SPINKT SR AT sE S

2. BEWME.: A RIEFRIEATARHT

3REYIF: ATRHELKRE AN TMMSIKET. AFREAHETSEE
TEFETERR AR AT IR AR LR

HER.
BFEERN SLO25AI3 BRE, REXBFEHSRT, RESHERERRENRBX, TRE
2, GeneReviews WRIZESN FIEEFERMES U T:
EH WA FE ZRAFZRHBREREN L
SLC25413 FH 5 85%-90%
SEERERK/BEESN 10%—15%

HERN: HEZRNF.

FERRE
https://www. ncbi. nlm. nih. gov/books/NBK1181/




BRIRBEXA: Fabry Disease

£ B OE RMNBHTHMRFREA1/5T, KRG
i’ AR XGEBURE

BRTA :

;5 EEfR (Fabry Disease) XFRASRIBMIMRILE f RSB LIMANE, A MHED
BIEARMEREEBERBEER BEFETFERTERUE, IURETFRUEMITE
Ko ARFEH o -FFBEEE A (GLA) BRZ3EREHIERGIER, BEBRAHERCRERA
QPR LR .

§ﬂ:
E RO/ RG EERY
=g SMESMR, EERMBEMHR. —FEFEHIKM. B NERYSE,

R, BRILTHRERETRS . HRZERIB

MERBRE FHEERE ARBAHLODEERAR). EHEEN
534S ERMEY K, FHMEE, EXFERE, BRARBUAIEANL.
FEF IR K A U 8 S IR iR E 18 X

RAEMEEMERES OEBITRE. T PRAZRERE (WRA
B MR, BR. HHHEMHSZETHEBEAEHE). B

MERGE 3 =t 3 5 & SHEE D p 7
FHMATNREZIR (DIFSTF. LG, BiRRD. PRE. Bt
RILE)
Wi R BAEEARIAERRIEEER. 5. Bl Bt REETF&EM
N %%, SHBERDHE
B fIREM CRHEMRED. RRERBIENLNFE, HAARE,
PRI ETEI K. BRREH. ARSI
O fESEE87 ORI . TEARFNBKDIRE R ST K BBk PR 2 S BUOAESE

BILE. MESAHEBGRITHERT (CRBHREZ L), LERE

BETIERGEEAT ATk EARKM, WIERE. FREES WY, 3
HE SBEMHILAMER M. HEBERK. X, BREMEFE. %K.
FHINRERIR . REMEEIRT . HREMEHEE

1. MEMNE. MR EREE («-Gald) FEFERE. BE
WEEE=CHEE (Gb3/1yso-Gb3) KIEHAS

2. FRIBHERE. $HEMEIERNME DO

3. RiMEAIRIGMEMSLR. EARMBHR

4 HGFEWE. LMAHIMERRN. BHATERRNEREIERF

s
=

5 MREMEE: ATESEETAHLEY K ARERXEREWKEFR
RRE R R ER, AR/ NEREKE B . B RKiH M

XRERE




HHEA.
BmERA 64 EE, T XLBEAKE2R2E (Xq22)
GeneReviews WRIZFED FIBREFRNESHT:

EH WA FE ZRAFERHBFREREN L
oA FH5aH 95%
MERRK/EESH 5%

BEAWN: F—F: Sanger WFH_KMF: F=F: MLPA KN,

BERXR
https://www. ncbi. nlm. nih. gov/books/NBK1292/

-10-




BIREEXA: Galactosemia

& B OE BEFEITFHEREZAR1/45F. 11 BNF 1107, 111 BFEER
n

B’ & AR EREREME

AR .

FFHMEME (Galactosemia) B—MEXRMBEMEMBIIEHRR, RARTILMELYE.
HE. FFA. FUMERESHE. #ANKOEIABEERERYMESIRE EEHLT,
FLEH N BIE R AN KA B E B E A RIERYL . F RIS, 554 GALK.
GALT #0 GALE BI{EFI SR B - B A BN B ERR AR . ZRNEHEX—EE
R EE—EERYERIE SE T RN E FLIE. 1-TAER R FLVEAN UDP B RRIEE, MBAIEI
TERE T M E BIR R, R FERAEIEER, SMREEYENIASALREEHR
R, BOINTELMEANSEEREESREIZE BIESEREZN. IKKEBESA
AP PEMAE (GALT BRFE). |1 B FLEMAE (GALK BRFE). 111 BUEZHEMIE (GALE
ERBED.
§ﬂ:

ERBIL/ RG EERA

BB xRt $ER. (RETIE

HE AL FERE. AKAIRT

il #HE. FFX. k. FFRB

ARER LERMEEME (1) BEERID
1. SHE@E-FLEEA S HE (GC/NS): HFUME. I MR, 34
B 55 AR

—— 2. ﬂn%éﬁ#ﬁ%}n\m GALT 5§ GALK isz GALE P&1R
3. BFThAERRM: ALT. ASTHS. MEERK, RBAEME SO
=HE
4. KFFGERE. AIRTREK. AHERMREMESRET X
HHEA.

BREEN GALT. GALK. GALEER, HENMZBE LI NEME AL T EERT LR B
B & DU#BIT 300 #, FEERSEHEX % WAYZE R 0188T, K285N, S135L. N314D. TEijith[X
RERD.

-11-




GeneReviews WRIZAES FIEEFHMESNT:

EH WA FE ZRAFZRHBRERAN L
554 >95%
GALT MERRK/ EEST A
$iE DT 90%
55 ~90%
GALE
MEFRGK/ EEN A
D, LR HRTR
HERH T SR 5 47 =i RS
100% K
GALT
F553 4 100% >95%
BRE/BEEN 0 A%

EEEDN: HIEZRNF.

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK258640/

-12-




At
FRIRFELZ:  Gaucher Disease
& & B RMNFHRREAN1/1S5H
B’ & AR EREREME
AR .

X% (Gaucher Disease, GD) X & EIHEIIEHEBEHR Z MER —FEE IR LR, *
BRI T HIBEE RN EER (GBA) RIZFERET 5 ERIKPAIZBEIE TR, M SEH R
B BRI FAET BEAEIE B PERET 25 Bk IR, 75 5 A 40 0 R A 2 B B B I 7R
HPORI KGR, I T A F R HEHTIENE, BEERER.
§ﬂ:

SRS/ RG EEx
WERG TR, ASRK. BHENEEER
AR Bk, BIEETUE GEZRN. BMRFRHM)
- SMSIBEE, FEELNBES (FERRANEE HERR
¢ BB EEE . ESR DB, MBI, 2TER
AR BRI, BET. BAKSE

1. BEEMARFAE. SEHREI MR (FHEMM
2. XBRE: RBTHHEREREY. 8RS, BRRL. EEY
DBHEANARE. B, XTIZH

rRERE 3. BERENEARESE G (5. SNEIL A YR AES B Bk A AT 4 4R
MR EEENE RIS M RRIE (BHESFEMER 0%-30%)
4. HFRICHAR: MRFT=IEEEE TSN EZE LTS
EEB.
BREEN BARR, BRICAIAY 6BA BERTERIE 400 Zi, FEABMKARE

RigEHRIFERARFIRE, PERIFFEARELNTSEER L444P (c. 1448T5C), A5
33%, EHEH N188S (c. 680A>G), F2131 (c.754T>A), DA09H (c. 1342G6>C) %,
GeneReviews YWRIZERD FiEEFRMNEZMT:

A WA FE ZRAFERHBFRERAN L
. FH5H ~99%
SMERRK/EEN <1%
HESN: FiE—RNEF.
BEEXRE

https://www. ncbi. nlm. nih. gov/books/NBK1269/
KAR, BRE &E T PEAKGFEERTMAR (V] REEZRE, 2009, 89 (48) : 3397-
3400
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BIRHEXZ: Glutaric Acidemia Type |
£ m OE RNEHMEAREHN1/35R
B’ & AR EREREME

AR .

KBS 1 B (Glutaric Acidemia Type |, GA1) A /K ZB54HEE A it SUES
(glutary1-CoA dehydrogomase, GCDH) XE[E|RPAEFTFEIAYE SRR 14 IRE147%% . GCDH
EREGRT, X ZEEAN -RBEKX —_BMAALKMKTERSBHEAEY, SIR—RIMERSGR
5, B, BI5. REEMERIEMIFESMERR.

RE.
ERWBL/ RS EERA
ERMEAZTZHR . HEITENK DR, BEEHERINRER. Bz
g HMREIRE. MKAET. WK, RIFEF. SHRBEREARE™
EP N
Hit FPHEKTASFNE, GEME. %R, R, EKEFERE

1. KA ERM: KRSMURRATHZIETE. MARRD . BH
MEREZBARL. FURMKMAZERM. FREERE T 121 mAdh

2. KM EREE. WMERZX. L. KRR LAFRME T,
XRERT KT,B8ES, Flair REBESY

3. 3KAR FDG-PET HiRIMAEKZ. L. MSHMPFHERXEE
FEIRBURK

4. FIBYIR: WK RR AR RFER A R

BREHY
HREEN COHER, REXDIBHAREMIERE, FRAARNAAREREES
ARSI, H c. 1244-2A>C AALA M EABE RNES.

EERN: HiE—RRF.

FRkE
(MERFRERFSUE), TRE, IR, & WRAER
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RRRPR | B

BRI A:  Glycogen storage disease type |
& & E TMTFHERERI/107
& AR BRekRs
BRI EGA -

#ERZF% | B (Glycogen storage disease type |, GSDI) M TFLAARLRIIRAE L
KB B HE-6-FABRER (glucose—6-phosphatase, G60C) &1kl B {3 ok H & HE -6 ER TR 4K
(glucose-6-phosphate) SLC3A4 $#5IZ R AR MERIGATE, UERELSZREAR P I
FERRAYHE, TERKMFE ERERERRFETRERMLR.
.
E R/ RS EERY

ATRS AP AEZE R R
MERE WESIRAE. T, . IRBRANEA
EtREB BAET. MBEE. B0 RS
S AR L R, SR ER RN

iS4 Z=REMAERE <60 mg/dL (H#ESEE: 70~120 mg/dL).
MFAEE>2. 5mmol /L (H%3EE: 0.5-2. 2mmol /L), MFREE >5 mg/dL
XRERE (B%3EE: 2.075. Omg/dL) . H = F§>250 mg/dL (B%3EE: 150~
200 mg/dL) . & H it = B MG M 4% BN« FL A €& . BB [EEZ > 200me/dL
(B%36[E: 100-200mg/dL)

ERA.

BUREE A G6PCHN SLC37A4 BE . GOPCERTERBIE 90 #, ZHAEYRT, TMAHR
c.648G>T fNR83H BENE R . SLCI/A4EEAMBIRLERE 84 M, ZHAEURE, #E
ABfrh p. Gly149Glu. p.prol91leu & c. 870+56>A &E M .

GeneReviews BERIZFE RN FIREFHRNESWT:

ZRAFTERHBRERT L
3] % E7E GSDI AT & LBl
F5I5 4T AEARK/EE S
G6PC 80% ~95% KN
SLC37A4 20% ~95% KN
HE®RM. FIEZRNEF.
BRERE

https://www. ncbi.nlm. nih. gov/books/NBK1312/
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EERAR |2

PRIRHENZ: Glycogen storage disease type I, GSDII
R OE THNFHAREANI/SA
& & AR BRERRE
& 5 k.
#EE R0 |1 B (Glycogen storage disease type |1, GSDI|) XFERAFE N4FH (Pompe

Disease), M TABIKAELE- o« - EEEHE (acid-« -glucosidase, GAA)RBAFTEL,
URRESSESHTAAPEENRASE TEZRZRNA, 2NEERAFTRERH

HA,
§ﬂ:
ZRIWOL/ RS FERA
2R MAEAER. T H. BEEHAEIRE. MKNET. RETESHM
DAL DIVEE. (DALEE
IR AL MEIR M. R ). RIEEAR RS
Hit BFA. EiREA. RiEkRE
1. MFEERIESE. MEENEE (CK) REAS (Fik 2000 1U/L; E
#: 60-305 1U/L)
2. BOER X 0T LRETK
TW=EWE | 3. ORERDE. 12RP-REMME, ORSIEHEEES
4. BEOHE: OIRE, AEEX, PEES A ELOER LEER
5. BiDIEEME: A AMEZIRFHMNER 80%
6. En@@#‘ﬁ. % ABRIHRE
7. GAAEMARTE: GAASEIERIK
ERA.

BUREEAN GAAEE. MABFREREIE 200 ¥, ZARFZEA, ERENATHERER
5% 11 BY(Glycogen storage dlsease type |1, GSDI D IGRRIZET, BiLE MiHIT.GeneReviews
WRIZRE S FIREFRNERNT:

g . ZA N7 AR BUR T
ZH WA T AEHEA SEHL
Sanger . NGS JUFEAZ a0
» FHI5 B 83%-93%
HMEFEGRK/EESH | PCR, MLPA, $EERKH 5%-13%

HERN: HEZRNF.

https://www. ncbi.nlm. nih. gov/books/NBK1261/
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FERZEM
PRIREILZ: Hepatolenticular Degeneration
£ B OE BNEHEREHN1IA
B’ & AR EREREME
AR .

FFEAR#ZT4 (Hepatolenticular Degeneration) X & Wilson %, R—MEREK
FRRAR LRV RRISIERS AR, BURERMNTRSEIRIE P 2L ATP BEEIIAER 55Tk, WU
HMFEREER (CP) SRV RIBEHRRER, ERFERNMESFER. &K 8. &
BEZALTAR, SIRSHER B8 E HEUAEIK o

§ﬂ:
=R/ RS FERA
P TAEREEIE. EahfE (HB%EE. FREKD. BEBE. PSRE.
HFRIAE) . FEHEIR
ATAE BEMAS. 2IEMAR. EL. FRB
B FETMR. BEEARKR. BNERTS
AR fREER (K-F IR
ik Y

BRTIFALA BETHRAAAIRE

I EEWRBE. BEDNHEERER. EEAK TR LES.
Flair # &5, BAETIES. LEBSUSHERER. REFH
B TR S ATLUAL “KRRIVE", FMRREFRS T EES
AR B IAE”

2 FRBHIAXME LS. MK KEE S <200me/L (EH .

RRERE 200-500mg/L)
3. MEREM: MEMREIMM R, B G LHMBRD . RE
METRILMER. MEEER
4. FFETIRE: TREEMADERE, nNEFSEEMRE. KES
S, BREREL
EEB.

BRERN ATP7BEE, RELBIEHRRE, FRABNASREREEARIFAH
RARIE, HAPLUL8 BB TF Arg778leu RENFEABERNER.
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GeneReviews WRIZAES FIEEFHMESNT:

=R oNFE BN AR EERERE S
F5I59 98%
ATF7E BREGRE EEH @

HERN: HEZRNF.

BRRE

https://www. ncbi. nlm. nih. gov/books/NBK1512/
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PRIRELZ: Hereditary Fructose Intolerance
£ . HKTEHEREHN1/25R

B’ & AR EREREME

BRTA :

BIEMREARTAE (Hereditary Fructose Intolerance, HFI) 22— RAIZLHENR
HiFERT, HEAEEE B RZ51E. HFI BERFEBE LR, BRENLAENMES 2 HIE
K, NRFNER L, BEYRES B IR SEURE- - BN XM E R4 5 TR,
BESHEBIRE (ATP), NMSBHHRERNEAELRRE.

FE.:
ZRBL/ RS FERA
S Tl EAE. A%, BEEA. BT &8, BE. S5 5K,
REKRREAZIENERY
AR X, #E
ik fRMAE. SREZMAE. i
B AR B RB
ks . MBEEHE<60 mg/dL (SEERE 70~120 mg/dL). ML
e ;Lﬂﬁ>i—5 mmoIfL (BXJEE: 0.?*3. %mmoI/Li: Eﬂ?’ﬁﬁ(ﬂf>5‘:‘gid|-
(B%3EE 2.075. 0mmo | /L) {KEEERELMAE . SEME. SA M
fiE . RRILAT (B REK
HER.

BUmRERE A ALDOB E R, 53%MBEZBET p. A149P TREIFRY.
GeneReviews YWRIZED FIEEFRMNEE2MT:

H Lot lbprS Z A AR BRERES
FH 5 66%-100%
ALDOB
MERBK/EENN 0%—20%

EEEDN: HIEZRNF.

FRRE
https://www. ncbi.nlm. nih. gov/books/NBK333439/
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EMEEETE
PRIREILZ: Holocarboxylase Synthetase Deficiency
£ OE BNTEHEREHN1/8THE
& £ AR BERERRE
AR .

LHRAVEE S FESHR ZfE (Holocarboxylase Synthetase Deficiency, HCS) 2ESH%
FERILESERZ (MCD) FFEZ—. BT HCS EERLTSHHCS JFIE TR, NEEELEMERS
EMRKRBNS MR UEEES, NTZMESMRLENEE FRAREN. BRESER
SEBNSBRHELERR SEVRBRZER SBEERIFNEFRER, HU
TEEENIRKRER, KBPBENENRATIREE.

RE.
E R/ RG EERA
HERL 1RBR. FETHEEEE. FERE. FEIREEGE. AR AIIRT
BiiE IRFEEME. IRNt. BEI5
RERk MERE. BE
&5 REER. WERTE

1. BREXFUEAN. M 3-RERKERAWE (C5-0H) &, FiFERE
PIFE (C3). 3L C3 5ZEEAN (C2) #75

2. SHEERESN: RPBERHEFIEE -FECEHE .
LREHE FRERKR. -RERNKR. FEMBE. PECIRHERTES,
AR, MR, -RETER. ZBCER. RBESRBRIRE~
MRRES

3. EREMNE: £YBEMER

HHEA.
BURERMN HSERE, RELBIBHART, SHEATRXEEZTANENRE AR,
T RFE S RIS p. R508W. p. V550M.

HERN: HEZRNF.

RRRR
(IEPRIEE KGR, MFEER
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FBRIRFELZ:  Homocysteinemia

& & B ERFHRFEEAH1/21TH
B’ & AR EREREME

AR .

E B B EEL MAE (Homocysteinemia, HCY) REMARERERR (FHER) K
SERPHTRHEBRZSBUMREZRLBEE (Hoy) REWES, M Hoy 2ENEHIFEN .
SMOIETR. MES. SRIAKFEURSIEANERTELFNMIBEEF.
RA.

ERBOL/ RG EERA

EHHERBRT. BEIET. M. P5FR. BED. BER.
MERGE FEMRRAE. #MADAE. FRRL. IRSFEIME. FERE. BLIKMET. FPORE
BRME. BEEMES. R

AR R, AT R, AR, AMEERE. ATH
CMERE MERE. FPOREREL. . HIER. BOoRRkSNE. DAER
BRAEE BRE . SEMD. BRIMND. BIBkAERRE

1. M3 Hoy MZE: M Hoy. RMTBRES, BIRMEMEKSME
Hoy 1875, BRMEEBIKNES

2. [RBRE: Hey 715, WEMKBLIGHRPSMAEER, MRH
XRERT MBS EL B AN

3. MEMESE: ATHRELIMMER M

4. MERESE: ATHAKERD 5-FE-MEHERDRIK

5. BNFBEFAACT: MEBERARE. CT IARERNRN

HHEA.

BRER A CBS. MTR. cb1C. MTRR., MTHFREREZ, CBSERRTHEN, BRI AXERER
TRI|BEWRT CBSEELTF 100 5, HHEENMRBX, FHEMAEARE, 252
p. 1278T #1 p. G307S.

GeneRev i ews ITRIZFE N FIEEFRMIEEMT:

23] WA T ZRATERHEREERES L
o8s FH S 95%-98%
MERRK/EESH <5%
HESN: FEZRNF.
BERXR

https://www. ncbi. nlm. nih. gov/books/NBK1524/
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BRIRBEELA:  Homozygous Hypercholesterolemia
& & B RETHRFEH1/107
B’ AR ERERBE
AR .

MEFREMESEEEEMA (Homozygous Hypercholesterolemia) R—ESH™EE
RFFIARWBEER, BEHEHTFEA REESERAERNRT, SHIEEEREATK
(LDLR) k3. FRIZPEEKLEMINGERE, SBUANKRZEERED LOL Ri§iFERS, F5Mm
# R ABEEEFA LOL-C K FFE, 1384 LOL-CSRM T EMMMMES LOL E bR+,
FAE BN, SRSBCNERFNEE.

FE.:
=R/ 2% FERA
2 BR % R AR MEEeEMESHEEE. RBLTRARTRERE
k= FBGRAEREL . B0, OIERC NIRRT A E G EBIR
ARAS fIREER
sl REMR S KT AT K
1. MBEMZE: M¥L2ABEEFHS (TC 2 17-26mmol /L, 16 ZLLT TC
>6. Tmmol /L) LDL-C F& (TC £9>15.5mmol/L, 18 F U THIJLE
ReERE LDL-C> £ 95 Eﬁﬁ)i?os ?H%T]TG EESRS, H|)|_$—7c/rf’:;—fﬁa’])LE
2. BEOCHERSE. MR, EalkOKE
A,

HBREE N LOLR, APOB. PCSKIERH, H Ll IDIRERTRHEE, HPE FH BE LOR
ERTRMEEE 1717 HPEF, £ 18 IETFREEHKRNIFE. o, HEF 3. 5. 11
LR BEFFI-152 fF1-44 R LOLR BERTSHBEIRE.
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GeneReviews YRIZAES FIEEFHMESNT:

ZRAFTERHBRERT L
Foov| ZEE S BULRRAT & L]
K544 AR GRE/ B SH
APOB 1%-5% >99% K
LOLR 60%-80% >90% ~2. 5%-10%
PCSK9 0%-3% ~100% K&
Hits 20%-40% NA

HERN: HEZRNF.

BRRE

https://www. ncbi. nlm. nih. gov/books/NBK174884/
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= B HER ME-S S mE-F 2N SR RESS IE

PRIREILZ: Hyperornithinemia—hyperammonemia—homocitrul linuria syndrome
& & E. HRHREERE 100 A
B’ & AR: ERERRE
IR A -

= B EE ME-5 | MmAE-F 2N RESS I
(Hyperornithinemia—hyperammonemia—homocitrul | inuria syndrome, HHHS), 2—fh&
BRI FERRE, B SLe25A15 BRERMSH, SLC25A15 BRI EAIIRAE LY S RER
BB, BORRIEEELNIARBS SRERER. HHHS BERRMSERER, Sk
MNERBRRE. SERBBRER, NMSBIERERNEAERR.
§ﬂ:

FRBL/ RS E-

B HIREF 2 EZERE, RMIERR, EARTFME, KL

BART. FIREH. AKNFE. BRTE. BAAE. NEEYE
WMERINNRL | W, MEE. EEMEEE. UMK, £FKA. #IKRERRS.
RETTUHE. SERRIE. BEREMR

1 KEHEFERE: CTHREFITSENARIEEE, NNIESR.
WRI EER RRRER, ERTER LMEASES
2. FEYIR: MABLREERRRERKEE. X BREE

LREHE o —rage o
3. MRS MHESEEBEAS (MEEAESEMIITE. LS.
REAS. BROSES, BRERER. RKRTFEENEE. FLiEKR
FIRIEIE B REES
EEE.

BREE A SLC25A15 5 F, E AT HGMD HHEEWRETSE 30 Z#, Hp ¢ 562_564del TTC
(p.F188del) TEABMEXBHEREN, KA 50%89BEZ PFETE. c. 5356>T (p. R179%)
ERAMPRBERER, PEERLFMAIRE.
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GeneReviews WRIZAES FIEEFHMESNT:

. ZH N 77 R
ZH WA T SEEATRHE HETRES b
FHI 2RSS 99%
SLC25A15 MERGK/EENN ShEFok £ EE RN A
Bm T R ARYR 8 55 4 c. 562_564de|TTC 100%

EEEDN: HIEZRNF.

BEXRE

https://www. ncbi.nlm. nih. gov/books/NBK97260/
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FBRIRBELA: Hyperphenylalaninemia
& B X
B’ & AR EREREME
AR .

EXRFWRBIMEE (Hyperphenylalaninemia, HPA) B AZE: 85% 90% A KA EEE
2LEGERZ=E (hydroxylase deficiency, PAH) FA 10% ~15% A 4HEG MU S 4 e 14 SR = i
(tetrahydrobiopterin deficiency, BH4). KA RERBLEEH = S B F K i /R iE
(phenylketonuria, PKU).

REMEFDIESE 46 W “FRWPKRIE" & 51 T “OEEWHERRTE" AKH5.

RRRR
(lEREERER), BFEER
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BIRZEXZ:  Hypophosphatasia
2B OE ENEFESTH, BUNERHPP MEBEREHN1/30 7
B’ AR FREREN/ FREKENE
BRTA :
IR SEREME (HPP) R—MFERMLLB /ST LIERS, (£ MIERIMEBERES
(ALP) EMEFEAR N HHE AR E 1 B MR -
FRE: IGKRLRBISHERIIRETERET SN 6 MITE, S5ABEH (FED)., B~
B R, BBILEL, JLE (D) B, AR, FEL,

SHE EERH

FEERBYTLERLIIN, EFEEHERME)LR AR MG
B4 (EED BN EMME SEMIEER 2, BTHERXEFRARFLEM
L. X&k: RUKBTH. KEHFH.

FREARE: RPTKEBEESK, FERIRETHRNET L. B

H T
BFM B | 4 canssvmeds.

HEER, HER 6 AR HMMERERI. FEXKS, 50%
BILETFHUREMBBABITRAFIFRE. FHEE: MESH,
MABE: BMEE. SHE. REE. EKEEE. NKART.
H R B RBIERAAIE. FRILTEEBIRE.

218

BiIfEBEER, @K, FTRER (G F): BMEN, ERG

& (1 )
AE PR | wnmss. BRLtESs BTRTRSENR.

NLaER (30 AFIRBRERSE: TREAEBFNESI &

AR EFMMERE, SATRE. KBRRBEH, BrARAARSELIE
KT
i FFHRBEM () mEEE, TESERL. FHETX.

1. 55 ALP SEMEREIR, 5 -FEERMLAEER (PLP) HS
TREHE 2. FRESEACEERR (PEA). THLEMEREE (PPI) Ft5
3. MHEEASHER

A,

BmERE A ALPL EE .

GeneReviews HEFERD FIRIEFRNMEXES:
EH WA FE ZRAFZRHBREREN L
ALPL FEIaHT 95%

HESN: FiE—RNEF.

BEEXRE

https://www. ncbi.nlm. nih. gov/books/NBK1150/
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PRIRELZ: Isovaleric Acidemia
£ & ZE: 1-9/100000
B’ & AR EREREBMESRE
BRTA :
RXBRIERHTAXRZZREBRNAHE (BB ARSEH), SHOTRKEKRE
ISR PR EHE R REBRERE. AFEEIEERARBIZIRG, SENGIERPSH
[EERIERERE. BIEAE, ATRXBRER, TERARHEER.
R
SRR/ RS FERA
WERY 1R B, B & BIRiE
Wi R G BRERR RS, Bk, MORIET. RIGMAE. FERME. SRMAE
HILRSE RBIZURAL. BFK. FEIE
ik AR AR D L /MR D
1. MBERRERETAHESRKE 10 5185 (107450mmol /L), ER
A VERARE S T IESE A 1007400 f& (60075000Hmol /L)
2. BIBHRFHIER (WR): FTEZERNNERHPHRXEBEHEE,
XRERT MRS A HER FRIERIFT 5%
3. H#is: FIF GC/MS MR PR RIS A HER R E, MS/NS S4TIL
WP Cs WWMAR R, &ENERKTE S [ MEkh F B
fif A A SEERYIEM .

ERA.
BUREEA /0 ERA .
HESN: FiE—RNEF.

RRRR
(MERFRERFSEZ), TRE, IR I8, HRAER
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ik 3-RE R A REMRZE

PRIREILZ: Long Chain 3-hydroxyacy|-CoA Dehydrogenase Deficiency
B & E. 2IRKEMEN 1/250000
B’ & AR EREREBMESRE
AR .

K4k 3- R EHEE A B RZAER — MR R LRGSR, BT R 3-BEH
A REMHNERARTSBIEERK. ZFRIEARNSHE, TEIZRAER[RH O, FFIER
BEA, FRAEREREEEEEE. CIR. BYALEE. I ERERTRANER

s

§ﬂ:

S8 EERA

RBFERE, HENTLRE SHEXR, ACES. BELUHEMN
ERR S B R CAEE T ENARIEEEL AT AR, EflERE
DA REMERILYE . XA EE O SFRMRELOMRE. DEKE.
MESHEEF S . mEEROIE. MR . SETREBGESES.

SEFED

HILEMSILELR, HERE, A EEFANIREIEIELE,

FFE . == . -
BERARF, B NE, AMBEELNE.

BFLESMERR, WENBNE, KEMEEEEELAAREE CK

F
Mz BRAE.

EEB. BUREED HOHAEE, #5587 15286>C.
HESAN: FEZRNF.

FRkE
(IEPRIEE KGR, MFEER
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WERREATTZE

BIRBEXA: Lysinuric Protein Intolerance
£ B OE BNEHEREHN1/6R
B’ & AR EREREME
BRTA :

EERREBARMZAE (Lysinuric Urinary Protein Intolerance) M T AR
PRES FEEEE (CAA) 7EBBEFN/ AR b RMAERAR DEMEXKR, TEMREFERN
J'BBEHEME CAA B0, /NEARRUL CAA IRV FNFLIEBRPRIE -

R
SRR/ RS FERA
il MEIRINGER 2. AiEEQIARE. At
i3 BFRR AR X
I Tl EiE. 5. MEEARYANE. SHERKEEFRER
Bipig P——
INEEZ R
B RE 2SR, BRI PEE TR AR I EEZ IR
=% BREAE. BRER. MANSIN

R EX RIS KA EMHR

AR, KA Bk AREIR. AL . AES

TR E RS BEARARELEEX. HHEH

1. MR X RS B R E
LREHE 2. BRREST: SEEK. SEREHERIES, MASKRES
3. BERANBERRZ, BEHL

ERA.
BURER N SLO7A7ER, RELBFEHART, EREANRTHENIRE.
GeneReviews WRIZAES FIEEFHMESNT:

EH WA FE ZRAFZRHBFRERAN L
SLC7A7 FF5I 5 H 92%-95%
SMERRK/EENN 15%-20%7EESF 2 A O
HESAN: FEZRNF.
ERXR

https://www. ncbi. nlm. nih. gov/books/NBK1361/
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RSB ARRA B R =5

PRIRELZ: Lysosomal Acid Lipase Deficiency
&£ 5 E: 1/400007300000

B’ & AR EREREBMESRE

BRTA :

TRERIRER MBS AR ER Z AE = R T IARSINER (4 ERERE A R T S BUARSAER 4B EEER =,
TRESIR P B EIEZ RS FI H M = Aek SRR IS T AR ERAE N . BRI AAREL: Wolman f5: &
FHE /LIRS, HRER, ERZANES, AER.: BEERAENIAME (CESD): AR, f
R, HEREE, EFERWASRRMLAERFGERG.
§ﬂ:

S EERA

SHBIHERESR, £F2AEAHRMKERE, Kk, K5, B
BAi5. RERK, RFRREEITIEMK, BIEMTIEME, 7M. FFIIEER
Wolman f& i, BRMINAERERS, AIEE B LIRERIERT, ETEFI6ANA
. TEEMARIAFERGEEKIE. RARRRRE. BB X L%
FH. BERTEZINNE ERREK .

JLERBIR IR, SHIES SRR, TERWARK, BB
RATRE(L, FIEEMRX, FUEERE. SEERMNE. SHm=kE
PEEBZRE AR | AE. HOL AR, LRARRE. B, BURETR, KAE. B4
m. B, SmIhgERE, ATHIERENMGEEREL, SRR
ZRFRE.

ERA.
HHERN LIPARE, REXBEEDSRE.
BRI HiE—RRF.

FERRE
https://www. ncbi. nlm. nih. gov/books/NBK305870/
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HREE PRI
PRIREILZ: Maple Syrup Urine Disease
B &% E: 1-9 /1000 000
B’ & AR EREREBMESRE
AR .

WEE R R 2 T SO AER S B S &1k (BCKAD) SREASBIE it & RELRERELTTE
YENRBRIEATHE, XEXWRSERREBNRITEMERNER, WREL=EH
ZBMEA, TRESSERKEE FAEK. AaMER v-S82TRERK: KERESE
ABHAR, IHIBEHEN, SBTENMRABRBE-RIMZRAFRE. ZRBBET
AHERXELR, EBRIE, £HE 7710 RENEE. k. ASKKEPIREFRTIE;
NEZEE. SREK. AR TERKESEAS: BRPHE XS « -,
BBAHHRONESKmMESE.

§ﬂ:
SHE EERH
REL, & 75%. KFER, HECE KRLE. BILETER4TX
HIFEEL A, PRI, RE. FEEE. B, 1RERAME. BskA
23 il #E. WERTS. RIESER, HE 12724 M RESUTRET
HRER (PHERIK), BERRMATESHBILEERERETFEMNK
WAL

EMERIAIER, RUEK. BRAEFER, HHERTHIRN

BERER) | s, BRI

BERAAE, BEMATER: SERR. FAZMRERTEL RN
fi BxBY AR RIBTEAE SRR T E, FEEUIEET: PHEENE
BEIET .

maanm | FRSRERN BREAEREER EEIWSRGER. BT
" = BATAEIER RAELIERERBERE.

PEEtAA G | T, RO, BEEHEFEMIRILE, BREHRERRIR,
ERPAE WMERKABEIR, NKARTE.

1. MPEEBEEN. S8BR) NLFERBKTES, EREEK
RARBAKTES REEREISEEBRIISHEER.

2. R¥EHE o -FBRNE: RPREER. SRRSO Y-
- CER. 2-F-3-BEKER FFESK). -HRKEBRAHES.
TREHE 3. ZEILEkR 2, 4 ZRSEIER (ONPH) R8: /5 48772 /NEFEIL,
& M 4 = S EL R ILE] 1000mmo | /L, FEFPIRIE A PRYE.

4. AN MEBRNEIKSESR, RERFATE, MEFEE, KEHE
B, FAETFEBREM.

5. SKAINRI: BNBEEH A & = EFIRIEK .
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EEE.

BUwEE h BOCKDHA. BCKDHB. DBT 2MHA.

GeneReviews BERIZFE D FIREFHRNESWT:

RESH BuREH BHERTR AL BRREMR
MSUD type 1A BCKDHA 45% c. 1312T>A
c. 548G>C
MSUD type 1A BCKDHB 35% c. 832G>A
c. 11146>T
MSUD type 1A DBT 20% /

EEEDN: HIEZRNF.

BEXRE

https://www. ncbi.nlm. nih. gov/books/NBK1319/
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https://www.ncbi.nlm.nih.gov/books/NBK1319/

chigmEELHRE A BISERZE

PRIREILZ: Medium Chain Acyl—-CoA Dehydrogenase Deficiency
£ B OB BNEHERERIITR
& £ AR BEREKRRE
AR .

it EHES A BLSESERZAE (Medium Chain Acyl-CoA Dehydrogenase Deficiency,
MCADD) R F it EinEE A B SEETIAEERRA, PHEARRAEL b SILTME, SHREEEM
WA FIF S R B B S RARR .

§ﬂ:
SR/ RS FERA
WERG RIERITEIE. RAt. #iE. 22, Bk (KEENEASERLEE
BB RFAERNK . BERAAT
1B EEAAR
£1/3 BHESMEZEREARIRE, GFERKELERE. EHEBER
Hits 2. BHER. ESXERE. DEBITHRE. BN, RRE. R,
BT HE
1. BEMEWELT. RIHERLE. $EBAS. DEHS. NER
BEHE. RitEERPS
P 2. MEEEARILEHEN: C6-C10AS, UCIOASEE
= 3. RAMBEN: ZIEHRRS\EIEENBRITEIE ZHER
CoBE. E4RE. BB REAS. REEHEBRAS
4. EREAM: B3 MCAD BEEMHET 10% K, fEREE
ERA.

BUREREN ACAWER, REXBFEHENRET, RERNRETRMTE 1 IEFH
c. 985A>G RZF.
GeneReviews WRIZFEN FIBIEFRNESHT:

ZRA AR BRERES
k. 3:3) X
c. 985A>G #[E) 4T AEARK/EISH
T3 0% 100%
R R 67% 97%
ACADM
BRI 50% 100%
EJE| 68% 96%
HESN: FiE—RNEF.
ERXR

https://www. ncbi. nlm. nih. gov/books/NBK1424/
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EHEC T R M

BIREEXLA: Methylmalonic Aacidemia

£ m E /
B’ & AR EREREBMESRE
IR A -

FER-BRNEFTERATRERN _HHBA TUBESRERERHBHKRE
(cobalamin, cbl, #43 B12) ik, SHARER . S-RERBK R EMGERE
RifH 5= B EMRR .

RE:
ERBOL/ RG EERA
HAERRES, E&HK. BRFEHRSINN . BPERRFLT
KRG SRR, HIMEO S EMEAER, WERL. IR, Bk,
ik, fRER. BRE. BRR. RMAE. PFOREME. ALKART IR
o
ARG BhER: BEHG, KSMTRVEEK, AIRAARRK. E3ThEE

RIS RBIEF RRES.

EKKE EREEERG, ARKER .

FRRERY K . FFTHRER B R B VERR DS, BRIEER. SRELE.

akals REREETR . BREZFSEEIRE, "ENAFBANMRESZEIE.

MREERE Z RN E SRS M KA R M/ MR D, P E R IS BRI

DHBILGEFRESHABE, SRARK. RA. SIARHRMLI

REDERET | 5 pmennk. B BEEMEEE.
e | WUERE EERENIE | BRER: WIS EER | A5 AR
f&: cblA, cblB: BEER14MNEAESR: cbID: ZFHEME.
" FEREECH AR ERE . SRR . WHEERIRAR

AR

1. B8 A, £mAREDY. BhE. IE8HS. ABAS.

2. MEEEE R EEEARIEEN: MRERRK C3/C2 thEES.
EBS> MMA {2 [ B 3 B EUBR I E 28 & M B R B 7K FFEAR .

3. RENERGN: RPZRN_BEPEMEGIIES, T -BER
XRERT BRIES.

4. R IMIRERETIRE, NUBTAKESHE, ARWAAME
REBEE I, AL, RTE. BEHRRATKE.

5. NFBEE: MVA FE B ENBRE T EESETERI. BRERH
AR, BB ToiliE B E MR E A Bk AR R ISR E R .
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HER.
AEIEMIARIIRE, HBLL p. G427D F p. G544X AT M AR E DTS,
GeneReviews BR S FIRIEFRMEXES:

EH WA FE ZRAFZRHBRERAN L
mr 96%
MUAA FHIaH 97%
MHAB 98%

EEEDN: HIEZRNF.

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK1231/
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https://www.ncbi.nlm.nih.gov/books/NBK1231/

FRIRFELB:  Mucopolysaccharidosis

£ m E /
B’ AR EREERRIE/MPS |1 B X ERRRE
AR .

HEEORER ST AMCARMEBANERES B KBBLERE, SBHEN
fek, MZETRMMERBNAN, RENREKATMALNERR. REBFEETETS A
v TLe THE A T By TGy DL IV AL IV By VI VI, IXEL

RE:

ERBOL/ RG EERA
ﬁ#ﬁ"‘—’;ﬂ%* WERT. WHEME, TSBEGH. BREL. BN
B v BRERTE. BERBRATIA. BT, TEE R KTI8
E%
85 IE. SRBILEME ), BRHPSESEREZENSTER/LE
HRER. kX, WFRE. BERE. REMEK. S2RT. B
HH LB, BEAME. &X. FiREE. FEMANEEERE. KKE.

FES . KRREMRE, ZRER

R, KB EEBRES. BESRMER. FRAE. TH.

R S
ROEAR | aam s

R RIS B

o R FRA. RS . AR AR R S

1. X&: #ERRIE ‘SR BT, SHSH. EE “HR7 IR

HIKE “Z7 ME: ERBRAET & 63%. MPS VI IS BEAH

BIRRIMAEREHNE, UBRBLBHEN. WS VI REEHE %

MHBAEAR.

2. CT. MRI: RAIBEABAR, WHITREEX, 2MEMY 07 ¥

SEER, KARME, MFK, SRMBETERE, WHWMEEM, M

ERE. TUE | SIXTOEMELE, SMEZERMSE. NREFPRIES £ T
0" T,

3. REZEEMHRRE: RELELEERKISK

4. 24h RFESTENE: RPHFZEEEIT 100mg/24h, MPS |1 K

MPS VI BIPR R S ¥E A RRER IR B RANGREL AT R, WPS IV BUARE

BAARE, WS VI BIEARBKRIE.

5. REGEMNE: SEMSIEES ENSHEMNEEEERR.

6. Reilly /MA&: REIHGT] 78K AH M 555 B A9 4 B 240 B Fn ch A 4R RR
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RARBERNFE, BEEFHREEREETR.

ERA.

BUREEE /DUA. IDS. SGSH. NAGLU. HGSNAT. GNS. GALNS. GLBI. ARSB. GUSB. HYALT
HE, GaSMRETRE.

GeneReviews YRS FIRFEFHRMNEXER:

23] WA Ty ZAG AR BRERES
1DUA F553 4 95%-97%

FF5 5 # 94%
GALNS

EEERK/EENT 2%-3%
5534 82%
DS SEEERK/BEEN 9%
SHEH 9%

HERN: HEZRNF.

FERRE
https://www. ncbi. nlm. nih. gov/books/NBK1162/
https://www. ncbi.nlm. nih. gov/books/NBK148668/
https://www. ncbi.nlm. nih. gov/books/NBK1274/
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https://www.ncbi.nlm.nih.gov/books/NBK1162/
https://www.ncbi.nlm.nih.gov/books/NBK148668/
https://www.ncbi.nlm.nih.gov/books/NBK1274/

& FELELAEG A I SRR = i

PRIREILZ: Multiple Acyl-CoA Dehydrogenase Deficiency
£ &% ZE: 1-9/1000000
B’ & AR EREREBMESRE
AR .

L FELEGHES A SR SBSERZE (MADD) 2T E7F K £7FDH BESRME, SIASMEE
iHEE A BREEE R Z S INAERE RS, MM S BARAAER B S ILIKIIIERS, BAARRAER. SRR
BB 4 R EL AR .

%,
R ARG TEFR
" RS . Bk, BARBER
B SRS, Ak AT
BRAL | MRGERES. GWEE. AEAR. SWEE
B RS, RS, BEM. BMREZELAR
OB WRE S CERK. CHETE
I HE . LA AINRE, BT AR R — R TR L
B, 5 ATPase ST HLATH, FHEAELL 1 MAUHE
MAREI | ) ) R ot MAEMRANFE. FRIERF— A0 AT
3. NADH s ®] DLRIEGBER AT, A S MIgLEMEREL
P

BUREREN ETFA. ETFB. ETFDHERA .

HERN: HEZRNF.

kR
(MERFRERFSUE), TRE, IR, & WRAERHR
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N-ZEBASRESBBRZE

PRIRELZ: N-acetylglutamate synthase deficiency
& B E. SKREFE<I/10A
B’ & AR EREREME
BRTA :

REBARIEPSEHRMCEHBAEN-CHASEREME (N-acetylglutamate
synthase, NAGS) HOMEFI TR N-Z B A SBR, 7EULRRTIEF BF NAGS AR Z T 5 2Ry
MEESMERMERERE, ZFHRAIN-CHARRERERZE (N-acety|glutamate

synthase deficiency).

RE.
ERWBOL/ RG EERU
ARG 1RBR. #5FRIA. ?lﬁﬁ‘;?*E*ﬁ%L BIR. ZHE. EMHTAHE, TH
MEBEZERR. NKHESSRT . #TEMELE. Mok
HWRE FFX. ER. R
e BRI SERS

Hite 2REERIE. &THEREE

1. MEsHH: MEAE. SRERSBRMNASSBR

2. KMFBFRE: RWANES. SALML, XEHRORZ
LRERE 3. WIEYIR: SEMETEKEGRKM, KRG Z2M MM
B FFROLRRIIRE S Il 1BIEHIRT BRI RELE. EY K. 8
HERTR. BHRETR

EEE.
BmEEA MESER, REXBIBEHLRE, ZRARREARIRE.
EE#SEN. HE=KAF.

FRRE
https://www. ncbi. nlm. nih. gov/books/NBK1217/
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BIRFALA: Niemann—Pick Disease
% % E. A BEKMTHEREA1/257, CEEMTEHERRERN1/15F
& £ AR BERERRE

AR

JE8-L5% (Niemann-Pick Disease) XARAIHBEAENINNE . FHMAREEIRZRE, = —
48 B T 4R ARAEE IR M B 14 S IR ARER BR Z BUE RUR S BB MM BB AR T MBEFMZ R4
BB IHRR, 815 A. B, CE. A, BEIS CBIMRFERRERIGEREINTRE.

A BEIFRH.

FZREAL/
[y FERA
iR R BBk LT BT
fi RERERRE. BiEMEMER

HILRGE | K. PRITRETTHE. F4)LEE. PR

HEZANA sk RiR. BRFHER. EEHEEIRE

| mEE
BE | BRAR
RS NRBERL. WIS
O
RRERE | 5 B R/ SVELHEBIFEE, RN AR
4 WS, FERA, REMEREBHA
5. FHECT. REOURNNE, ERERNT, LS
C RIRE.
FRE R TERD
™ EEERIRR
LRG| mA
| PIOURE. OB, ERR. R RS, A0 DR
o SiE. FEIKME. NEER. GEBNRE. R SRR
1 AR, R AR R B A B B ERE
&=
§ ES
RRERE | mwesns. TS RNARES. BLSNERE
NERHBEREEETE
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EEE.

A BERBURERE A SHPDT, C BABREE h MPCT. NPC2, REXRBEE S SR, SHPDT,

NPCT BRERENHEEFABENMREE, TREHRS, WP2EEM

GeneReviews WRIZAES FIEEFHMESNT:

RLHRR p. E20X.

FHISHT 80%-90%
neet 90% HMERRK/ EEN K
BUfm % S REE [ 53 47 R
FHIS IR 100%
nPe2 4% HMERRK/ EEN KE
HR T R AR R 5 4 R

HERN: HEZRNF.

BRRE

https://www. ncbi. nlm. nih. gov/books/NBK1296/
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EERSPREEBMRTAE

PRIRELZ: Ornithine Transcarbamylase Deficiency
& & E. HRFHRFEAHTAN0FR
B’ AR XEHEHE
AR .

BRfE FEREEBEHRZAE (Ornithine Transcarbamylase Deficiency, 0TCD) =2
BEA BRSPS TEES (Ornithine Transcarbamylase, 0TC) HERTSHMA—FILS
RIMEHN T ERMABEERSR, X “SRmME2 8.

RE:
ERBOL/ RG EERA
MERE SHE. RFEEME. BRI, FE. EF. Bk FREB. B,
B X
&5 ERREREG. TARE. TSHRBE
BHiE RIEMIEL. RESREARY
1. BRRE: IEHS
TRERE 2. ﬁéﬁﬂﬂ?ﬂfﬁiﬂﬂ: FRELIEBRHEH AR R 3E N B
3. MESER: M5 BEFMLNSEKFERE. ARHRATES
4. BEMESH: SRR PHEBEAER AN S5%-25%
EEB.

BmERA oTCER, REXBITEHSRT, HARHRKERT, RETMEMNEES
T OTCEBENET. REF. BIIFRX, BERANEMEREXFFENASRTE.
GeneReviews BERIZFE RN FIREFHRNESHWT:

EH WA Ty Z A AR BRERES
ore F5 54 60%-80%
" BRERK FEHH S10%

EEEDN: HIEZRNF.

FERRE
https://www. ncbi.nlm. nih. gov/books/NBK154378/
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AR

BIREEXA:  phenylketonuria
£ E. KETHEARFENSS/10A
B’ & AR EREREME
BRTA :

LIRB AR ZATAE P E AR B2 LES (phenylalanine hydroxylase, PAH) i&TE
PRRE RS, SHBEEMSEMIEN (tetrahydro-biopterin, BH4) =, SHEREER
(phenylalanine, Phe) FEtERENRGFABMEAE, MIBSIEZHRRIFS o« -BK - (a
-ketoglutaric acid) EFREBRLEMEL THITHEMMEALRFTAIMER. FZEM
FHE, FARBEMERAHEEE R FERERR, B iZFEHR A 2 7 R R E .
§ﬂ:

E R/ RGE E-
MERE MEIEHRBIRE. WREIE. NKNES
* KBRS SRR RN RE SR
B RBARRK
KRk TR SHEPHEKIRE. BRERERE. TRERERK

1. M Phe ME: AN Phe SREFHS, EEM Phe iREI120umol/L;
(R EESHBHERIL)

S 2. m%u@iﬁémﬁ:‘ ﬁm%ﬁm%u@%ni%m%u@%% (EREAEaL);
3. Phe. BH4 fAfifikie;
4. FNFEE: Y80%B/ILERBERE;
5. CT/MRI: AIRBAZBRREE.

HER.

BmBEREN PAHER, RELBEFEHRIRE, FEABMARREREEERIFATAR
FIRIE, HARLLR2430. Ex6-96A>G. 1VS4-1G>A, R413P. Y356X. R111X. R241C F1 V399V
AREAHERLNRE.

GeneReviews BRIZES TIREFOMESWT:

EH Lot lbprS ZA AR BRERES
o FHaH 97%-99%
MERRK/EESH <1%-3%

EEEDN: HFIEZRNF.

RRRRE
(lEREERER), BFEER
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BIREXZ: porphyria

% & E. 2IREFEE 1/50071/50000 i 5
AR BLEERRE/ ELEEREME/ X GEBSMYE
BRTA :

ANWKSS Cporphyria) JRFRAMARRERR, RETMARENERBEPERZIIRN—
BARENF. FEBREESHAKTIRZE, MMELHELKMIZANE (—FHKHF
WEM ERNRIA, ERMEMIRG . AFSABEEMRSUERAL, TERKRAA
KR K. BRBMMEIEMWER. A XSS MRELAMERE, XFRBEERRR
BOERILS> SO TR ME R R BRI A 2.

FRE:
T REBL/ ]
=4 FERY
wmny | VR BRSE. RMAME. KRN, R EH. BWEE
e SZHET. XH. EE. FRERE. AR
ik B, KB, kS, KfE. BRES. R, M. REBk. RRMEHEAN. EERL

ae. 5%

HWRE PR M BRAAE. Tl RAL. RIS, {ERE. FREIERAIEME

WL R R RABRETHATAHTALEHTR. REE. HREE. REE

LCMERSE | PR, SlE

MR R4 PR IR AR

1. BHRE. SUEHAFTHIN 24h GRAMK ., ZEANKHEIE % | 24h FRAMGEJE
- EREERIE . NEMEE Z BB Atk B R L4 FRANM R T &
FEE (HMBS) AJHRZ

2. XGMERRWANGRSKETE

rRERE 3. REBYIR: AHALEHEMREINF & ZPRELRETRAAEBRENT
¥, ERABHRETRUADL “+7 FHERY, ERFEMETA
BER. BRETIRRMERY: BERTRABS B/ IR, B/NakE
BNEHIEMEETR. REENRAERTREMES AR

EEB.

BmEEE R ALAD. ALAS2. CPOX. FECH. HMBS. PPOX, UROD 1 UROS 3 H, RITHERE F
NBRRE, PPOX BERFE—MH AR p. R5IW, HURS glﬂ&,ﬁxﬁmgl”%%y’ﬁ
1HRiE.
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https://ghr.nlm.nih.gov/gene/ALAD
https://ghr.nlm.nih.gov/gene/ALAS2
https://ghr.nlm.nih.gov/gene/CPOX
https://ghr.nlm.nih.gov/gene/FECH
https://ghr.nlm.nih.gov/gene/HMBS
https://ghr.nlm.nih.gov/gene/PPOX
https://ghr.nlm.nih.gov/gene/UROD
https://ghr.nlm.nih.gov/gene/UROS

GeneReviews YRIZAES FIEEFHMESNT:

HE W7 BAFZRHBEFERES
FEIaH
HMBS 98%
MERRK/EESHN
FHaH "90%
UROS
MERK/EESH "10%
FHIRH K
GATAT
HMEERK/ EENT E3:]
FH5a "91.5%
FECH
MERRK/EESH "8.5%
FHaH "16%
UROD
MERRK/EESH KA
FHaH 29/31
cPoX
HMEEGRK/ EENT E3:]
FH5aH 96-100%
PPOX
HMEERK/ EENT E3:]
FH5 16/16
ALAS2?
EFINRFHIFFID 16/16

HERN: HEZRNF.

BRRE

https://www.
https://www.
https://www.
https://www.
https://www.
https://www.
https://www.

ncbi.
ncbi.
ncbi.
ncbi.
ncbi.
ncbi.

ncbi.

nim. nih. gov/books/NBK1193/

nim. nih. gov/books/NBK154652/
nim. nih. gov/books/NBK100826/
nim. nih. gov/books/NBK143129/
nim. nih. gov/books/NBK114807/
nim. nih. gov/books/NBK121283/
nim. nih. gov/books/NBK121284/
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https://www.ncbi.nlm.nih.gov/books/NBK114807/
https://www.ncbi.nlm.nih.gov/books/NBK121283/
https://www.ncbi.nlm.nih.gov/books/NBK121284/

BRIREEXA: Propionic Acidemia
B & E. EFERH1: 500071: 2000
B’ & AR EREREME
BRTA :
WERMERRARERR. AEHEE A BABRZE. WEHSBRNE EME/HE
&, FEREERKAIR. Rit. Bk, BBPE, KINKS, WWAIE. FEE.
§ﬂ:

R/ RG FERA
[[9Y;3 (LALR
i RN SR, PEIRE (S
ik X
i PR 2
Bh5iE BT, RFEME. E0E. Bk
B BREHAE
] SRR . BIE. BIREK NS, BRAE. MESR
THEHE KEMRI: AARMER. ARZERNMEAKT R
EFEE:

BmERE K PCCA. PCCBER.
GeneReviews BR A FIRIEFRMEXES:

EH WA FE ZRAFERHBREREN L
F553 4 78%
PCCA
SMERRK/EENN 18%
FF5 53 Hh 97%
PCCB
SMERRK/EENN 3%

EEEDN: HFIEZRNF.

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK92946/
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https://www.ncbi.nlm.nih.gov/books/NBK92946/

BIREEXA: Sitosterolemia
% % ZE:. <1 /1000 000
B’ F R ERERRIERE
BRTA :

AEBNER—MERLNERERREREEHENIE, DS 0EYHEBELR
FALRR. IHRKRAEE: HEB. XHBENELNIKEHEL. MFFRNEE:
BRI ORIREESE. B/ E.

RE:
ERBOL/ RG EERA
DI TARBAKAEREIL, BNBKRAEREIL;
g MEfE: BY: RBEIERSHEZIE; BX;
B e S

LA, AR BAMETHEEE
3 ISR M: AMIEMIEEE: NRMERESAE: M/MERE:
ERM/ME; MAMREEERERS: e,

LREHE nEAEEAS; BFFEEAS; SEEAS; BEAEASE.

ERA.
BRI MiZERBURERSE 2 1. ABCG5, ABCGS.
GeneReviews WRIZFEN FIREFRNESHT:

B i 2R E R R, .
E.371] FESES WA FE BHER
F553 4 FILE
ABCGS £4 35% (30/85)
REB®RE/EE SN F AN EE R
FF5 534 FILE
ABCG8 £ 65% (55/85)
REB®RE/EE SN F BN R

EEEDN: HFIEZRNF.

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK131810/
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PO SAEMIRRERZAE (BHA SRZFE)

BIRIEXZ: tetrahydrobioptein deficiency

& B OE. 2BFHIRFEN 1/50 5-100 7; ESMRBXATRITERL 1/1 00 7
£ AERIRITER 1/132000

B’ & AR EREREME

AR .

ZRERREE. RER. EERNBLERREZED, /EHMHEER BH4 RZ51E
HYSE R MR EIHR YRR . B TUAY BHAD B 6-A EREEII SHES & BB R = i
(6-pyruvoy | tetrahydropter insynthase, PTPS) 1 — SN i% R EGH = i
(dihydropteridinereductase, DHPR), ‘I GTP IRk fEES | $R=JE (GTPcyclohydrolase
[, GPTCH) . FNutn&-4 o —-FAEZRR AR /KEBER Z1E (pter in—4a—carbinclaminedehydratase,
PCD) R SBIRIC A RES (SR) SRZAE.

RE.
E R/ RGE EERA
ARG zﬁiiﬁlﬁﬁi&;‘%\ . TR HERE. NKHERG. FEE.
AR KBRS (70%). IRIAER. S

B A HERERE. S KABIRE

BBk EX ER. RKRRIUEEERR 25, RRKE

1. M Phe. Tyr JME: AL Phe & phe/Tyr F+5, IEH I Phe iKE
<120 wmol/L; (FRHIESLBERRIL)

2. FREGISIESHT. TSR IEMERSE (SEREEIE);

3. BH4 faferiia;

4. EEESIT: MM SIS ILIEES (DHPR) SEMEME, PTPIEMEM
XRERT E, GTPCH &M E %,

5. BNEEE: 80%HRNFEEIRE:

6. CT/MRI: BRRNERAEMARSESHE, MABIR. MESRH:
7. BFBESEHE: W UL GCH1 IR{L/KFREDR LSSk,

8. FNE RGN ZB R YNE: B HVA F1 5HIAA B

B

HER.

BmERE KA GOH1, PCBDI, PTS. SPRFA GOPREME, RLTRBEFBHSRT, REABRH
ARTXIEEHRIFAARIIRIG, PEAFEHXEZ 32 # PTS HE T FH, KL c. 15546,
. 259C>T. c. 286G>A Fl . IVS1-291A>G At S35,
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GeneReviews WRIZAES FIEEFHMESNT:

EH WA FE ZRAFZRHBRERAN L
FH5aH “60% (20%-80%)
GCHT
SMERBK/EENN “5%-10%

HERN: HEZRNF.

BRRE

https://www. ncbi. nlm. nih. gov/books/NBK1508/
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R R MRS BRI
BIREXZ: Tyrosinemia
£ R I BSREFER /107, 1 BLKREHFEDSTF 17207, 111 BUTHILHHR

BEHR: EREMKRM
BRRAHR

FEEMBMEERME (Tyrosinemia ) 2—MEEDE 28 2R KFIBRZIERE
BRAMRE. mERRGREE NERIGHEREBERIEEEEIRRGEE, ZTHELR
Z)LREAR, IGR L0 3 KR, | ARGETEMEE, ESBFBERE. %K.
WINAFERE . WERGEER: || BAHMRE. KKMBNLE: |1 BMHEERE
NFRIR. BRMAELE. BEMERFTRIAR.

RE:
ERBOL/ RG EERA
BHiE IERt. AR5
e K. BB, k. BRIMINAERERS. FIARABESAFENL. BE
4 D RERRRS
&5 RERE ., RBIEAER. ERAUIE
MERE ANHEMRZRR . BHMABRF. BRAE. BHREK
AR B IREFABANLIA. TEMR. RA

1 MPRSMA: MAERPIRABAELRE G, MAPHEER. ERK.
FRABRREHFS. RETREXAWER. MREFPRE. MEE
XRERT RCBRREFS. Rk 6 -RE- v -FXEE (5 —ALA TS

2. FINEENRE. MERREQREES. HRMEHER EMERSEL

FERRT I E
ERA.
BURERA FAH, TAT. HPDER, HRIEEREERME | 2. 118, 111 B, REEBE
EHEART, HRREERT.
GeneRev i ews YSRIZIE D FIBMEFARNE2MT:
EH Lot lbprS ZHA G ZERHBEERES
FH 5 >95%
FAH
MEFRGK/ EES A
HESN: FiE—RNEF.
BEEXRE

https://www. ncbi.nlm. nih. gov/books/NBK1515/
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PRIREILZ: Very long—chain acyl-CoA dehydrogenase deficiency
£ B B BMNEFHRFREAHI/BR

B’ & AR EREREME

AR .

MK BB A RSB =/ (Very long—chain acyl-CoA dehydrogenase
deficiency, VLCAD fRZHE) R—MLLRIIAARAIER b |LERERKIEIRR, B ACADVL HH
R T RRADIRICHE C B HEE A R SEEE IR T 2R E, MKEBHRITEER 2R
Kt BEmsLEIAINEERE, B&LIMEE. ROBESERK.

§ﬂ:
E R/ RGE EERA
1D BE RERLGALRE, (L ARB
B FFEMRRIRMG . FFThAES &
HHEEAL OB, IERR
1. REFHE: WA BERRKIMERE
2. BEHTWENDS. REERMYE. ELNEE (CK. AMBRHEERET
B (CK-MB) R FLER Rt S BB (LDH) 7K FF 5 . [T £ KR R EFE TG (AST).
TRERE Tﬁ%ﬁ‘i%%éﬁ%@ﬁ (AL:) 7k¢iF7+'.‘éE . B
3. MEEKBGERN: =EAENE TS MIEREARIEKTEHAS,
HALUATESMEAR (C14:1) ASRE, AHEHSARKTE
FEAR
4. FRIBYIR: BRBERERAEEME. (OB, B ERALASBUTER
EEB.
BUREEN ACAOVL BR, RELBFTEHARRE, ZEELAEMRARE, BRENE

ILFERAMAESE, K2 20% MR c. 848T>C BT
GeneReviews BERIZFE SN FIREFHRNESHWT:

EH Lot lbprS ZA AR BRERES
FH5aH ~99%
ACADVL
HMEEGRK/ EENT K

HERN: HEZRNF.

FERRE
https://www. ncbi. nlm. nih. gov/books/NBK6816/
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FRERIBERG

FRIRFELZ: Urea cycle disorder

& & E: KH
BEAR: X EG/BREMKRME
B R

REER: ZHEEER, SERMNSHRHAREFENE—RE: REARARHR>
EMERERNEENG: REEESERELEY NREF—#HEBR RENEENG: 8
EE—FREMIEE (ASS1 F1ASL) EBYES.

5 FhiEiLES: EEPEHERAMES | (CPS1); LEREAE PEIEERBES (0TC); FSEBRIEHA
B S REE (ASS1): FERBRIRIABRMRES (ASL); FEEERES (ARGT).

1 FEEBNE FroE s N-CEIRRERS MBS (NAGS).

2MEERLEER: SRR (ORNT; SR/ INEER K, BRERRIE 25, KR
15); HHRER (REEHBR/ AR AREAERIE 25, KR 13).

FREMEINBERS (UCD) 2 H/~FPEGH B9E M — Mt R ZBRIMRZ M AFEEEER (CPST, 0TC,
ASS1, ASL, ARG1, NAGS, ORNT1 T citrin) EUIBfEERFESIHERY.

§ﬂ:

SZREO/RG EERN
HERE MRRt. PRFFEME, RIBRTH, WEEE. HEEXR. BRMALE. Rk
IR R4 HERS. BSTE. EERREL

1. M&SH: ZILIMFEESTF 200umol/L;

2. MEREMNE: BEFEHMIK:

TR=ENE 3. MS 3. FFRMEREPE. RS

4 RIESH: ATEAMERNEHNER. SEBRSEMRDFE:

5. BETEMERR: ATXTATAE. RAMGAE. RIBRAKLTHELRAE. LI4HARHETT
HEEEEE MR AT RIS -
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HER.
BUREE KR CPST. 0TC. ASST. ASL. ARGI. NAGS. SLC25A15. SLC25A13 %[H .
GeneRev i ews W FIZIEH FIREFHRNESNT:

B AR ZH o= ONIM S
SEPRBERE K | BRZE cpst LA S S | 608307
237300

L pefg & B B A R B E ore O L R BTG 300461
311250

) 603470

ASS1 ERZHE (NEERILAE | BY) ASS1 TERBRIRINEE S B 915700
608310

ASLRZE (FEEBRIEIABE FRIE) ASL TERBIR IR SRS 207900
kA o e 608313
TERERE R ZE ARGT TEEEREE-1 207800
-, A 608300

NAGS R Z i NAGS  [N-Z BB RERE BB 237310
603861

LB R B IBSERZ E (ORNT1) SLC25A15 | BEERSEAEG (ORNT1) 238970
603859

FHREARZE SLC25A13 | FHFHAER 605814
603471

HERN: HEZRNF.

FERRE
https://www. ncbi.nlm. nih. gov/books/NBK1217/
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http://omim.org/entry/608307
http://omim.org/entry/237300
http://omim.org/entry/300461
http://omim.org/entry/311250
http://omim.org/entry/603470
http://omim.org/entry/215700
https://www.ncbi.nlm.nih.gov/books/n/gene/args-aciduria/
http://omim.org/entry/608310
http://omim.org/entry/207900
http://omim.org/entry/608313
http://omim.org/entry/207800
http://omim.org/entry/608300
http://omim.org/entry/237310
https://www.ncbi.nlm.nih.gov/books/n/gene/hhhs/
http://www.omim.org/entry/603861
http://www.omim.org/entry/238970
http://www.omim.org/entry/603859
http://www.omim.org/entry/605814
http://www.omim.org/entry/603471

—. BRI

PRIREILZ: Hereditary Epidermolysis Bul losa
£ B E. RNFHARFE. B4R 1/4F7. ERTRE6.5/100 7. KHE 1/100 5
& £ AR BEEeRRUERELEEREE
BRTA :

BB REHARRAE (Hereditary Epidermolysis Bullosa) R—#gfe Rk
7%, BHUEHHRIEPEEAFELTRMUTREERZ RO SHIEREAREHTE,
ERRTERFHAF PEEEER.
KIBRREBLLAR A D H=2:
OB XBEMEREMRAE (Epidermolysis Bullosa Simplex , EBS), /K{EHEREMA:
O BM KRB RLIMME (Junctional Epidermolysis Bullosa, JEB), KE%E4ETFiE
BZ:
QEFRARMABMEREIAMRAE (Dystrophic Epidermolysis Bullosa, DEB), 7KfE&R4E

EHETR.
%A,
SRR TE%m
s TEBA AL HAE . ORNTHABERENAFASR, REE
ASHEILRE
o B k. FEENERIRR. AFREES, RAAERTR.
FHE. FREREASES
- OB ERBEE. RERE. DREEUAN
e AFMETFHEEBAR
1. B REMGEELET: EBS BKMBAFRER, JEB BIKMEAL
FiEAREAN, DEB WIKEATHETE
REERE | ) k. AR bR R B ORI .
BEiERERNATEEBETLEIR 16T, AT C3 R
re=en)

EBS B E EBUREE A KRT5, KRT14. EXPH5, TGM5 2HE; JEB MIEEBUREE D LANBS.
COL17A1. LAMC2, LAMASE:E; DEB MEZEHUREREAN coL7A1 HEA.
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https://baike.baidu.com/item/%E6%B0%B4%E7%96%B1
https://baike.baidu.com/item/%E5%97%9C%E9%85%B8%E6%80%A7%E7%B2%92%E7%BB%86%E8%83%9E

GeneReviews YRIZAE S FIEEFEAERNT:

EBS:
ZRAFERHBREREN L
3] %5 H-S53 EBS Fii s ELAI
554 MERGRE/EESH
EXPH5 “1%-2% >90% RE
KRT5 “37% ~99% RE
KRT14 “37% "99% KA
T6M5 ~ 5% >90% KA
Hith ~19% KA
JEB:
. %EESH i ZA G ERHEHETR
b LTS B
FHaHh >98%
LAMB3 70%
MERBRK/EESH 2%
FHaHh >98%
COL17A1 12%
MERRK/EESH 2%
FH5aH >98%
LAMC2 9%
MERRK/EESH 2%
FH5aH >98%
LAMAZ 9%
MERBRK/EESH ~2%
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DEB:

¥R | DEB RfEHE WA FE ZRAFTERHBRERT L

FHaHh 95%

1% DEB
MERRK/EESH A%

coL7AT

FH5 95%

27 DEB
MERRK/EESH 2%

EB RE X EMMBBFEERETIR (FHEEEH):

ATP2CT CDSN COL17A1 COL7AT DsG1 DS62
DSG4 DSP DST EXPH5 FERMT1 GRIPT
1TGA3 1TGA6 1T6GB4 KRT1 KRT14 KRT5

LAMAS LAMB3 LAMC2 PKPT PLEC TGM5

HERN: HEZRNF.

BERXR

https://www. ncbi. nlm. nih. gov/books/NBK1304/
https://www. ncbi.nlm. nih. gov/books/NBK1369/
https://www. ncbi. nlm. nih. gov/books/NBK1125/
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https://blueprintgenetics.com/pseudogene/

REMELE (BRR%B)

BRIRBEXA:  Systemic Sclerosis

% & E. 1-5/10 000 (FEMBLHIXY &:B=4:1)
’tEH K/

BRTA :

REEMERELERE 7 40-50 $&f%. FIEKIK (Raynaud’ s phenomenon) BEZH
BAERK. REEEKRFEBEELNAREN, MEREEKEEBEENLERE.
BREEKSERTF. BES. HMEE, MRSERESENRETHELS. REE
B E N, SIEBRERT. FWEM. AL REMNIER, MAFHEN.
ke E (RER.

FRE: RREERVAEKAMIGE R MEFBRHNET, TREEK. HE. 8. %
TRB.
BREBUREA: ERHH.

BEXRE

https://ghr.nlm. nih. gov/condition/systemic—scleroderma
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PRIRELZ: Neurofibromatosis

% B E. 1 BTHEHENR 1/3000-4000; 2 BEHEFEHN1/3.37
AR ERERBMERE

AR .

HZLTHE (NF) DAFHE, WMETHBER1E (V1) RERNZMBENEER L
HEARZz—, HBUHEEZ NF1 (neurofibromin gene), NF1 EERIBHZRAEER, H
1 Ras EARFES . NF1 BEZEIGREFEAD WINE-4-405E, ARED Lisch /N5 F0 K AL
#E.

HELTHER 2 8 (NF2) 2R THRIEBHEAHREBER 2 (BIRA merlin) BIEFE RIS
HAWBMPA S REMI RS ARS MEMEER, AM3IZBNRER, BLMIEKRN
FRMATHREE. B RMMIRE. ST IRMZHE.

§ﬂ:
FERBOL/RG EERN
et BERETR
AR Lisch /&, BFHMR. ERIBIETE
mE BmMERE. SME
B BEME. FER. BXT. KEERREHE
KBk UNEE-SIRBE, METER, RE. BRIAEREHS

MERGF FIRNRE. BEMERBIRE. PHSKEFNL. KRAK

MMZRRE. TERME. MEAERE. BINE. +2EH
Hit RIEME. FRERRE. WHRARE. 2MARE. THREWE
HEE

1. RIS W HARINERE, AIITERATERIRIEZISHITHEE NF1;
B RS E K TR ITISET

2. REMEE: HPEKT AT K Lisch /N

IXGME: ANEBRFENE, WKBHE. B, HHMNTHR

RiEXT
TRERE 4.MRI: AT AR 2R BB SR A EL At B R s AN EL A AR AR L AR
KE

5. RIEME: MME-FIBREAARMRMAHRRBRAM S ERE
. BRABEERAEATIERBZFR; HETHEEFLTE
iR, RIREEE, TERTERAR LHSHEMARMEESRAE,
BAANRERBAGEALEEN, THEXNTEMERFTKS
HA#Z
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HER.

HBmEE R N NP2 KR .
GeneReviews WRIZAES FIEEFHMESNT:

E.371] WA FE ZRAFTERHBRERT L
L [H4H DNA 55 47 “90%
MEFEBRK/BENN 5%

NFT
CMA 5%
YHARIR IR S S <1%
FH5 75%

NF2
SMEFE R/ EE HHTEK CMA 20%

HERDN: HE-RNF

FERRE
https://www. ncbi.nlm. nih. gov/books/NBK1109/

https://www. ncbi. nlm. nih. gov/books/NBK1201/
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https://www.ncbi.nlm.nih.gov/books/NBK1109/

AL

BIRHEXZ: Palmoplantar keratoderma

£ wm OE /
AR SBATLEERRESRE
IR A -

EMALFR—EUERRKEE. AUSENFHEN—RISERKRE, XRERA
KAE-

§ﬂ:
ERBIL/ FRG EER
48 RULTE: FEMRREEMEKEK: FEBE MRSIBREARS
BE.
KWERE HQER: ARFAAMRERENERENARERE: BRkERE
HISk hies

BEB. BUREEAG ARTI. KRT9. DSG1. KRT16. AAGAB%
HESN: FiE—RNEF.

BRRE

http://www. omim. org
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http://www.a-hospital.com/w/%E6%AF%9B%E5%8F%91%E8%8B%94%E8%97%93
http://www.a-hospital.com/w/%E6%AF%9B%E5%8F%91%E8%8B%94%E8%97%93

HRPXE: AXMEALTR

PR A:  Dyskeratosis congenita

& & OE: THMRFEEHN1/10FH

AR BLRERRME/ EREEREME/XGERRMYE
AR .

HARMEALAIR (DC) RHIKHEGHEXEERTMABMERBEERR SEFTIL
B, BEEREELE, BURAXEFLMOEMRARSHHESIRK “ =BE” £M.
tesh, BAEEEM SRR, URSAEMINGERES, FHBREXREEERRERML
MEELBZ—.

§§:
EEHRBFH BREE/% Hitnd R =M BEE/%
EKRERE 89 BhERm A 20
BUAREERR 88 SHEN 20
OREFARE B Bt 78 pol)¥ g 16
&M EE R IR 86 A MR 10
SRIEMEE 31 B RERHIRTE 5
BhER 25 b R RGBT 5
1 EBRER: BRAALSERALTE, REER: EARERERFN
MEREERMMEE

XRERT 2 AR ENE: RTmAIKERIER Bk LE R 2 5EE

3. WTFFESNE MR T FE, AERM/MRIRVE, FH—SHTEHE
WE, UMHREFEEENINEEE, FNEKEERLEEMEFE
BRI FE T, EHuRTBEME
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EEE.

HREE A CTCI. DKCI. RTELI. TERC. TERT. TINF2ZE[E.
GeneReviews BERIZFED FIREFHRNESWT:

EE | BEERX | ZEESIBDCHTA ] FRAPERURREREA
FIISH | MERRK/BEHHT
cret AR 1%-3% "100% KE
DKCT XL 20%-25% ~100% ES ]
RTELT AD =} AR 2%-8% "100% KE
TERC AD 5%-10% ~100% K
TERT AD =X AR 1%-7% "100% KEA
TINF2 AD 12%-20% ~100% eS|
Bt / 20%-30% IR
HERD. HE—RNPF.
BERRE

https://www. ncbi.nlm. nih. gov/books/NBK22301/
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PRIREIL: Incontinentia pigmenti
£ % . 1-9 /1000 000

®’ 1t AR XRERBHERE
IR A -

Incontinentia pigmenti (IP) R—FFNIRE KA EM SFIRRFRNEME . RAEKRE
AR EMHEBTMEN, FAATEILALIES, MEDMEGEMREKEK. JLENE
MERKT KA BRSIEEHR, KREREREELHE. HtbERFAETREERERE,
FHEANSRE, SBMNREANREBESE, URBHESAMRNER. KSHAFEE
HEN, BEEABRERE, BHA%KE BMEEN/SHEAEHZEHE.
§§:

E RO/ FRG EERA

BE SHEN

SLANIER INKBER

AR E R, BARE. MMEES. M. PR EEE . AR M.
MRS, MR HEL . RERE. ARRL. AIRK. &M
ROMEERE. MMENFENE. FELXETE. TREK

BIER EZRIENE
e AXRETRE. ABERESRE
B FAHER, BRI
SB1MER: RARABE, kS, BB, HMMMALFISET
&SN THRE
H2ME: RBRED, WIKFmE, ARIE. FIEmBRERLE
48 EIMEB: KBKERNELE. TEZWERT. BEHRETHELE.

£LUANIRE. BEHRIL
FAMER: KKREH, EHER. ZAZAR/BE

fiik=s WRENE. HHAFIRE. EF
ik 51 MR RREER KL AAIE % I
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XRERT AR MERERARA ST E

ERA.
N X FRBIR R /KBKG (NEMO) EE D), B SCHRIRIE 50%LA b B HERREANE X ik
IKBKG EEFE .

BT E R BRI SR 5
ZE BT ki
ik Bk
"1, Tkb EHLERK B BFRAT “65% 3/18 (16%)
IKBKG FEIS 8. 6% 2
BRERMNEE /KD 4% KiRiE

BEEAHKME: F—F: EF MPATREERESIH 1. 7kb X R BRKH
THN; -5 BIT-KRUF.

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK1472/
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AHRELEEE (Netherton EETE)

BRIRIEX &: Netherton syndrome
£ % . 1/200 000
B’ & AR BREERERE
BRTA :

Netherton F&fER—MEEE. ERSTHEE, BBEEFELLR 46, BKEEK,
mmiE, TIERKE, URIEEREA SRS (FIanBR, MEAFER). KR
A ER, EEHIAERILS. HTEEXMESENEIL, REEERKNE LK

RRABERIIFRRE-
§ﬂ:
ERB/RG EERA
L5 )
Bx%& Tz R AR AR, ARXHRESER. SHRE

SKEFR, RSBRIKE. ARERRAE (“ME”) . KRNEE

AR, ERAR MK

g LEHRE

FBHHFE = I Aok

migs FEER YA AR IE % AiE

REF AEMRRIKERE (1) . RERE. I, Bm. mE K
il
B

1. RBERE

ZHBRNRBERERREAET, BABERFEAAHEARE. X
FRYETRTETHEEMNES TR HOBMAELR, KB
XRERT SERG. BRETN, EAEETHM. BENEL. BREE. 24
HRE, BEEANSATERE.

2 HRFEERE

REMBRE, BUIE, #EKABUTE: EREMKM: LER
B A ith BARAIR -
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HER.

Netherton LR E{ERZH SPINKS BERERES|F2H . SPINKS BRI R T S LEKT1 EE TR
L RERAESTEE. BZ LEKT R E R4 aRMEBAEREEHEFESBARER IS
MEAR, SBEKFEERESMEKSE. LK EENEATSSBEREKSEM
RIENRERERS, AT SEUIE, MIHIES.

HESN: FiE—RNF

BERXRE

https://ghr.nlm. nih. gov/condition/netherton—syndrome
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X K $ifi 68 495

PRIREILZ: Recessive X—linked ichthyosis
£ % . 1-5/ 10 000
i’ AR XGEBIRMYE
BRTA :

XER A SRR AT KKARTRERRE (Eﬂﬂﬁ??l‘lz)iﬁé’lﬁ%ﬁﬁf’zi XE
T RERRERR R AR E, SEEEINE. X SN RENSHEEEREAN, BEREES
KE—Eh5r. BE, DEHMMTBEHRESSZTHEM. MERE, kK, FEMMEL
B LAMEEE. X EPaSFEEZWEN.

§ﬂ:
TR/ RS TEFA
ARES faREiEsh
MABEFZHM
MERESE (B) | REE
Rk R BRI 18 R A FREY
FEEEREENR, SR, FEMETLE
FLTEESEE
B £ RFEH R
FHRENE IR AUTE, BRRESHMBE, TR, EEREN
B ARA 0 A E S R MRS

ERA.
1 85%-90% HOM IR, ERMAAE STSEREMERK 2.
BREA: FiE—KNF

BRRE

https://www. omim. org/entry/300747
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http://www.baike.com/sowiki/%E6%B1%97%E8%85%BA?prd=content_doc_search

=. HERKER
PRIRELZ: Hereditary Multy—infarct Dementia
z ®m OE /
&t AN EReREH
IR A -

RIEME L K AESEIEFR (Hereditary Multy—infarct Dementia) XFR{EE R THESE
Mmoo oA KRR ME R B KE KB %M K B KR
( cerebral autosomal dominant arteriopathy with subcortical infarcts
and leukoencephalopathy) R—MEE Bk, AFHERHIRRRIAZEXREN
FRE MR ER M & E S SRR ZE o, BE RHETE 40-50 5.

RE.
E R/ RG EERA
ARG RELEMRRTREEMERNRE. RIERRE. RRTER. fH*k
8. BT IRIERS
i BERARR (B, ESMRRERARROEAHLIHFE. RER
MIERE. RERRLFREMN
FERE RAEE
KRk BRbk 3K

1. KBIMRI: UMEEARSZ LK T, K T.52 (AEEEFHEETER
MR EFEER) . REA RRET. ERZ. . SRR
BRAK

2. SkFRCT 3% : AIBTRANRRFNARA S & A NREIREEE
Fert, MENERSE 2 ARIKEE XA RRNENRNERS

3. EEGHE: o FIERIEE 8~9Hz I, MMFHX. FXFAAHREX
TREHE IR 0 K, FRLMEMERERE S T

4. FA AL MEP 0 SEP ¥ BUBKHAE KANKIE TFE, KEFRMAE
FEHEYBEMEER 80%~90% LA b, /NKETEAEIEPRTEEE 30%~50%; £ 40%
MIRRMHESE S BUE R E £, VEP 7] R R R EERAE R RE K,
MR E S VEP LB R E: SRMIEZE R BAEP IR BRI R R
20%~70%, FIMA 1-VIEEERE (1PL) TR, MTAELEZNM
BAEP %, IV-VIiERIHA, @K (PL) EK
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https://baike.baidu.com/item/%E8%84%91%E8%90%8E%E7%BC%A9/857263
https://baike.baidu.com/item/%E8%84%91%E6%A2%97%E6%AD%BB/8413782
https://baike.baidu.com/item/%E8%84%91%E6%A2%97%E6%AD%BB/8413782

EEE.

BURER N NOTOH3 B, REXBEFEHART, REBHENBRRTHAREH 4 S50
2F.
GeneReviews YRIZAES FIEEFHMESNT:
37| WA FE ZRAFZRHBRERAN L
FHISH >95%
NOTCH3
HMEERK/ EENT K0

HERN: HEZRNF.

FRRE
https://www. ncbi. nlm. nih. gov/books/NBK1500/
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PRIREILZ: Hereditary Spastic Paraplegia
A OE TEAREBELRREFE
B’ AR: EREEREME/BERERRME/X ESRIE/ ERKR T
BRTA :

IBEMHEDEERE (Hereditary Spastic Paraplegia) R—MAFIGKS FRIEMEE
REMENHERSGER, SRAS5RUEREERHETEFREANEERTIIE. RIF
BREERTRE, X5 h/L+HFhEa,

RE:
ERBOL/ RG EERA
P A BIRE. NSRS, $RRIE. $EMRZR . NNZIREE.
A WK g S . RS S Tt
BERR BB RERRRS
AR B, MHEEs. AMERENE
B R
EE#HE BB Em

1. BEERN: XM BETRERBMMNDRENESREHK
SURIEFER. 29 2/3 BEMBBFLRAMERBEMPRESEER
ETH, BURTRAE. Y912 BEERTELBRMUSE. NEE
XRERT ARMEWZYE, BARMZESREER

2. KEICTFIMRI #E: BEEFERY, BERKEALIEBRKE
45, AEA R EBEN/NRELS

3. REHRE: FEBFETRANEEENMERET

HHEA.
BIREE K KIFSA. SPGT1. RIN2, HSPDI. ZFYVE26, BSCL2. ERLIN2 B[, /T FE
EARRE

HERN: HEZRNF.

FERRE
https://www. ncbi. nlm. nih. gov/books/NBK1116/
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BIRBEELA:  Huntington Disease
& & F. RMNFHRBEEAS5107
B’ AR ERERBE

B R

FIHIAFE (Huntington Disease, HD) R—MEHITIHARMMABRITIEERRK, SHE
AR, LUSMEBTIEEEAENE. INHERIEMIT AR SR N #HASS, —RFE
7E15-20 &, ZEHHIT EEMRERH CAC EESBIN RinH S REGBKREET ARG

— 1 EINEE.

§ﬂ:

E R/ RGE EERA
ARG %Eéfﬁ?ﬂ’ﬁ INERERS . FBMITASE . SR, #80. FIREHET.
R T 3
1. kMR #8E: 2RRRER. RRAZEREND. REF K. B
SBE T GEZESER
XRERT 2. REBYIR: BEGURE. KKK REBLAHETIZA T LT E
MFEERRRYIZNSRE, BETRERXMHEETERRER
R E THE TR AR R
EEB.

BimEREAN ATTEE, BURKRELEN CAC H7ERE, & CAMERHFLTF 411, %
EREEMMN. YEEHE 36-40 R T L RN EEH P 604 RE R B FIREIER,
F& o= AEEEIHIIRERER

GeneReviews WRIZAE D FEEFRMNESMT:

EHE

WRTTE ZRNTFRHBFEERA S

HTT

R T SRR E S 4 100%

EHE#AT: 2% PCR-Sanger MF (KRS

EEXRE

https://www. ncbi.nlm. nih. gov/books/NBK1305/
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PRIRELZ: Multifocal Motor Neuropathy
& & F. RMNFHRBEEAH0.6/107
® & AR/

AR .

Z MM EENHEZHE (Multifocal Motor Neuropathy, MMN) E—MEBKENSH. £
ERZREHALENS HEENHER. SHREZHHEESHENT (conductionblock, CB)
7= MMN & fERIR5E, CB #2007 BESHBERBAIAVRIER, FAFFEAIA THFRZERMEWEZH
TR, HMEMAHERN: EFEPRY, BEMTHESMABMNHEEEFRIER,
HAMZRMEIRE, MAEFHHE, BENZFEZRTRA.
§ﬂ:

FRBL/ RS E-

ZISHRIOFIEMIREMBAEL N, UERZRS LiTimE TR,

PR ERMANE. FIAERN. BETHHURSEENBER

AR BLAESs. AURERS). AT ISR

1. HEREIEAN. FEN. TRIEZEHMEESET (CB)

2. EMAEE: ARAEGRA. EHK. SR MENERMRE
KBS . KAWER SRR IEEESEMSRERERR

3. MiESAX &R G AR PRI%RIS AR

TREHE

BRIEBHERM: TTHH.

FRkE
(RIRMEZE M), PRERER
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BRI Z: multiple sclerosis

£ B OE:. IEAEZFHEFERN 1/2000-2200, TFMHE1/27.
% AR/

BRTA :

ZRAMBURPRHZREARAERBEE LB S REMER, RIEXHK. SMAR.
ERTEM. BT, MRE5NUHEE. TEERSSAFIRBZREARBESTHSH
HEREPEANERE L, ERFUKENEE S X ENFENRE S L. ZREFK
ERLMER: EAMS AMBNE. S RIS ZHBNE. REEHHES £
WILEFHMEE L, BRERNEELANER, EFMT XL 804N S X LB IERE . IF
KEUREEA 20-55 %,

RE:
R/ RG EERI
AR E BRANEER. EN
AL TREMBEREE. REZE. HREE
W RG TIRME R EENEE. KEMEHEARTERMSRERE. 1

BB TBERIR. IAEITNAERERS . S BRAY PRI R A RS
BE#HE RS £, BRRE. BIEEE. #HFKA

1. RERNE (ELAEE. 1CHRNERE. RERETERT):
P RMAER EE SRS, TEAKEMME: REATRES,
1B 1g6 EHBHNFN 186 FIeET 95%AIPATEM 2,

XRERT 2. WHABLRPRET. WHIFLBM, BTWRIELBMH, KEE
&AL

3. CT/MRI: AREZXERKMERK T1. K T2/55; T20 7
TN RN A R BB R .

A,

BEBUREA: ERHH.

SRER: HBALEMI—/INALAAERE HA) BEEMNTR5S M@ LR AL
NG %, B3E HLA-A(142800), HLA-DRB1 (142857), HLA-DGB1 (604305), HLA-DRA(142860),
FER LK 6p21. 3. 1B HLA-DRBT B[R B —FHFIREIR, MUY HLA-DRBI*1501, Ris BEHK
RABIEE .. —Fh HLA-DRB1*1501-DQB1*+0602 E{Kk%E) (HLA-DR15) B AILERMAERIS
EABPEEHM.

ERSMET MS 5 B IEAL R B13E MS2 (612594) 7ER K 10p15 L, MS3 (612595) FEF I 5p13,
SRk 1p36 LB MS4 (612596) FNEa{K 12013 £ TNFRSFIARE (191190) TR E/MNAY
MS5 (614810).

ERXR

https://ghr.nlm. nih. gov/condition/multiple-sclerosis#
http://www. omim. org/entry/126200

FAE, RBE SAMBUEEIRZHIRESN]. PEERITWESRE, 2000,
3(12) :1202-1203.
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http://www.omim.org/entry/126200

ZREER

BIREXZ: multiple system atrophy
& & E. HETFHRFEAH2-5/107
®’ 1t AR BRERZE/RE
AR .

EREER (MSA) B—IRFFMIGRFIESSME, RIA—MECRME, HITHERR AR
ZRITIEER, SBUASRE. NEEFRE. BEME. BREEMMERINGERERR
MBS, NERZEBRT FHELYH 9 F. BEiE MSA BE Shy-Drager LRETE
(Shy-Drager syndrome, SDS). SUIRIKZERIME (striatonigral degeneration, SND)
FNRGH BT NIKZESE (ol ivopontocerebel lar atrophy, OPCA) =#pZEH), HETMSA FE
SABEMIGKRIELR, HEhURERESEANRERIMMIGRTEFR A MSA-P B, LU x4

HFRIFAHRERINETRAD MSA-C B,

§ﬂ:

SR/ RS FERA
ARES LS A RERIKEEL. ERIME ) HE
meE B RmE

METE . SHERINAERERS
SRS SNETERS: FNRINAERERS

BERE: RKZE, FAREBHEBHE, REBE

Bk TR

FIRMERE: WERE, NMERE, RE, BE, EBIFRE, D
Bttt R, MEER, MIERMRE, RS7TE BENER
5, BEINRER (ERLHFAR), HERRMAMSEFMRE-R
Iz A, BRMEEMY, NEHETYE, ERHSTHREEN,
BREVKER L, BRI NRIR 1

HE ARG

1. HAREENT. LR IERAIG MR RIS K. B
E45; 18 A-BEEETE PET K (18F-FDG-PET) Al Bn5%4%. BT
SN AR I8

2. BEiR: HANETFEMLI. S EAME:

3. MigHEfk: MBXPSERESENT. 24h RILKBREENE,
R0 R EAR

4. (EEAEAL (MIBG) LALEE: MSA BETEROHER BME R4
R, TRTHMBEM TR, kK.

5. AR AT/ RIE-TELAAN B E (EMG) FH K 82%-93%,
A I 8 AL

TREHE
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HER.

BB MSA 75 4 T AR RO B B, BRI A TN SMCA £ . 0002 B R FAL5 AT 180 MSA
&R . FMRT B[R, SCAT, 2. 3. 6. 7. 17ZEEMTHFEBT MSA BERISHT.
BEBHEM: TREH.

BRRE

https://ghr.nlm. nih. gov/condition/multiple—-system—atrophy#
http://www. omim. org/entry/146500
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https://ghr.nlm.nih.gov/condition/multiple-system-atrophy#
http://www.omim.org/entry/146500

BRI Z: Parkinson Disease (Young—onset , Early-onset)
£ B EETHEREHNI/10R
B’ & AR EREREME
BRTA :
TREHRF XRA “RAMERGARE" X “BEME", R—MITHENRZRITER
%, 40 auTkﬁﬁ?&Zimﬂﬁmrﬂ R FLERMERR", SHITHEINRRERE X,

SHERMEEWEIRH. HAREE. GHEBNGIMLEN. FEXTEFEREK
% BRAEEMAZTERIE a- RMZEE B Lewy IMEFEAK .
FE.:

R/ RS FERA

BERE,. RE, MMERE, WERRS, ZBEIRE, SRS,
HE ARG Bsk 71BERT. FIRERERSITIHE, BRIEIMMEK, AR, WERK
MR R RAMIEE, ERmARK, &S /IMK

BERL REEE
K3 HEEA. REKLAE, SR, ARRE, BIRE TEHH
517 IR E X

1. BINEEREAQM: ST PET 3X SPECT 545E RIMSH AL RGN
2. HRNE. TEEHS BRKTRE HEREFYSEERKE
K. 5-BR BRI SERIREER S ERIE, ERINEHEME

FRERE BEERESETRKFRHIKS;
3. AN WNEIKERRRD HVA R 2K (SRRERE,
HPLC)
FLEA.

WH& TR GBI AT RER R DJT (PARK7) . PINKT. PRKN. LRRK2, VPS13C. DNAJC6. SYNJT B SNCA
ERERIESIER. PRAN (LIETR PARKZ) R—MUmEBEANR parkin BIER, 2HE——ME
MEFTSSSBRHRLRHER.
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GeneReviews WRIZAES FIEEFHMESNT:

el

WRFE

ZRNGFREBFRERAS

PINKT

FIISHT

>90%

MEFERK/EED

<10%

E 35|

®FE

BiRte TR

BN AR BRERE
S

PRt

FAtE

FH T/ BimtE

THAM

FoIES

PRKN

BRE/EENH

REFHRE/EH/

=t

<80%-90%

RIR3C

EEEN: FEZRNF.

BRRE

https://www. ncbi.nlm. nih. gov/books/NBK1478/
https://www. ncbi. nlm. nih. gov/books/NBK26472/
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PRIREILZ: Dravet Syndrome
& B E. KE, SIRIEILEHBEMIT</40,000
B’ H R EREREM
BRTA :

Dravet Z&1E, XAREEJLTEAMSEMEM (SMED. EBSRHERE—&F (BEHE
6 NBER: BEBERATEINAZED BFMEMANE, XEEH, RVBEHREAAMA,
BRIEELGAST. BEfE, RAIRIMAKM. MBEEMEIMOFMEE. BEFHIVUAIIIGER
. HFKIENFEHEIEK.

RE.
E R/ RGE EERA
KHER KR BRS ERBD

AR BRI BERG (ERS = E R

LHEMMESBE-BELAE. BMUEESEEE. KHMLE. SR8
HZ RS SHERE. MBEEMEEE. BHEHXBIRE. BHER. £FKA.
BRI . RV EEG ATIEE . ESR.

RUEE, WEF—FER, MMAIERBMZsABRETVEES

AE RAE, RAFPKBRIFER, BEAMEEIEHH -

HER.
BRIFARAIMDS EEH SIWVAERRESH, BEAHMARE.
HESN: FiE—RNEF.

FERRE
https://www. ncbi.nlm. nih. gov/books/NBK1318/
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https://www.ncbi.nlm.nih.gov/books/NBK1318/

FRIRFELZ: Spinocerebel lar Ataxia
£ & . FTERBFARERE
B’ AR ERERBE
BRTA :

L8/ X IELEFTRE (Spinocerebel lar Ataxia, SCA) =—BLUNEIHAERIFHE F
HiMZREN RS ENHERETIERR. BXSERENE, BURLBKBIERE
AE, PEABEN. ZFREAFHEMEE. HRSRYE. KBFTEES A 30 KE.
R

ERBOL/ RG EERA

AR AR, IRV, FRIBIRZMR. AMBRETHE. 65

NRIERFTRE, METR. WERR. FREM. RIRK. RE.

{2 R _ N
TRIMERE | monmasi. BEE. SHFE. ANEE. 6. MR

B EHE AL WRANTERAR . BETORAR. TIHALAEL

g BEMHEE
KRk KR & Rk

ILRETERE RE. REE. THAE. ENER

1. kMR #6E: NEEHFRESEARRN, THEERET. KRE
g

6
ERERE | k. M. WTEG. MEEESMMER. HHEEE
WA, MERELE
premen)

BUHEBE D ATINT, ATXNZ, ATXNS. SPTBNZ2. CACNATA. ATXN7 SHE, REXBFEH=
BHBREEFIIHERET.
HEHRAN: &% PCR+Sanger N EME ik

BRRE

https://www. ncbi. nlm. nih. gov/books/NBK1184/
https://www. ncbi. nlm. nih. gov/books/NBK1275/
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PRIREIL: Tuberous Sclerosis Complex
& & B RETHRREAN1/067
B’ AR ERERBE
AR .

LZEMREILSEE (Tuberous sclerosis complex, TSC) BE—HME L BARMNREHEE
BREEIE, USMRERTHEWBATHE, BXRM. KK, O BHEEMZR. IKKLE
HRIAER “ZBE”, BEM. 8 HETREEABEARIRE.

RE:
ERBOL/ RG EERA
R . ZERTET. BHABRG. LEERE. FIEE. AN
5
1D BE (DREE AL
5 BEMN. SHME
RERk METFRAASARE. WMEAE . BRRAN. RESEE
AR B MR EMEET . WRERRE. NRREMARE
1 KMCTHE: ZEFETSASEESBLET, £TEHMMRE,
RIFM=EE, ZRPHERERRY, HEZSH 2-5mm, RAMKE
2. KEIMRIHEE: AIHBRRRABUET . KRR TET KM
TRERE BEFE, ETREHEERCTES, BEx5HLA CT ik
- 3. REYIR: INERRERIFHEME S T AR R B E R T,
FERPAEERTEY, KRIRRTEHRARRKFE, HRAR
RRAEKRELE, HEMAEIRLDH A RBEN SRR ERME
izl
EEB.
BURERENA 7501, TSC2EE, REXBIBENARE, RESHHEBREMREHEX, TR
THaA.
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GeneReviews WRIZAES FIEEFHMESNT:

i TSC ZRAFERHBRERES L
£ ﬁiﬂfﬁl RAFBE
e H ) Kbl Dl
. F5I5 4R "9. 8% 13.5%

7s¢1 24%

SEERK/BEES "0. 1% 0. 5%
FHaHh 13.8% “50%

7802 "66%
MERRK/EESH 0. 2% “2%

Hith 10% NA NA

EEEDN: HIEZRNF.

BEXRE

https://www. ncbi.nlm. nih. gov/books/NBK1220/

-82-




PRIRELZ: X-linked Adrenoleukodystrophy
& B E. SRTHRFEN/4R
B’ AR XEBRE
IR A -

X-EHE ERMEREF TR (X-linked Adrenoleukodystrophy, X-ALD) R—Fh&E
D X EHIREIRER, BHER, EFREEZ HERPIENYBIKRLERERSE, 7T
ZZRSERMEAR, WARAER, TEZEHWER. MARHEE. HRNERIR
B ERERMERTS.

§ﬂ:
E R/ RGE EERA
ARG EBATRED. BZAER. PERR. (TARE. ARREER. 5

. TRl

8L REARE. W, BT LEARKR. BHEEH. B, B5. 2K

1. BXERCT: BRMEMARIEEEH
2. BEEBMRI: MFRMETMMER T K TIESHE, BBEHK, Flair
GEMRE. FEHRETHR, BHRRZ DM, B2 R

FRENE KtEETRIL. NAA IEBAE T P& K Cho IEF
3. HmEYIRA: MAR. AREWE. BLRELZNABASHRE
R AR EER R i
EEE.

BmEE A ABcDT £F, BRTE AW 1000 ZHHRE, REXBEFEAHSIRT, THSRE.
RETBHENERE, 47%EP7E ALDP BIRX, 34% 7 ATP HERX.
GeneRev i ews ITRIZFE SN FIEEFRMIEEMT:

EH WA FE ZRAFZRHBREREN L
35 97%
ABCDT
MERK/ EES 3%

HERN: HEZRNF.

FERRE
https://www. ncbi. nlm. nih. gov/books/NBK1315/

-83-




EHEEIE

BRIREEXA:  Rett syndrome
£ & . TMEFHERFEH 1/9000-10000
®’ AR XEBIRM
BRTA :

FHEEE RTD R—MEERM/LERBWEHELBRER, SR, FHEAIE
fE. FEMAREEIE. EFERMIERER. RN ZHELAERE—RBEMATZHEXE
P[RS . ARBURER A MECP2,

RE:
ERBIL/ FRG EER
HE ARG 1RER. W, EART. FOERASZRENE. BEER. BEM
ZUHERE
B BHEME, SEEKES
Hite HRTESE. BT
HURLE R
LREHE 1. RE. 85, EEMEERT, BEZHEEBE (ChAT) MEME
EIRK, BT, B-WHBKTEAS, BMERTASRKEAS

ERA.
BURERE A MECP2 B R, RIBFE-CoG EEER 2 (MeCP-2 ER)
GeneReviews WRIZFED FIREFRNESWT:

ZRATERHEREERES L
k1 753
A e HAMSEEME | EAREESEETE
F35H 80% 40%
MECP2
MERBK/EESH 8% 3%

EEEDN: HFIEZRNF.

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK1497/
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BERH
BIRBEEXA: Moyamoya disease
£ & E. BAFHBFEAHS07, PEFRI.92/107
B’ & AR EREREME
BRTA :

BERXRAMESEMEME, —MEIAMNERR, =R A bk
(1CA) « K Bsimi Bk (ACA) B KB FR &1k (MCA) R2IAEBHHTIEIRER M E, MERIEHRBRE
& A ER M E SR . BT XMAESELENERDESZEE RO “BRE”,
BERA “IRER".

§ﬂ:
ERB/ RS FERN
REFEKRE . MMAFEANE. BEBETERMEY K. MR
mE HPKIRE . RMMEFR GEHEE). BNE EHEE). BEUR
(BHEE)

1L RHEeE. mERAAMMTRESE 10X107/0 LUT; miTaT#
&, SEIEE; # “0” AHS.

2 FERAE. HIRNESH MmN ERRERL

3. B EE S

LREHE 4. WRRE: RMAWBEMSHMISKES, FEz0h. EETHE
K

5.CT/MRI: RIAOE R MR M H M E FEFTA AR T T
EBFS. ORMMEBREFUTMHEDELTMHERE. OMEDRE
NEMRAR=HRMEES AR RRESLERLE. .

BEI.

BREREEN RNF213. ACTAZ, GUCYIASBR, RELBEBHERT, RVF21I3ER
1L R4859K. RABTOK . 14576G>A g B A ABEE MAIZRES, Guo 2 (2009) A Roder 2 (2011)
$RIB ACTA2 £[F R258H. R258C. R179H BYZETE,
HERT: B Sanger MEFEH=KMFE.

BRRE

https://ghr.nIm. nih. gov/condition/moyamoya—disease
https://www. omim. org/entry/252350
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i [ B

BRIRIEX Z: Lissencephaly

& & E. KA
B’ & AR: EREREY/ BREKILE/XED
B R

Tl EsHZ (Lissencephaly), XHRFiBiN, SRAMEEFEEE. fFmiymeE
LR SR, KK BSURRB O SR, URE LAREERSEARAL. ZHE
FAFER MBI ERE, HPTLMmpmknE, KExETEE REMEERE: mA
SEatEERM, (NRWAKMEEBED, BRAERNEX, REME /BT,
§ﬂ:

ERB/RG EERA

INKRER . REMIISREBIRE (BREIFEE). BRAIE (80%EH,
B)LETRE). BHEE (ERRmERG) . FRMBEREME. Nk
FIRIRFN I E AR

TREIRS R R A B AL, AT LAEH Miller-Dieker 4R & 1E,
Norman-Roberts 4R & {EEL Walker-Warburg L& IEERFBHI—EH %
%,

1 IS BY TP m Rt . A B ERRA T, ERHATHLBAR, KiB
SR, EEHERR, MMAE, B HESMEEBEHE.
2.Miller-Dieker LREE: MREE NIEIG. ZFEE. REEM.
KEFHIZN, TEEZE. AR, EREOHERE. SHERE
HEERBERMIEHLE.

3.Norman-Roberts {2 &¥E: X EFEMEFFEHKWNIER, HlatdxR
H. WEREETET. kK%

4. Walker-Warburg {R&HE: SRHTEMAATHFIHE.

5 X EPBI TR : mENFMAERE NES, RFEEE, £
KEBWMAEE.
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EEE.

PR E

BmER

TR EI B 1 BUANRE FR T B RAL

PAFAHIBT

Miller-Dieker Jchii[E W42 & 1iE

17p13. 3 L EEFRK (PAFAHIBI. YWHAE

%)

FolEEIRSH 2 B (3K Norman—Roberts LR & i) RELN
Jo B E e 3 B TUBA1A

TRl R 4 B (/00 SkBAR) NDET

To B e 5 B LAMBT
To B[l B F 6 B4 Sk N Ra TR KATNBT

TR EIR 7 B NAERR CDK5

To e e 8 B mres

Tehw B 9 B 8 ZR B RN T I WACF1
X-3ES T A B B 1 BURNRL R T BAR R Dex
X~ S T B B AT 2 BUAN B A FE RS B RORRK I ARy

Teh%

EEEDN: HIEZRNF.

BEXRE

https://www. ncbi.nlm. nih. gov/books/NBK5189/
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BIRIEX Z: Lennox—Gastaut syndrome (LGS)
£ w OE/
B’ & AR: BRERZIEEE
AR .
Lennox—Gastaut S {ER— M EMRER, HIHIREEGRRFHRNE L EHR .-
ZRMENEE 2 LB R AE.

§ﬂ:
SRS/ ARG EERA
WERGE RE S MERRR AN, BERNAERRRBE. AR
3k A
R ERE: BRIBR-IBES A (<2, SHz) U BEER h I AR % 1
. PR EEE 010 Ha) ;
RUERE FEFRE: 10%-30%89BJLAT7E MR LRI, SAtEscREHE
.
HER,

CHD2. CUX2. DNWT. GABRB3. MAPK10. SCNIA 5iZiffmHE%.
HESN: FiE—RNF

BRRE

https://www. orpha. net
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https://www.orpha.net/consor/cgi-bin/Disease_Genes.php?lng=EN&data_id=17370&MISSING%20CONTENT=gamma-aminobutyric-acid-type-A-receptor-beta3-subunit&search=Disease_Genes_Simple&title=gamma-aminobutyric%20acid%20type%20A%20receptor%20beta3%20subunit
https://www.orpha.net/consor/cgi-bin/Disease_Genes.php?lng=EN&data_id=19563&MISSING%20CONTENT=mitogen-activated-protein-kinase-10&search=Disease_Genes_Simple&title=mitogen-activated%20protein%20kinase%2010
https://www.orpha.net/consor/cgi-bin/Disease_Genes.php?lng=EN&data_id=15250&MISSING%20CONTENT=sodium-voltage-gated-channel-alpha-subunit-1&search=Disease_Genes_Simple&title=sodium%20voltage-gated%20channel%20alpha%20subunit%201

M. EEHEAE

PRIREILZ: Amyotrophic Lateral Sclerosis
& & B RETHRFXEAVIOR
& £ AR BEEEEME. BLREERRMEN X EBEE
AR .

MEHEMZEBENL (ALS) RERLEHHWET (KK, BT, 58, XEW2E TS
AT (A%, SHATAMM REZEAET. WA KEITANLR R —S T
TR -

RE:

ERPOL/ RG EERA
A ANL P BEA. MES. R
EREAL EWEYE. MEER. KK
FER AL PR R L 3 R O PR SR

MERE AL, RESTUHE. WmIBAERYE

1. BEEEE. TIEmiETRg
XRERT 2. SHRALEE: BHITHRHEIEERNZERN
3. EHFRRMNEMTAULENHRETHE

HER.

BUREREEER CIORF72, SODT. TARDBP 71 FUS BB, EEEFRGN, CIORF72ERMTR
& AR ALS B9 30%40% . FE HRSEREI A, Sop7 HE T ZSH KR IKME ALS B9 15%720%, TARDBP
N FUS BERE T FE E 2 5% R G-

ER S $talk BiRER | BEER OMIM
MEgGEMEELA 21g22. 11 s0D1 AR, AD
2p13.1 DCTNT AR, AD
105400
MERMZREL, 5 12q13. 12 PRPH AR, AD
22q12. 2 NEFH AR, AD
HEE RN/ SN E R MR 1 9p21. 2 C9or 72 AD 105550
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BRI/ SANERMERNL 2 22q11.23 CHCHD10 AD 615911
EGHNZEL 2, FLE 2933.1 ALS2 AR 205100
TR/ SN ERMEREL 3 5q35. 3 SQSTHT AD 616437
BRI/ SANERMEREN 4 12q14.2 TBK1 AD 616439
EGHNZEL 4, FLE 9934.13 SETX AD 602433
BEGMZREL s, BLE 15g21. 1 SPGT1 AR 602099
MR 6 16p11.2 FUS / 608030

BLE4R Mg 8 20q13. 32 VAPB AD 608627
BLELEMIZ=E L 9 14q11.2 ANG / 611895
BLESEMZREML 10 1p36. 22 TARDBP AD 612069
BRI 1 621 FI64 AD 612577
BLESEMIZRE L 12 10p13 oPTN / 613435
BLESMZREL 13, SRS 12624. 12 ATANZ AD 183090
AESMZRREWL 14 9p13.3 vep / 613954
BLESEMIZREL 15 Xp11. 21 UBGLNZ XLD 300857
BLESMZEL 16, F L& 9p13.3 SIGMART AR 614373
BLESR M ZREML 17 3p11. 2 CHIP2B AD 614696
BLESEMIZREL 18 17p13.2 PFNT / 614808
BLEZE4RM AL 19 2q34 ERBB4 AD 615515
BLEZE4EMZREL 20 12q13.13 HNRNPAT AD 615426
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BLE4M 1L 21 5q31.2 WATRS AD 606070
BLE4R M ZREL 22 2q35 TUBA4A AD 616208
BLESEMIZRE L 23 10q22. 3 ANXATT AD 617839
BLESR ML 24, HRAE 4933 NEKT / 617892

EEEDN: HFIEZRNF.

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK1450/
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PRIRELZ: Charcot-Marie-Tooth disease

£ B E. KETHMEAREHN1/0.25F

AR BLEEEREME/ EREERME/ X GERRERE
AR .

HEBBLZELEAE (Charcot-Marie-Tooth disease, CMT) XERA B 14IE BhRE L1205,
R—HBATEBHEERE S M IRRREERBU SR EERABEHER, BUREERBEHE
A% ABEEMER. HRERER. BRERAF, XEEQRIYERSHIEEEH.
R MR IEE. RIFEETTRMART LIS CNT 5375 1 B (CNT1), 2 B (CNT2) , 4 BY
(CMT4)., HEEL, X EL (CMTX).

%3,
ERE R TERD
mg MR T DB . BASS . FERE. BERRK
WERG | mEBRRRLME. RENABLRE. ARk
B 52 ENF
™ TEEASE. MERK. BAMR
| RE: REMAMANT GREESEE . SANHNHE
B P
RUERE | | . BERSMEIAE (AR S R S
BT, AR R B RERE)
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HHEA.
BRI E R AT RE R B ELE OMK2. MPZ, YARS. GDAPT ERHYEETZSH.

RENHH Bm¥HA EETR

PHP22 CMT1A/CMT1E

ez CMT1B

LITAF CMT1C

CMT1 EGR2 CMT1D

NEFL CMT1F

MFEN2/KIF1B CMT2A

Rab7a CMT28

LMNA CMT2B1

TrPv4 CMT2C

BsCl 2/GARS CMT2D

CMT2 NEFL CMT2E

HSPB1 CMT2F
wz CMT21/CMT2J

GDAPT CMT2K

HSPB8 oMT2L

DNM2 CMT2

GDAPT CMT4A

MTHR2 CMT4B1

SBF2 CMT4B2

SH3TC2 CMT4C

NDRGT CMT4D

EGR2 CMT4E

cuTa PRX CMT4F

FGD4 CMT4H

FlG4 CMT4J

BRI TR ATRE R B LT DMK2. MPZ. YARS. GDAPI ERMIERETRSH.
ONTX EBEEE . €13F GUB7 (CMTX1) F1 PRPST (CMTX5),
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GeneReviews YRIZAE S FIEEFEAERNT:

CMT1:
oA % 7ECNT1 I BURERE L 355
CMT1A 70%-80% PUP22
CMT1B 10%-12% /4
CMT1C "1% LITAF
CMT1D K5 EGR2
CMT1E 1% PUP22
CMT1F/2E K NEFL
CMT2:

Lod=E1 £ OMT2 PHIBURERE L ERFRERE
CMT2A1 K KIF1B
CMT2A2 20% MFN2
CMT2B 0 RAB7A
CMT2B1 K LMNVA
CMT2B2 K MED25
CMT2C 0 TRPV4.
CMT2D 3% GARS

CMT2E/1F 4% NEFL
CMT2F K HSPB1
CMT2G 0 12q12-q13

CMT2H/2K 5% GDAPT

CMT21/2J K ez
CMT2L K HSPB8
CMT2N 0 AARS
CMT20 0 DYNCIHT
CMT2P K LRSAMT
CMT2S K 1GHMBP2
CMT2T 0 DNAJB2
CMT2U FH MARS
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https://www.ncbi.nlm.nih.gov/books/n/gene/cmt2a/
https://www.ncbi.nlm.nih.gov/books/n/gene/cmt2a/
https://www.ncbi.nlm.nih.gov/books/n/gene/cmt2c/
https://www.ncbi.nlm.nih.gov/books/n/gene/cmt2d/
https://www.ncbi.nlm.nih.gov/books/n/gene/cmt2e/

CMT4:

fIRAFR £ CNT2 B TR E St A
CMT4A GDAPT
CMT4B1 MTMR2
CMT4B2 SBF2
CMT4C SH3TC2
CMT4D FKE0 NDRGT
CMT4E EGR2
CMT4F PRX
CMT4H FGD4
CMT4J Fl64
# 5] 2 CNT:
7E R (8B OMT BB
LR BAR EFESR AR
TEENLE
DI-CMTA 10924. 1-g25. 1
DNM2-related
intermediate Charcot-Marie-Tooth neurop D2
athy (DI-CMTB)
YARS-related
intermediate Charcot-Marie-Tooth neurop s YARS
athy (DI-CMTC)
MPZ-related
intermediate Charcot-Marie-Tooth neurop MPZ
athy (DI-CMTD)
GNB4-related
GNB4

intermediate Charcot-Marie-Tooth neurop
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https://www.ncbi.nlm.nih.gov/books/n/gene/cmt-4a/
https://www.ncbi.nlm.nih.gov/books/n/gene/cmt4c/
https://www.ncbi.nlm.nih.gov/books/n/gene/cmt4h/
https://www.ncbi.nlm.nih.gov/books/n/gene/cmt4j/
https://www.ncbi.nlm.nih.gov/books/n/gene/cmt-dib/

athy (DI-CMTF)

CMTX:
RS R Ecurx*ﬂq?’;ﬁﬁﬁ'ﬁﬁ BEGRER

CMTX1 90% GJBT
CMTX2 Xp22. 2
CMTX3 RIRX

CMTX4/Cowchock syndrome K AlFMT
CMTX5 PRPST
CMTX6 PDK3

EEHRM: EEZKRAF, 3 TF4E3E DA CMTIA, B PHP22 E & MLPA I
EEXRFBEREAEEE.

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK1358/
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https://www.ncbi.nlm.nih.gov/books/n/gene/cmtx/
https://www.ncbi.nlm.nih.gov/books/n/gene/cmtx5/

EXRMENTHhEEME

PRIREILZ: Congenital Myasthenic Syndrome
& & E. RFEEH28~15.5/1007
B’ & AR: ERERRE/ EREREN
BRTA :

XM T HEEIE (Congenital Myasthenic Syndrome, CMS), 2—FLURIEEFE
SEMZIAELINGERERRER, BEKNDIEREMME, ERFHE/LSBIL, B
RFILERBE.

RE:
ERBOL/ RG EERA
AL Hﬂl’ﬂ%ﬁ%‘ A ﬂi‘é%lﬂi’fﬁ WESRASS. AIAETIERE . AW
DAVFEREF R, MAXEMBHRKES . BERBMXTERE
FifiER R 0 0% [ ) S B B A BB R SR
. R % LR ANFNARSMLAT i INER B T EFNARBRIE FPERT . BEFLIS K 5T
P
Bk A BREAIE

1. EEERAM (RNS): TTHFHEMREIRRETM, W: ESEEM
PIEA{E B (R-CMAP) | #843> B {RFELZE S 10Hz FLFII R 7 tHE RNS
TREHE BRTE, FF7E 5-10 HEAKE

2. ZEAABHERES (AChE ) HNHIFIBYBRIER L. MLiE P ii CEEAERISE
K (37t AChR ) FNIAN 45 F BB (MuSK) HiRIRZ

HER.
BHEE TEH CHRVE. RAPSN. CHAT. COLQ 771DOK7 B, Hrh CHRNE BRETF LG R
FEg—% L k.
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GeneReviews WRIZAES FIEEFHMESNT:

ZRRS FRHBRERE ST
E 35 %3 P53 ONS AT & BL B
FEIIS AT MEEGREL/EESH

CHAT 4%-5% “100% KH

CHRNE 50% ~99% RE

coLg 10%-15% “100% KH

DOK7 10%-15% ~100% K

GFPT! 2% "100% KA
RAPSN 15%-20% ~85% =ik 15%

EEEDN: HIEZRNF.

FERRE
https://www. ncbi.nlm. nih. gov/books/NBK1168/
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EXRMEMER

PRIRELZ: Myotonia Congenita

& & B RETHRFEH1/10H
®’ & AR: ERERBRUESIERGAREE
AR .

SEXRTMEAGEE (Myotonia Congenita) 2—RUAEEAEKXAEEIGKRIA
—MREMEAR, &R TRAEHNE. REME. BENAAARRE—MERNEFEE
%, BA 2 MIBELE. Thomsen i E R EIKE IR, Becker FHE R BIRIREIRE.
RA.

ERBOL/ RG EERA
ARARAL A R R AR SR AR TR AR B
EERTERT . EEMERFML . NRERE, REESHATUER (BF
T EZAL
SWE
25AA AARRE. FREEAERSK. ALAANIS SR E SR
1. MiEBESHESRE R RERA TS
FRERE 2. AR (EMG): ERHHEME A LR A B AL
EEB.
BUREREA oLoNt BE, RELXBEOFELRE. EFTINBASRE. BHRE, HYR
T, HHEEIR, EPASREURT , BESHTEN N v d  TARARRERE, 4

40%~T0%H) BE A HBUR T &
GeneReviews YWRIZED FIEEFRME2MT:

EH Lot lbprS Z A AR BRERES
FH5aH >95%
cLeNT
MERGK/EESH 1%-5%

EEEDN: HIEZRNF.

FERRE
https://www. ncbi.nlm. nih. gov/books/NBK1355/
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https://baike.baidu.com/item/%E8%82%8C%E7%97%85/9964527

S HREFINEN

PRIREILZ: Generalized Myasthenia Gravis
& & B 2HREFEH20/107

® & AR/

BRTA :

EEMEN M6 RIEFERCEBERIEHRAENS. BREZEKES. MExsE5, £
ERRWEANAELRMER ZBERHZRNREBERSREEERR. HARREGER
S%iE. HHRERARE (MD-FERE BAEE.

BRIER S 2% KA Osserman 438!:

[ 8. RALE, RETNERFIRIN, AEZHNEBANBEAZER.

M#. 2578, F—AHAULN#ZER.

(1) AR BELGR, NEMHZESR, FAERIMZR, BETHEG. &F
M ERER, £EEEHE.

(2) IIBE: ELGR, NEMMIEZR, HHFEHRIMNIZRE, BEEHE. 5B
MEFEME, EFEAEEH

M2 EEHHE, BFA. #RR, AFRBEASKA RN RRERN, FENRRE
AN, A ERIMNZR, £FREEE.

VR IREABER, RELRK ZEHR, FHRFRIUA 1. A IBE, MERNTRHELR
ZERRFFRAN.

VE: MEHE, LRFEENTHNSENES.

RE:
ERBOL/ RG EERA
R MOBRIE . ZEEABFIZ R (AChR) Hiik
et} BF LBTE SH. HEEEM. WEERS. BFSNALH
A 53 i FRBREAE
Bif BETE
BLA BRiAEH AL T A
BiiE IR X

1 MEFRE: 29 80%90% A LU B Z B AEHRL 5 1A 1 14 AChRAb
CELISA R, B BEANAS 1% 2 IRES RER MBS (3-MuSK) #ifk#n
ARSI IR AT REAR I RO B .

XRELE 2. {ESES BRI (RNS)

3. ALERME: HIMERASGERNE, SRS E %NS
T—HHESEMINER.

4. CT/MRI: ] A% TR ARIE A sl BRI -
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HHEA.
SHEMEHBBEER: AXBMBHER HLA-11) FEE L HLA-DP. HLA-DQ 1 HLA-DR,
LHAETE LB T (BAFF) B A .

BEXRE

PEREZESWMEREESS. EENEASHMATHAEERLIAN]. PEMZRE
FMBRHERE, 2012, 19(6) :401-408.
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SR RIS

BRIRIEXLZ: Mitochodrial Encephalomyopathy

£ wm OE /
B’ AR: EREERIRME/X ERIRE/ ERAEREME/ ERiKiRE
IR A -

L RIKBRANYS (Mitochodrial Encephalomyopathy, ME) 2—%4H/0 AV RIALE#F0
(B MEREMSHATP SHAEMSIRUBMAAZRAENS REHERF, SHER
RI (EFRLHALIR DNA SRIZFN4Z DNA /2D FBL, Lok IRBRANSS E4E: MELAS RS 1E. MERRF
425 1E. KSS 42 & 1. Pearson & 1E. Alpers f&. Leigh 42&{F. Menke J%. LHON, NARP.
Wolfram L2 &1E

§ﬂ:

FRBL/ RS E-

ZEh. MR ERIE. MMEE. WKE. HiFKIE. BREEFUEN

s
WERE | waws. geR. 5B 060

&5 EHAMZE. RIEKEN. HiE

10 BE (D AEAE SR

AR B MMEERTE. RIMUFE. IERARE

1. APEH: RIDLRRF. [JE&AARIEHESEK

2. FRERSIRFIGE: MELAS R LA MILEKEEREDE. T, MMt RES
REPHEERES BESATRBILENH RREEMEET
B IR RHBRIRFERES, Alpers FIRE RLE LIRER. Leigh
A H9 CT 0 MRI FFAETEFT A MFRIERMER T . LK. MFERR
BHRGHFERES: M KSS MRMARBRL FRRXLTFARHS
BES.

3. AEBE: BUXEHBEAER MELAS. MERRF. Alpers A {XEH IR
AR R KR, TR A Bkt e, R BT DL A R E 4 A Y
MIBRLEZE . RINIERESE. T Leigh 5. KSS F Menke f5 B fifi F B
T MIAMRER, Bk SHEER TR D

4. MBEWRE. MBEABRAS. NEFARSAWRLERS

TREHE
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EEE.
% DNA SR

#% DNA RE

SRR IR A%
ERTR

YRADLEH T LY

Leigh ZAMFHEE S | SRk (MDUFSI, NDUFS4,
NDUFS7, NDUFSS, NDUFVT)

Leigh ZZEMEFESIR || 5K (SDHA)
BEREFTREEEM || 5REK (SDHAFT)
CAREFIRR (EE | 8RE) (MUFS2)

MAMZEHEINHLFRID (EEWE 1 BRK)  (SoAA)
R MAEFIZLER B B (B &K 111 5RK) (UACRB)

RADEEL R FHY

Leigh & 1E (SURF1, LRPPRC)

AR FNERERS & (Scor)
LALEFNRE  (SC02)
REREFARME/NERFE (C0X10)
RERLGALR (COX15)

Bafs. BTITRERIE. B/VER (FE&W 111 8%
(BCSTL)
iR (FEAR V 8K ATPAFD)

SRADENIE E T RY

Leigh SRE1E, BTIIAEERIR, FLERERRE (GFMN)
BB PE, K BEEBIER (MRPST6)
AL FNEX Lh L4 A 23 I (PUST)
BEREFAEMS /DKEE (TUFH
Leigh ZEEFIMIHE ISR COX BrZ (TACOT)

BEETFRH S TRk DNA kst

LRI{K DNA SH#E

B EKHITIEINRALRRE (POLG, POLG2,
THNK, SLC25A4)

LRI L E RN A (BHE R ER (L BB IR ZE)
(TYmP)
Alpers—Huttenlocher &4 (POLG)
HFKAHMEREREIR (POLG THNK, OPAT)
NLALSR/ B BEIEALZE4E (TK2)
BALR 5 BTThRERUE  (DGUOK)
3K AR, EEhERS, FA/ Leigh LFATEHAE
AZER R (SUCLAZ)
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TR

% DNA R

K3k, B, BVER, ABRERTE (RI2B)

LRRRALA S RCERZAE (A/FT)
RIS HATIR (TRMU)
B B WBEFIEXS RC SRZ (GFER)

Hite

iHEE Q10 BRZ (C002, COQ9, CABCI, ETFDH)

Barth R &{E (TAD

(D ALEFELBRES T B (R A ER R AR D)

(SLC25A3)

S HI K DNA 38725

TR

£ehifA DNA 22T

EH GHRESR)

ST MR SN AN R I
Kearns—Sayre R&fE

HERRINE &

HEERHIBER
Leber JBAEHARMLHE (LHON)
(m. 11778G>A, m. 14484T>C, m. 3460G>A)

BEHBRTR e ‘
el FRETEIE L LTSI & F AL B
& / Leigh ZZ&EE (m. 8993T>G,
m. 8993T>C)
MELAS (m. 3243A>G, m.3271T>C,
m. 3251A>G)
MERRF (m. 8344A>G, m. 8356T>C)
12 B AR IMNILAREE (m. 3243A>G,
. 4274T>C)
tRNA £ A "

B (m. 14709T>C, m. 12320A>G)
ILALSE  (m. 3243A>G, m. 4269A>G)
PEFRFINEZ (m. 3243A>G, m. 12258C>A)
BB (m. 1606G>A, m. 10010T>C)
JEEEMEEEEE (n 7445A56)
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https://www.ncbi.nlm.nih.gov/books/n/gene/barth/
https://www.ncbi.nlm.nih.gov/books/n/gene/kss/
https://www.ncbi.nlm.nih.gov/books/n/gene/narp/
https://www.ncbi.nlm.nih.gov/books/n/gene/melas/
https://www.ncbi.nlm.nih.gov/books/n/gene/merrf/

HERN . SREER_RUF.
BERXR
https://www. ncbi.nlm. nih. gov/books/NBK1224/
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BIREXZ:  Myotonic Dystrophy
& & E. SHRTHMRFEENHN1/0.8F
B’ AR ERERBE
BRTA :

BEMAMEFTE (Myotonic Dystrophy, DM) 2—FLLAEREFMEFARAIGK
HEMRERE, ZRABLBERBIERERE, RBBUFEETES A DM F1DM2 B, 23]
B OMPK 70 ZNF9 BERR T SH .

RE:
ERBOL/ RG EERA
P Mz Hﬂ%ﬁtﬁnﬁn?&ﬁ‘ RTEMEALS, FRE, B3, BF
P A% Fn 7 N )
1D BE RSEE. LB CREEE
AR B HBE
FBRAR R
AR ALTE. PRE. HHRTENLZ
BBiE BT BT RERERG
£X BE

1. KAMRI AT BATURD, WMES K, BEEAREHR, KR
EH. LIALREES, REEERMRN, FxTHMH

2. MEEKRE. ARNGEENRE, FRENAHNESSMEERE
LR=WE HER, AAEHMBMRRGER. SHEK

3. LEE: HSEFRUOERE

4. HBTHRE:. ARE

5. MiE4Kies. 1% CK 70 LOH ZAESEE SR ERS

ERA.
BUREE A OMPK F0 ZNFI BB, DMK BE 37 indEERIEX CT6 EE FFIFE I S oM,
ZNF9 BRE— M AT 8 CCTG R 1 S5 D2,
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GeneReviews YRIZAE S FIEEFEAERNT:

DM1:
N 3 b3
2H BT fﬁ#ﬁlﬂﬁ%&ﬁ&ﬁ&ﬁﬁﬁ
DMPK PCR EEMEELE M =4ZHER CTG 100%
DM2 :
N 3 iy
2R R QEMﬁiﬁ:Hﬁzﬁﬁﬁ
PCR EEMENEF 1 EERIMILEEL CCTG 99%
oNBP
FEHI E3]

HEA: HIE PCR+Sanger M (RS

BEXRE

https://www. ncbi. nlm. nih. gov/books/NBK1466/
https://www. ncbi.nlm. nih. gov/books/NBK1165/
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BRRMREENKDTE

FRIRFELZ: Primary Hereditary Dystonia

£ wm OE /
B’ & AR: ERERRE/BERERRE
IR A -

BNk 1 BERS 2 B E A AL A R AR S R LS E EAMIENFEN—X
KEERMEAE, BR—MIGKREEE, MIERL—%FF, BAMKAEE (dystonin gene,
Dst) REMY, MEEREFMNEARBFENMRER, NKNEBHERBGHEEL]N,
55654 4 DYT1-DYT15,
§ﬂ:

FE RO/ RG EERA

BLKNFERG . MHERRI. EFRE. ZRLTIR. WEER. &
HE ARG TRERE. THRE. S REBERE. HHITHRE (BE. 5.

BRI
SKIED EEBAK AR, mMAR. #HRE. MM
AR EER EE

1. ERAXBEFRIEH
XRERT 2. fRIERIM: DYT3 BBARIELKRARREMEREMETELR R
LR RMABRHE




REGE

ALK RS LR A i in S BRASHE BREFR
TOR1A ILESEFHPER AD
THAPT ILEHARIE, £mEMESLmE AD
E)\ Syl ANO3 ABAKRAIE, TERMESERS 1 AD
GNAL AABAENE, TEMESER 1% AD
KNT2B BRE., 251, BEEK AD

GCH1 % B2 RN AD, AR
TH % BERRK R AR
N3k 1 BERg SPR L ERRMN, IVRIRE AR
MEFRSEE |  ar7 7 WERITE XL
PRKRA BREREH AR
ATPIA3 RIEEAE AD
2 m*;ﬁg%g{* SGCE FETHRTR AD
PNKD 2 71‘1’5’&3‘13&%5?&1&9@1@11 AD

KAEMERIAN K

h\r{%ﬁ%i,ﬁ\sm PRRT2 EAEMEIZINIA R IS ERG AD
EHR SLC2AT | RAEMERIR DB S B S AD
ECHST ZAEER A DS T SRR AR

i AD: BRBIKBIMEE: AR: BREMRRMEEE: XL X EBURE

EEE.

BREE KR TORIA. TAF1. TUBB4A. SLC2AT. THAPT LR HE, RELLEMIEHSRTE,
GeneReviews YWRIZERD FIEEFRMNEZMT:

EH WA Ty Z A AR BRERES
F55 >99%
TOR1A
MEFRGK/ EEN A

HERN: HEZRNF.

BRRE

https://www. ncbi. nlm. nih. gov/books/NBK1492/
https://www. ncbi. nlm. nih. gov/books/NBK1155/
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HITHNERTR

BRIRIEXZ: progressive muscular dystrophy

£ wm OE /
B’ AR: EREREMNE/ BREERRME/X ERRIERE.
IR A -

BTHAMEFAR (PMD) 2—XHAFERRFEASBANREEMATIERR, HAHE
FEHEZSTTEMENATRIENA T HINESE, TRKER. F9 ML BEXRN
EHARR, B3 Duchenne BUIPLEFHFAR (DMD) FA Becker BRI EF A K (BMD) . HEfE LR
MEFAR. RHENEFAR., Emery-Dreifuss PLEFAR. AXMMERIR. RIE
BPEFAR. REPEFRAR. THBEINEFRIRMBEMNERIR.
BREEXENERTR, KRN EREARRBENEF AR, X454 Duchenne E (Duchenne
muscular dystrophy, DMD) #A Becker %! (Becker muscular dystrophy, BMD), iX4EfZ3{
HMAERELTRAXEERES L.

FE.
R/ RG EERY
AR qReE
DRE FKELOAUE . Tt HERiB
fi ST R, FERFE
it BTG, HEND
B s
BOED Gower fE, BRAKEH
BLA NEEALESRIEARK, B A

MERGE BHEH. KARR. BEE. RETER

1. MERKRE: ENERHERNE (0. MFENLIER M), &
ERERMES (PK). FLERBASES (LDH). WEERE HHERE (ALT) X
MR EREEEBE (AST) HEAS:

2. PR FREPALERIEN, ANEFRELD;

3. ALEBEFNALER;

4. LEE: SAHASEMOSTER. BERK. VI SEKSHETXR.

RHIQK. PREMBEURKRIESHEERE,;

5. CT/MRI: FMHAMAE “HMIMR".

XRERE
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BEA,

BB E D OMD B E, TR 1K Xp21 b, DMD B E 4573 dystrophin B (BIAEHEER).
EHEOREEFETSEMON S, SUTFREMEPMATYE.

EEEN: &k oM EE MLPA S RAF (& =R EIE OV 247

FERRE

http://www. omim. org/entry/310200

http://www. omim. org/entry/300376

https://ghr.nlm. nih. gov/condition/duchenne—and-becker—muscular—dystrophy#
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http://www.omim.org/entry/310200
http://www.omim.org/entry/300376
https://ghr.nlm.nih.gov/condition/duchenne-and-becker-muscular-dystrophy#

HEEMAERE

BRIRIEXZ: Spinal and bulbar muscular atrophy, SBMA
£ OE RNBMTHMRFREA1/15F. kEEEER
i’ AR XGEBIRMY

AR .

EPEEBEANZELSEE (Spinal and bulbar muscular atrophy, SBMA) X#R Kennedy 9%,
R—MER AR XEPRMEREMERARRATIEER, TERRTESWET. BRREM
MRS, SBNA B—HBEFERER, PERR, REARER B%ES, THHmis
RfE) A 6-12 5, RHEISHIR SMBEHEMEENL (ALS) HEINBHAAEE.
§ﬂ:

E R/ RGE EERA
AR EH GEmAE). B4 IEH. BEEE
IEHE FEREERRE . BIRERME . SRR
AR BHAELEL. BAER. B

1. MBEERE: 2/ zE5HAMERE. AAHNEXRB. WE
HSEEEFSRIE. EEEHNNIERNL (CMAP) FIRATIHEZEN{ER
fIRIRIE TP, BEEESERMEEREN. BRTBIEMEFENRN
IR E

2. BUEANE: ENEATHES HIESEENEIRE FEE ¥
Z Rl

3. SREKERG A BEBKTIBS S EFIEREIR

4. RERMRI BE: BRARAZHE

5. ERAZMESNELSM: B, DK TETARESR,
RAPIRBERET A RFEBRENRHNSE

XRERE

ERA.

HmEREN ARER, EEAB RERE—INET CAC SHAHBRESTEE N 8736 X%, ML
TFETE SBMA BEERA CAC =R HBHRERKE, EEEE =38 XAIA S5 SBMA.

GeneRev i ews YCSRIZIE N FIBEFANE 2T :

EHE WpTE AT AR BUR T

AR $B[E 5 100%

HEHRAN: &% PCR+Sanger N FFs EAE ik

FERRE
https://www. ncbi. nlm. nih. gov/books/NBK1333/
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https://www.ncbi.nlm.nih.gov/books/NBK1333/

BRI Z: Spinal Muscular Atrophy
% % ZE:. 4-10/100, 000

B’ H R ERERERE

BRTA :

HREMEAZESEE (Spinal Muscular Atrophy, SMA) R—iHEFEIKIZMIREAIHE
ARG . R4 A AT AE s 2T A B IR (L AN SRR S I 2 X AR AN T S FnAILE
4.

RE.

RIBRRERINTERZE, HH458:

0B HAEMPENLS. FREM. EES, —BRTF6NARNET:
18 6 MANKRIATESE. WRNE, BEAFEEE?2S:;

8. 6-18 NA %S, ERER, MEMAIRE, T%AIFEE 25 5L A:
HIZ: 18MARER, FHER:

WVE: RAHB%RE, ShTEERINAZER, FHEE.

A,

SMA BYBURELE G SIVT. 95%LL EERE A SMNT S S ERAFTE: SYERBEEN SRTRH.
M SMA EHHRRAETEREERS SN2 #EHA%.

HERRN: HEER PCR I MLPA

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK1352/
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https://www.ncbi.nlm.nih.gov/books/NBK1352/

PRIREILZ: Myositis ossificans progressiva
£ & E: 1/2007
®’ & AR: BREKBIEREE
BRTA :

BEATHEB A R BT B LT E L BERR (FOP), R—HMBEAFIL LA
9o, WABMMEERHEEE (B BRNER. XMELSEBRIIMSE (B8
SUBE EHFR. BECEERHTEHAE, N\FERNBEHTIE, AESEKBTEH
FHENRR. BEFP MALERERTERIKRMR GBIND.

§ﬂ:
SRS/ ARG TERT
KA BAMEHTARE. HSMHFARE. TAEE. THEFi.
SRR EE
MER BRI . IEIREEIE
B SBET, BINTASR. HTETREARAAR. BEMN. N

FMEMECR . PUASANRRATERAK . BERERARE . FIRHIMFEE.
BB RIS SRR, I8, E—E8E. \B/\8. B
HSE—E. F B AMNEERSE

BrE&. BAR Bk, REFREREIAK. AR, HTHERMBE R, BN
S6F, iEIRIAY, ROSHFLIRAN. RIALD

FiiiF=S M BE R TR KA SRR 2  BRIANAR Fh AR K A0SR A0 RE R D
TARRIBER. BRMETEL. SRS, BHMEFIRG

XL IE R SR Y h ARSI, T—BEE, 2048
MERIMELNERE, YT, SEB05),, BREES, X4
REERE | ARSI SHERR R R ENB LAY, 758K
A, RTELRE, SRESMAMNER.
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BREHY
ACVRI BARESHBEUAERETRAR. AR EE3ISBRSLEERR BIP) | 2F
FHBARREMRNE. AR BAGETHENES ARH, SEBHIFKE.
EABTEHBRMIANERKNLE, SERTABE (Bl hRRKE, IHBH
AL EHNEFBHABIRRRE,

BERRIRRE: FARNF

ERRE

https://ghr.nIm. nih. gov/condition/fibrodysplasia—ossificans—progressiva
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BRI : Hypokalemic periodic paralysis
£ & . 1 /100,000

B’ % AR BREARE

BRTA :

RS E BRI RRIE (HOKPP) BYFFAE R AEREMRA/K T T 0 (RSRIAE) HYAN P FRIE A AE .
EEBESREMITEBAHFEMBIBONA. FREEBEREE/IEHAETES.
W AT EU N SUEIR, FRE HOKPP BEMIEIME M AR . MEBEEISEB S
B, AEMEERMMEIK. —LEH HKPP B At S &R AR A MR iHALR .
§§:

ERB/RG EERA

A, BEAR | prmnpihsiig. RENE. Eh BE

1. M E R

MESRPEAR, BEETF 3. 5mmol/L.

2. 0EE

EIRPR5 QT EHAEA, HIMUK, STERTHE, THEFIEE.
RUERE 3 HLRE

RAERTAN B B °T B RALIRIE R .

4 BEREFERE

EOBEIFT, ORBIENE 50e, IR T ESHERR10UE, SR 1
NETIRERAL S . MR L EBETL.

EFEE:
FAWMHHERBERNT:

WE k.35 OMIM
Hypokalemic periodic paralysis, 1 CACNATS 114208
Hypokalemic periodic paralysis, 2 SCN4A 603967
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https://www.omim.org/entry/114208
https://www.omim.org/entry/603967

Genereviews YI3R Hypokalemic Periodic Paralysis B4 75 5%:

ASHHEABRERY
-5 HypoPP IAE T ZEE EEE R P HEEEGRE/ B
24
CACNATS ~40%-60% “100% RE
SCN4A 7%-14% “100% RHE
KH “30% NA

HERDN: HEZRNF

BEXRE

https://www. ncbi. nlm. nih. gov/books/NBK1338/
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. EEMERE
PRIREILZ: Leber Hereditary Optic Neuropathy
£ & £ KMN1/45F
& £ AR Rk
BRTA :
Leber B & R Z R 2 55 F 5REA S BRI IR 2 T A AR T B i M2 7
%, RIRERE I RE R .

RE.
E R/ RG EERA
i MAEELE. WATMHE. NEHEH. fOF A, PLMARME T .
MELK B B ERMEY 5K
1D BE DEERE
ALA IEFF AR

WERG AR, EIERE. KSEAMBLER. EERNK ARG, H
KA. ARHERE

1. B IRIR R S A Th RERE RS

2. MRIRFMEAFRFELE:

XRERT 3. MERAMNEFBEFESMPMBIRRL, NESEY K, A2
HMREMAMETR:

4. ERGIEE

ERA.
BEEERAERIKER, Hb, M-ND7 m 3460G>A . MT-ND4 m. 11778G>A F1 MT-NDE
m. 14484T>C 3 NEURMET R & 90%-95%.

MHE, RBE. ZEAUBUBEIBREMHPRESNR]. FERRTUESFRE, 2000,
3(12) :1202-1203.
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https://baike.so.com/doc/5745287.html
https://www.ncbi.nlm.nih.gov/books/NBK1174/bin/lhon-Table5.pdf
https://www.ncbi.nlm.nih.gov/books/NBK1174/bin/lhon-Table5.pdf

GeneReviews WRBUFRMHEETRESUT:

R

ERMER

BFERGHE

MT-ND4

m. 11778G>A

MT-ND6

m. 14484T>C

MT-NDT

m. 3460G>A

90%

m. 3635G>A

m. 3700G>A

m. 3733G>A

m. 4171C>A

m. 4171C>A

MT-ND4L

m. 10663T>C

MT-ND6

m. 14459G>A

m. 14482C>A

m. 14482C>G

m. 14495A>G

m. 14568C>T

10%

ELEMM: Ti% POR-SSCOP S ix L H —RAFF.

EEXRE

https://www. ncbi.nlm. nih. gov/books/NBK1174/
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B EGER (Devic wHL Devic ZEEEE)
PRIREILZ: neuromyelitis optica
& & B #HRFHRFEH1-2/107
” AR/
AR .

MEZPRR—MBKBEER 4 AN SHPEREZ RGBS REMERIERBEHR.
FERMBERMKTER (S3NMEETR) HRUESHERE. EXEGH#M, SREMBHE
B, ERARRRENN, HARREAHNBERIMEEEL. FATHELE, XHEE
N, BFEPEEANTMEX, BFEEPARESTIHE. ZFEPEPBRHBERKRBENE
RHRE WEE, BRABIEE TERMEN.

RE.
E R/ RGE E-
- %EE%&‘L?}ZE&?W.ﬁTB& if?E,é?Fk\ MELKLE BRI KEL.
REMHER. BRAMAASERS
A BIEEE R, BEREENAE EHEEERS
BT REB ORI, TEMEE

1. MiEE: MER. M. eRFHER:

2. MERNE: AYHFRGITEREREMEIES, LUKERAEA
=, EHRABERRRERS, vHREARESES, HABERN
ik

XRERT 3. REENRE. WREMMK BEREEEKTI KT22EES:
4. MRBFRBMA: ZHIKPIEE, HERREK,

5. CT/MRI: AZEUFIHEE 3 MERKE, EXTIKT2ESK
T, R RARAREL, REIEMTENETR, RTRALE
BEATAK .

A,

BREBUREA: EREH.

SRER: AEBERIE( HLA) BEE. KBEER 4( AP4) EE. AQP4 HikEE
E. D58 EE%E

BERXR

https://ghr.nlm. nih. gov/condition/neuromyelitis—optica

RFEWE, TER W% UHLSSBELALRRFRRESBERNMARARL]. dR5
MEERRE, 2018(4).
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https://ghr.nlm.nih.gov/condition/neuromyelitis-optica

PR € I AR

BRIRIEXZ: Retinitis Pigmentosa

£ & . BMTHEBER 1/4000

®’ & AR: ERERRME/ EREEREME/X ERRIE/ ERiRiR T
AR .

MMAEEETM (Retinitis Pigmentosa) B—iHLUHITHERXMAR BE EKINEE
RN HERRMABEMEM MR MERR . BAERA: BE (nyctalopia), FHHITIE
MEFEHR, REKBRNEMNMEETE (electroretinogram, ERG) BEFE LKA
FHIERYFAE

§ﬂ:
R/ RS FERA
P wE. BEMNERS. TRSER. EeE. IMBLERE. NNE
BENLE. ARE
1. BAIRNE: ERC EHFERE, HET BTtk 8 AR FIRE S
. THI AR, E0G E LP/DT (Arden tb, Bl Q{&) FARFMIRSUER
- 2. RERHKBEY: TRKGEMNESSE, AMBELESAE. §
R LB ER, EWMHBEZRBHNKEER
HHEA.

BT 80 MERLT R A SHIEESMESINBEERT S, Hh&EE WERR RPI.RPGR.
RP2, RHO. USHZA 5% MH .

HERDN: HEZRNF
HRRE

https://www. ncbi. nlm. nih. gov/books/NBK1417/
IRIZERERSHAEZERILIR, PEIWRBARE, 2018,36(7) : 481-488.
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https://www.ncbi.nlm.nih.gov/books/NBK1417/
http://www.cjeo.org/CN115989201807/index.htm?tplReset=qikan

MR B R

BIRHEXLZ: Retinoblastoma

£ m OB RNEHEREHN12A
B’ AR ERERBE

AR .

M AR B LHAESE (Retinoblastoma, Rb) R—HRiE T B 22 R LH AR AT MERE .
BERFIFUTILE, BEREEERME, LR, WREFKEMNESRE, BEHILEE
RERRAEMEME, BMAPERL. AESEEMARTLERE, EERBILES.

FE.:

ERBOL/ RG EERA

BEREAE. BEFLECA. ARERSSH . ML, AR, ERL. ARIKATRY AR

AR . .
Ri CHER” SMUL. BYERRISE U ARAS Z SN AL E K R

HERL K. Bl B, BHEAREERHEZEE

MES HEMREHENTR . HALNTEBEBINENRE. B

EHE SHEBERBEMEMELS

1. REBEEFNE: RASHEMR. FRASLHE. MMZIEE,
LR FL I K5 B 16 AR P B 3
2. REQE: ATRERSHER, HREFE 2L AEH

KT, RiENTREERMMETE, MREREAERK. AEETE
4, WERERARAGREST

XRERT 3. WARKMEREY: PG, MEEIRK, BHikiEE,
BAENEHEAR, KAHIRIR

4. HIEMMEEHE. ERALBREURT, BANEREE

5 RIL: BERDPELERUE (WA MSEEE (HVA) 24 /B
Hett 1%

6. FLEGRESEE (LDH) BUE A E: H/E7KA LDH ESFMEPRIE,
ZEHZWKTF 1.5, FIBRURR MR S0 A AT B8

EEE.
BUREEN BT EE, REXBFEASRTINBARE, REBESHTENER
Fois.
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GeneReviews WRIZAES FIEEFHMESNT:

EH BB E #E BRI EREBFEERAE S
FHIS R &R, M 70%-75%
MEFERK/EEMM B&, FE 8%-16%
o R T R AR R 5 4 B, B 25%
RS Bz KA
nyen HMERRK/ EEN il KA

HERN: HEZRNF.

BRRE

https://www. ncbi. nlm. nih. gov/books/NBK1452/
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75 MR

BRIRBELAZ: Diamond-Blackfan Anemia

£ & OE SRHEILEFEAST/10R
B H X EREREMHRE

AR .

Diamond-Blackfan Anemia (DBA) RYEARLIGRIFERE B RIERLMAMERM, BER
AEF AWM RAT. RMARBEE 2 SETHM, 5k 50%EHRIME N, XM
B (REWME. BEMLREERNRE). FRAMMRIEEGESR, NEE (W,
RERN, TRAMMTIHARENMESEE, SEBRETAL BERME/LTMBHIL
KB, DBA BEMIMBHEA N . BEE R BRSNS R RS MERR XK
hm.

HER.

BRIKLH 40-45%EHMEBFEATR, ERERNT, HAREBZEERED (RPs):
=H B HZER ZRAFTERHBFRERESLE

BRERASH F3I5H FE#RE/EE

RPL5 6. 6% "95% DREE
RPLT1 4.8% ~94% DREE
RPL35A 3% DR EH DRBEE
RPS10 2. 6% DR EH KNIRIE
RPS17 1% DR EE DREE
RPS19 25% "95% DREE
RPS24 2% DR EH DRBEE
RPS26 6. 4% ~76% DERBE

EEEDN: HIEZRNF.

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK7047/
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https://www.ncbi.nlm.nih.gov/books/NBK7047/

FBRIRFELZ: Fanconi Anemia

& & E. HRFHRFEAHO03I0F
®’ AR BREERIE/X-ESRE
IR A -

SERJRRM (Fanconi anemia, FA) REXMBRRBLESEPRENNER, BT
EXMEBERBERNL, AEG5ERRYE, BRFEHRY EXHGRRASHL H
FERZNMERRTHRERRSBMBREZ R, RUNENRFEERT, THREXE
miRFEAR R H TS

RE.
E R/ RGE EERA
KRk KREEFENE, RAABETENS “DIH4HH”
55 BRER, Ui, BESE. REREJILEFR. TREETR
EZ
I B SMIE. RS, BHEAEAR. EL. MR EBHERTY
MR EXRMEEME. REETE. B4, ESHKIE. SEROSES
MERE NSRS . SERMERNERK . DURECHREE. BMIARE

FHEE. RERIEMEEEZARNELE L. THESHE
ERREBERE | M kS HMBTE. LEPRA. EFEHRZ. BHETRBE

i3

ZED20% K FA RRATMME. SERXEMNLRREEEMEN B
e 55 R 1% BIEESEEAMEMAMERERANG . 5ELME, ULFEBEHA
MERE R

1 MRS AT MM L. PR . Bl
qERES
2. REFHRRE (BrrizAFOH): BEEABKETRRET

TREHE A A A ST N e 5 L
KEFIEZEE R C % DNA REAFIHP, AT @ IRET R AR R B AR AL
3. Western Blot 7354&i: FANCD2 ZEERM A% ZHR L
4, ERMAAAGTAAEEE: FA ZRBRAY G2/M HRARIE & RARIE 4
HER.

BB E N FANCA. BRCA2. BRIPI. FANCB. FANCCH%ZAEE, Hll FANARERE N .
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GeneReviews WRIZAES FIEEFHMESNT:

BRI EREBFEERAES

EH ZE B S5 FA BT & EE B

SIS BEEGR K/ EE MM
BRCA2 3% >90% KE
BRIPY 2% >90% K
FANCA 60%-70% ~60% >20 MxEfIEHIRE
FANCB 2% K RE
FANCC “14% RHE RE
FANCD2 3% RHE RHE
FANCE 3% >90% RHE
FANCF 2% RHE RE
FANCG “10% >90% KE
FANC! 1% K0 K

EEEDN: HIEZRNF.

BEXRE

https://www. ncbi.nlm. nih. gov/books/NBK1401/
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%55

PRIREILZ: Hemophilia
& B X RETHRFEER2.7/107
B’ AR XEBRE

B R

MA&% (Hemophilia) RAFHILEMREFHERZEMSBULIEF FVIII S FIX
ERER, RUABAMHHOKBERRGEHOAL., EhROEFFVI $ZAh0ERF
A (Hemophilia, HA); FIX RS A AR B (Hemophilia, HB). A A F1M AR B Bl

FRFIEIA .
FE.
R/ RS TERH
ESi LU, B HMBEAXTHOEE . LT
AE LA S B IRTE
JiikE5 RESME, MFARHMLARLE
S A PBAEH. KT
1 RMIRIE: BHRRTIRWAYEDS BROLERGRT 8] APTT REACHD, Hith
CEMEGRT(E) PT, HF4EEER Fib SO IERS TT. HIMATE BT, M
INREREE RIS PALT 2) IXIGIIIEE
REERE | ) emes mMGHIES, FEHOSNIEEED
3. ERMESEMEARN: BMEF VI FEHEEK (Em A, SRnEF
IX EMEREIR (M&Z5% B)
HEA.

BUREEN FET FORR. FEEEREKR, BIRERLE 3000 #, BMABERLSHTHR—E
A, SNEF 14 RESERHIET, HABREZREMNERUBBRENE, MAR
TRALR, AT 22 ARRERNLRFIRELMNES. HEREWNE)D, BRERY
B 1000 Z#, LUEX REFMENRERER.
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GeneReviews WRIZAES FIEEFHMESNT:

ZRAFTERHBRERT L
3] WA T
EFEE M &5 A RIS R R M R 5R A
R T SRR [ 2 47 ~48% 0%
F8 ezt ~43%-51% 76%-99%
SMERRK/EENN 1.5% 0. 2%
H WA Ty Z A AR BRERES

o F5I5 97%-100%

EEEGRK/ EENT 2%-3%

HERN: HEZRNF.

BRRE

https://www. ncbi. nlm. nih. gov/books/NBK1495/
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PRIREILZ: Sickle Cell Disease

£ & . EETHEBERN1/1000
B’ & AR EREREME

AR .

SRR MYH (Sickle Cell Disease, SCD) R—#% R&G&HK, S—altEk
FHHREREREGX. NAEARAESBLIMAMBRITETNME 7 £ 2 & ARIZER
#ib. NAERERESET, SELARALRRER, NTISBLIMERTRE. &
FHRNBLOHEMSEHE, HERIr-Eamesim.

ERBOL/ RG EERA
me WIEHAZE. fisE. FL
Bif SEMELRATE
MR MEERAETR . DhREIETCRE. BRI
7% KTRIERTE. XTIFBRYE
HERL BER. K2 ZH
FHEARL BHREREDE
TRERE MFSH: EFTAMERM. ﬁl\lﬂﬂlllﬁﬁfmfﬁﬂ&”éléﬂlﬂﬁ\ %
ARMMECREOMM. IIERHD
RE:
EEB.

BmERAD B EE, REXBHSRT, BHREQERE E—MEENER, &R T REE
MIEE Mst |1 BI—MRBIGLEAIERSHT SCD.
GeneReviews BERIZFE R FIREFHRNESWT:

H WA Ty ZAG AR BRERES
55> Hh 100%
HBB
EEEGRK/ EENT HRE

EEEDN: HIEZRNF.

FERRE
https://www. ncbi.nlm. nih. gov/books/NBK1377/
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M piE R M
BIREEXLA: Thalassemia

& & E. KA
B’ & AR: ERERRE
B R

BREO SRR MR A PSRN ARG TR, R—EEEEE MR MR
fm. BREAHENS FEMREREZHRBERERN. v. 6. c MPHREAEFAN “ b &
BEi&”, ¢l BREEEMN “ o BEK". EFABRXBRAEHEK 2 N« KEFER (a
a/aa) EREBH cHREAE: BRXERASHK 1M BREEESHEBH b KRE
B, BTHEAEENRASARE, RESHERSBAR. PERMSH B
BRI, 5 pEFNSE AR, HAklafnpiGRMKAER.
RE (o PigTRMm):

ERBL/ RS EER

MK AL MIEEFE
[CEgEazyil ZHA

REFFEERE
REF TR
RB%HR

INFIRERG
g3zl EA
BRTHRE T

EHRERE
BB X

BE. RERE

FE (0 HHBRM):

EREIL/ R EERT
nAEESE
WD
Wi, RBRGE .

TS
HIEERE
BEATRE BEABTE

SBEE

REHA
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https://baike.baidu.com/item/%E8%B4%AB%E8%A1%80/1080
https://baike.baidu.com/item/%E5%9C%B0%E4%B8%AD%E6%B5%B7%E8%B4%AB%E8%A1%80/1648282
https://baike.baidu.com/item/%E6%BA%B6%E8%A1%80%E6%80%A7%E8%B4%AB%E8%A1%80/88088
https://baike.baidu.com/item/%E5%9C%B0%E4%B8%AD%E6%B5%B7%E8%B4%AB%E8%A1%80/1648282
https://baike.baidu.com/item/%E5%9C%B0%E4%B8%AD%E6%B5%B7%E8%B4%AB%E8%A1%80/1648282
https://baike.baidu.com/item/%E5%9C%B0%E4%B8%AD%E6%B5%B7%E8%B4%AB%E8%A1%80/1648282
https://baike.baidu.com/item/%E5%9C%B0%E4%B8%AD%E6%B5%B7%E8%B4%AB%E8%A1%80/1648282

FERP X BEREY K

TEARTN BERLIR AE —#5A

58 28

MAXA AAEH

B, HLE. MAERE

BEERRK SHRZEEMRER

REA% BER

FFR BFRERIE

RBEELLALRE (DALY XFNiE/E

Ak $TI BRKER T

/R D R VR 138

ARG BRRk MR TR —&H5A
1. LIZREAR MR IS
2. I8 40 (4 Ay 4R AR 43 #F7)
TREHE 3 MAEARK. MAEE A2 EEBNEMMLAES F EEN
E
4. BRSES A
HER.
HBATF0 HBA2 g o HirhiE 3y A BmEE .
HBB 73 B Hi PG R M A BUREE .
LORB 3y « ¢ #0B A iGR MABURER .
a thRE R M A FEE
3] WRFE ZT R BUREF R A
BrE WRE DT ~85%
HBAT T HBAZ FFISH "15%
RESHT <5%
B ith FRiE 2 M A FE 51
Foov| WA T ZT R BUREF R A
F553 4 JLTF 100%
HBB
BirEERK-EE N =)
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https://baike.baidu.com/item/%E5%9C%B0%E4%B8%AD%E6%B5%B7%E8%B4%AB%E8%A1%80/1648282
https://baike.baidu.com/item/%E5%9C%B0%E4%B8%AD%E6%B5%B7%E8%B4%AB%E8%A1%80/1648282
https://baike.baidu.com/item/%E5%9C%B0%E4%B8%AD%E6%B5%B7%E8%B4%AB%E8%A1%80/1648282
https://baike.baidu.com/item/%E5%9C%B0%E4%B8%AD%E6%B5%B7%E8%B4%AB%E8%A1%80/1648282
https://baike.baidu.com/item/%E5%9C%B0%E4%B8%AD%E6%B5%B7%E8%B4%AB%E8%A1%80/1648282

HERNKE: o bhERMESEMRIEES PCR. PR K EHARIER—
KRR BB MEE—KMEF.

ERRIR
https://www. ncbi.nlm. nih. gov/books/NBK1435/
https://www. ncbi.nlm. nih. gov/books/NBK1426/
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https://baike.baidu.com/item/%E5%9C%B0%E4%B8%AD%E6%B5%B7%E8%B4%AB%E8%A1%80/1648282
https://baike.baidu.com/item/%E5%9C%B0%E4%B8%AD%E6%B5%B7%E8%B4%AB%E8%A1%80/1648282
https://www.ncbi.nlm.nih.gov/books/NBK1435/
https://www.ncbi.nlm.nih.gov/books/NBK1426/

AR S fE

BIRSEXLB: Erythrocytosis

& & E. KA
B’ & AR: EREREH/ EREKERE
B R

KR LL A AR % FEFFAE 7 T 1B L1 40 A & A0 M £1 25 |9 PR A2 480, L1 4 ARAE 4R A X EPO
BB R AR EPO KT, T MARASERERNE, EMIRAM AR FEMN
B, EEARRERY, ARRASRKEEIRMESE.

R
R/ RS FERY
O CAVEE . BIREKER. SILE. SME MR R
IR 55 R IR F 3
BEED BB
FBR, EERfLE | ZmE
wa K. kE. M
ARG S AE. MBS, ML AEM. BNmIER.
g% MAEAMEREFMN . LMMEERMRRMAIRLMAEE R R
BB R
HEFA.
BRI XK ERRFRUNT:

1% 35 OMIM
Erythrocytosis, familial, 3 EGLNT 606425
Erythrocytosis, familial, 4 EPAST 603349
Erythrocytosis, familial, 2 VHL 608537
Erythrocytosis, familial, 5 EPO 133170
Erythrocytosis, somatic JAK2 147796
Erythrocytosis 6 HBB 141900
Erythrocytosis, somatic SH2B3 605093
Erythrocytosis 7 HBA2 141850
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https://www.omim.org/entry/609820
https://www.omim.org/entry/606425
https://www.omim.org/entry/606425
https://www.omim.org/entry/611783
https://www.omim.org/entry/603349
https://www.omim.org/entry/603349
https://www.omim.org/entry/263400
https://www.omim.org/entry/608537
https://www.omim.org/entry/608537
https://www.omim.org/entry/617907
https://www.omim.org/entry/133170
https://www.omim.org/entry/133170
https://www.omim.org/entry/133100
https://www.omim.org/entry/147796
https://www.omim.org/entry/147796
https://www.omim.org/entry/617980
https://www.omim.org/entry/141900
https://www.omim.org/entry/141900
https://www.omim.org/entry/133100
https://www.omim.org/entry/605093
https://www.omim.org/entry/605093
https://www.omim.org/entry/617981
https://www.omim.org/entry/141850
https://www.omim.org/entry/141850

Erythrocytosis, 7 HBAT 141800

[Erythrocytosis, familial, EPOR 133171
1]

HERDN: HEZRNF

BRRE

https://ghr.nIm. nih. gov/condition/familial-erythrocytosis#genes
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https://www.omim.org/entry/617981
https://www.omim.org/entry/141800
https://www.omim.org/entry/141800
https://www.omim.org/entry/133100
https://www.omim.org/entry/133100
https://www.omim.org/entry/133171
https://www.omim.org/entry/133171

g REEREE

PRIREIL: Myelodysplastic syndromes (MDS)

% % ZE. 1-9/100 000
=t AR/
BRTA :

FEEEE F LA (WDS) B—ER RN RS TR, EfHERENT)
RET, SBUMMAMITEIR RELMIRM, FEFHRED SIS MR (AML.
MDS FIARIEFASFHFHEM S AL, MREHEAMERM (RA) HEEMRMER M GI R
i) (RAEB), —(BEHFIFALNE R RIFKMTUEMA (RARS), ERBRT M

HMMEZE Rk PR E SR E,
§ﬂ:

FREL/RGE

EER

B R B, BERERE. WEMMAEEHE. KKRH

xrRERE MAAMBHEREFIMABEFR, 1 MRS MER (AR,

B ERAER MREEEMS L.

HER.
SF3B1. GATA2. TET2. ASXL1 ABUHEE.

EEEDN: HIEZRNF.

BRRE

https://www. omim. org/entry/614286

-135-




BRIRHEXZ: Chediak-Higashi syndrome

% & E. 2£IkAE 200 FIIRE, FHEL 20 Fi
B’ AR EREIRERE

BRTA :

Chediak-Higashi ZRETE (CHS) XFRAXFRALRMEAMMBNFEESE. FER
MEERAEEMEE, EEFRERRMRAABARESHIBATEFERE (lysosomal
trafficking regulator gene, LYST) LYST EEMREHEESBRE LYSTEQMNEK. BF
MEARFEELFHZATRE, MERNEREXAEE SERBERTRKEEIERE
ALE, A5 EERFEMIGKRER.

§ﬂ:
ERBIL/ FRG EER
ARED RS, REKRE. HITHAESE N AAORT. WU LETE. SR
WERE. AFERDR. BITEXR. EREETESKERE
REEXR HERTARMKERRAZABDE, AR ZHERE. TABHNR

BMURKERBEIREHFK, BREE, LA, FNFERR
ARE. EXATIE HEHEACIFHBETSE

RERG KR ERE. ERABBEAK. PER. MR, KEFMN252HK

MEMRLFI | AkA. RO, REEAD. FFRA. KEERNESE. FELRKE
Bt FRHEANA. BHEHL, SN, ERHKESD
ORISR, BR. RFAN. . ELUR RIS TRE

1. MEMR: AIRIASMMMRY, LLURMABRINMMURLY HF
2. Mgk R4RRE. #ERRE. M VRP I KRB RSB, B
MR, XNTE, ZWSEYE AEIRRF-—HHEBE, TR
iR ERE, FRARERZRE. REBTE

3. BHER: RARARRFORMEATLAEERL, FHE XA
BOREBR 1R 2 SRIRAFHED . NARRERRIE R ERBFBRSN, EEFT
XRERT SUYEEIRER RN, REURATARERRASITS KNTFEH
RFEZEHR, SREFTHNKA, EERFTAESHR 10 FUE. 1t
FHA-MEXMEXTHR, ASBISLYEE. BRIEHIRES,
BIABSAER, TEMUEIAN. RRRAREGAEIRIFBE, BRER
K. BRAMERTER=RREN. FFIREMAE S 85 BB R
AT R O EERR, ER. ERAMRARAERE. ARE
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HEER, PRRLILGIBAEEIN. MR, FUEAR, HesR,
B, FRERTNIRERMETE

ERA.
BUREREN LYSTERE, RELBFTERTNRETHBHURE.
GeneReviews WRIZFEN FIREFRMESMT:

A W FE ZRAFTERHBFRERESLL
FH 5 90%
LYST
HMEFERK/EEDT K
Hity REX PIESS

HERN: HEZRNF.

BERXR
https://www. ncbi. nlm. nih. gov/books/NBK5188/
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+. (DIER

EMEEETE

PRYREILZ: Brugada Syndrome
£ 7 OE. MNTHERRER 510000, TMEEN (AEEEBAMKREIEL)
& £ AR EBEeKEE
BRTA :

HEMIKLEEIE (Brugada Syndrome) INLINRM—HURERZEFELEREHR
FRRIETE, LFE KR EH, BRRRORE ST BERIERAERARZEFEIT (RBBB)
FHFIERIFIRAE -

§ﬂ:
SZREOL/ ARG FERH
ARG &§#1’E§Jﬁ (BERBRE), FEERL. RIERWY, FRXIE
0 B3
D BE DEERE. EH

(LEERE: 2002 £ 8 ARGM ORISR L REFES A SR,
Brugada £REFE/L FE[EIRY ST B TR ANZSHT, E A FE E B AT LA
ER—MBES LERNEE .

1B BURHEEERST RSB ARHE, RIA J KBS ST
TREWHE BIm=2 mm, (R TIREIE, STRS TRZBEROJTERMLES
B

I;‘lJ JIRMEE (=2 mm) 51 STRTHRENRE EREL LA F>1

, EREEESNE T i, MR DEHEST RER
1l *;.-_‘J AHFTSEC ST BRIAS< 1 mm, ALIRIA DR "R "SE

ERA.
BRERGSNMEE, HELHR sovoa £E .
GeneReviews BERIZFE D FIREFHRNESWT:

HEES RS A ZRN AR BRTERA S
£E =] . e
SEERSEE | griag | axEss/ BT
SCNSA | TENELZREIE 15%-30% >95% K&

HERDN: HEZRNF



http://baike.sogou.com/lemma/ShowInnerLink.htm?lemmaId=7735196&ss_c=ssc.citiao.link

BERXR
https://www. ncbi. nlm. nih. gov/books/NBK1517/

¥ Q-T AL EE
PRIRELZ:  Short QT syndrome

£ wm R/
# £ AR BRekEH
IR A -

%2 Q-T [@HALRS1E (Short QT syndrome) RIEERLXIMABY QT @R TFESEE/ L
BREGSE. RETHYER, AT A% & 1%EE T F4FEMEE OT. §TE185E 0T FRAHK
RE, g H. KEME. KFIMAE. SI5ME. XBEHENE. FHEXAIMERS: =B
HIEBENEREFRRELIE T WEEE. 50T ARIA—IHESIFALE. AEE
oT S RETEREE, RAEREEA— IS A SRR F&EE QT BHAFEY
BTEELE, RTAERRE% A EER ZS R RIEHR T
FE.

ZREB/ RS EERU

HE AL (B 2R metH

FREOERE (RNMOMTE. BHEE. SEER. BERED
1D BE . BEES. TEKEECE RERORAE FUHRE. Bt
LERNE R, LB EFEE . EMEE. ER. OEHEFEE)

(LEEWRE: QT [BEI%E T 300ms. JLFEEARR ST . TiEFASEXHR
XRERT BRI
24h DREME. AR T BRSEREAMUERE

HER.

BAERAM SOTS B9 6 MRAEFRTER, B 3 NMHBEEEE KovH2, KCNQT. KCNJ2 TR 3 4R
L AMEE FiBER a1, B2b. 81 EA{SAYERE CACNATC. CACNBZ FN CACNAZDT, FREZZEFL
FEASRE, AT ZRAFRER, TERTHAINERS.

HESD: HE_RNF.

IE=-E 3

https://ghr.nlm. nih. gov/condition/short—-qt-syndrome#diagnosis
FRARE. 0T B SR 0T REFELJ]. PELEREFRE, 2005, 9(5):364-367.
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IURES B OIS 2 R =R 10 B TR

PR HELA:  Catecholaminergic polymorphic ventricular tachycardia
Z & OE BMEHRRENINT
& & AN BRERRE. BREKEN
HIREEA .

ILEERRR U ME S MR MR OBNITIR (CPVT) B—MREAMOIREL, SAETESH
FRMECHER. 0T BHEENEVE, LUSHSIEEHzE BN At S B EEE el
R, SBURFRANEETE A FHE .

RE.
SZRPO/ ARG EERT
hia R EHHEEHHNFERR. RENERER. k8. 25%0. FE
R EIRTER. 1R, fhiE
1D BE BEOCERE. TR, EW. ZER. BH
DRERE: WEE VT, EARZEFEBRERTRIRAREHL
&

THRERE EHHFARE: HO0FAT 120-130 K/HE, FRENER, ME
ERHAMARZRNES, 2EHEN=HRE, ARUALESHE, &
AEH MR NEE VT, RETEFEEHARSEOELE

ia:i;ﬁ RYRZFN CASQ2 BH, REXBMEFEHARE, ENMMWASREREBRERS,
E R XS B2 ERHH.
GeneReviews WRIZEN FEEFRNESNT:

o ZEE S CPVT Fiy ZERNEFRHBRERES

i FFFIS 47 EERRE/ EEN

CALMT A% “100% KA

CASG2 2%-5% “100% KA

RYRZ 50%-55% 799% KA

TRON 1%-2% ~100% KN

Hit 35%-45% NA

HERN: HEZRNF.

FRRE
https://www. ncbi. nlm. nih. gov/books/NBK1289/
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K aT REAE

PR HEXA: Long QT interval syndrome
& & OE. BMTHAERER 1/2500
& £ AR BEeRRUERELERRE
HIREEA .

€ QT 28 1E (Long QT interval syndrome, LQTS), RLULEE L Q-T [BHAEKFNE
MOBRENFEN—MBEFEER. ERLERIKHEEER (Torsades de Pointes)
SHEREZRL. BREARRERENIZENHRERK, XM LTS FELEREEZ,
FRA Jervell and Lange-Nielsen ZZ&1E.

#D.

ERII Rk =ERH
N DEKE (RHABRER). LOHEE. BW. B, BEOCEKX
oA . B

HERG B BeEH. R, S, T BERKE

CEERE: o-T BHAEKEEE (-TBHEK. TERX, AEY
. JEHEE, uiRERKX). BERAERCBEZSES OISR,

THERE s S S FRARIE L REEE X
SEHRBMBE, HAHLERATLEEH. RIEREATE TR
BEXE, FEEIEILEH

HEE,

BREERZEDH 15N, HP KONGT. KONH2, SCNSATEZERELLQTS & 70% LA £, Hih3eE
A4 5%, BMEMRNETE CHA 15 NER, AMRMIE 15%-20%.
GeneReviews YWRIZED FIEEFRMNEZMT:

E.371] LOTS RE | ZEEFHLOTS Ff & bL ] HEA AR U BRE A b

Foath | MERRK/EE
KCNHZ LaTS 2 25%-30% 97%-98% 2%-3%
KeNgT LQTS 1 30%-35% 97%-98% 2%-3%
SCN5A LQTS 3 5%-10% K KE

EEEDN: HIEZRNF.

ERKRIR
https://www. ncbi.nlm. nih. gov/books/NBK1129/
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https://baike.baidu.com/item/Q-T%E9%97%B4%E6%9C%9F%E5%BB%B6%E9%95%BF%E7%BB%BC%E5%90%88%E5%BE%81/1612706
https://baike.baidu.com/item/Q-T%E9%97%B4%E6%9C%9F/3470846
https://baike.baidu.com/item/T%E6%B3%A2/8286451
https://baike.baidu.com/item/%E5%88%87%E8%BF%B9/10111463
https://baike.baidu.com/item/%E5%88%87%E8%BF%B9/10111463
https://baike.baidu.com/item/%E6%98%8F%E5%8E%A5/2826644
https://baike.baidu.com/item/%E5%AE%A4%E6%80%A7%E5%BF%83%E5%8A%A8%E8%BF%87%E9%80%9F/7990814
https://baike.baidu.com/item/%E5%BF%83%E5%AE%A4%E9%A2%A4%E5%8A%A8
https://baike.baidu.com/item/%E5%AE%A4%E6%80%A7%E8%BF%87%E6%97%A9%E6%90%8F%E5%8A%A8

BB K%

BIRHEXLZ: Coronary Artery Ectasia

z ®m OE /
& AR/
AR .

TEARENBKA 3KS® (Coronary Artery Ectasia, CAE) R—/b RIBZA 5 iR A MRS/
BRE. DRI KRR OIMERIRENBKEEIRIESSRIBIEY 3K, —AEABTIEER
FrERET 1.5 &, CAE ARAE RAMRIIEN —MREIIE.

RA.

ERBOL/ RG EERA

LM R DR DAETE. mEOEKRE. O BR

TBRAKBEANE : BHOEH RIS EIRE, TGRSR
Bk E. HEMGLHEREER, TR UK EBRN S 2 M (12
M J5 s M AN R PUE RS R ) | 1B AR AR I i & P 28 A R HH AR
R

TREHE

A,

BERRAESELEEN G BEREM. BRI RADN fMCAE HXERFENTH
B HLA-DRB1*13, DR16, DG2. D@5, EFREBER (MIP-3). \% 8-F BIZME DNA HEEAL
B1 (h0661) . AERBE—ELRESHEERE (eM0S). MEKKEHIEERE (ACH) BIFEA
WERRRT (D EREE) &,

HESD . REBRERERIK, TE_RAUE.

BERXR

BamanTS, ColeJH, Devireddy CM, etal.Risk factors and out—comes in patients with
coronary artery aneurysms[J].Am J Cardiol, 2004, 93:1549-1551.

EXETRE, AR KB B SREOME R R (V] D ME R FFE, 2011, (2) :263-265
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BIRKIXLE: Hereditary Angioedema

£ OE BNEHEREHNIU/SA
B’ & AR: ERERRE/BERERRE
AR .

BAEMEME KM (Hereditary Angioedema, HAE) =2 M T &Mk C1 gl 0 & 7
(Complement 1 esterase inhibitor, C1-INH) %£XERZFF5IE, ERISEREEXIEDN
SRR MM B WA KR . BRI B FNENE 5 R BR R E L E AN AR B R . KB
BOFRER R AR ) B TN AR AR NGRS T B4Rk Bih

RE.
E R/ RGE EERN
KBh RAEMR TAR. BRHER EIFRERRIEKM, JEMPAEE
BiE MERt. BEIS. BEE. REER
15D Kk SHER
LREHE MEE WS M7F c4 #0102 & B, C1 BEEBHIRIMIR D HINEET
&
EEB.

BumER A SERPONGT. FI2ER, ERTREFERANSRYE, BSLIRE 150 ZMAEH
HETR, ERMAEARTHEMRE.
HESN: FiE—RNEF.

BRRE

https://ghr.nIm. nih. gov/condition/hereditary—angioedema#diagnosis
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https://ghr.nlm.nih.gov/condition/hereditary-angioedema#diagnosis

PRIRELZ: |diopathic Cardiomyopathy

& & OE. LSTEEMCAIFTHEFER 1/500
B’ & AR: EREREM/ BERERRE
BRTA :

BRMEOIR, KIBIERMFELEA S AT KECMNFE BIFRMEOMRE . RES
CALR. REIESEESCIR. BUBKERALECIFRSE, URIMERL. ik
(LRER (DCM) BOFFAE R 2 0 B O O EFITIEY SR FIULARTh REREMR: DOMBE S HIIUT
R —FEER: O A TIBER OKBR. SHAAEIR ., PE R MR B FERE ) /R0 DB O
% EHFREY) /(trSRFHEFOREER (DOE2MB), SFFRN. BEECN
% (HOW4FERLCEBRIRE/HEE, AERZERAEE, CERBRT/ . ERNERSETF
2R HARERD). WE. OIF. Bt SRS/, REMECAIFLC REECA
FUEE A E, OCERTN, AEFRINGERER A E.
§ﬂ:

FRBL/ RS E-

MERE MERFREEE, MAGSELRE

ERE. BE=SER. CEHOCERE. RO NRE. LER

;i3 &

1. EBE O ERN/SUO AR GUBE MR
LRENHE 2. fRAERIALURIES . A LUAARREL ALY
3. RikmELMSFEEMEN

A,

#BiT 30 NEEMBUR LT R LT KELCASAE (DCM) B9 40%-50%, DCM BUFEHE G11F
TTN/ LMNA/MYH7,/MYH6, TNNT2,/TNN13/SCN5A/BAG3 FEH (I3 2) . HOM BIBREEH 26 1,
RELHRERRD sarcomere MIARANMHP—MER (R3HFEH) HWBFEES,
4 MYBPC3/MYH7 % .

GeneRev iews Y% LMNA FEX B DOM & FifE F 4 NE 2N T -

H WA Ty ZAG AR BRERES
FHISH >99%
LMNA
SMERRK/EENN unknown

-144-




GeneReviews IR FIEIE DOM HHEER M S FIREFER

T

ZERABRE
ZH = I H3(#2A5 DCN ZirERER
B
BERAKEHE
LGMD2J
. . ~ BEMASE, w /B AR AL
v Titin (AUKER) 10%-20% o, Ei, igﬁﬁwnﬁ,ﬁ
25 AL ZE 4R, IRERY
JRERRRRA R I51PERT
CMT2B1
: AP ESRE
LA BHAREBRN 6% Hutchinson—Gi | ford R REELESE
B RLR RS
LMNA-1H < AL P 55
BURAA
FHC 5
MYH7 EkER-7 4.2% MYH7-related BLEEEE B 1% ALSS
EONBENSRE
MYH7 +HXR9/8 BEB AR
MYH6 ANEkEH-6 3%-4% FHC (RiRMEABERLLAR)
K0T ZA1E 3
Brugada & E
SCN5A o TEMBEER S 2%-4% BRMELEAH LT
RREAE
LR S RGOSR
MyPc3 | ANEkZE&EA C, WLANEL 2%-4% FHC
. FHC ELABIZE A S
mwrz AEEAT DAL 2.9% TNNT2-re lated SRR HITEL AL
BAG Rik%H FHRIAER
bAGs Fa 2.5% ST OB T4 B
ANKRDT | SHEREEHMEER 1 2.2%
RBH20 RNA Z54EH 20 1.9%
Lamina—associated
TMPO polypeptide 2, isoform 1.1%
alpha
LDB3 LIM &g & %EA 3 1% AR 4ERLTR

-145 -



https://www.ncbi.nlm.nih.gov/books/n/gene/hyper-card/
https://www.ncbi.nlm.nih.gov/books/n/gene/hyper-card/
https://www.ncbi.nlm.nih.gov/books/n/gene/hyper-card/

TeAP HHLEA % LGMF[:‘ZCG 4

veL HEREAR 1%

TPH1 RANEKE R o -1 4 <1%-1. 9% FHC

miiz | BUSER 1, OB 21.3% N

TMNCT 1R EEEANL C LAY, (OLAN <1%-1.3% FHC
AcTet BEER. « DALt A% FHC
ACTNZ BAIHES 2 <% FHC
CSRP3 *Mﬁﬁ'ﬁgﬁ%ﬁﬁ@m <1% FHC

DES | BEHEMNES < i
PSENT BEEA-1 <% BRI FRRAE
PSENZ B2&EH-2 1% FREFG K MR GERE
s660 Delta-flLE24E <1% Delta ALEEHER (LGMD2F) 4
PLN CHEFHER ?

DS62 RIS R A-2

x-SRt
oHD MERTREA ? HARRE (HEAAREE. 1
TAZ Tafazzin ? @WEE%@%%E@EZﬂ
FIRMEIAL B D EMARES
BRakRitRE
TMNI3 B4EER |, LA <1%

GeneReviews 3% HOM HHXE R M S FIRIEFERUN TR 3:
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https://www.ncbi.nlm.nih.gov/books/n/gene/hyper-card/
https://www.ncbi.nlm.nih.gov/books/n/gene/hyper-card/
https://www.ncbi.nlm.nih.gov/books/n/gene/hyper-card/
https://www.ncbi.nlm.nih.gov/books/n/gene/hyper-card/
https://www.ncbi.nlm.nih.gov/books/n/gene/hyper-card/
https://www.ncbi.nlm.nih.gov/books/n/gene/hyper-card/
https://www.ncbi.nlm.nih.gov/books/n/gene/hyper-card/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/x-linked/

EERTSIEMREMEHCN TR | ZH 9= |

40% MYH7 AEkER-7

40% MYBPC3 Mek&s&E|B ¢ UAE
5% TMWT2 MEEZEB T, AL

5% WIS MEEES |, DAL

2% PH1 FRAFRER o -1 $&
Unknown mLz MIKEEEHARE 2, WE/CITEER
1% mL3 MEkEE A3

E:! Acret MzER, aLit
K CSRP3 ERERMHEREEED3
KA ACTNZ a-HHMER-2
HRE MYHE BEkEB-6

KA TCAP MNER

KA TMNCT A$EEA C, BB MO
KA PLN CIEHER

K nrozz Myozenin—2

4 NEXN Nexilin (GHEEREER)

EEEDN: HIEZRNF.

EEXRE

https
https
https
https

//www. ncbi.
//www. ncbi.
//www. nchi

//www. ncbi.

nim. nih. gov/books/NBK1674/
nim. nih. gov/books/NBK1768/
nim. nih. gov/books/NBK1309/
nim. nih. gov/books/NBK1504
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https://www.ncbi.nlm.nih.gov/books/NBK1674/
https://www.ncbi.nlm.nih.gov/books/NBK1768/
https://www.ncbi.nlm.nih.gov/books/NBK1309/
https://www.ncbi.nlm.nih.gov/books/NBK1504

PRIREIL: Heriditary hemorrhagic telangiectasia (HHT)
% # . 1/5000-10000
®’ & AR: BREKBIEREE
AR .
B LM EERMEY RE (HHT) 2—MEEENERRF, FslEdELm. &
A HHT B A AT AZE SHRBY LA RIS R R AR D shERAKES T (AW IR EME . RAK LA AWM
MABMMEY %K. AMERIUESREMEMMLLE, GIFEK, A, A3
1 RRAY.

ERBIL/ FRG EER
SKENFAD HRREAMET HE. BRM, EXMSHN CRFHNE). SHEE
WMEY KA. FEAMEY HE. FXBHAMEY K. BEAMLE
SRE
LI NAEES R, SWHFEMEO RS, SNFKE. sbkisK. EAEH
1% Z BRI & B B 55 B B
e PRUR . AHENERAKERTE (PAVM), BER
MR BFREML . RT®IERAKERTS . BRAELM GBREREEE 5 ZE 6 MH)

MERERR. BRMEYT HE (B, +2360, MF, %), &
BpRKEARS . (E. rim

B R EHRMEY SKIE

FiiiF=S REhER KA . WSk AEE R A, RILEHR. WREE
CBRMBRTEE L. HHERNFRIKE . BN M. RXBRRR. fERIRNAE
=

migs YRS ZRE. B

HER: HHT EEHH 5 M FILE

WE 3| OMIM
Telangiectasia, hereditary hemorrhagic, 3 HHT3 601101
Telangiectasia, hereditary hemorrhagic, 4 HHT4 610655
Telangiectasia, hereditary hemorrhagic, 1 ENG 131195
Telangiectasia, hereditary hemorrhagic, 5 GDF2 605120
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https://www.omim.org/entry/601101
https://www.omim.org/entry/601101
https://www.omim.org/entry/601101
https://www.omim.org/entry/610655
https://www.omim.org/entry/610655
https://www.omim.org/entry/610655
https://www.omim.org/entry/187300
https://www.omim.org/entry/131195
https://www.omim.org/entry/131195
https://www.omim.org/entry/615506
https://www.omim.org/entry/605120
https://www.omim.org/entry/605120

Telangiectasia, hereditary hemorrhagic, 2 ACVRLT 601284
HHT B4 FiR MR
- HHT R AT %R R T RBgT AR I BURE R L]
St Bl RIS | AMBENRE/ EEHH
ACYRLT 25%-57% 90% 10%
ENG 39%-59% 90% 10%
GDF2 3 A “100% REN
SWAD4 1%-2% >99% KA
HE NA NA

EEEDN: HFIEZRNF.

BEXRE

https://www. ncbi.nlm. nih. gov/books/NBK1351/
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https://www.omim.org/entry/600376
https://www.omim.org/entry/601284
https://www.omim.org/entry/601284

I\, REkmREEAR

Angelman [CREIREE (REELRETE)

BIREXZ:  Angelman Syndrome
& B E. RETHRFEHNI/1.6F
& & AN/
BRTA :

Angelman FCAEIREE (AS) R—MERMBEMER, TEXMHERE. IR
FEMA GRENE MK, FENSIEER. SAEFRAM/HMERE, UR—FFR
EREMERERZEL, SFREMAE. MEMN

RE:
ERPOL/ RG EERA
MERGE BART. ESHFTEEG. BRAE
HED ZEER. HEFER
7% FEAI. BT
&5 kAR T . RERE

1. BXER[E: 454E 14X B E AR (EEG B2 B4 A h = HRiE UM g 5 3%
&, EMMESHENR—MTE, BESUHMEIRRIZEKSD)
XRERE 2. CT: B{UAKNES

3. MIRENE: RERFEREINE, BOEETENHMEES.
IR B 1kI%

EEB.

AS R FBHRR G UBEA FREFMFRIARIGER . ZRABBEFUT/LHERLSH:
AS BET, K 80%RM T UBESA EEFTE X 15q911. 2-q13 BIERE . B ZAC{AIKENE
ERIGFTE: 1% T UBEA ERBRERAH: OT (%2m TAMBEF AT RMREHE
HEPEL




GeneReviews WRIZAES FIEEFHMESNT:

b A g E S jo1od |
Tt
BT 15q11.2-q13 | 8% = | Epidik | UBE3A usesa | HBUR
ek % | % | mE | sxvEe | ERA
bod4
DNA EREAL 93 47 X X X ~80%
S EEIEIR ~am
o X X X 80%
RAFRMBEZHAR X ~68%
FEMINET) X X ~68%
% 75 DNA FRig4em -
T DNA 7 X ™
AS EDiEHLERK S ~
i X 3%
UBE3A FE U437 X 1%
UBE3A HE¥BE R « R
.
K/BEHM are

e X BRI
EEN: E—F: MS-MLPA; E=%: UBFAEE_—RNE: E=5: UBFA &
HEm iRk / EENHT.

BERXR
https://www. ncbi. nlm. nih. gov/books/NBK1144/
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BRIRIEXLZ: Prader-Willi syndrome
£ % ZE:. 1-9 /100 000
’EH R/

IR A -

PIS B—FEMHISERIERR, EESRFE/LBMNAS AN TER-ERREHTE
BIAGK AR, 7EERJLEAFIA A I RS B S BURE IR . i, BETRM
FRMHINRE . ERKER. BHhAEERE URBEKE. 5REEHREE.

FE. ETEERER)

HEE2S Bk AT, #E/LAMBAE;

2Z6% Sk NIET, BHEILHRRANE: 2EEBEER:

KAMETHFE/LHRE A ZE AR NDETEERE):

SE12F | L mrEEE. WA BRSO,
K, AR EREE N, SRR, ERMEHSEE
BEZRA | . R SRR S A
2R,

BRTE Mg FBUREMA 15 SEBMEXXE (15q11-913 Xid) BRIRMHEERIAR
K5lEEH.

WA E AR EERE PNS &b HiZzk R THS

DNA R E4Y. Hsk, UPD & ID >99%
MS-MLPA HR%, UPD & ID >99%

FISH HREK 65%-75%

CMA HREK 65%-75%

CMA-SNP AR5 5] k& #B% UPDs 80%-90%

DNA % 751448 UPD & 1D 20%-30%
DNA iUl 7 1D 1C HRsk <1%

EEST: Bk MS-MLPA 23 .

BERXR:
https://www. ncbi.nlm. nih. gov/books/NBK1330/
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Russel |-Silver ZZ&4E

PRIRELZ: Russel |-Silver syndrome
£ OE RNEHMEAREHN1/65R
B’ & AR: ERERRE/ EREREN
AR .
Russel |-Silver £Z&1E (Russel |-Silver syndrome, RSS) R—FE L #IEE FRIEHR
®, UEENENRERERKABZMRAE.

§ﬂ:
E R/ R EER
*5 SPHEE . BT, AREEEIEE BUD
PRTE &R =R, DT BTEIRE. FHITRF
)3 BRIATHR (EFERMAKESHEBT—)
HiE B TRKEZE>3cn AISHERNT
ERENT B TAFR MR ERE 75 A R S # RSS
EEB.

MMM RRPIZFEER 7 SEEARSRIELFMEARUPDT (mat) 170 11p15 Xig &R
S A RIEENIT R E /6F2 N H19 Tk SRIEFREL, 5 & 7%-10%F0 38%—-62%; BIME 1%
BIBJLE 11p A0 7 SRR L EEMRMNKE, BERRNHS, HRESHENIZER
RIEFETBES RSS B X, 4N COKNICHN GRB10 2 E, 0SBPLS HEMIRB R BATES S
RSS BIIG AR FINA %

GeneReviews WFIZIED FIEEFHRMESANT:

. . RE/ TR | ZRENHSH
RESHM | imfennsl £ il il
s A% 11p15.5 gy IC1 RE& IC1 1K ~ary_
Bk I F o 48 RELAH R, 35%-50%
HERSS gz 5588 B/ EEHH 1p15.5 B8 40

UPD 534 [ % 7755 AT LUK

BEEZORUPD (B |, 40 SNP SRIESHT. | BRREKT ~10%
Reaik 7 E) MS-MLPA (FREL4F RS | B3R (R
H3X RSS EERRBIRHE)
RE/EESH, MEE | REEKT R PN
o/ BEHH e 3 R

FRRE
https://www. ncbi. nlm. nih. gov/books/NBK1324/




BB TR S 4E

PRIRELZ: Williams Syndrome

£ wm OE /

®’ 1t F R BRERENE

B R

BREBHGSER—MHELNS RAERE KRR, RABMHEARRES. L0E
Rfm (RERATHE LIRS, INIMEEFEURAHFAARE (WATRR).

§ﬂ:
E R/ RGE EERA
L MEER HEKIRE, EFBERERER; BRI EMBBKIRE -
HHRER AL, ERZM. 8%, %0, BE, NTE.
EEAR KT ZBRIAMT, RAKHRBE.
ZHATEREMNE NER. ARNNFLIRIETEICIZAE. ARE
MERGE B RENIRES . MR AFE BT E R TIBIAR. RS
IBAEFER N ERBA
EKEE BILERERTRE, 10%22)LHE KZIR, RAFHESNTFEZTH L
M IR | FEUBEMAE. SR, FKIRTEERMIR. IERK R KRN EEHIR,
E UREEMITA. BEME . BRBEREEM, AEEMAS.
EEB.

BHRTE MR EBURER A Ta11. 23 EEERETRK (K2 1.5-1.8Mb) BN, MiZEEX
AR THREEAERE (FLN) HIBIBEIT 4GS MEAY X3 X 13 (WBSCR) .
EESM: Bk FISH K CMA CGREMEFRNBETD.

EEXRE:

https://www. ncbi.nlm. nih. gov/books/NBK1249/
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PRIRELZ: Fragile X syndrome, FXS

& & E. BMAREN1/4000, ZEEFERA 1/8000.
®’ AR X ESRMESRE

BRTA :

FiEE X REE R IR R Z MBS B AREE A Xa27. 3 b INARIMESRRAL, — M & FREIURTF
ERBE QI-ZHEEID) MEEEENETRR. BENEAFRERFEC-EEENEST
L%, BHEFER1/4000, HFABEBMEENIKTEE 10%-20%. 1943 &, Martin F
Bel| E— M REAMRARKLY 1 ZZEMENRATEEMARZRES HET LM, AhZ
REEHRTS x &8, A MartinBel | ZE1E.

EIREIS FHLE:

JLFERBRE X AR HIERZ 8 AR EE M A DNA R (FRD CG6 ZBHAEE 5
F) MR . BEERT, XANDNARFBERES 55408, AIRT (55 %) 200 k=
8) R RERMEEIK. AT, ERMEXEEESRESD, CGCHMAEET 200 X% FEY
A9 CG6 XEUTE AMRT EE (2RT), HIZERSERME X EHERTER FWRP) EH.
FMRP & B R BV R R FG IR R AR TN REFH S BURME X GRS ERIRMERNER .

BRI (CC6) n BISRE

EHEMER: n=5-44

TEXEMER: Bk KX” n=45-54

BIRTZMEE: n=55-200

SRTEMEE: n>200

§§:

ERME/ ARG EERY
SKHED E, #i, XB1%, KK, THARH, XEX
I SRR E
RER Nokagi)

W RETERLL BEHEMAEN, ERERER (RLEEH)

BRAL BHEME, XPid, BEE

MERG BORT (BHDEZRER), MMEE (KU 15%HBHML 5%
ZEEE), KMENRE, ERRM, FEFRITH, TIRBEM,
B HEFE

Hith TREIEE;

50% ML IEBEESERIABEESNET:

KEHFH (99%) HFWRT EE P EH=ZERES (C66) n 3l
#2 (309550. 0004);




MRS 52 RER, EERAIEEM:

N> 200 X EE N AFREIR:

—LEHFIRT (55 2 200 REE) RIBILT sERI L ERFIRYIFIE,
B13E B A ESFAE

TREHE 1. EHEBIRIZES
2. 5 FIBRFEWN: PCR. Southern blot. RT-PCR, 4£$& PCR, FRE L
RS PR, HBRGERLFEFH AT LUEN FMRP, FISH. FHISHT

i

=¥

HHEA.

BURERENA FMRT, 1LF Xa27.3, KEH 38kbp, H 17T MIBFF 16 MHETF. BRI
A, 99%BIEEZE FMR/ MIEhASRIES|HE, BI 57 imdE4mALX (C60) ESRMRET 18R
H i CpC BREREMSIRERERKE, SB AMRP KK FRIRSERE: F5 190928
HRHAEREHNEREMEN REHREBRTS .

GeneReviews BRIZFEN FIRIEFEEUT:

N ZHERNBURE
A gl | J
EH WA FE Bim T Ravie R [
PCR: FMRT FRY CGG 418 (IEEFNEARAYRIZR
TSERE RS ER KD
>99%

HFRTSHIEE  [Southern ENIZE:  FMRT 1 HY CGG #1% (FRFBE
B4 47 SEED: BEWRS

AGG =#ZHEREEERFNEL. TTREFUT FMRT 100%

FMRT CG6 EE A AGC EAZHRESHHEMLE

REA S FURT BENF X HYEREAL 100%
FISH KR GRAKEEE) FNRT HREK <1%
RR/BEEN | KRB GROKNEERE) FMRTERK/EE <1%
FHaH FIRT AT <1%

HEEHSN: Hik POR+EMERK (KBS Sk Southern EPIEEE AEL
45514 PCR,

FERRE
https://www. ncbi. nlm. nih. gov/books/NBK1384/



https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/pcr/
https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/fish/

PRIREILZ: Turner syndrome
& & E. FE)LH S 1/5000

® & AR /
B R

FNEEER—MFMIEL BENREHRFE. FASSENRE DIFERSMEN,
ESSEAHSTEHE. PHINEMERE OIEMERESIIERR) HREL.
MEAEBETLAE 30% T ETE AT RE (BT, BFREMKANRE, ZM
SURAK GHREKMD FH, BRSEIEEEAR. ZHZ—H -2 —HHAREEERX
SR OREERRA, MAMESBUOHE (EEMNEEE) SUEREANKRMWIRRE S0

CEFRRHE -
RE:

FREBL/ RS

EER

B £EREE

SN KBS H. BREN, BEARKTES: COLERE.
B REMIVENERS: NERSEERRF. LIEF. S
B, BMEREHESEEMKFENNSIRREEEZRE.

1. RBERSE
BEKTAEN. REKEE. BRERS.

LREHE 2. Eftb BT
PRIERIRE . RAIRAE.
ERA.

L—% X RBER (45, X, SBBREEE.
BEEONREE: HiEKBSHR

BEXRE

https://ghr.nlm. nih. gov/condition/turner—syndrome
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https://ghr.nlm.nih.gov/art/large/webbed-neck.jpeg
https://ghr.nlm.nih.gov/art/large/low-posterior-hairline.jpeg
https://ghr.nlm.nih.gov/art/large/low-posterior-hairline.jpeg
https://ghr.nlm.nih.gov/art/large/edema-of-the-leg-and-foot.jpeg
https://ghr.nlm.nih.gov/art/large/coarctation-of-the-aorta.jpeg
https://ghr.nlm.nih.gov/art/large/aorta.jpeg
https://ghr.nlm.nih.gov/art/large/aorta.jpeg
https://ghr.nlm.nih.gov/condition/turner-syndrome

RRGEE
BIRHEXZ: Klinefelter syndrome
% & E. THEFEN 1/50071000
=t AR/
BRTA :

EREGERALERNNMERGHER, HREMLTBFERELNFRE, EHR
1/4 BIFRBIRIS T, 29 80%E9TR{HI A L BRI BT 47, XXY, RIS 20%E4E 46, XY/47, XXY
RIEREIR, BRI X LEIK (4048, XXXY; 49, XXXXY)

RA.

FREL/RGE EER

W REERLL NTEMER. FE. NAE. BNEERX

EKEE EEHRSMMAIKC. RRAS, FERAE, TAR, GhEL

MERGF o BILATBRMIRRA R

1 AERINE: HRAERESRE DT
XRERT 2. MERST: RIERMEFSH. LHIBRAS, mMETRIK, EFs—
S:RES

BEEY: REFHERE.
EEEDN: HiEREEREI.

BERXR
https://ghr.nlm. nih. gov/condition/kl inefelter—syndrome




PRIREILZ: cri—du-chat syndrome
£ & B FEHRAFEN1/25TH
® & AR/
BRTA :
HMEEERHTEESR 5 SEAMEENSRKIIENABERRIEEE, ¥INE
5p—4R&1E.

§ﬂ:
ERBIL/ FRG EER
MERGE FEMENET. BEEG. EFHNKNIIR, RERFEAMKH

or)

ERKEE EREZEIRE. QUEMRE. MEBLEFR. RARKEE: Mk,
BERS, AREEZE, SMUETH, BEGUR, TR, FEULRE, BEER
BRREMEDSEAMEREN. REFE. HEMNSE. hERE

DM E R LR 1/2 & F AR L RE RS E IR

MR AL REGRER. RIRBRETMRRBRILIGERR. MERHNUARM. §
HE BEREERNR
Hite BiE. ERILBRFENEBILERFEKIDURMESSE

XRERT HEERE. OBE. REE: ATRNENSAES I RFETER
R, WMERMOMER. HHEMNS. hEREE

ERB: F5 SREREHHRS R
ERMSA: Hik CMA

FERRE
http://omim. org/entry/123450




. BERRBERR

FBRIRFELZ: Alport Syndrome
& & E. SIHFHEHENR 1-9/100,000
B A X XEHEE/ EREREE/ EREKERMY
AR .

Alport ZREMERIBEME/NKBRFEMEK, FHREARNERABRE, FREHEMN
HE. BURHER IV EEFEEAMEWMERG, 285025/ EKEREREMKS .
§ﬂ:

R/ RS FERA
AR AR BRIk, RIERET
=8 BEMEUHEE
p BB, MR, EAR, ZAHABRS, HHREHS/NRERE
T, RGBS INRERETE, BIREREESH SEEERK
Hit 0 SRR D 0 DL PR
HEA.
IZRES FIRIEFHRNESNT:
_ B ik R E B N -
k. 3:3) EEREH BEER WA FE
COL4A5 65% XLD FHI5H: RERE/EE
COL4A3
CoL4A4 15% AR FHSH: RERK/EE
COL4A3
coLaA4 20% AD FHIaH: RERE/ER

HERN: HEZRNF.

FERRE
https://www. ncbi. nlm. nih. gov/books/NBK1207/




FBRIRFELB: Atypical hemolytic-uremic syndrome
£ B E EETHEREN1/50F
®’ AR FREKRBESEREKREYE

B R

EHBA M PREIE R — M E BN B AT A
SES R MR R T S B LB RS z“h:ﬁiktﬂiﬂﬁﬁﬂ‘kﬂﬁitﬂ]lm AEESSIE

FEERRER . JESRBA M REEERTT R R

R D A B T RETRE .

T RPN AT LR S AR TR UG

BRI 5 = A E A

AR M. M/

RE.
ERBOL/ ARG EERY
S SENTAHRE. FHEMH. HiHN
ARES #HE
5 k2. Bl B, ZH. SHE. KBRS
B AE miR. EAR. VREZR
1. BIERIEAE. RIEETE, BANEREE. ARAMIEK £
MIERM MR BN CNHE AR MR, E BEkAg, AL
SHEME | e i
2. MEM: TRMATEIRD . m/MRITER D
EEE.

WA CFHHIEE

TRERTFLN, ERAERRBTNEREESS

i 25 B 2 R A AR EL 5B 1) R D A S RE 5

-161-
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GeneReviews WIRIZFEN FIRIEFRNESUT:

£ R S ERIENE aHUS B TR AR EBRERR AL
(RBEF) Sl BB | RS/ EE S
c3
2%-8% 100%
(aHUS5) %-8 00 KA
CD46
(aHUS2) 5%-9% 100% KA
CFB
AN 0/
(aHUS4) 12 M1 100% KA
CFH
21%-22% 95%-97% 3%-5%
(aHUS1)
FLA
CFH/CFHRI* hdets 3%-5% NA 100%
FLA
CFHRI/CFHm.:n vl 12 B A 100%
CFHR1,/CFHR4 SR 5K 12 &1 NA 100%
CFHR3/CFHR1 56 26. 5% NA 100%
CFI
(aHUS3) 4%-8% 100% K4
DGKE
00 %- IN LA = %
(aHUST) 27% BRAMEREHRO 5 100% KE
THBD
(aHUS6) o 100% R

EESA: HFIEZKNF.

BRRE

https://www. ncbi.nlm. nih. gov/books/NBK1367/
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BIRHEXZ: Gitelman Syndrome

£ OE HEETHRFREH1/4T
B’ & AR EREREME

BRTA :

Gitelman 42&1F (Gitelman Syndrome) = Bartter 2S5 {F (BS) BI—FTRE, W

PRERRES . MMERNBHESE BERERRIEEENE/NERRB, B Gitelman 47
BIEEMMESBEEREE. ROLEMXHREGLE, HAEENERCRATRENE

%3,
ERE R TER
5 B . BIREEREE . R, RREE.
WERGE | WM. RS, BTEHERE. H
AR BRI EMNEEE
| MR (M. M. (R . RIS
2 BREHE, WRENE M EEERHL
RUERE | pupuns. RRZIEEK
4 BET KBRS, X GATERERRSIREAELTRER
EEE.

BREEA SLCI2AZERE, RELXBEFEAHSRT, HET, ThréoMet 2IMARE LT
5, (BEHMMIRPEREZN.
HESN: FiE—RNEF.

BERXR
https://ghr.nlm. nih. gov/condition/gitelman-syndrome#tdefinition



PRIREILZ: Hereditary Hypomagnesemia

% B E: Gitelman ZRMEEHRTEHERELN1/4F
®’ AR BRERBE/BRERRE

IR A -

SETREFETHRAMEIEMREF, ERASHK. ZBIEE. MENRXMETFENE
UHBRETAEEEMER. EESEEBERT, ARNMEEFRERRE 0.74~
1.03mmol /L) . SHKEMENTERARBAIL. BREFR. BREEX.
BRI MAE B

1. FEMHRBENESF S RGFAEERITE (HOMG3);
2. BREAEHEFRELESFIRRE (HOMG2);
3. FURMEREMELS & RIGIAE (HOMGT)
4. BHREKEMEREIKS LE;
5. FEMKBRMHEKELE (HOMG4);
6. 2287 Bartter LA 1F (B17 Gitelman £&1E)
§ﬂ:
SR/ F tERR
4
HWERE BB A BIRE. BW
- AL, 8. AL SEAL. RASSEL. PRIREE. MERIR. HERAM.
PRSI AR
o o SEMREERE. ZKR. BiEFRNE. B4R, #ITHEBSIRELAE. B
ARERE | pwn. mmgzcis
B BRE. BarkEs
mA MEHFRE. MREE. REEBRITER
st BB, FREmE SRS
1. mEm
2 MM WRMERE AT, mPTHATRE, mEEEME
B E
3. MSHH: RigHEmwEHE:
RRERE | | hw. wmmae.
5. MAMINAENE: FRERME. FT3H AL 75
6. MNEEE: EF;
7. CT/MRI: SUMERAT. BMBRMBE T AR183E.
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EEE.

FBI5y BuREHE REER
BAERE MAES FFIRREE (HOMG2) FXYD2 ik R
SR THEARE $ N fE 44k 2 16K 45 M — s A
(HOMG1)
{R$EMAE (HOMG4) EGF R ek
IBAE R4S ME CASR BREKREM
ZB1R) Bartter SO 1F [ B SLC12A1 BAEKEMYT
Z A Bartter ZRA1E 118 KoNJT BREKEMYE
#2417 Bartter LR & FEIIEY CLCNKB B SN
217 Bartter ZEEIVEL BSND BREKERME
Z A Bartter ZRETEV EL CASR BREKEYE
Gitelman ZZ&1E SLC12A3/CLCNKB BHRERREMY
BEMHEEMAETRSC S
HOMG HOMG1 HOMG2 HOMG3 HOMG4 HOMG5 HOMG6
piZ:1)
Z TRPHE FXYD2 CLDN16 EGF CLDN19 CNNI2
HESN: FiE—RNF
BRERE

https://ghr.nlm. nih. gov/condition/gitelman—syndrome#

i, IVENS. BRI LE [J].

EFR LRI F RS,

- 165 -
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https://ghr.nlm.nih.gov/condition/gitelman-syndrome#

PRIREILZ: Paroxysmal Nocturnal Hemoglobinuria
& & E. RMFHRBEENR25107F

® & AR/

AR .

PR TERERRMEM4TE AR (Paroxysmal Nocturnal Hemoglobinuria, PNH) =—#ffl
LIRS MESE PR M I TR, RIABMMER M. M2 EERIE. PNH 2HREDF
SRR IR SRS EEANESHE H A (phosphatidylinositol glycan class A, PIGA) EHE—4a)
ENRESEN. ERTSBREE M BBRBEAREEER
(glycosy Iphosphatidylinositol-anchored proteins , GPI-APs) CD55 %0 CD59 ik, 3|
RCAMASE BB Z AR IRRE, SRTIBMMERADL.

FE.:
SRR/ RS FERA
WREFERGE WEMAERR. BHEFEINAERR
£5 . BE. ZH
CIE R BEFIKME. MEbkSE
Hith AAERE. BEEE
SMNE LR R ARAE AR AR . AN 2 MR RTFIE GPI-APs FRKS = E iR
XRERT ZENAISE . MAMIRIZEMMR A SEMABER (fluorescent
aerolysin, FLAER) [Ei#E4T FCM 430 E XA PNH 1S BT AY3E R 4£iR

ERA.
HHEERN PIGARE, REXBEEDSRE.
BRI HiE—RRF.

kR
(RIRMEZE ), PRERESR
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PRIRELZ: Autosomal recessive polycystic kidney disease
£ & R FHRFER1/24R

B’ AR EREIRERE

BRTA :

BRARRMEREES ESH (ARPKD) 2—MEZZINS A FIPEE R GBI 0
TR, UMK ERLELXERENHE, BIFERERELREG, BEEEMEXEFS
HE{k. ARPKD % & F#iEJLEAFNEE)LER, 29 50%80fs6IRT Fr=anis ki, BiE DRUFRHIRIE
ILEH, BEERMEHRTLRRE.

§ﬂ:
ERB/RG EERA
B BHMX. SRS, BEHEEEHR
MRIR AR LR MEBERE., HREE
FERE SRR AYEN . XIS E
PR R LR PREERESE. FRIRGEINAETFERBRILIGERR. MERMNERM. &
HE BEREERNR
Hite BiE. ERILBARFNEILEFEKIDURMESSE
1. BfF: 2RERNNGEFANSESE. PERIZ 12 AR
FXRD . BEREIE: KERH BEER/LESLER HIFFEER],

MEEARER, K. BREEERE BEESARETTE B
S5REHAS RS, NEREEHBERAGMLE, EHARR
XRERT BEIER, ERI/VT 1.5cm B A FTM. RBERS FIRM, #KA9E
BERRSTBAEMERREEERE

2. CT REHIRAMG: MIREEELRANBHEREMFE, BF
ERT 3 FUTHILE

3. RERW: BRIIFRIKFHENL

ERA.
BUmER A PrHDT B, RETHGTEMER, SEHENRTHA.
GeneReviews WRIZAES FIEEFHMESNT:

HE WRlFE ZRATERHEREERES L
FH 5o ~73%
PKHDT —
SMEERK/BEESN 1%72%
HESN: FiE—RNEF.
BRERE

https://www. ncbi.nlm. nih. gov/books/NBK1326/
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B AR M S E

BRI : Hypokalemic periodic paralysis
£ & . 1 /100,000

B’ % AR BREARE

BRTA :

AR ERE B HA MERRIE (HOKPP) AY4F1E 2 (FRE M Rk F TR (RERMIAE) AYAL PR & 1E
AEBESREMTEABHNFEMRMIMNA. FXREEBREREE/IEHREEY.
W AT SRR, FH HOKPP BHE M IFIREM AR . HEBEEISENB S
B, AEREEERMMEIK. —LBEH HKPP B AL S £ R AR A MR IHALR .
§ﬂ:

ERB/RG EERA

A, BEAR | prmnpihsiig. RENE. Eh BE

1. MR

MESRPEAR, BEETF 3. 5mmol/L.

2. L EE

RUERE EIRPR5 QT EHAEA, HIMUK, STERTHE, THEFIEE.

3 ALEE

ZAERTAL R E AT RIRALR R .

4 BEREFERE

EOBEIFT, ORBIENE 50e, IR T ESHERR10UE, SR 1
NETIRERAL S . MR L EBETL.

EFEE:
FAWMHHERBERNT:
WE k.35 OMIM
Hypokalemic periodic paralysis, 1 CACNA1S 114208
Hypokalemic periodic paralysis, 2 SCN4A 603967



https://www.omim.org/entry/114208
https://www.omim.org/entry/603967

Genereviews YR Hypokalemic Periodic Paral

sis BIRRINA 3%:

- HypoPP IR F i B & etk bt
L5 FIINH | BEERRE/EE S
CACNA1S ~40%-60% “100% RHE
SCN4A T%-14% ~100% K
KA ~30% NA

HERDN: HEZRNF

BRRE

https://www. ncbi. nlm. nih. gov/books/NBK1338/




BRI Z: Hyperprostaglandin E syndrome (Bartter syndrome)
z ®m OE /
B’ & AR: EREERRME/X ERRE
BRTA :

Bartter IREIEE B REMEIEFRE, RIPR MR P ZMEIERS MEK, BFI, MM
BUEEFCWR 18, 28], 38, 4A%8), 4B B!, 5 RIREEFB WA EEHREE BIMRE
Te4t7 fhREL,

RE:
ERBIL/ FRG EER
& S IRHEKE
LANFE Rk RHEMESK. Ak, XHEE. KIRE
DI R E s E
REER Bk, IXAE. FEIS
W RETERLL BEGHRE. BIMER. BERNEE. BB/ \REHMEX/EE
% FRAE
B BERED . RBERINEE

AR, ERBR Eiwiess. MAEE. FEHE

HARIRE R G REIRE. BFHABIRE. BRAE BRRE

i Bk, 508, [REBKIHIEETE, 2%
P 53 i AEMMEER. ASHMREER
migs /R SRR
FERIRH Fk. BRILEZR. FKI%. SUNSERS. Br

LREHE IRSRMAE. MIBRTFIARER E2 180, BIFIRRZ LS . BEKRE. RER
MAE. FREFIEIN. FREWIEM

EFEE:
5 BHERSEREEXMERR MR-
%) E- 35 OMIM
Bartter syndrome, type 4b, digenic CLCNKA 602024
Bartter syndrome, type 3 CLCNKB 602023
Bartter syndrome, type 4b, digenic CLCNKB 602023
Sensorineural deafness with mild renal dysfunction BSND 606412
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https://www.omim.org/entry/613090
https://www.omim.org/entry/602024
https://www.omim.org/entry/602024
https://www.omim.org/entry/607364
https://www.omim.org/entry/602023
https://www.omim.org/entry/602023
https://www.omim.org/entry/613090
https://www.omim.org/entry/602023
https://www.omim.org/entry/602023
https://www.omim.org/entry/602522
https://www.omim.org/entry/606412
https://www.omim.org/entry/606412

Bartter syndrome, type 4a BSND 606412
Bartter syndrome, type 2 KCNJT 600359
Bartter syndrome, type 1 SLC12A1 600839

transient MAGED2 300470

Bartter syndrome, type 5, antenatal,

EEEDN: HEZRNF

BRRE

https://ghr.nlm. nih. gov/condition/bartter—syndrome
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https://www.omim.org/entry/602522
https://www.omim.org/entry/606412
https://www.omim.org/entry/606412
https://www.omim.org/entry/241200
https://www.omim.org/entry/600359
https://www.omim.org/entry/600359
https://www.omim.org/entry/601678
https://www.omim.org/entry/600839
https://www.omim.org/entry/600839
https://www.omim.org/entry/300971
https://www.omim.org/entry/300470
https://www.omim.org/entry/300470

+. AR iDRGRE
PRIREILZ: Congenital Adrenal Hypoplasia
£ B E BNTHAREI/65F. XERERE1/1.257
& AR XGEBRRE/ BL BRI
BRTA :

FEXMEE EREBARR (Congenital Adrenal Hypoplasia, AHC) R—XHMH &%
EREBMREEREERTETR. BT EERYRRABENRE. 2R IERRIAEE
MEER, FRERE, AFFERFFECERERRERARE, $AHI12M4LE, BT
REEELRER AMSBEGRE.

R

ERBO/ RS EERA

HERL Zh. BEE. RIERR. MEE

HILRE BHRZ. BRE. AERE. HUFR

(D ME R LR MERK. F6LE. REIEILEER

RERk Rhk. BEeENE

SHERE PRERE . LkiEME. BHMINEERIR

10 MESH: RIS, Sme. KM, miERREMEE. mER
BERERER (LH) IR, MFRIEEE (FSH) BIK. mMiFHEYR
LREHE PR, MIEEEAPEME. 128 ERRREUHE (ACTH) i

2. HEENSNE: 2ETdHh%

3. BLERCTHASE: AAIENREE

HER.
BURBEREEHD WRop1 BE, REXBFTEHSEE.
GeneReviews WRIZFEN FIREFRMESMT:

ZH WA E ZRAAERHBREERE S
FEa ~75%
NROBT SEEERK/BEN ~25%
R EARHES) <25%
HE®RN: HIEZRNEF.
FERRE

https://www. ncbi. nlm. nih. gov/books/NBK1431/
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https://www.ncbi.nlm.nih.gov/books/NBK1431/

PRIREILZ: Congenital Hyperinsulinemic Hypoglycemia
& & B RETHRFEENI/STH

®’ AR BRERRE/EREREE

AR .

XM SHEEEMMMPEMAE (Congenital Hyperinsulinemic Hypoglycemia , CHH)
RSB MBS KTEREESHRE, TEARS ARRENIIRSEFRE. 2
Bap)LF)LEFEEEARRNBNEERRZ—. BRBEE—MEE, EAHTEHM
KT, BEAZMEFUASKELERNE, TSBARAENPERZRGRG, 8T
AR, SHMESELE+AEE.

§§:
=R/ 2% FERA
HEZ RS FERE. B, FIRERM. BMAME. BAKEK. MG, B
KR HEEH. T
U LEIE
R &R PR S
1. ERMELE (TitRBXEREREE, MAE<40 mg/dL), 3K
15 3-6 14 MiAFE ARG TN E
2. FREVRGHEABITIE
—— 3. iﬁﬁﬂ%‘%ﬂn*}i%ﬂﬁﬂisﬁu LS 0. og mg/ke B S M #5355 IAE
FEBT 30mg/dl, FEHRRT R A MERT SR ISR A
4. HEEHEEEKE. KT 15 mg/kg/min (EEEFHEIL 5-8
mg/kg/min, FERRAEEILHILE 3-5mg/ke/min) BIERNSER
T = R B R ML I AE
HEA.

BURERE H ABCCS. KCNJT1. GLUDT. HNF4A. GCK. HADH. UCP2. SLC16A1. HNF1A ZE M@,
HA L ABCC8 HE RiZ R T IR .
GeneReviews BERBURMEREETRESWT:
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A T R B

EH TREH I W5 TRART
p. Phe1387del,
c. 3989-9G>A
R T SRR [ 5 4
p. Val187Asp
ABCC8 45% p. Glu1506Lys
EERREK/EESH ZINRFHM
FHI5 FHES
FHI5 FHES
KCNJT1 5%
LEERK/BEEN KA
FHI5 FHES
GLUDT 5%
. INEF
ERINEFRFTID T 6.7.10, 11, 12
Y5 FHES
HNF4A 5%
EERREK/EESH KA
FHI5 FHES
GCK <1%
EERREK/EESH KA
FHI5 FHES
HADH <1%
HMERRK/ EEN Z IR F N
uer2 1% FHS FIER
HERD. HE—RNPF.
BERXR

https://www. ncbi.nlm. nih. gov/books/NBK1375/
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https://www.ncbi.nlm.nih.gov/books/NBK1375/table/hi.T.selected_abcc8_pathogenic_variants/?report=objectonly
https://www.ncbi.nlm.nih.gov/books/NBK1375/table/hi.T.selected_abcc8_pathogenic_variants/?report=objectonly
https://www.ncbi.nlm.nih.gov/books/NBK1375/table/hi.T.selected_abcc8_pathogenic_variants/?report=objectonly
https://www.ncbi.nlm.nih.gov/books/NBK1375/table/hi.T.selected_abcc8_pathogenic_variants/?report=objectonly
https://www.ncbi.nlm.nih.gov/books/NBK1375/

PRIREIL: |diopathic Hypogonadotropic Hypogonadism
£ & E. FHERFBEAR (1710) /10000
& AR: BLEEREME/ EREKRIERME/XEBRE
AR .

A RRMERR M FEMERRIIGERIE (IHHD 2H FEXMET EAX GnRH 142 TTERE .
B GnRH &AL SibsSEARERS, SEEASDBEMERBFRL, #EMSIRIERMETE.
RIBER B HEMRIEERS AWML FHRERASURIRIIFRA K /REEZEE (Kal Imann
syndrome, KS); MRFEIEHE#H, FRAMRTEIER 84F A MR AR M 3= 1 14 BRI B2 R0 R fiE
(normosmic idiopathic HH, nIHH) . B Lkl 4~5:1.

§§:
=R/ R TERH
B EEARIR (FLFEA
o BF: BERAESIRRHER
SKEER o . o=
E&: WAHHKK, IELXEAR (B
ARAE: HIARERIR (R0
0: B8, B#
. BREAE (E—LmAH)
e F: BEHEN) . FOMERESHRME (B, RIEHE
SNETERS (B1%): IPAE
AR T MEFESR (B): BRIANNGARESRE. MR, THEE

MAETERS (). TEMEASE (—L#EFED)
B BMELRERE (REFA

MERE Bk AEARE. WERPIES (FRMIREGES, E—L£B8EFP

TEERHLAERIR . BABFEHMNRY. REMATE. MIBEEHR LD

N3k
naiE AT IRIBENE (FSH) AF. EEEIKE. [EM—EAT
| —RRIRE. R, MREM
2 WMEAT: FSH LN B, WoE, ZRBETFERAT:
e 3. GnRH S¢#FIRIE: LH 8993 R R — AR =R R AY s

4. BEEVE. BFEXK. 2AMBHNB B (TR RN B AR
%K) FEX MR (LUHEBRSFERINT LMEFE): WRI AJRIRKEE
TR, BER%E, BHRIKESR.
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EED. BFICHAMH 20 RFMEFRTRASE IHH:

REGH BrimEE B
1HH1 KAL1 X EHIR MBS
1HH2 FGFRT
1HH3 PROKR2
1HH4 PROK2
ELARR SRS
1HH5 CHD7
1HHB FGF8
1HH7 GNRHR R
ERARRMESRE
1HH8 KISSIR
1HHY NELF BEARMERE
IHH10 TAC3
IHH11 TACR3 .
ELAKRERE
1HH12 GNRHT
IHH13 K1SS1
IHH14 WORT1
IHH15 HS6ST1 R
ELAKRERE
IHH16 SEMASA
IHH17 SPRY4
BREKREEIRE/ ERE
IHH18 IL17RD
IRBR RS
IHH19 DUSP6
1HH20 FGF17
ELAKR SRS
1HH21 FLRT3
1HH22 FEZF1
1HH23 LHB ELAKRERE
1HH24 FSHB
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GeneReviews YRIZAES FIEEFHMESNT:

B ER MBI BURE R A LB
k.35 IHH VA F 3% 3 EH R BRI 5 EL ]

SIS EEFERE/ EE MM
ZZZi; 5%-10% (KS) ~88%-99% Sili:;_?fiiif
CHD7 5%-10% (KS or nlHH) "100% KA
FGFR1 "10% (KS or nlHH) “99% F
GNRHR 5%-10% (nIHH) "100% KA
IL17RD 2%-5% (KS or nlHH) “100% REN
PROKR2 "5% (KS or nlHH) “100% REN
S0X10 2%-5% (KS) "100% REN
TACR3 5% (nlHH) "100% KA

EEEDN: HFIEZRNF.

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK1334/
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https://www.ncbi.nlm.nih.gov/books/NBK1334/

FREEEE
BIRHEXZ: Kallmann syndrome
2 &% ZE:. 1-9 /100 000
i’ AR: BLEEEREE/ EREEIRME/XERRMYE
BRTA :

FREGEENMENHRTTREESE, B—MAEREFHMSEEERR IR
FERMR MR R RUYE (GrRH) SRZ SEAYFE R IR AR R IS AR BEIRLR AE (CHH)
5R5EEAHIRTEHE (RKEABALHLEFR).

R

SZRBO/ RS EERN

HREAEFR: BUHBERAHNBPER D, SRERD (B L,
HHERE TREFEAERRE, SEATEMAE. LHBERIAFELENEZ,
ABEREE, NINEERIEHNHER.

HATFMHERZ, BHASEER, MK, REBIHS 5mLlE,

ERER BERE.
—_— IREEAIKE, TAHENELERE. BR. BHR, BRIKKHFE,

RIKEHNFE, BEEHEMHEE

1. MIPBFRIME (FSH) MEBEHREMREF (LW, 2/F (T). B_E (E)
XRERT BRI .
2. NFBEBREBEE (H®) FSABERMNT. EREAS.

HER.
BURERE Kk ANOST, CHD7. FGF8. FGFR1. PROK2 ZE[R
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VAT GeneReviews HEF S FIBIEFENHEXIER:

EF BB % ZRANAFRHBRERES L
ANOST FHISH 88%-99%
(KAL1) HEEHRE/EEH <12%
CHD7 FF5 5 # ~100%
o FF5 5 # 99%
MERRK/EESH S
IL17RD P55 ~100%
PROKRZ FEBIS "100%
TACR3 B4 4 "100%

EEEDN: HIEZRNF.

FERRE
https://www. ncbi.nlm. nih. gov/books/NBK1334/

-179 -


https://www.ncbi.nlm.nih.gov/books/NBK1334/

BIRIEXZ: Laron syndrome
B & E MHER BE2tRESRENSE 300 4
®’ 1t AR BRERRMERE
IR A -
RERGESER—MERNBEEEKERRERR, SBERERKPETIE (GHR) HREE5]
EMERKFFEHMAB A RN SB = ERNEKIRE.
§ﬂ:

FRBL/ RS E-

FEED, HERERKIRE, £RERARETHRE, BURIER; TR
KRB B, MFEAR BUHBEERIAE, FEHALE, BELEEN—

RRIEE .
HRER: *AHD, TRBMAREER, ARG 5NSMTK
[ BEBIEXk (RAIRIER), KSR, KRE, HEYUE, NTH, 7

BEM R TERBAIR.

ZHERmAE, BEEIREK: BEBMREEEES-BEE (LDL-C) X

gt THE,

FLEA.

BRERN GRER, RELBFGART, BERET., ERTH—MBENNSFRET
SH—MBREEMEAE.

HERA: HIE Sanger MFH_KMFE.

FRkE
(FIRMEZE ), PRERESR




PRIREILA: neonatal diabetes mellitus
& & B FHRFEEAH1/21.5-407
B’ & AR: EREREM/ BERERRE
AR .

LR A = — M E AL RERR, BRAILZRE 6 MAN LM S MAE,
EOHE 2R, HEARBMNE (SO, XRATHIUATLHEIRENRZIIEMN. RIE
G RAFAERIASE], NDM X530 B Rt 4 JLHE RIS (transient neonatal diabetes mel | itus,
TNDM) F0 7k A 14 #r 4 JLEEFR 5% (permenant neonatal diabetes mellitus, PNDM), & 5%
50%. TNDM fE47% 3~6 A NS MIEF LU BITEMSUER, BALBSETVENERE
I: PNDM DS MAEFFEE48 5. PNDM SR/ ELEIRY “ =% — /07 RIVLY 40%R9B)LFEISHENE
SbF ERFERR F H K.

§ﬂ:
ZRIWBOL/ FR G FERA
E2S EHBERE. SHEKIRE
S5 S REMBLE. KA, R BNER, RERETE
EF /) EEFIHNEIL. O— T3
BEER FRAR B ~4HARTH AERERS
=) BRiAZESE. Fi8T

TIRMERFE—RBIRE, EHLEIRE, WMEKAMR SEKH
HE ARG IR, WM, SETERAR
BEE#HE A% MERFE B HEHREKRAFE

BLA. BB BLAE AN

1. RN AR RES T Ommol /L, (RIEERIIL
PERE<2. 8mmol /L (EEFEELESE)
2. MEWGEMc BKTNE (EEKD):
rEEHE 3. OFRAEERMEKE (06T
4 BEMAES (HbAlo) W (EHGRIEEIES;
5. RS B/ RE/ REEE.

HER.

BRIE &I 20 47 PNOM Bm £ E, HAhLURTDIES B MANARH = MER A MHREE Ky
HEETREANER, B) KONJ11/ABCC8 & 5. PNDM T A 48 Z A B MBS EE (GCK)
A RIS, B ABCCSTA INSHER S EAHAETR.

TNDM 4375 3 1. 1 ) TNDM, RDEER{K 6924 ENESH FTEIAY TNDM, & 70%; 2 B ABCCS £
ELZRAE, 38M oW1 BETRAE, FEWEESHTRA KATP BELFEHE XM TN,
& 25%. EHDERSE INS. HNF-1 B ZRESHRH.
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GeneReviews R A FIREFHRNESHNT:

ZHRATERHEREERES L
35| %3 E th PNDM Bois 3 5 L5
Kot | BEERK/EESHT

ABCC8 19% 100% KRIIRE
GoK 4% 100% K ARIE
INS 20% >99% 1 family
KCNJTT 30% 100% KIRIE
PDXT <1% 100% KIRIE

HERN: HEZRNF.

GeneReviews W3R 6924 HHXME BRI E ) LERB D FIREFRNESLT:

. . 5 6924 F K49 TNDM hf
SRR SR ReEHLHE Wi T & ERES
| 6924 DWR KSR 6 | BB To0%
D BN ER SR DNA EJ LEAE S #7
ot S a1
2% ko EE A
ba24 EE (PCR, MLPA, GA) 20
ZFP57 R FHIS R 9%
B} DMR . N (HEBRE AR ED
o R | MIRENER | oo mamonaoen 10%
5E%?2 A= IR
Pt — -
fEHHIL B9—3EB NA 1%

5, BRETH

EEBA: LS =RMFFFIMS-PCR (FHELL PCR).

EEXRE

https://www. ncbi.nlm. nih. gov/books/NBK1447/
https://www. ncbi. nlm. nih. gov/books/NBK1534/
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https://www.ncbi.nlm.nih.gov/books/NBK1447/
https://www.ncbi.nlm.nih.gov/books/NBK1534/

S RHERZAE

BRIRIEXLZ: Growth hormone deficiency
% # . 1 /4000 "10,000
B’ H R EREERE/ BRGIREME/X EH
BRTA :
A RFFRRZERATEERZIRZERBR IR — LN LEFIEER, S
FEUMBREEEKF B EMBRERD.

1A RE.
ZRIWBOL/ RS FERA
i KB (g #8
[3eri] R MAERE
) PRIBIE
T BEiAZESE. FieSH
11 BIRE.
ZRIWBOL/ RS FERA
55 SHEN
FE B IEIR
111 BURAL,
Z RO/ RS FERA
) S &
SLFNIER BEER. 1BHPER. WHKRK, FEX
B2 ENS fifi e
WREERG MRS, BIFIRRZS. WS BEAR R RS
T RRIEXTR. BidR1E
i3 RE®
ALEY RS RNEEAE
ez BRARZE . BZE




1V B RA,

Z RO/ RS FERA
BRERL SN AL, SRT IR
B BHATEIR
vV RBIRA,
ZRIWBOL/ F G FERA
E23 SHE. FEIGIEE. PREME
EXIE & INKBET . B
T B FREIR
Wz FERFMHLAERE
1. I GH U E
2. 3% 1GF-1 (BRBEMEKET). I1GFBP-3 (BREEMERKATE
AEB-3 ME.
3. PR B % .
4 REHRE.
XRERT 5. tRIBIG R FRIDAT IR AT M TSH ((RERARIEZ). T3 (S
BESE). T4 (FIKAEE). PRL (BFL3). ACTH (BE FRRE R
). KEEE. LHRH (REGREBRRER) BARRE, UHHEXH
RBR. MREERESHRE.

ERA.
NENERPERZRHAZVEMERZ—HRETSIEN. FBHERERRZLEE A
A G EEMRESIE. 1BEZH GH 2k GHRAREFEMRTSIER. 11 B2

BTK ERARZ5#EHT. IV LR H GHRAR EER RS2, V B2 AVPC3 BEER R 5|
;o
HESAN: FEZRNF.

EEXRE

https://ghr.nIm. nih. gov/condition/isolated-growth—hormone—deficiency
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https://www.omim.org/entry/618157
https://www.omim.org/entry/139191
https://www.omim.org/entry/618160
https://www.omim.org/entry/618016

+—. BEEER
PRIREILZ:  Jeune Syndrome (Asphyxiating Thoracic Dystrophy)
& & E. ERFHRFEH1/10-137
& £ AR BERERRE
AR .

HLEESIE (Jeune Syndrome) HFRAE B MHEMIAZKIFAE (Asphyxiating Thoracic
Dystrophy) R—HEEHB A BRI, SNTEILEH, BRIEEFEY, IGKUMERE/)
REAMFRAZRE, BHERNEITENEATERN, HFUFEMREESHE, HiF
SRMOME. WEE. ORES. SME. SROFEMMLL (SEBF).

RA.

ERBO/ RS EERA
P MD?@ET BhEE. BRHE. KA. IPRERE. SERE. K
LGRS
7% MR EE. ZIERE. PREHEM KRR
B BUMEXRE
FBRAR FRERFER

1. X&0E: RUTENEERE, TEREEMNO. RO, H
DRMEHE. FHHE. BURDTIEH. JURE#E. IR0, SREh. B
BEN. BRRE

XRERT — e N e ik T s 2
2. CTH#E: MEB=H=ENTUUARMNEENBTELEFR,
BRI CT RILA “RRRAE” BIERSNG, MM EiEs:, PrEam, O
MEFZETE, “FI0E” BEAE, FOARRERIK—#
EEB.

BRZDAM 1 MEEATRSBRANSEE. /FI0EARE—MEAMSAMNESIRE
KWBEE, EEWRARKI OWC2H ERERSHANZEESAEROIN—3. it
ERLFZIRMFOILLHIRN . BHRIR, KAT0XHANFSIEEEECHNERDH—

mEe
TMER.

HERN: HEZRNF.

BERXR
https://ghr.nIm. nih. gov/condition/asphyxiating—thoracic—dystrophy#resources
PR32, BB, MBABARRESIEN]. RFESHEWHERZE, 2004, 18 (8): 635-637



https://ghr.nlm.nih.gov/condition/asphyxiating-thoracic-dystrophy#resources

FEXREBEMD

BRIRBEEXA:  congenital scoliosis

& & E. CSTEEFZILPMEERLN 1/1000
® & AR/

BRTA :

FARMEEEMORIERTFRILNPEHELABARMENHEE— IS I HEHMS
T, IRKRLEHTRRNBERENSESHEFSH>10" XA CS. RIBEHAIZE
BMEEMOHETHE, TESARKER, PTHFARFESEE. FAERRAZRF)
FRIEAER; BRNIT[ARATH, MBS MER—NSORM B iR RBEE
BE—ZERENEB UL 2 MBS . EXEEEMN O X ERAFUTHAD “S” #55: A
BHMETEE (short curve) FAME AHEHSH (sharp curve).

FA.
ZRIBAL/ G FERT
BT SHHEy, TRLEB CGRET)
i E (HLEmAD
ok ATAOEE R . BB R . REIE. FUMNIEIE. EXRMIE
i HREMO . SRR, BIRES . MEES. BETE (E—&FAH)
TRERE X %/CT/MRI: IESCAIEIRE EE—MZT>10° AR



https://baike.baidu.com/item/%E8%84%8A%E6%9F%B1%E4%BE%A7%E5%87%B8/10336408
https://baike.baidu.com/item/%E8%84%8A%E6%9F%B1%E4%BE%A7%E5%BC%AF/10021554

ZEHA

MR S MO REETE—EEHBEELETRMBEZEXARNE N ER. SCD AL
HAMMTER, EhELEERBRRRERE ARTERSFZ 0LL3C1ED. MESP2(]
B, LANG (IR, HES7 (IVEL), iXLeEL[F 42 NOTCH 55 @AV EE .

Dunty X I, MNTIABEMAESETIAZE K CS XK, WNT3A/ B —catenin i@ EKiE T &
DLL1 %0 TBX6 K& PRI T3 4415 FRPR A E R E MESP2 1 Ripply2 BIFE, FRERERTE
BHRAARTR. BEMNEETSERENEFNFRIEBEERARZTSHAE, B
ET TBX6 EE R RS CS HHK. TBX6 EE LA T-box6, LT 16p11.2, TEHH THZ,
EEYEIERETS5TRELE, HFNESAEIRETERIBE.

REAB R I ENEARE D HES7. LMXTA. TBX6 T INTIA B HE % 751 5 % R S M0
RIFIEX, BREERRE CS MABEZBEMNEERE.

B, SHOXEE. PAXI EEZ%M 5 S %,

HESRA . BEBRFEREERIK, TEZRAUE.

FRkE

B XRABRERZSSHSAREEEMDIRE S RN XEKARD]. LR ME
ik PEEFRER tRINNEFR FEXZEFH PEEFRFR, 2000.
R#E B AEXMEEMNOFEZFTMRAERDN]. PEHFEIRREE, 201,
19(7) :572-574.
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PRIREILZ: Hypophosphatemic Rickets
B m OE:. FEILEFERN1: 20000
B’ AR REERE/RGEREME/XGEBRME/X ERFRIE
AR .

REEMEMER (R 2ILEERHREHESHE, BT EEESREENERBUES /N
BB NERILIER, XEWARPER, SBMBEEEMSY LEFABM—ES
RA.

S8 EERA

S KEEERR, 2RAMRBESMEDN, RUALKE): TRESZE
R: WHE. BN BRE; FERETLTRR. B FET
ARHR. XLHR BREG. REBRERIR. FBERSH K. KEZF: BIMEL: FEANARSEEH
EARXTEABMNFEERERLE, ISHEE; BHEHMIAER

.
AHFEAILE, —BELERER, %00 XR £, A BENL
ADHR URETHERENE BEER, S—RENNEENREANE
B T, BB, BEEL.
HRHOESER | ) smuminsssn, REnBsRIBEE, BH. NE. B
L
PR
I IR, <mol/L, BAERABRE B NRATE
(TMP/GFR) ELAEIRL/)N: LB EEREE A S
—— 2. zﬂmﬁ%iiﬁziﬁ%ﬁ%u/m . _ N "
3. B X%: BRUARN, KEBTFRmREX, EFORK, Fihika
BEERR, FENTRSASHBTN SRR, 7 LEMEH
WRAELEY. BEENEANINET RS EAD.
EEE.

BREEN OMPI. ENPPI. FGF23. PHEX. CLONS. SLO34A3.
EE#SEN. HE=KAF.

BRRE

https://ghr.nIm. nih. gov/condition/hereditary—hypophosphatemic-rickets



https://ghr.nlm.nih.gov/condition/hereditary-

PRIRELZ: Osteogenesis imperfecta
£ E. KETHMEARENE6S/10A
B’ & AR: ERERRE/BERERRE
AR .
RBAREAE (Osteogenesis imperfecta, 01) XA “fegBw~, R—HEHMRE
ML, UBRMEEN. SRR . #EHBEHALRE NS
§ﬂ:

ERPL/ RGE EERA

g Bt B, BEE. 85 Wormian &)

7k FEE. S FRR

ARER BB, YL

AERATRE. DR, MABAR. ZAk. E8M. KEKXE.

At HIVRE . KT ERERN

1. BRXENE. RWAZBRENR. BNRED . EWEE.
BRRETHE. S AMEBRFRY. FEANRETHTE, A48
B ITERS M A, MR, fA, BXTEM. FEREN
MERBRTEAMALE, BREHE, BHEX. ATAKBRRN
BERYE. ST ETENS ZEEREFITMEEN TG K
R, WABRBRRZETR, ENAMBEEREE. BRI RI=
B

XRERT 2. WEXEMASNREBEE: BEEMRRTHR, ZEZSET-25D
KT

3. m4S. . WMEHSERES. Mm4S. B WUMHMERE-REE, DX
BEWEEMRIGITES

4. BiB: EEMTFroAibs/LEER 01 BB, BA)LMAE KB RE D,
BATH. B, B, BEETH, MBFEE, BLHREMEAK;
BARIMOEFFKIZ . BILKARRBLERR, LHLEX,
REELRy, BRARRILBMIMEK, BEXETR

BEFA.
BUREE R COLIAI, COL1A2. CRTAP. P3H1 ., HEh COLIAI, COLIAZ BRERBMHES
0% E, REXBMEZHARE, ERIBXRERSRIZHKRE.




GeneReviews WRIZAES FIEEFHMESNT:

EH WA FE ZRAFZRHBRERAN L
FH5aH >95%
COL1AT
SEERERK/BEESN 1%-2%
FH5aH >95%
coL1A2
MERRK/EESH 1%-2%

HERN: HEZRNF.

BERXR
https://www. ncbi. nlm. nih. gov/books/NBK1295/




BRI Z: Achondroplasia

£ & E FHREEA11.574AHEIL
% AR BRERENHE

IR A -

RBEAEFRE (ACH) B—HMELNKBEAEIR, XHBILERBERER. RB8E
FERFERFEE. XR—HATREATURIEMEBMAESRE, KR LUMOEE. &
FHEMES. E. SEMERED. HEREAFME. KRFOXFIESHRALEMMRE
KEFFK-3 (FGFR3) EEEEXHARTEHEX.
§ﬂ:

ERB/RG EERA

BRAE ERRRE (HERTNRSD; REFMHTHES 131em; RELMET
HEE 124cm; FBHERG (B)LHD: BEMERID OLEFMER):
ERE FAREH): BBAETR: MEAORE: BATE

WERGE iRk (B/R): MTEE: BEHXEER
SKEER MEnrEd: EWNE: ERHAELE: BEAMPER (ZBILHAFILE
H): RBMEE: KA
FREMA SHAER: WBGEmAERE: BREITUE: WETIRmY K, FERFEERH
BXIR: iBismi, £ ‘=X #
Hith SNEEE 100%; 80%FHIAFMARET; BELUBIHFE R 99%4 FGFR3 £

p. G380R T 5

1.X&0E. RUAKERBETEM, BETE, THhRERE, U
BREZE. RBEREEE: EBRBBREEN HBRILERIE,
BRKELESR, B2EML BEEESW: EHEREEXLKRLEY
FERNGEHEN N AHEHESIRERBHEMESRE ). EHEER
MUNER, FEME: RER)D, FREKFA BHAEX
XRERT 2. MBTEBRERER, AEXE), SELLGIMA, FIHKRE, T
MATR; ERBHEE, BRRERE, 2 “FR7 R ZXE K
3REBRI: RLMMARBBLER, SHPIRS T, MBI E 45
IRMULRER. SEEMMAR, BARRBMEBELD, EE5KT
HFERARK, RIGDREMTRERET, EEKEHEAREAER
SR EAR
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HHEA.
BUREE A FGFRIEE . GeneReviews BERIZFEN FIREFRNESHWT:

£H W75 E TR EREBRERT

FGFR3 FHaH >99%

BERDN: F—F: EF sanger NFEX FGFRIEE p. G3BOR THF(THMI,
$=%: W sanger MFAY, FHT_RAF.

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK1152/
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BIRHEXZ: Multiple myeloma
& B B THRBREA4IO0R
& AR/

BRTA :

ZEMESHEE (W) R—FEERAME, EMBMARERETSIEPRER. B
WHO 1% E )37 B 4RADH EIERY—Fh, FRDRMAS B/ RAMME. S EASHRAKS
EEEHARRTEREHREANEE MER) SEEM, ROBBEATURRTENER
BIR 5L EL M.

§ﬂ:
ERB/RG EERA
B BE. BRERINFEGIT
miRRLE Fum., i
mE Mmi2sipE %
WL PR R LR BEBAERE. SHBIE. S15IE. SRERMAE
MERGE BfkpEfE. WERE. Bk, S, KA. ARIR. SEFRAIE
Hite B, BRBhK, SENHELEMA, SHES.

LELENRE. NEREHREAES, MASAEERERD. RE
BEA (XMERABRKRER) FHFAM

2. MEMEE: FNSSEME. EERE I/MREFEHRER

3. BENTE. RAMMBFEEE >10%, ARSRENRBTLHR
i)}

4. BREEFRE. IS A MRS HTEUHBRBIRX S R
XRERT TRIBMEB T

5. K. TR RRIRRIA (FISH) BEMFIRE . SEEREIK 17013
Rk, N/t (4 14) F/SHt (14; 16) BE, FEETERE. %
KRAFZHA (FISH), 4532 CD138 (AX %L HEMRAMEEA
BRTE) #EERLEIL/ZHIFISHED iFISHZ, FAIESHMIEAIMATER.

6. MEHERHAT. KT BMNNSRE#LESHWHES, CHER
SEBIEE (WS ERENHFRTELZEM (SCR) BT,



https://baike.baidu.com/item/%E6%B5%86%E7%BB%86%E8%83%9E%E7%98%A4/10357549

BIEBURERE: LR, IBOHFGS BRI L R ERRERS S

WM IR (&2 FE T M AREYFITANBERNEEEEZENEN - SR TIA IR
BHRZEEWHREEMITEEN. RMAT_FHREENEEZ B_EAREEMRR
¥ . HANFIATRES “BEREREDIERL” (hapoinsttfllc iency) Hx.
HERA: AHEREEIZE A ISH 1

BEXRE

HEEMSDANERSS. PESEZUESHEEISAIER Q017 ££1T) [J]. PERR
ZE, 2017, 56(11)
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WA ELETE

PRIREILG: Nager acrofacial dysostosis

£ w OE/

B’ 5 AR BREKDHEERE

B R

Nager LREEEAHELE T ME S BN MR . BSNEFEBRNTE, PEBHEM/NG
W, BRRRIGEE SR EAAET (RE) T, FRIAABIENHAEFE, =i5iE,
REBEAEFLURKREBBHE.

RE:
ERBIL/ FRG EER

BE S
KBRS NERERS. RRTEREYE. TAURYE. ESMEE. KEN
Hx

SKANFER . BEEEMER. SMEEAS. TRER. BOTLEETERE.

TEREEIR. SRR, BR. BH. EOBRRK. FXEA. BEEAH
=

LI ERIEGE (B9 8E). ZERHRIR (A BE). sIkSERA (B
HEE)

% BEETE. SRHEELE

BER BEME—ME

BEED EXRMEEEBHAE

W RETARLL RAETE. 2MELETSE

B BHREMD, FHESE. BATRA. RRXTRRL. MR
#l. RELELE. BIEABERR/AETE. 5. SMMR. =8t
KIGRERD. SROOHIEE. BRISMNE. DR

Br& IRPER. BERN

ez EREN. BEK, SKERE. ZME. EFER

XRERT FERTSHT: FERTEBARE

MEEEE: REKKEE




EEE.

HBi—HH9 Nager LRETERBIRE SF3B4 BRARERHY . SF3p4 BRERTLMRINEEMNER
B SAP49 HIF=E . MIRARTEEZRASWIF SRR A, MTSZ0E mRNA N T4
BERNLANILEEHERFME.  SAP/9 REBATRERIN BIP R2ESES, SH@E
B, FHFEBRNIELS.

EEEDN: HIEZRNF.

BERXR
https://ghr.nlm. nih. gov/condition/nager—syndrome
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PRIREILZ: Multiple epiphyseal dysplasia, MED
£ & E:. BMMEDEREN 1107, MDD MAERETERE
B’ AR ERERBE
BRTA :

ZEAMBREABARFEIT HBHRMBRAAN, SOFHALR, REMAEHTIR
M, BREI, SHBHRSESL. D IERERSE, FERWAXTER. A
KT, BEURREPENSMEN.

RE:
ERBIL/ FRG EER
EKEE S, BEEHE: KRE BEER: REBASE 145-170cn
B RAANGE; OPEFMER, MEKZIRBETHN: RE LRI,

BATEMNZR, TERBH, WEXTR(BELE); REIR. &,
BARBRREAT O LG, HIMAMN, BN, B8, EB8E ).

X&0E: £5EHREIEE, SRR, BRTEHSR, BEHEM.
LREHE BEIEE. TR, £l Perthes 75, BRETTAR/N, EWMAEH. &
BRAHN, SIEBRAH. REEHRSEE, SERAE. HEERLIE
M. kR B ¥ REEHAAEANMEREL.

HER.
COMP, COL9AT, COLIA2, COLIAZ BN MATNS BEEMRLERASIEEME AU BHRABEIR.
B2 MED BOBUREE ) SLC26A2, CANTI
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GeneReviews RIZFESD FIEEFEEBUMT:

- AR TR EERRT SR 7 R B T S Y P
&4k A% MED B9 LE B [ ﬂﬁlﬂ'ﬂg/igﬁ

comp 50% 100% RiRE
MATNS 20% NA K40
COL9AT 100% sipE
COL9A2 10% 100% FIRE
COLIA3 100% KRB

KA 20%? NA

HERN: HEZRNF.

FERRE
https://www. ncbi. nlm. nih. gov/books/NBK1123/




BFRERE

FRIRHFILBZ: Campomelic dysplasia (CD)
£ & E 1478207
AR ERERBMERE
AR .

LFAERFER—MEMBEMEFERENELBMBREMNERR. SEMWAJLELERN
BEERIKETHAFEASH. KA XL EEZERMIIINEIAES. EANRIES
EMFNEISE (850 TE, REMRE, REMRMSMENMERZELLMASL) U
REMMFRR - TERESE, BRMTRALIE; &R, BEAHREA, TRENBEMAS:
DHBREE, MASE IR (BRATHD.

§ﬂ:
ERIMY/ ek EE T2
£ SRURRIE, PRI%H . WK 35-49 B
SAFE | KERI Bk RN KE. FHRK. ERBR. ERR.
R
DiE SERAE DRI
FER SEXTEHRML. FREG FREES
W R BREBE . 11 IR

W RETERLL —LRB BEREEE OPE, PRELXES). BRK

B KK, SEBREN, BUTROTHE. 7 LRIEESIR
BEOEER. EMREMEEHNO. BABE. NFMRMEES.
BEWS. EHE. REBRHEH. ROBRBERMRE TGRS0

i
fiik= RIE. BRZMR5E. BFlsk
FERTRHL E2/SvE

xF 17 BRRRJLEITRBAENE, RUMLRATRE NS H, UREH
LREHET BREEME. REMANVE. HBLZEFRIERE. ATFRERE,
FBEERE S0 . BRJLIMANZE AT Iy 3K £FER L BT RIEHFE.




EEE.
ERH SoX9 EERETIEN, FAUEREKREERIERE, XEHHOIRHMREIE.
S FIEEEN:

2K FE BHLESF LRIE
M54 RIS FIEET R "90%
S0X9
BREMEESN | BOBEHEEGRK 2%

EEEDN: HEZRNF

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK1760/




BERBEELRE

BIRIEXZ: Pseudoachondroplasia
£ m B FHRFEAHIBA
®’ AR EREREM

B R

BERBRLEFENARERBRAEFLHENTR. SHEBHEHTR (RERE
BRERR, RUMZREEE. BHR. THE MARBTZRRAHINKELER
WREERRE, BLUERA EMERIMERTHRE, ABHERETTRO—MFHRELR.

RE:
ERBIL/ FRG EER
BREE SiE . ODREBEETRHKEHS . IHEht. XHIEMRE. £
BEXATTHRE. BN BAE. KE. FHRNSH. FERE
BEELR. FTHEMBMRIR. TREERE. BEEEMNE.
HHAG, XTE
XRERT FENE: THRmEERAN, MERRKEY, RIS EERRN,
BIRHIMRRAT N, TN SHRE. SEHESEEE, B985
SRR ORKERSHREEEERRANBERTHERE, T
BB R R TBRiR A Z RYUTIMTiR I RE
EEB.

BUmERAN comPEE, REHHTENER, SEPENRTERULAE.
GeneReviews YRIZAES FIEEFHAESNT:

EH WRFE ZHRATERHEREERES L
FHaH >99%
comp
MERRK/EESH w

HERN: HEZRNF.

BEXRE

https://www. ncbi. nlm. nih. gov/books/NBK1487/
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+=. BREAKER
PRIRELZ: idiopathic pulmonary arterial hypertension
£ & E FHERFEAHI/10R
&t AR FRefsH
BRTA :

A MMEIKS MEZ—FERA. SBRAMOHTHELEMR, H45R2mMnER
highn, WESRSEREAS, SEHEAEOCEMAMAOCT. FHRIBISE EIF/\GHE 50
FERREMLE. RYEREIEFRERE (60%). K5 (19%). 2FK (8%). R (7%
01 (5%) FNRRERKAR (3%). FRAGEMEZEIFN, BISWMNTINERA 36 % . HishH
BT RRTIE) Y 2.8 £,
iﬂ:

ERBL/ RG EERA

CHEIHERY. ALERX. GULEREB. GUBENAS. LEX
B E-ERATR)

WIMBEEAKE (AT 25mm Hg . 7EXE&0 P80 30mm Hg ). Al
mE MEM B, FFEKLE. Pk ESRES. FkRRAMAEK.
TR ABEAHE L. MK MEFT . RAMERA

Bif PRORERIME . AT A R BE B 7S i PR A M AR

Juikz:3 MR

1. RWEWE. FESHRSEREY. HIV iR, BRBRIIEE.
ERMERATE 5iEFNE . WS 54T, BNP 5 NT-proBNP;

2. LEE (ECG): RRARBOTE. FREMARBY 3K:

3. BEUEHHE: BTENEKE D

4. FHINEEMNR: ATRERTRREMRFISES:

5. CT/MRI: RRIEFMER:

6. BIH X %: A TAHShEKETR =15mm, FHZIBKELZRE =3mm, & Sfh
HBKAaK . SRR E R IR, AF. BET A, L
b K

7. ALEBERTNAMLET KKK,

XRERE
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EEE.

REHK BmEH
IPAH1 BMPR2
IPAH2 SHAD9
IPAH3 CAVI
IPAH4 KCNK3

IPAH AT 58 ANGEE (131195) TRFIRAVEMS ML MEEMME Y HKE 1 2 (HHTI
£1,187300) FAE ACVRLT (ALKT) EE T F5I42AY HHT2 (600376) #HKEL.
GeneRev i ews ITRIZFE N FIEEFRMIEEMT:

S — S A L B BRI 540 Y
ZH
Rl SIS BERTRE/ EEHH
BMPR2 75% 37% 48%
ACVRLT 3% >95% None reported

HEWEN: 455 K NFEFFIMLPA.

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK1485/



https://www.ncbi.nlm.nih.gov/books/NBK1485/

PRI

PRIRELZ: idiopathic pulmonary fibrosis

£ & E. 13200107

®’ & AR: EREREHHRE/ ERBIKIRIERE
BRTA :

PHRMAAHLR—MRERAR . SREE IS, AT LB FRER A,
BELMERMAERSEMFHETR. XMEFEESHIMG0 2 70 SHA. FHLR
MRASEMENNE LR (AECs) IRENAY. IXLL4ARImIT MRN8 SRR ISR . 1R
IR AR S| 71 LA R3S R AR A8 B R RIS, A AT 4 AN AL AT 4 B R AR T
MEINR. F4ESMBMANAESMES PSS NMERMER, TERREEA, SHH
BESEMEYRRFIRRIS, ESMERTTE ARG S S E R MR+ .

RE:
ERBOL/ RG EERA
mE B3 ks I E
IR R HEERR (L) . FAMEFWRENE. . e RT%EL. EST%
o BIBRERGR . BB (—L). BRE (—L)
RF 2R MR RE L
F FIRIPIK (£ 50%E9mA F i)

1. KERRE.: T, HITHEFERERE. FPIRIEM Velcro B

2. XEHEE: FEIHEHNAAMSPTERBIEMRSETKAR, BRI
MRRRRFE, HEESIE L

XRELE 3. CT/HRCT;

4. FHEBIELALAMNE

5. BHDNEERRI: FIANA R . SREThEEFERANE S MAE:

6. MiAFHM: MTIER RERERES.

HEA.

TR BRIREG AT LRI, F 15%RGIRIM T TERCHN TERTERAML S, H#EEZTE
B & MR 4E (L 51 BT o LIS/ )N o TERCFD TERT B[ o —FhIY St i B A BB A0 4B AL IR
HTHRS, XMWEAT LR BRKRIRNEN, BRR. —FRERTgL (IPF) BIR
B2 SFTPA2 EE (178642) MAETRIIER (FEFREIK 10022 L HIMREFENE
HA2). FIiEERE, MIXMERA S BB LUEEE 10 Sk L8 SFTPAT &R
(178630) RY% 7514l 7E 11p15 ik LBy mucsB EE (600770) RIBHTFRERIFETF.
B 8%—15% I BEM Y TERT. TERC, SFTPCUAR SFTPA2 EEBHML S .
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https://www.baidu.com/s?wd=%E4%BD%8E%E6%B0%A7%E8%A1%80%E7%97%87&tn=SE_PcZhidaonwhc_ngpagmjz&rsv_dl=gh_pc_zhidao

GeneReviews WRFKIEMMAHE LS FREFZRNESNT:

35| ZEERTESHE FIPF By LLH WA FE
FHaHh
TERT ~18%
RER/BEEN
FEI5
TERC 1%
RER/BEEN
FEI5a
SFTPC "1%-25%
K/ BEEN
FHaH
SFTPA2 <1%
K/ BEEN

BRI BEBHEERERE, MEZKNF.

BERXR
https://www. ncbi. nlm. nih. gov/books/NBK1230/



https://www.ncbi.nlm.nih.gov/books/NBK1230/

HBEINER

IR Z:  lymphangiomyomatosis

z ®m OE /
& AR/
AR .

HEEAER (lymphangiomyomatosis, LAM) R—HLSREMAMEEMERT N ENE
WER, TEXREEERNAL. ETUMASSIREIEET LA (tuberous sclerosis
complex, TSC) HX., HFEN, IRIZLIR, ZWIFETTEME.

RAL:
SRR/ RS FERA
IR 2 4% RN, SHD. Bk, FLERRN. MR, BOYE
BEER s, RERK
1. BBFERE: M5 oT AMEENMIRES AMEMT. BIBE
5 CT ZAHAREFRE, EEH B MEANEREFRAERE R
- 2; fﬁlﬂﬁﬁﬁ§:=§iz[‘ﬁxﬁa‘liié'ftlﬂ‘ﬁiiﬁﬁﬁ?yk’i’;ﬂ?ﬂiﬁé‘ﬂiﬁ'—leﬁﬁﬁ
[E5. PREIMEBSINAEIERT. A1 B SRIBIIAEIERS
3. HEYIE: HEMEMEERTURS AR K 0T8T
MERE L RAREEEE
HHEA.

BimERA 7501 TSC2 BE, REXBFEHLRT, GREXREARNRS.
EEEDN: HIEZRNF.

BERXR
ARSI, RER, Rl 1981 £ F 2009 F A EHEEBFECHERICASHI]. R E
MRS e EISIAZAE, 2010, 9(5) :508-511.




i ik = pre

FBRIRBEELAZ: Pulmonary Alveolar Proteinosis

£ wm OE /

B’ & AR: BERERRE/ EREKENHE

B R

BT EMAAE (Pulmonary Alveolar Proteinosis, PAP) 2—#LUffARE EMEY
R (PAS) MBAFEMT A, HTHEMFRINGETRNENRR, XIRAAMHAETINE,
HEBNHTE, BURREE, RRAS5EERREEX.

RE:

FREL/ RS

EERI

IR R 4R

TZH. DM, MR, BEEIRE

A%

1HIRIE

43

K4t

&5

Rk THh. hERR. EKXEER

TREHE

1. KRARE: PAS &AL PAS FAMEAREH, SHEHHRER
IZUNS

2. MESH: EXFFBFETHERT, NEALBRKSE (LD EHE:
RE SRR, LDHBNEEHIES . MEHIESE, BEE075H SMmpmR
A, FIIE 1eA FEIR

3. BOER X Lk40E. BB X LR A WA B B/ IR EHERER
AAEBRAAPRBEEENLE KA, 2RFI%. FizEg
RAZER SRS NERX . HIEERIETE, X &ERATKE, B
J K-B

4. HOER CT A%, HTAHART SEWBENET, HEMH RRELEE
A HL

5. FINAENE: BIRRFIMEBSIIGEER, MIEETH. 2588
BERERS. BEKMS SR RS EMERER ISR T E.

6. XEEMBERLA (BALF) & MERAHEERREFIRIK
FRERIR. EXETRREMRERREHSRIAN . X NTEH
REES M FALIKBE E AR, PAS R BATE.

EEE.

CSF2RA B AT R A] S B PAP.

EEEDN: HFIEZRNF.

EEXRE

http://www. omim. org/entry/610910
T Suzuki, T Sakagami, BKRubin, et al. Familial pulmonary alveolar proteinosis caused
by mutations in CSF2RA[J].J Exp Med, 2008, 205 (12) :2703-2710.
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http://www.omim.org/entry/610910
http://xueshu.baidu.com/s?wd=author:(Suzuki T)&tn=SE_baiduxueshu_c1gjeupa&ie=utf-8&sc_f_para=sc_hilight=person
http://xueshu.baidu.com/s?wd=author:(Sakagami T)&tn=SE_baiduxueshu_c1gjeupa&ie=utf-8&sc_f_para=sc_hilight=person
http://xueshu.baidu.com/s?wd=author:(Rubin BK)&tn=SE_baiduxueshu_c1gjeupa&ie=utf-8&sc_f_para=sc_hilight=person
http://xueshu.baidu.com/s?wd=paperuri:(85cde27d1ada87fca4b2506fb22cb849)&filter=sc_long_sign&tn=SE_baiduxueshu_c1gjeupa&ie=utf-8&sc_ks_para=q=Familial pulmonary alveolar proteinosis caused by mutations in CSF2RA
http://xueshu.baidu.com/s?wd=paperuri:(85cde27d1ada87fca4b2506fb22cb849)&filter=sc_long_sign&tn=SE_baiduxueshu_c1gjeupa&ie=utf-8&sc_ks_para=q=Familial pulmonary alveolar proteinosis caused by mutations in CSF2RA

I ja2i 114

BRIRBEELA:  Pulmonary Cystic Fibrosis
& & B TMFHRREAL1/BT
B’ & AR EREREME
BRTA :

WML (CysticFibrosis, CF) R—MRILZMBERANREMARR, TERMNA
SN ILBREOTNAEZREL . FIRBRIEE . DWRHEE. IHR ELREXWITRE, BHRKE.
BAiE. BFRE. BHEREMRE. HBUHFNHZ2H TEMAFLELEEERESETHER (CFTR)
RABUEMRR, SBTFMBREBREREFEMBMENIEY, 5iFLBIMNSIDYIRGE.
FRE. HERESHRBERG.

§ﬂ:
E R/ RGE E-
REXSERLMEEEEIRMGN . PR BiL. FARK. FER
FRIR R LR 2R L. XSEY K. MK, BREE. ARPRKE. RES
EEBATHULSREE
WL R RIHHIMBRZEAEPE . RAMERE . ERAMRE. FRARZ. BERK. MRS, EFF

53

MARRERE | TRERSERBEBRE. £RKEE. FERALR. FHENTHRE.
K&& FFBRSY Wb N 55 Bt K

BHNRELAERESBABRTINALERT. KIEEEENFRE

wwrg | 2
. OF HE AR EEMATA S, ARG LR R
gtk LI
2 EREAMEN, OF BILTRELNS BIENTHEEE>
60mmo | /L
3. BB X F R OT F34. ATRIIEIHE A SRR AR

REERE | | . R R

5. b, HUEERE SRS ARk EEESAS . P R
%
6 MR BGESWER. MEKEAS. FHESE. &4
FHz

ERE,

BUREERA FTRER, RELBFEHARE, FRABNARKEXEESERIFAAR
iRE, PERRSRENREERAES.




GeneReviews WRIZAES FIEEFHMESNT:

EH WA FE ZRAFZRHBRERAN L
FH5aH 97%-98%
CFTR
SMERBK/EENN <2%-3%

HERN: HEZRNF.

BRRE

https://www. ncbi. nlm. nih. gov/books/NBK1250/




LI E i R A E

PRIREILZ: Neonatal respiratory distress syndrome

z ®m OE /
& AR/
AR .

EILFREFIBLEETE (NRDS) 5 REIRE 51 &2 A LUFHAD K ML ARIRIE . B8 L B4R
B R AR E 4RI A R BRI . iR R B BRI R AR M & R RS E R A £ B R
BYE, UEEREME. FFREE. B ETME A EZ IR RFHE R AR 2 RE R
7o

§ﬂ:
ERB/RG EERA
IR AL HEATHENE RN E M IRSE R, REFREE

DI R BB E. R, LHRE

1. BHAFARE RS FlANPVE R NRDS BUMEER

2. BlFRZ IR TE: NRDS BB )LHA 5 24h AIRHIREL 14— B AL FRIEK T
LREHE 3 HER X HME: FERIAMBRSFARMERXSELIERSY
3

RIEBIRER: TTAH.
BEXRE

R IR, #E54 MEILAMTEREEEFERARHER]. PEHKRILE 2
7, 2018, 20 (09) : 724-728.
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+=. BEHER

RS R

PRIREILZ: nonsyndromic hearing loss

£ & E. EETHMEREH 2-3/1000

Bt AN EREEREN/BREERRIE/ x ESSGRIKESE
BRTA :

HEILREELRER 1%73%, Hi 605 LR BERESHA. BEEEERBEES
BFEEMALHBESR TGRS AGEEEEEMNEEESMELEE. RS EEEE
HNEBMEM—RREIERFE, ARG HER, HMBEELREHRE, YLBEEE
EH70%. ERRSHPERIREHNREEX.

RA.
SRR/ RS FERA
HERG HE, BREHEME
Wrhfk, BEMEZ, BEANRE, REWRKTRE (ABR), U-
Hi jﬁmaﬁuﬁ@
RIBEMANRERERG (E—&EEH)
1. ZEFEHN: PCR-SSCP, PCR-RFLP, Z{IH[E 455 PCR. HEZH R
NGS;
2. RIENREIE
3. WFAE. BIEMR;
4. BHME. HEEEY, WA
XKRERE 5. EXiRW: MSHMONERHEE—H;QEERESNHE, |
BEHAMELRZREMEE OMES A A HITILE.
6. M%. MR, HEEmAtlE. SEmASEAE. M RiteE. mE
PRESBRESNEEENE, T EEMLE. M. mMEMMN
EEHERE.
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FLEA.

EFEMEMEZE (NSHL BIBERTALEBENMT 100 ZNMERFHEXEEMS. KY—Fa™
ENERGKREIESEEERHREZH UB2 BERRTSIHERY, XL IS E A DFNBT.
[E1B} GUB6 =342 DFNB1. GUB2 B GJB6 EEBIRETME T ENZ B connexin BEH,
BT GERRIERERIGEM, FETT AR NAAT 1 FT R RO HRAR R Th RESTRIE . *E%%EWK%‘I%E
SEERNREAFEERNNERZ STROERT R, #HHR7A DFNB16.

%t DFNA3 BUi2 i 27 GJB2 (¥RED connexin 26) B GJBE (4RFT connexin 30) & IAYI—
MREBRERE. ERRBEA—MHEES XS KEREEREEMIFESER NHRKFH
X, BOHERMTT, 1 KONG4 F0 TECTA, ZHEXE L.

5 x XM FERIRREGESER N IRRRERNR . KYF—F 6 x HHXFH (RD DFNX2)
R POUSF4 EERTRSI#EA . S5 DFNX1 2 PRPST AR

fEmtDNA Fp, REDHTRERHIRKkEX. EEH MT-RNRT. MT-TS1, MT-CO. MT-ND1.
MT-TH. MT-TI. MT-TK. MT-TL1 0 MT-TS2,
5GEEMARKEXN—LERITRELSSHESMENTARK, NTBEEE
(CDH23 #A MYO7A %), Pendred 2 & fE (SLC26A4). Wolfram £Z&4E (WFS1) FAththiEE1E
(COL11A2).

GeneReviews Y3% DFNB1 £ FiE & F4aME B0 T :

EH WA FE ZRAFZRHBREREN L
F553 4 > 99%
GJB2
SMERRK/EENN A%
GeneReviews I3 DFNA2 H FiBfEF NS EMT:
£ | Lot lbprS Z A AR BRERES
FHaH 99%
KCNG4
SMERRK/EENN 1%
GeneReviews Y73F DFNA3 £ FiEE A MIEEMT:
g |EHREENHFESRIIZN 0 AR RS E S
BILEB BB BEERE/ EEHH
6JB2 >90% 100% No data
GJB6 >10% 100% No data
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GeneReviews WRENFERSEEE (REN) S FECFENESNT:

TR AR EBRERT S
EH B EE BRI R 5 R EL B
FISH | BEEGRE/ EEHMT
MT-RNRT 7% ~100% Unknown
MT-TS1 ~29% ~100% Unknown

EEEDN: HIEZRNF.

BEXRE

https://www. ncbi.nlm. nih. gov/books/NBK1272/
https://www. ncbi.nlm. nih. gov/books/NBK1116/
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https://www.ncbi.nlm.nih.gov/books/NBK1116/

+M. ffE RGRE

PRIRELZ: autoimmune encephal itis
£ Fm OB —RIAARRHEFEES10/10 7, 50%HHARFEERE. ERHR
E Y 50%m B, BERARmERE A8 2%, RESIRMMAALN S 32. 5%,
% AR/
AR .

ZIE—REBTRERFH P RHERERESER N SBR B 5 & 1E5RR.
AE S FAEEBNEE, FRIDEIBREETE AE; TRIBRETE AE TSRS ER i E, RO BB
MHAZKIERK .

RIBFERZEREITHE, AE ATARS WSS GRIR) #5M AE IS RIERE
(BHIR) 4B AE. FEHF SRR KM AE 815 R RFKLE T, Behcet . &
MHERE AR, RAMPIEBERFEMER.
FESMERUR GRLIR) 551 AEK 7] 9 iR 182 RA R B E SR & MEANGE AR E R G0RI RS
ZEE. IEPIRHZRERIMEESIES AR, Sjugren BF . IRIEANFF . 71 NMO-1gG
HXE/MME AR, MPRHERKRMESEES:
| iR GRAMEAIRIR AE): EZEGIFH Hu, # Ma2. $71 CV2/CRMPS. FiRi %.
11 BRI TRERERE AE): AT A=
1. BB 7 NMDAR. 7 AMPA.
2. $EIMSERRZR: 31 GABAR. i GABAR. HimGIuR. 37 Gly k.
3. BFREMITBMSRXFMISF: HLGIT. 31 CASPR2 #1371 DPPX.
RIBAE R E TIRTNAR MR REZ S E, AE AT 3 FhE A
1. 47U NMDAR fXiZs: #7 NMDAR X2 AE IR EBRE, A5 AE BEM80%.
2. MRS $1 VGKC AR (LGIT. CASPR2) Hi{KAXZA . i GABAR HiiA 5Hi AMPAR i
IRFRR BN AT ARG MR A
3. Hfith AE Z&1E: BIEREELZSIE Morvan’” S syndrome) . $T GABAR HUIAIEEMAE. 14
ARESGEEMNHITIEREREE.
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RE:

SR/ RS FERA
ST, BREE. BIRMEE. INMERS. EERE. PAREITE
HWEZE RS S.RME. B EHENEERLL. RIS HERR. 5i8ER. HiFK
HEmR MERER. THZHR. FHRES
1. MFEFMAERLE: QMRS SESHEMEIRERE: HEx
B X PR
S zPH:i@%&?@%ﬁmﬁﬁ,wmwm%ﬁwmimﬁ,&ﬁ
HE5ERBREAS:
3. BN EIRBHHZMAIEE, 18R LMK
4. CT/MRI: ZBARIXAHIL T2, FLAIRSK DV MIS1ES.

BEBURER: EARBH.

BEXRE

THEFSMEFFELS. PTEESREUERRISAETRILAN]. PEMERRE,

2017, 50(2) :91-98.
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BRREEEER

PRIRELZ:  Autoimmune Hypophysitis

z ®m OE /
& AR /
AR .

BE R EMHERL (Autoimmune Hypophysitis) XFRik BRI, REARFHK
BAMZHEMEERELRR. HXFIHRAEIAAR—MHBERREERR. Bng
WEEREESE A 3 %K RERRTERAIME DK BAEERERR, RERRTR
SRS ERE AN CARIERHREERL, KERNRRRERNRHEMEERK
HEAKCABEEERRL.

RE.
E R/ RGE E-
ES FERIR. KPR, EFRERG. k2. AR, XTiE.
W RETA RS ZEAE, KIS, #HE. MHRR. ZIRE R, REE
*5 . TN, WEEE. BOMReE. BfRTIR. RETH. BRE.
1. SEFHE: WRI A CT ALEAIMEMRMKX . AIEMZRHE. BA
IERAIE T NEZRES, IIBRENEHARRS, FHRME
BIRFERR BT
XRERT 2. FEYE: FEEEFHELMFE. XEREMAERE. ATHMK
HiEHE D

3. MSLRE: FIHILACTH BRZ . RERARME. IiRRM=ME
RERERRZ

RIERRER: HARHAMR.

BRRE

R, IVETE. BSRREERL V], RERS BRI, 2015, (1) :1008-1012.
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B R RE RS R E k%

BRI Z: Autoimmune Insulin Receptopathy

z ®m OE /
& AR/
AR .

BE%EMEEEZRF (Autoimmune Insul in Receptopathy) X#R B EIfE S HIRIT
GRIUER—MEERSZMIVRE, RRTREADFEEH IR ZZHRORIKERSIEME
SREEEE, RRVFRISBRBEZHRASRETE  BINKSRSREZHNE
AXMESRESERARERELER NMSBRERRR. SRSRMERSME, Z5K
BEZERBSNAERTARNARSEZHERRASERMES B L KMmE.
§ﬂ:

ZREB/ RS EERU
BRIEFE R R, ZR. HE
S BREHE, ERTRE. BRIOFIED

HERY ZHMEZET, ZE, Bl

BH%E RS BAFRFEHELADIRE

1. AN MEAS. MBERSHRKFHEHAS. BLEETH
ERORMRMERERF KT TR, TEEEEHENLE, NEE
fRkFHREAS

2. BEERTE. BEURETRS EINEMART, GRS

3. GRIUEMABIZENTRE. AIENENERPERIRZHRET N
K

BEHREM: AP,

TREHE

BRRE

BERX, £2R% B9E, % B ERSFIMNESE=FIRKRS I XHKES [J]. hERR
&, 2016, (1) :11-15.
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RIRMEH iR

PRIREILZ: Familial Mediterranean Fever
& & E. hiBRXETY1/600 A
B’ & AR: ERERRE/ EREREN
AR .

KiEE# S (Familial Mediterranean Fever, FMF), iR ERTIERK, 2—
FHRMEMERAEREL, FWF 2—FTBESERIERRF. & HJLERRFE, A LA 1 RS
RIEFRM, WMEERE. XTR. MIEL. ASHEIRE.

%1,
R R TE%T
e WRAET. WA, DREERA
x R R T R MR
O PREEALEE
R DR PR
1, MR, BREERRER AR, BRAB, (g
IgM 40, RF. ANA BAfH, C &Lz KEAS
xpps | f xta: éjﬁﬁi%%ﬁ;ﬂ;**ﬁg%iz‘k;;:z;u%%%ﬂéﬁku
3. BEERABE
EEE.

BomRE R A MeFVEE, ZBEER 5 NEERTR/AHINETF 10 AT M680I. M694V. M6941 .
FV7I26A, LIRIMNETF 2 LHYE148Q.
GeneReviews YWRIZED FIEEFRMNEZMT:

EH Lot lbprS Z A AR BRERES
FH5aH 75%-90%
MEFV
HEERK/EENT K

EEEDN: HIEZRNF.

FRRE
https://www. ncbi.nlm. nih. gov/books/NBK1227/
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1gG4 #H K TEFRH

BIREEXA: 1264 related Diseasae

z ®m OE /
& AR/
AR .

18G4 #HKIETRIF (164 related Diseasae) B—Fh5 1g64 X, RRZBEELR,
18, HITIHEB SRBIEHRR. ZRIEKIE 2, SFKERNRE. B REERRL.
BRI RRERFEAHELEESHER KENEREETERXFNFLARE.
RA.

ERBOL/ RG EERA

2HAEE. BETE. zZh. Bl KB, ]
[ ’;gﬂﬁ{é FASTE. MEZA. Bl KA. BEME

SRR ME AR CREEFIRB) JEBR B R AR B B R K

IR (ERREAF4EN) BHEBAK, EAERE. SEERE. AR, TRk

ERALIREEMA BN, BHREE. FERE.

FER (1g64 HHEMERL) REE. R

Bl 8 BERB 28D PRGN RSB SRS, REMAE

1. REY R RERARGENIEL. FTHARE
RN BAMIZE, SEERBREMRMA

2. BEFRE: RRREHEX. AREERMNER
FRIERRALRIER, BRUKBBMRS . FRSRIE M
LREHE K. BFRIEESE

3. Migs#: MiF 164 ASRARSHIGRIEFER
i3

4. RAHLEE: ERYREFFRRERRARNLKET
FI2ERIE. JREL

RIERRER: HARHAMR.
HRRE

%, EM, IMEEE. 1564 HXERRMIGRFIZFFHE [J]. PimIEs
7, 2014, (9) :618-622.
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PRIREILZ: Langerhans Cell Histiocytosis
& & B RMFHRBEEAL1/10H

® & AR/

AR .

BRI T 4R LR YR BRI 4 iE (angerhans Cell Histiocytosis, LCH), [RFRZH4DZABEIE
BiE, R—HBARAMHNREMELEEFARSERENTEHENENRR. IKKERN
ERRX, IRETFEMERE, UZHLFILEER, BHESZR, AMAZREREM
AFE . IZRORFIE AR, ZFEARERER DSBS G T A —
BREESW.
§ﬂ:

ERPU/RGE | EERA

BRE, RERRBAAME, LRARE, T, 88. M

3

-
A ELERE, BEAE, TSHRRE, HEH

o RETEMA R, BB, RN SR LS
WERE | BENRHER LOH HIEER

RS ZRENRAAFHRIE. IFREE. BHE

ZEMARANMEEAME. Kih. FX. SBLHEE, EEAH

i BABUMBE L. FFAGIL. 8

1. REBKE: RRETARNASHAMMEE, SHEEERIENMAME.
TRERE EREARA. HBMAE, HEHESHKEMERE. RETARMBN
- RHPEH “Birbeck HUHL” RIS LCH By “ &R

2. %yE4Afk: FRINA S-100. CDla. Langerin PATE

BEBURER: EARBH.

FEERE
(RIRMEZE ), PRERESR
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PRIREILZ: Primary combined immune deficiency
& & B RMNFHRREAN1/1S5H

i’ AR XGEBIRMY

AR .

FE&A MK GEHRI (Primary combined immune deficiency) XHR X EHEEHS
5B (X—linked severe combined immunodeficiency) B—MikikfiE. HMGERMNE
PERBRER, — MR THARREREEARYE. RAEEXEESSREFNLARE. HE.
HEH, MAREAMMIHITEEBERT, EFBEST15RRLT.
§ﬂ:

ERBIL/ RG EERA
RERk RERE. RP
M IRE ERIRE R, BlERR R
SRR MBREEE . MBERE. REREARMD
BiE Bi5. BBR

1. RERARSE: EAMKBHEMRE, AT HARHRN, EBH
R STEL LM, REREBKFRIK

LREHE 2. SRARMERCES HIAARN RIS R FHHE

3. RIERY: MABHFERY A EWMBEYIREER (GVHD), KAR
ERARERBRTRE LR/ME, #REEBHERFRLREL O

HER.
BUREEA IL2R6ER, RELBIFEHSIRE.
GeneReviews YWRIZERD FIEEFRMNEZMT:

EH WA Ty Z A AR BRERES
F5I5 4 ~99%
IL2RG
MEFRGK/ EEN 1%

HERDN: FZRAF.

FERRE
https://www. ncbi. nlm. nih. gov/books/NBK1410/
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https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/x-linked/

REMRERTEMHET

PRIREILZ: Primary light chain amyloidosis
z ®m OE /
& & AN/
AR .

R A MRERGEMHET (Primary |ight chain amyloidosis , pAL) 2—M& &%
R B EERMAAR, HISKRRUSHENL, LRFRIX, SWFATE LR EYE. pAL 2—
FEREBRE B TBEMNEREREREQREMNESTALN, FEMAEEES
NINEER BRI RGIERR .

§ﬂ:
Z R/ RS FERA
B Bk, FRAiRFIES
;i3 EHERE. K. BRERBIEINERERI
BFAE A B RMAT X N ESE R
HEZ R FFRIER MBS (B BRI B LR
BE FETE. BEAR. BIE. E. RETARESEMENELME
A EE. BENENRBMAETRE . RIKFRR A H I AR K RAFHE .
- ] H IR R AR E R TE
1. REH: BAMPEEARKBFESLE
2. WL E. CBEEARIAESKEEMMETSHEN RIFAERR,
AUEEEMOERE. BEOHEFTLEOEE, CIAEERY
5 CERRER), EERHFNASBEHEREZETME. OIEE R
THERE iR FAR A L MR T IR .
= 3. MBFH WS MBFMTEES T/I (cTnT/1 ) N KiFETRAKH
BK (NT-proBNP ) #H7&5. MIEREERS (NI BEELER N A SELEEAK
B ftm. ERHLARNREFXEHE
4. ALUER: RIRAEEHAMENTERYRMRZISHIENHTHNE
TR
ERA.

BmEE T BEh ASBIS. ASCC3. HISTIHIE, KRASEE, REEMTEASTERT,

EESD: BEBURBRERIR, WEZAME.
58 kiR

EHPTW. RAMREEREMEEHRERERESIRAEXEMARD]. LRMMEZE; &
EEFREFR, BEXFEFR LRMEZR T EEFRFR, 2017.
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EEAXENARRZE

PRIREILZ: Severe Congenital Neutropenia

& & B RMFHRAREAL1/207
AR BLEEERRE/ EREEEME/ X ERRMYE
AR .

FEREL XSRS ZYE (Severe Congenital Neutropenia, SCN) R—#IASEEFN
Sl R AR ER R MR R AR Z DS AER R R MR R AE. BT AXMBHRBSERKE
AR, TSN T HEMEE RN Z RN, EnT BEEE SR ESEMALEE
B IR o

RE:
R/ RS FERY
HERG BWEHNRBIRE. BMMAIE. FIaENER
BREAL. REZAMERES, MAFK. KKK, hk. KMESE.
&5 N
w2t
BehyEz BHEEE S EESMERMREEIEIN. 2%EE81% 8 myw XSS
B KRR AR, FEZ. SHLES
B Wrhiek
OB AIEBERRR 2 8, ZRWXARE. MshbkilikE. =B, 3
KESERA. MzlkEE
;i3 XK. BX
REFER Y PR, MY, BHEAK, FIHELBELRR
F BRI OIRTEAL. FRIBIE. BT M. RE
1. Mg SMEMAP R IHE (ANC) & <0.5X10°/L. ik
TRERE ERE L. BAAMES
2. BEEAR: EREBPIEREMTERE, MaABRMARSD
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HHEA.
R E G HAXI. AK2. ELANE. G6PC3, GFI-1. WAS. GSFIRELE, RELHAMFEH SR,
FREEEFSHEXBEERELRE:

. FEIFKFH
L LbALES (e MR SRS

HAXT AR BREA. HERERE
AK2 AR BREAL . MERFERE
ELANE AR B RERAL
G6PC3 AR O RREFERGRR, M/MRIET
GFI-1 AR BREAL . BIZMAEES
WAS XLR BRI . FEEMETEX

R SR MDS/AML
CSF3R

PRI ¥} G-CSF ;847 T3

i AR: BRERIRIMEIERE: XR: XEGREEE
EEEDN: HIEZRNF.

FRkE
(MEZRFRERFSEZ), TRE, IR I8, HRAER
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R MR R G REEAIE
PBRIRIZZ:  Wiskott-Aldrich Syndrome
% % . 1-9/1,000, 000

B’ & A R: BEREAEY/ BREKIE/XEYRYE

B R
WAS B—HR LS RE AR, EFHERIMURBDE. B2 . REBFEURBS
RERM, B BERTIEMERK LM,
RE.
E R/ RGE E-
AR BEX. PEKX SHMm. OEdHMm
RS EFRERR. THRER/RE. X

BHERS 85, BE. KEMHR

WL PR R LR B

S B, s, ER
MERE BRRR &
ik MRS/ MM . RMER M. REERM. MER

HATEIFEHK, 16 KFIES, IgA IgE KFEFHS, 1eMAKETHE C

SEIS =AM . .
FREEN | B (ORP) FLLMFTM R (ESR) F 5

ERA.

BRI A I WAS BOBUm R R EIF: WAS, WIPFT B E . KBRS TR 2EE Jy SNV F/MEY indel ,
DRI WASER KR BRANEE.

HESN: FiE—RNEF.

BERXR:
https://www. ncbi.nlm. nih. gov/books/NBK1178/
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PRIRELZ: X-linked agammaglobulinemia
& & B RMFHRBEEAH1/207
B’ AR XEBRE
AR .

X-ESHAMIKERRZME (X-linked agammaglobulinemia, XLA) XA Bruton 4§,
B X EMRRIRE, LELER. %8 Bruton BEEEMESMERRT, S5 B MK HE
%, BTREAMRERIAR, $FEERIA B 4IRRRE D SR,

R
SRR/ G FERA
RE. ME. X1 RAE
KR Big 5t
fiti R H b £H 4R FRERREA . RAE. HIOFE. 1BIERRIS
25 BHREMPRBE. KEE
1. FABEIRREEAFMKERIGL
2. SKAUAZEL SRR A R MM T, 73S % ERL
TS 3. RE¥RE:. FEXINMBERRIREARERE (M5 156
IREIBE <200 mg/dL. O05E 1eMF0 1gA iREBE{KT 20 mg/dL.
SMEIML A BB AR (CD 19 +£Af) BARIEL (<1%). =R
R A AR D
ERRE

BREEA BTKERE, RELBITEHSRT, Co6t BEMRAS, EERERT, RE=
SR 2 R520 /8 CpG R
GeneReviews BERIZFE R FIREFHRNESWT:

ait

H Lot lbprS Z A AR BRERES
F5I5 92%
BTK SEERK/EENT 8%
FEERRET S 3%-5%

HERN: HEZRNF.

FRRE
https://www. ncbi. nlm. nih. gov/books/NBK1453/
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PRIRELZ: X-linked Lymphoproliferative Disease
& & B RMFHRBEEAH1/207

i’ AR X-REREDRYE

AR .

X-1E5 B84 RE (X—1inked Lymphoproliferative Disease, XLP) R—MERH.
BERBRENERERERIGE, HARESEBHSE (Epstein-Barr Virus, EBV) B
FYIAX, BILERE B AR TEK, INKMABRMNRESRE, AEERLEBRH
HE, MATRERENG, FTSRULSWHEENIGERER. REBRFEERERXSH
#ES. XLP1 FA XLP2.

§ﬂ:
Z R/ R TERH
25 A EH. Zh. HEERX. ERTR. REBKE
i) AFREAR K
SKEED PRMZRRE . AR A RIN. ATIERNR
HLE BpEL M. SR AIEERR
fit AiHOD. AHHE. RZEK
1. SRYETHEE: XLP1 SME ML iNKT Cinvariant natural killer Tcells)
YARAEREN, XLP2 SNEIML iMKT ZRARES B EESERER L
2. EBV#H3X: EBV #HKI{RPATESK DNA H1&FHE, EHBILEM
CD4/CD8 F&1E
RRERE | ek MR . RS, BSHERSELE. $E
BfE. MK IL-2r o #5REHE R A LD
4, SERXMAAREN SAP FEESE XIAP BE: BALEIEN T NK A
HFRE SAP EHEK XIAP EHEZ A RIEISH XLP B 5L —
EEA.

BURERE K SH2DIATN XLAPER, SHZDA1 BERLR[H NP1, NAPERTZSHXLP2.
GeneReviews YWRIZERD FIEEFRMNEZMT:

ZRAFERHBREREN L
E-37] %EE SBXLP B & bEf
K544 SR FFRK/EE ST
SH2D1A 83%-97% ~75% "25%
XIAP 12% ~85% "15%
HESD: HE_RNF.
BRERE

https://www. ncbi.nlm. nih. gov/books/NBK1406/
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HER

BIRBEXA: Behcet's disease
£ % E KETHEAREHN1LINA

=t AR/

B R

BER BD) R—MLUMERANFEEMBMBSRENERR, ERERRMBRERE
FEMME, URERAEMERE. SMNARE. KRKIREMRBHEAEZERE FAR
RBXTr. Bb. PIRMERENBEMERS. HIEERMA, BT 4B ERAMARERS
#BBD, BESHBELNIAM, MARESER BHREZEREX. FEit, BDAEALS

ESEE2E3EN
§ﬂ:
EZ R/ RS FERA
O FRRE RERERRE, FAT LS. SRR, iR, EREAN, FTEEL
NE L ZEMBHER, BREE, REL— POAERE B
BRI NAE, BRBRRENR
i3 THUETHARE N, FEZASTHOIRSERREREHRE
HERYG R R
BRED BERRL. IR, EBRIRRK. MM, FIE%. AEL. f
EiRm. BBRM. SRR, REMMZK. HAInEXS
ESil REEBERERMN, —REOMiaR, ARSHM, EEAHMBAXT
2R
HEZRG SE. R HNRIRE. MMEZTR. SHTR. BN, BWE
K. AEWEZRE
BHE M. SEGBEHIIM. BAAEE. BAETL
MERE M MEERRK A BIBKEE S BRIE
;i3 DREEAERETE . DY K. TERBIBKA . L PO L S SRR
RER. BEESE
MRRS AEFEHEESEEREE. ASHANANE
B FEREEARRETILR. SFESE. BYHELE. BHEBR
1. $tHRIR R : FERE &M TERIG 12~48 (B FF 38 H IR KL /N LD
BHMES, #MARAKE. REMSEH, 1~2 FAHER, A14NA
EHARIRIE. PAMEEN 35.2%776.3%
2. KAIMRI: 2MH: KEPEEMBIMES 12165 REH: 12
TRERE SESHMENTRERTAR 12 5ES4HFE, 180/ NnkhE

T, 2 2RES: B4 FNE SWES FSTR
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3 RMBERRE:. SRUNENREAAS, HBEE. BREUYSE
)

4 MEHIB: ATNRIFELSG. K. FpkESE. HROLAREL
BB 4% %

5. SR TR EAAEEBELH. NAMOEESY. mENE
P&

6. BER CT B MR1 B X & BB B) FAAMAAG ER A TRV R

BEBURER: ERHRH.

BRRE

https://ghr.nIm. nih. gov/condition/behcet-disease
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XS 1eM RETE
PRIREILZ: X-linked hyper IgM syndrome
£ & E: 21078

AR XEBIRE

BRTA :
Hyper lgM RETER—FRE LM RIGRIGEREE-
§ﬂ:
SRR/ RS FERA
SFIFEB =1 2N PN
FiR%
WEEO%
BEER BTBRA. 1BM4ATZE. WA K. BpE. K5, i
%= FRPERTZA B E L IS SRR ISR M, AR M MR E
RIGE RIGEHRIG. SERMIKEQME. B iHBMAMEMELERINITIZ B M

HAE BB SR & 1T RERS RS
EESIEIN 1gM. % IgA, 1260 IgE mEHRZ . MAAITHRES. T
RBRE L R

1.005% 1gG. lgA. IgE SRZEKAARPEIR, RAFIEBHME 1gA 0 1gE
AHE, MiE IeMAFEFHDIA 1000mg/mL, 2 1gM LR 1E.
2. T RBAIRE IR MR & x174) HIKREIR | eM 3k R R F%
1K, T 1o HikHR . BUAMZMEREE, RE MV XRETE
LREWE B, FIMEEFERESE.

3. SNE M SR FEA

T 4AAEAN B 4HAR. SME ML B RAREIFIRIEAR 1M, 1gD EE, 1BHARE
FiFRiE 1gM 1 166, AFREHMBERGHZRED. 5 THAMKEMNT
HEORMEEETE, B T MAEE R MR,

4. Hipia®E

50%A9 5 )L 2 DRSS B B 1 AT R IR AR AR T SR D, 25%R9 B )LE
T B S HIASE MK /MR E -

EEE.
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CD40LG (VARIFRA TNFSF5 SR €D154) REMRLESH X EHIAIE 1eML£E1E (HIGMD) By
ME—EEH .

HTFRIERN:
EH AT R
E. 35] Wi E BUNTER
s B pogiz e
FHa FHEE 95% 95%
CD40LG
REREEHI ﬁ'ﬁ%ﬁ;‘fg o o

HERN: HEZRNF.

BERXR
https://www. ncbi. nlm. nih. gov/books/NBK1402/
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EREXZ: Immune dysregulation—polyendocr inopathy—enteropathy—X-1inked
syndrome, |PEX
& " E: RFEEXEAH1/1607R
i’ AR XEBRERERE
AR .

IPEX ZEIER—MLEZEE T REEEKIA. ZANMREURBRFRIS X FEARMSEHKIE
REEE ERE—FENXRENTAENEHEESREIEER BEBILASESE—F
MFEFRIGI RS BRFEE, PHEFEATLUER —=1+%.

§ﬂ:
ERB/RG EERA
7] 1RHKHES, —REERKLAAFE, BHETALMTIRTHE
EHBRARERE
R B AR RIREFRBERK

R4 IR TR BRA 1 BERE REFREBIEERRE), £RFLDATKLERL
BIERAER, WERIE N HI B 5 kR KRR M R I A B ARER T
BEPER S B IRBR TN RE TU

1. M3E 1gE REFS
LREHE 2. WERRIERIRARIES
3. BEREMTM. M/ ViR sk b kAR i

ERA.
BURER N FoXP3 ER.
GeneReviews WRIZFED FIREFRNESHWT:

e 37| WA FE ZRAFTERHBRERES L
Foxps FH5SH "99%
MERRK/EESH 1 fl3RE

HERN: HEZRNF.

FERRE
https://www. ncbi.nlm. nih. gov/books/NBK1118/
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TR A-BAMEY I

PRIREL A Ataxia—telangiectasia (AT)
% # FE:. 1-9 /1000 000

B’ & AR EREREBMESRE
BRTA :

HFRIFEMMEY KEE AT BR—HSEMHERE, RERFNFENTS Hib
M ELRRR. ZREERTILER, 5 520, XMIERAHREVFER/NIERST
%Ki (ALREHRIE, shERMEKRE, EHMEY K, FEF (ORTTEHEHBEDD,
RBRGFEE, SFEKSE, BILFEAHEBEEREXKREM.

F3.
SRM/ ARG TEEN
B HHEN
VRO B 4 EEEL. TIETK

W RETARLR TERRTNBERURSE . T AEZHR

KBk BRm R kSR

fiik=s AN RS AN ST RIE BUD/BRIRBR R ST IR . ANak
HERS. R, BRAE. BRMERE

[okzppikeznd BEMER. BRFE. AERERZ

REF MRAERL. EEHEB A, BAMAMSLERIG. HEMMR D
fiE. THREEISERD . # v/ 6 URSZIREY T RARKFHEM. 1eM 2
RABREAK T PR

BT FEFEHEE. ANfE. EFEHEE
MIFRE. SNE MMM S TR BRI MRS, A
REAt AR

R R IE R : 80%RBIE 1A R, HLiE |eE BRFAtLEE L, 16 fE
IRERALR, B 1562 F1 1562/ 164 AT . 80%A9F M E
BERSFZ leM,

B A kB SMNEIMLE T 4RAEFN CD4+T MBSV, CD4/CD8 T 4H
TRERE RLLE %, TCR A a /B 4.
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Hinths: IERRRER (AFP) EREHE (CEA) 5, FFEERE.
RAT-EREEE (17-Ks) BEIE, MRIEMEE (FSH) 5. AIF
B &k,

FRIZFIE: FFALEI T ZTATI AKX SERR4EpRFn/ N EI4RAER 18,

LR MR AN S T M H A

FBFNE: WX KT HE LKAR RN FIARERRE R, kAT CT A&
TUBRZE R ORB MM ER. REE. BRERETRE.

EEB.

BmERAN ATH. ATHEERIZERIATM EERITNE, SBUHRESFRERET. 5
WEEEN G BIRRNERS BARRESE 52 8] ATM BB IR KRR, XL RN AR AYIR K
Sl RIE - BRMEY WKEMN—LITHERT . ATHEE A 5358 BE 1 20 B IE s 3t
[ DNA #3455, 525 DNA $ER9T 3¢ REAFH 5 AT REFS B 1A

EH MR F5iE B %77 i AT A B B S BUR 354 RY Probands B EL 6
F553 4 790%
ATH
iR/ EE 5 1%-2%

HERDN: HEZRNF

BERXR
https://www. ncbi. nlm. nih. gov/books/NBK26468/
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350 AR 1o T L £ R e 2 EBL4R £R R R 198 A i

PRIREILZ: Familial hemophagocytic lymphohistiocytosis
£ m B FHRFEAHI/SR

B’ AR EREIRERE

BRTA :

Wk I 240 o o R LR ARG A SE (FHL) R—HLUKE AR . A LR 4 A 38 A 1 I 10 400
HEMEIESESEREARSNMAMELD HIFENSEEE, ARFEENL T HEMEMFALME
g ST E R MR R T X RE T, 44 5 WA, BIFHL1. FHL2. FHL3. FHL4.
FHL5 .
§ﬂ:

ERB/RG EERA

®5 K. HBERK. REMEEE. ki RKFEER. K2, 1
migiE. CHEAEHEESTE

HE ARG FEARE . FEEE. WMiSDIKIRAE. $iE

BIRAL BEL DR B

BEE FEfE. REAK. REARBRX

1 MAEREE. MBEKEAST 10 000 1 g/L B35BT HLH B4 H 1t
A[i% 96%, HUKIEIXE] 90%

TREHE 2. BEEHE: 500 MEZKMMT LI 1~10 MELMAME GEHIEE
TS AMA MEBISHENX

3. RIETHREITS: sCD25 FHEFA NK fARRSE R L B Gk th 2 HLH 455
TS HITERR, Bk 93%

4. MEMRE: QMR ER M/ MR R IRS T IR

ERA.
BREE N PRFT. UNCISD. STX11. STXBP2 % (M@ .
GeneReviews WSRIZE N FiEEFRME2MT:

fImBHR / EE | ZEEFH FHL Fid Ll WillFrsE TR0
FHL2 20%-30% FINH / SEEBRE -

/ PRET >50% S AR
FHLS o FINH / £EEBRE -

/ UNC13D 20-30% S RS




QRER / BE | HBESHFHL B & Bl RAAE TRRA
40 HETREES | 253-kb i
“20% EXEHEA BP N e
T L jfﬁﬁl RIS
FHL4 5% 7EFRER A BEA TR
/ STX11
HEFH2
*0 Sk BEAH e
FHLS ~ N =
Phinis 20% 7E4LZE AR BB FIES

EESA: HFIEZKNF.

BEXRE

https://www. ncbi.nlm. nih. gov/books/NBK1444/
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Cast | eman &

FBRIRFELZ: Castleman Disease
£ w OE/

® & AR/

AR .

Castleman % (Castleman Disease) XHRMLEE MM BLALAEE ESK E Ktk B L5
HE, MO HEBEIEMEMHEE KRR, TNRERANMKEYE, BATRERES,
BEMEFINFRE, RFRERR, BRRAZHEATHSY, RiEEXS, ZARERE
Wit

RE.
E R/ RGE EERA
HEL MBS GFREBMARZ: PR B IR K
*5 K. ZH. KERR. BE. /0
R R BBEEARR. FTK. B
e zﬁmﬁiﬂﬁ*ﬁ: Fim. BMMFEE. REBME. THIITMEE

RIERRER: HARHAMR.

FRkE
(FLEMERR). RERER
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+TH. ZRELEE

Erdheim—Chester &

PRIREXLZ: Erdheim—Chester Disease

& & OE. EEFEXHETR, FBiT 500 &Z MM AR,
# & AR/

AR .

Erdheim—Chester 5% (Erdheim—Chester Disease) m—ME I AVLALNMAIEERE, H
HHEA BRI EMAN, SHARKISEL. BUEE N, ZFSIEEIRTE 40-70
%, SREERILRE 2-3ERT, BENRBAYMATFE, REERXK.

FE.

ZRIWOL/ RS FERA
= BE (BNRETEMLEE . BEL. REERHEEEE, RitH)
- ETHRE. BEL
NS R BRE
E R ;JE FAEAE. ARG, EEhEEBIRERS . BT, HFKE.
i AAMERER. IS ISEER. RE. FE. KB, B, ES.
B FERR
1. BXERE. RUFXTREERSELHKS
2. ¥%EBAM: WA T8RN FRIE A MET R B
3. BMWRIEE: AILMET. LIMGELESHESEZERES
BR
THERE 4. KFMRI BE: MERVWAMEAN TIMNSEEURLLESILE
5. FEERCT: AR “HZHE”
6. FRAEMEREALRF R M S LM B, SEREHAMMESRER
A SF AR SRR

RIERRER: HARHAMR.

FERRE
https://ghr.nIm. nih. gov/condition/erdheim—chester-disease
#statistics



https://ghr.nlm.nih.gov/condition/erdheim-chester-

SAEETE
PR A:  Marfan Syndrome
& & E RETHERREN1/047
& AR EREEREH
AR .

SALEME (Marfan Syndrome, MFS) R % ILAVRMEMHERHELRF, TRREH D
mE. B8, RESSIRE, BHNRAER, TRMEX, REER—RETRHRTR
HFERAES, BERCESHEHEMENRRBHHERFERETIEX.

FE.

T RBIL/ RS EERH

D ME R LR E BB 5K ERBGERIR. EFBKRE. ZREGE

KR, XL, WUREIFHERE. MEmRR,. EIRSNEE. HEM
BRAL THED. MAAK. FRES KRLM. RIKAK. RETR.
HEXELL. THRY)

P KR, REAE. WRSEERNLZERE. RHABRE. F4

AR
R TR R
FifiER AAMSH. AR, BAMSEIIRN
RERk RIKERS
Hit AEFEREUSYIOM. XHEHEIAMEES

1 BBEERE:. F.OE. HHE. BE. B2, KIMXEKBERAEE
RYBRAGRE: BEBCTH MR RBERLZNEERANRK: WRI &
LREHE EHANTRUMEERGE: REVEBEELIERN AR,

2. MREBHFRLT: BERMBRARE

3. LRRE. (DAEBAD MR BEATUL MERE

ERA.

BmERN N EE, ERHNRTHARE. BARE., REARTHHTARET, BT
EMS T, REREMRERTRXE.

GeneReviews RIZAED FIEEFHAESNT:

w

EH WA T ZA AR BRERES
F3I5 4 ~90%-93%
FBNT
MERK/ EES "5%
HERN: FEZRNF.
BEEXRE

https://www. ncbi.nlm. nih. gov/books/NBK1335/

-239-




McCune-Albright Z&{E

PRIREILZ:  McCune-Albright syndrome
B E: 179/1007F
& AR/
BRTA :

McCune-Albright REERERRZ AR, REMBE. KNS LEREE, FHIU
BAHEEARR (FD)  RAK G R TE (R MmEERD FTh 86 T R 9 bR £ I, IR #H (PP)
LA PR SR ZBRAE .

R
SR/ RS FERA
. AR RBAHE N BRESL, RIARITI/HER, BRESHN
RIS, EHEMOREN, AR
B BEHMSEERIABEARPLE, BREAMPATEAURME
R 5> BHEITA . EMIRE TR A SRR FARBRIIAE U, ERKEE
B%, BERGEEMSHEFRE.
S BEEHREIHENERKEERTE.
1. X%: RERESEEHSERIRSEEWBHIA FTRB SR
TRERE .
2. MFSH, LH5E M TKFELE, BIEF T HESM FSH, LHPEIK.

HER.
BmRERE A VS EE, REXBFFEHSRTHNEREK.
GeneReviews E N FIREFMNEXESR:
. ZH AT R R
HE WA T B TR SENK
s MERNTT 8 IR p. Arg201His 8%—90%
F 9 FHIR p. Arg201Cys 75%-100%

HERN: HEZRNF.

FERRE
https://www. ncbi. nlm. nih. gov/books/NBK274564/
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https://www.ncbi.nlm.nih.gov/books/NBK274564/

FERSEIE
BRI Z: Noonan syndrome
£ & . BMTHEBER 1/1800
®’ & AR: EREREMNE, BRGKRME
AR .
LA TE (Noonan syndrome) RGN HHRESMAEXRMCIFE N EERM
H—MEREREBERTIERER.

§ﬂ:
FREL/ ]
R4 TERN
A LETE. R, REEEE. B, BRIS. BEIEL. 53, AT
i H. TR, FERE
- WM. BHAD. BEMT. HHEEO. . SHEN. HEEER

SKEE. BRREKEEFMES. KENELE

REERAE | FERLEFR. XMAUANELERR. BUHTERE

HE AL kAR T . HBHEAFRE. FIEH

(RS BhENAKIRE . 4K FLEL S B PR SRR

miRFE Z)LAERTRREMFBRA. HifimE

1. MEH 4. MR . PT RE4K
2. LEERE. BMAREBSEKLS

&
FRERE | pyeres. BOKEREREN. BT NSARRNA. 58
WM. =AW TR
ERE,

SHESTEGRERRY, BUFREES PIPNII. SOS1. RAFI. RITI. KRASZEE, &
REAE, Hb PTANIT BERTRER, UEXREHE, (2RI ZEEBEEREEEME
BIEERN .
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GeneReviews WRIZAES FIEEFHMESNT:

SEERRSEAAER BRI EREBFEERAES
e w B SIS BEEGR K/ BEAMF
PTPNT 1 50% 100% KE
8081 10%-13% 100% KE
RAF1 5% 100% KE
RITI 5% 100% KE
KRAS <5% 100% RHE
NRAS FHRE 100% RHE
BRAF 2% 100% RHE
MAP2KT 2% 100% RHE

EEEDN: HIEZRNF.

BEXRE

https://www. ncbi.nlm. nih. gov/books/NBK1124/
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POEMS 4R & 1E

FIEHEICZ:  POEMS Syndrome

z ®m OE /
& AR/
AR .

POEMS ZETER—ME RMAFA XM BERFBE 2. HRERSHNERAFERT,
RFEAKREME: ZRMERABEMEZHEE (polyneuropathy, P) . JEZEBAKX (organomegaly,
0). W4 FIE (endocrinopathy, E). ETTREMIRMANASK (monoclonal plasma cell
disorder, M) FARAKELZE (skin changes, S) & . ZmiCHERE, KE. LHILEE
TR, BRJ[BE iz HRSENBRES, BRNEESMHEN.
§ﬂ:

ERPU/RGE | EERA

ZLUEMHTHENRRRZ AN ERER. HithEEREHEEEILR
45, sk H TR, REFES. REDRER. MAXTER. M
MR A TIEGERR, URTRAE. BREHSRRHEZHAZR, 8
REHMERER. BEWZEFEZER

MEMARE

KA AHEMAEES. WA LKM. HTHR

REHFEABREU D E . FHEEB LT AME IR AT KA IETE

=
A HBFRE, HaGXERE IRBAE
AIEMAMMKEL, HFEENRIAPFROMEIERE. HAMM.
e KRR MEARRIREEE, ATRMAIEMERELEL., Castleman 77,
Bl Cast leman &z N7 1G4
BERR FERWAM. BAX
KGNS %, RIMAKMMNES KRR, UTFRMEMSEKMREAS
a5 R, ERAEEIE. MR, £5MKM, OEFURLVR. Rk

BEEBRMARKERENE. RHKMAEEE. ZEE. £F. S0
fE. BiEU&. NEERARE

ERR. BURBR. EfR. IR, RRBRIURRTERARIR, EIEK
P53k R 5 EEERWMABUFIRIGE . HThRERET . ZEAE. M T, T.FEK,
migES

MEFE. MMRIESE. HFRIE. KRERE. MzbksE. R

Hite P -
BbfE. BIVREIRE . BISTHES F B, IFIRE

1. AERE: HRTEREMARIERE
XRERT 2. {HEREBNE. RWHBRYPEK. ERMZERESEE
IS IR, TRET LR
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3. WAENFE: ETHMRTHSEE. REENKT. EETY,
HANMERET EIEE. AETKM, BERNENEES . ME
S, mETIMERNEEE, ERREE

4. RBERONET. IRNARRKER. EAREAS, HMHNEASA
BoE

5. BTEHE v BkEAK (8 M EA) ZISET POENS LR EMEARFIFREZ
—, BRI%EXAMmR &R BikE

6. VEGF 7752 POEMS 4R & fEAVHE LM ERRICH

RIEBURER: TRBMH.

BERXR

Dispenzieri A, POEMS syndrome: 2017 Update on diagnosis, risk stratification, and
management, Am J Hematol. 2017 Aug;92(8) :814-829. doi: 10.1002/ajh. 24802.
W, KRiF BiE. POENS ZEIEATHRE (V] FEEMEERE, 2018@3).
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https://www.ncbi.nlm.nih.gov/pubmed/?term=Dispenzieri A[Author]&cauthor=true&cauthor_uid=28699668
https://www.ncbi.nlm.nih.gov/pubmed/28699668

HEBEAE (VHL SA1E)

PRIREILZ: Von Hippel -Lindau disease (VHL syndrome)
£ & . 1/36000

AR ERERBMERE

AR .

Von Hippel-Lindau (VHL) fRfFE—FIRIE MRS, HAFEET RUEMBIEMELUR
SETFSMAMERNSEER. MEEEEAEINESES. 5 VHL HFHEXNME
LAOFENESME (PERZRENERKEIZOME) . SEMFIEPMAES MR,
FRARIREZ N4 i BhE . FESRAMARIE (S LARIEFEIEMED . FIRHK B EAhE.
§§:

ZRIWBIL/ RS FERA
SLANIER P ERME (ELSTs). AT Ak, BESI#LZ, S5ELSTHAX. HIS
L BZE. MELER
53113 iink=g
BEER FIEE. S ERER. RRNESMmE

WRETARGE MHERMFLSRFEIRE . FEHHERMESCKEIRE . 2R, B
EEMME. SHRE. SRMEERM

HE ARG NI EHRAETE . & BRI B4R AR

A5 i AE BRI

ik LIRSS %
BT FESRARRRE . MBS, AR NK. B EARFHEIRARE. Bl

1. BRI E S
2., 3E% CT 2 MRI

XRERE 3. fEER B BN CT
4. EREEERE (B, LR B#BFICT
5. . KUB+IVP LAFIBR & bR R GRS FATh

ERA.

VHL B E R TS5 von Hippel-Lindau &1E. VAL EEZMENFIEE, XEKRETH
B IE 4R KNS R A RBURZIEHINAR SR . VHL AR T SRA NGB
THEFENS R, SHEMAZEHIERNSZ, FAMBIER.
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E£H WS E Rz ARNBIBIRE RS EE L

554 ~89%

VHL
BirEEARA-EE S "11%

EEEDN: HEZRNF

FERRE
https://www. ncbi.nlm. nih. gov/books/NBK1463/
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Aicardi-Goutidres 2 E&IE

PRIRELZ: Aicardi-Goutieéres syndrome, AGS

£ wm OE /
B’ & AR: ERERRE/ EREREN
IR A -

Aicardi-Goutieres ZRAAER—FIRIEMER) . TRMRFN . RRMERFHRR.
FEFHEARREEITIEMR A B RZGE, RERAEHRI -FIRERS, TER
BRIRTE. #HEREBHEAMMERMFIEL, IS5 o« -FHREMFASEIEX.

RE:

FREL/RGE EER

HE ARG REIRE, HWER, S8 BHE, WWSUREER, EEKRE.
MEZERAE, MEMEMENLERR, WK, MEYX, RERE
FAR, KK, BETER

K HER KBRS, RGIE. HATE, MRZ0, RS
HURLGE FERE K. FTIEERE
KBk FE (FiE. BIRE B

RERG REHESE, RESZKS, -FRIEEFMHES, - FRERH
ERRAEM, SHHHRESMLE, EIMELE

MK ZELL /iR

HER.
BUREE K ADAR. IFIHT. RNASEHZA. RNASEH2B. RNASEH2C. SAMHD1T. TREXT E[H.
GeneReviews YWRIZED FIEEFRME2MT:

EH %5 E S BULKER & e f)
ADAR 7%
IFIHT 3%
RNASEH2A 5%
RNASEH2B 36%
RNASEH2C 12%
SAMHDT 13%
TREXT 23%
FH 1%
HESN: FEZRNF.

FRRE
https://www. ncbi.nlm. nih. gov/books/NBK1475/
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PRIRELZ: Rubinstein-Taybi syndrome, RSTS
& & E. HEILRBFEAH1/10F-12.57
B’ AR ERERBE

BRTA :

Rubinstein-Taybi RA1EXIRIFEIEEUIREIE, XS =—ILS MERIERST A
FHERGEE, BESMEN. PEENREIER. FRES. F8E. F—NEN, %
A RMMEREEME (BFAMNK. HEE) BRTREMEN. 45 RSTSI F1RSTS2 7
B, 51 2048k, 2 2EMFERE HEABIREMEMEE, M/ KL EL S SR aT
RE.

§§:
EZ R/ RS FERA
HHRES BESH. BEIK. BEER. BTE. RIKEH. #0. BAE.
BRRKX. BHE. SES. A, SEENDRBEES. KE
TIE. s
k&R INKBETS . BRNERA B AR, Chiari Bz, HBE= R BHALIKIEE. &%
RS
B BRAETRABE. B8 (MWD TX. ARER
WERY KA FIRE. BWZHNEBIRE. FIEG. EHLEFRE. TAR
®
HE RO SIERK. SRR, BB, REAE. BIRFR
iz
A,
BB E A CREBBP, EP300 £ . GeneReviews WRIZEN FiRELMNESWT
EH ZEESBUkfFFT & LB
CREBBP 50%-60%
EP300 3%-8%

HERN: HEZRNF.

FERRE
https://www. ncbi. nlm. nih. gov/books/NBK1526/
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FRAR-3148 (BD) &RE1E

PRIRELZ: Cryptophthalmos—syndactyly syndrom/Fraser syndrome
£ OE. FHRFEEAH1/20 FHEIL
i’ AR BHEeERRE

IR A -
BEFHAME (BEFEAM R—MLURE. 5. PRE. RREEEREHH
FHERIRT -
§ﬂ:
ERBIL/ FRG EER
MERGE A BRI, KBRS, SHEBREH. MY
SKEER FEEMRREERAANELKEIEM. ERRE. SNERT. £
S AMK. RR. HERANEE . RETT. KB, BEXETF
R, BROMBIL. REEBR. SPER. BR BR TEAK
HED MRERAE . MREASH. FEEEEAIFLK
R RE &R HEEEL FEE
WRETARGE NBAE (B1). BAFHEX (X)), RETH (B, REE (B,
PREAH (i), HAKFE (X)), BEAELE
Hit IBKENE. TTEMAIRE. 25%HZFRIEILIE™. 20%E—
SHET
EEE.

BUREE A FRAST.

GRIP1. FREMZ E[H .

EEEDN: HFEZRNF

BRRE

https://www. omim. org/entry/219000
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https://www.omim.org/entry/604597
https://www.omim.org/entry/608945
https://www.omim.org/entry/219000

IR Z: Nail-patella syndrome
£ & OE. FHRFEEAH1/5AHEL
B’ AR ERERBE
AR .

IEFRERBLESIE (Nail-patel la syndrome) R—MLUERMEE LB S ESHMNA4E
EMGEIE, BRFFFEMBSRNET, MBS ARERE LR, NEREHNSHER
MAEEREESRETER..

RE:
ERBIL/ FRG EER
BREE SHE) . BEMND. EHER
SKHER BEMHEE. LRTE. SR, MEGRNE. BEAE. ARE.
MNARR. BRI BR. ER
BER EREM&EHEE. BHEXEFR. HBAXERR. F—MBXAEHR
. AXAIEREZETR.
BhiE BB . BRESE. BRI
% WEEK. BBXREFL. BXTRBERR (60%-90%), EHE

BAR. BREBXEARIURK (60%-90%). BEBFAXERILER
R. BREHA. REAMBRRARILGIERE . ERAFERHE. BB
BE. BFoLILETR. RELNEAETR. BREULMEAETRR

$HH PR, RE=AMKRAT. EREKEE. KA. BR. B
ZREERMLERM/™E. 1/7 B4R 2R

1. RRESH: BAR. MR
LREHE 2. BHERE: BOREREERE
3. BEXZ%: WHEA. BHBRAEFR. HHXEFRERAED

BT E X
HER.
BUREE A LMX1BEE . GeneReviews IIRIZIES FiREFHMNEBNT:
Foov| WRFE ZHRATERHEREERE S L
LIiB FHISH 85%
BRE/BESW 10%

HERDN: HFEZRNF




BERXR
https://www. ncbi.nlm. nih. gov/books/NBK1132/
https://www. omim. org/entry/161200
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https://www.ncbi.nlm.nih.gov/books/NBK1132/
https://www.omim.org/entry/161200

BIRIEX Z: Lennox—Gastaut syndrome (LGS)
2 & OE/
B’ & AR: BRERZIEEE
AR .
Lennox-Gastaut RS IER—MEMER, HEAFEREEMFHFRME R EREmM -
ZRMENMEE Z HEB B ERMAE.

§§:
EREH/ RS EERT
RS RRBES HERFERENE BERNAERRERE. A%k
sk DRI
BB, RS- M (<2. SHz) LU BERR it R0ME 4 1
. | RETEAEO0 6,
TRERE FRFHRE: 10%-30%R BILATE MRI AT, &4 EREME
L.
BEM,

CHD2. CUX2. DNWT. GABRB3. MAPK10. SCNIA 5iZiffmHE%.
HESN: FiE—RNF

BRRE

https://www. orpha. net
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https://www.orpha.net/consor/cgi-bin/Disease_Genes.php?lng=EN&data_id=17370&MISSING%20CONTENT=gamma-aminobutyric-acid-type-A-receptor-beta3-subunit&search=Disease_Genes_Simple&title=gamma-aminobutyric%20acid%20type%20A%20receptor%20beta3%20subunit
https://www.orpha.net/consor/cgi-bin/Disease_Genes.php?lng=EN&data_id=19563&MISSING%20CONTENT=mitogen-activated-protein-kinase-10&search=Disease_Genes_Simple&title=mitogen-activated%20protein%20kinase%2010
https://www.orpha.net/consor/cgi-bin/Disease_Genes.php?lng=EN&data_id=15250&MISSING%20CONTENT=sodium-voltage-gated-channel-alpha-subunit-1&search=Disease_Genes_Simple&title=sodium%20voltage-gated%20channel%20alpha%20subunit%201

BRI

REREBESE

Kabuki syndrome

£ E FHRFEAH1/B.2A

® & AR
B R

BREKEME/X EHRY

REMMESRAER—MERUEZEREAHFENAREENER, AESTMAFK
EAMGE, ESBFRETH. BattH EXRBE—NISIRE TERRBZERFHN

5 NEERME FHER. BREE. RYUEE. BHET. SMEI) K#ETISH.
R
R/ RS FERA
BHREE EREKIRE. EHEMO. #ARE. EXMEMIHRAL. XTIE
R EhE
k&R INKEER . BEAR. REMAER. SAMPER. BREIE. I
hEkk. Hiitl. 89REE. BRRT. BE. SHEE
BRER KRR, TERRASMED. REEE. LRATE. BIUR. RRAMNMEEE.
HREE
(LCIE R HERMOHER. ERERRR. EEEE
B EN RN MER 5
HLRSE BFEEME. RETR. AR, ALIEE. ALXH. BLTSH
&
WBREE RS IBAE. BRE. XXHMERIS. BME S, BRESIREEL
FRE. AEAEIE
KRk £ MEEINBE . & EE
HERY A TIRT. M. KEIRE. MKNET
R bR SR AKBRIS EiRLR AE
MRRS PRI MUR LR, BRI
HER.
BUREE KN kMT20 (BFRK MLL2). KDMEA B E
GeneReviews BERIZFED FIREFHRINESWT:
EH WA T BAFRER
FF5I 5 FIES
KMT2D
MERRK/EESH SNEFEERRE
. F5I5 FIES
MERBRK/EESH SNEFREERBRE




HEBRA: HEZRKAF.
BERXR
https://www. ncbi.nlm. nih. gov/books/NBK62111/

-254-



Joubert L& 1E

BRI Z: Joubert syndrome
£ & OE. THRFEHR1/8107
AR BRERIRE/X EBRE
IR A -

Joubert ZREEF EFHER/MNEBIFAETR . SIRIEH 20 RIBUHEEHRIBIIR
7 EREWERNERD. VRAER—MTREHNAME, LF26TRELEMER
RE, RIMESHMELPESHRZE, EHKRAE. BYRFEEMEREFHRESR

ZMER.
§ﬂ:
ERB/RG EERA
HERG ALK ARAR, #FFKIA. BHRE, BERENENLEER
TFIR R LE HRTESE
ARER A ERIKIZ B 5 KEDE B AT BIRMERT. BIE-ERERRSTIE K.
AREE. #41
BH ZiEmaR . #RBH. HHEMD
BUE BIFi . FBTE, LK. SEE. TENMNE. HEfH

1. BGZEAHEERN: DESIERN, MTRERE, DKL
B, BAUAE BETNT, FOREETR

2. KM EFHRN: SROBETEUARDERUE. IRIBETEMN=FA
XRERT fiE. EEZFAERIGIEEIEAKAY/ME LR, SEIRABIEINE B R RAY/
o551 A0 7E 2] (B A 25 R AT 4 T, P B A _EREDFRS ZS MR an BE T RO M TET X
PELFUEIRFM/ NS IR EEFRBEZAK T, KT2ESF. W
IRRAEFN = AAEFR A T/ RS AR A B A R 58 Ak = A8 2 4Rz KT
P2 ARKE

ERA.

BREEE D AHIT. CPLANET. CC2D2A. OFD1% 20 ZFhEE, H{XH 007 HEAMLT X 3
‘IR, A XERNRE.

GeneReviews YCSRIZIERD FiIBEFRNMEZMT:

ZHRATERHEREERE S L
EH ZEBSH Joubert ZEAEET & LLH]

oIS | MEERK/EE S

AHIT “7%-10% >95% IR




ZRRGERHBRERE S
ZH ZEESH Joubert LA TEER & LI
Foah | BERRE/EESH
CPLANET 8%-14% 100% K
CC22A ~8%-11% ol ?(S)Z%to R
CEP290 7%10% ~99% IR
CSPP1 2%—4% 100% KA
INPP5SE 2%-4% 100% K
KIAAO586 “2%-1% KE WE
MKST “2%-6% ~95% IR
NPHPT “1%-2% UESS 20%-25%
RPGRIPIL 1%-4% 100% K
TCTNZ 1% 13/13 KA
THEME7 ~6%-20% ~99% RE
THEN216 ~2%-3% 8/8 KA
HE®RM. FIEZRNEF.
BERXR

https://www. ncbi. nlm. nih. gov/books/NBK1325/
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SRR R AR R ET 25 &
PRIREL: Shwachman-Diamond syndrome
& & B FHRBEEN1/IIR
B’ AR EREIRERE
AR .

Shwachman-Diamond 42 &1E (SDS) R—HIABREINRERERS . FRARIND DINEERE. B
BRI RA S LA BESE R R EE IS A MFSEIERFEE ERR . 92%4) SDS &
ZTF7E SBDS BEERT, XNEERE SBDS HER, XMEASERT, HEEEAREH
ZHER S B RGEF B £ D R BIRRRREN, BREKS FIHFHTEE.

RE:
ERBIL/ FRG EER
HURLGE BRI, BOEM . S (2WHE. RIS IEES)
EKEE RSE N, KEBREERS
RERGE SHEEFRERE. PEX. BEL
miRRLE AR RIERR
1MEMR: FEERARREEDRLD, B<.5X107/L. MLE B/ MEE
oty

LREHE 2. B ERIEERT MMM S
3. EMEN: FEMBEISHKEE
4 EWRE. SHERRE LB AL

ERA.
BmEREER SBOSEE
GeneReviews BERIZFERD FIREFHRNESHNT:

ZA AR BRERES
Foov| %3 B S B SDS Ffr e b
Fat | BERGRK/EE S
EFLT <1% 6/6 K
DNAJC21 <1% 3/4 1/4
SBDS "92% >90% <2%
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ZA AR BRERES
H %355 SDS Fff & bl
Fat | BERGRK/EESH
SRP54 <1% 3/3 K
Hit <10% REZ

EESA: HFIEZKNF.

BERXR
https://www. ncbi.nlm. nih. gov/books/NBK1756/
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+75. EHURGERR
PRIREILZ: Congenital bile acid synthesis defict
z ®m OE /
& £ AR BERERRE
AR .

SR MERBTES & SRS (Congenital bile acid synthesis defict, CBAS) 2R FAB
TTERE BT T2 PEGERFAFTEL, AITEFEJLHAS I BiAy ERYAEHRIREATRR, E/LEHRFIRK
FEHSIRFITHERZRGER. £ 41 CBAS BE WIET ORVMRIEHER R IS A4+ REAE
TTRBRIFTY, EREIRANFPAHISHAAZTE.

RE:

ERBOL/ RG EERA
HE ARG U EEHHRETRITHERERER T RENEENEEREE
FRARIE KRR ER, #ERR. BMEISURERERE. BHE. THAE

KR EIRE. FFRAR S MR

1. FUsERE. ANSEEBaEnE, 8%t
AREAS, BIEHREE, v-AEBMEBEMES. #E£FEKER
K. ERIMES R AT )<

XRERT 2. RBIEHERRIESHT: RESWETUTREHBRAR M3
B, Ta-"HMBIREAFN 3B, Ta, 12a -= 2 fBLRES, 7o 52 3-F-4-
PBIRERFA 7a, 120 -Z#-3-F-4-fBIREL; 3B -2 E-5 BIRERFN 3
B -2 E-5 fBER

ERA.
BURERE h HSD3B7. AKRIDI. CYP7A1. CYP8B1 %X [A .

HERN: HEZRNF.

RRRRE
(IEPRIEERIEIR), MFEER




PRIRELZ: Peutz-Jeghers Syndrome
& & B RMFHRBEEAL1/167H
B’ AR ERERBE
AR .

EHMERASESIE (Peutz-Jeghers Syndrome) XRBENEERNESE, RELAINK
REBRER, TEXRYAELN. AERAEMAMRENERTE URBBHESELAEAN, &
I8 FAEME.

RA.
SRR/ RS FERA
e HMBEEN (O, S, FEHZR. ke, 86, e, 2
BF—. BEF— KNFH)
- RREMHLENESAH. THEABES. TEHE. Hll. ZHAS
RS AR
XRERE RE. X&ENE: BRHESAMEER
A,
BURERMN STA11 EE, FEABHPRETXAVETENSRT, BRETHREHRS, RE
PETFENRBX.
GeneReviews IRIZFEN FIREFRNESNT:
A WA Ty Z A AR BRERES
FH5aH “81%
STK11
MERK/ EES "15%

HERN: HEZRNF.

FERRE

https://www. ncbi. nlm. nih. gov/books/NBK1266/

TEIE, SFE, EXE, F . STK EERTHEFEA Peutz-Jeghers LEEIERMFE [J].
FAEEFIBMEFRE 2001, 18(1): 4-7.




PRIREILZ: Progressive Familial Intrahepatic Cholestasis
& B E. SHRTHMRFEEHN1/I1STH

B’ & AR EREREME

BRTA :

BT IR EIERF A AB TR FR (Progressive Familial Intrahepatic Cholestasis, PFIC)
RB—MELERRMEREEAMAEEETRIVE, SHTEETRABALT S LS HET RS
WBEEEEE, UTEMEREEASE. AFEFEATILE, —MREHNE/LEFHGEER
AR A AR TR, ERERIERBMAT. A% RATAEHE BRI RS FAEL
BFAMRaIRIREEM . Thie, EMEE LRS55WAEERRRE N ARE RGN TSI
BEiTiRER, BRI IMARLI R HEM, FHENRZAEEE, TREFL LB PEYAERA.

R

ERBOL/ RG EERA
BHiE Tl LEEBAE. BE. ZH. BHE. #EHFETR
B HE. RAKEE
B B REAL

&5 4. ALP #0 GGT At S REH IR RE AR E LRI, I8
LREHE AEABSUERBLARASAE
EEHGFRE: ARUFABEEY K

ERA.
HBmEE K ATPSBT. ABCBIT. ABCB4EHE, RELBFTEH SR,

EEEDN: HIEZRNF.

BERXR

https://www. ncbi.nlm. nih. gov/books/NBK1297/

FFABETHRIVELSAERERS. FRIETRIVESAEERILAN]. PEIRRBERFERS,
2015, 08 (05) : 402-406.
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https://ghr.nlm.nih.gov/gene/ATP8B1
https://ghr.nlm.nih.gov/gene/ABCB11
https://ghr.nlm.nih.gov/gene/ABCB4

=5 AR

BIREEXA: Crohn's disease
£ & OE. RETFHRHENR 1007300/10 75

=t AR/

B R

"FRBFE (D) B—MISHATFMHAEMEREENERR, BBk, NE, BREE

SREGEERRSHMREETI, RERNARERENBERE. RHMEHE

Ko
RA.
Z R/ RS FERA
BERY% BRME. S, &, HE. RETH. E@. EHER. R0, BE
PE. RAEE
1. MEM. ¢ RMEH (CRP). M (ESR) :CD HH 2 MAARMItEAR
BRKET 2R MANMMTIES . CRP 1 ESR 24 E A M KER RIS,
D BHBEAS
2. REERE: AT HEMIEMTRIERERE. MTHMHEMRE. 35
TRERE AMKE. TEMERENREERS, REEUKRNH

3REME: AIRRERRG. EHHEEAZM. EHBRRIBMFE
TRHABHEBREE, MREEWESHRABRTRY, BEEHER
FEARREIR AR R T RIE35E

4 BEERE: AIRBNET

BREBHERM: TTHH.

BRRE

2% mFBRSHEHRI]. ARBEURANNISS T, 2010, 15(4) :230-235.
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Gilbert &2&1E

PRIREILZ: Gilbert's syndrome (GS)

& & E

3-7% (EED

B’ AR BREKREERE

B R

FRREFIER REREEN A FRIESELRMEMEEESHELRNE, —AEXYE
FrEBRxt B RAGIREL. G SHMRSABAISIEREE, TERUKMBE IR IE
HiE. BMSTERMFNESIES.

RE:
ERBIL/ FRG EER
BiiE K ESRMEEERS. HETR. HFETE, FEERX
1. BFThREAEN: MBI RES, LI EESEAREShE. KRBT
FIAM, RIBREFSEM. FRE. MEHTERBER. W3S,
Y-AREBERBRNIREAHERE.
2. BERRHEMHALE
LREHE 3. HAERINEE ;

4 FBEEZALE Gilbert RAMEBEORFEILRGE, MEIFLEE
ARZEMMER.
5 UHIRLE: EHEARIRE (400 /%) MEZRX, MiFRLRK
FrAIFE 23 f&.

EEB.

Gilbert ZREMEBURER K UGTIAL,
HEESN. HEZRMFUCTIATI EEB#T X TATAA EE R (PCR+Sanger

M.

BRRE

https://ghr.nIm. nih. gov/condition/gi |bert—syndrome#




BIEKATAE R BT RERSHE

PERIREILZ: Alagille syndrome
& & E. #FHHE)LP 1 /70,000
AR ERERBMERE

B R

HRAFIEA B RGAMER—MERNS REKRMF, TES R, (O, R, @
EBINERE. MEE-IRED, ERFEHESENEN. AL MEEIRRRIZETHR
M, EFHMERFFEMMEERZ, EXMEOIERNE, TERRM30EK, REMEMKIR, @2
BIEAMHE; MR, MR EBMPIRMERE. RTELAHN 10%, MEZN, O

RIRRE S A S HET AH.
§ﬂ:
FREL/RGE EER
K EKIEH

PREE. ZAk. RHEMES. KERX. REME. REIRE. £
BE. EFLRAL. BEEARMAEELS . SRARRK. ARE. RME

SKANFAD o sEam 3
BREE. Aenfeld RE. /NEIR. BREIRMEE. B, AR, W&
FE. RER. WEAR. K&
B &R MEEE
REEB BB RFRABEERZAE. FHS, SR, FFREW. RIRTIGET 2
. FPSMEER R, REERE. BEZR (39%). MEE. BEE
AR BRARERR. B NEBRPS. RIEER. SRR .
BB R MR
B HESE. SRS, SR NS, mmEE
il BE. B EHEE)
e HHEEIRE, FIEE. RTRERS
b RR4BRESE . FRARARFL KR
M BIER IR . FBERGRIR. ZEMRRIR. SHEMERAE. £k
£ BOEES BERELE
1 MREE KA FFRELEBA 2L IR E 2R R R AR
B M o
2. MENEE THREFFNHESABLRMEE (34.2~256.51
mol/L) . MIERIEHELEG. v -SEMPUBLEERREEAS, BE
TR BRI AN, RUFEEREEES. AIERERL, SIOHETEK,

RERTS.
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https://www.ncbi.nlm.nih.gov/books/n/gene/glossary/def-item/congenital/
https://fanyi.sogou.com/reventondc/synthesis?text=%E5%A2%9E%E9%95%BF%0A%E5%85%B6%E4%BB%96%E7%9A%84%0A-%E6%97%A0%E6%B3%95%E8%8C%81%E5%A3%AE%E6%88%90%E9%95%BF%0A%E5%A4%B4%E5%92%8C%E8%84%96%E5%AD%90%0A%E8%84%B8%0A-%E5%AE%BD%E9%98%94%E7%9A%84%E5%89%8D%E9%A2%9D%0A%E4%B8%89%E8%A7%92%E5%BD%A2%E7%9A%84%E8%84%B8%0A-%E7%AA%81%E5%87%BA%E7%9A%84%E9%A2%A7%E5%BC%93%0A%E8%80%B3%E6%9C%B5%0A-%E5%A4%A7%E8%80%B3%E6%9C%B5%0A%E7%9C%BC%E7%9D%9B%0A-%E6%B7%B1%E9%82%83%E7%9A%84%E7%9C%BC%E7%9D%9B%0A-%E9%AB%98%E8%A1%80%E5%8E%8B%0A-%E4%B8%8A%E7%9D%91%E8%A3%82%0A-%E5%90%8E%E8%83%9A%E8%83%8E%E6%AF%92%E7%B4%A0%0A-%E5%89%8D%E6%88%BF%E5%BC%82%E5%B8%B8%0A-%E5%81%8F%E5%BF%83%E6%88%96%E5%BC%82%E4%BD%8D%E7%9E%B3%E5%AD%94%0A-%E8%84%89%E7%BB%9C%E8%86%9C%E8%A7%86%E7%BD%91%E8%86%9C%E8%90%8E%E7%BC%A9%0A%E5%B8%A6%E7%8A%B6%E8%A7%92%E8%86%9C%E7%97%85%E5%8F%98%0A%E7%99%BD%E5%86%85%E9%9A%9C%0A%E8%A7%86%E7%BD%91%E8%86%9C%E8%89%B2%E7%B4%A0%E7%BB%93%E5%9D%97%0A-%E9%98%BF%E6%A3%AE%E8%8F%B2%E5%B0%94%E5%BE%B7%E5%BC%82%E5%B8%B8%0A-%E5%BE%AE%E8%A7%92%E8%86%9C%0A%E8%84%89%E7%BB%9C%E8%86%9C%E8%A4%B6%E7%9A%B1%0A%E6%96%9C%E8%A7%86%0A%E8%BF%91%E8%A7%86%0A-%E5%BC%82%E5%B8%B8%E5%85%89%E7%9B%98%0A%E9%BC%BB%E5%AD%90%0A-%E5%87%B9%E9%99%B7%E7%9A%84%E9%BC%BB%E6%A2%81%0A-%E9%BC%BB%E5%B0%96%E5%91%88%E7%90%83%E7%8A%B6%E7%9A%84%E9%95%BF%E9%BC%BB%E5%AD%90%0A%E5%BF%83%E8%A1%80%E7%AE%A1%E7%9A%84%0A%E5%BF%83%0A-%E5%91%A8%E5%9B%B4%E8%82%BA%E5%8A%A8%E8%84%89%E7%8B%AD%E7%AA%84%0A%E6%88%BF%E9%97%B4%E9%9A%94%E7%BC%BA%E6%8D%9F%0A-%E5%AE%A4%E9%97%B4%E9%9A%94%E7%BC%BA%E6%8D%9F%0A%E6%B3%95%E6%B4%9B%E5%9B%9B%E8%81%94%E7%97%87%0A%E8%A1%80%E7%AE%A1%E7%9A%84%0A%E4%B8%BB%E5%8A%A8%E8%84%89%E7%BC%A9%E7%AA%84%0A%E8%84%91%E8%A1%80%E7%AE%A1%E6%84%8F%E5%A4%96%0A-%E7%83%9F%E9%9B%BE%E7%BB%BC%E5%90%88%E5%BE%81%0A%E8%83%B8%E9%83%A8%0A%E8%82%8B%E9%AA%A8%E8%83%B8%E9%AA%A8%E9%94%81%E9%AA%A8%E5%92%8C%E8%82%A9%E8%83%9B%E9%AA%A8%0A%E8%82%8B%E9%AA%A8%E5%BC%82%E5%B8%B8%0A%E8%85%B9%E9%83%A8%0A%E8%82%9D%E8%84%8F%0A%E8%83%86%E6%B1%81%E6%B7%A4%E7%A7%AF%0A-%E8%82%9D%E5%86%85%E8%83%86%E7%AE%A1%E7%BC%BA%E4%B9%8F%E7%97%87%0A-%E8%82%9D%E7%97%85%EF%BC%8C%E8%BF%9

3 MEHMEE ZEFRXFHEROERE, SHERFGERMLE.

HEitHBaE. X SRREMEXRTHRIONERR . SHERK
%. HEft N MAEAT B8, (LRERSE. BE OHER RO nER
RHEB R TIRE .

ERA.
Alagille L& ER B JAGT F1 NOTCH2 B B2 L s 5825 5|2 Ry .

£ ”ai;f;’:ﬁﬁ BT RABNER
80% FHISH BAEERA FIIER
1 T FISEREEAE | i;?;‘gfg/
1%-2% F3I53 4 FHER
NOTCHZ K RE/EE S K, K&
EFESR: EE=RNF.

https://www. ncbi.nlm. nih. gov/books/NBK1273/



https://www.ncbi.nlm.nih.gov/books/NBK1273/

LR Cajal RERAMBESHMEWRELLERE

PRIREILZ: Congenital Interstitial Cell of Cajal Hyperplasia with Neuronal
z ®m OE /

B’ & AR EREREBMESRE

BRTA :

SP%i8 Cajal KEIRLZAA (interstitial cells of Cajal; 1CCs) B—EE4FRIB04MAR,
WA BRI TEE. IC0s MRERESRLEBEMERFEX, 8 EXRMEELEHE
(Hirschsprung’s disease, allied Hirschsprung's disease) . 22 )L B @ 7] 3£ %=
(infantile pyloric stenosis) & 18 1% J& & 1% /)\ B% 4 A 2 i (chronic idiopathic
intestinal pseudo—obstruction) %,

§ﬂ:

FREL/RGE EER

HE HAERHEEE, HHERE (BRSUES) . EKRER

1LIEENRE. WARIOTER, BRI X ANBEREKRE, UG
FRAIEPRERIER .

2. BAIEIEIITNGERRE (Transit study) : FBAHERRANERBHESR
TG ERRR AL, URBRIZAREMES BB R, BT
TRERE HIER, RIENFHSHERNTYITTERE, UHEELERNEE
IhéE.

AN FIEE: SHBEARAYR, #THLREZREREARL
Sk (immunohistochemical staining) X4, AMEME
EPHAR.

EFEE:

1CCs RIEKZE] c-A/TEREBIBEE: cA/TEEHMMAR L5 BEILER MBI RERI Z 1K
(transmembrane tyrosine kinase receptor), Z#AIBFEEFRMIE (gastrointestinal
stromal tumor, GIST)MIZSES cK/THEMRBEEX.

HERR: FE—RNF

FERRE
http://www. tfrd. org. tw/tfrd/rare_b/view/id/204
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HES-HREREOIE

PRIREILZ: Freeman—Sheldon syndrome (FSS)

& & E. KA
B’ AR BREKDHEERE
B R

Freeman She ldon RS 1ER—FERIEHRF, HFHER XTI (45 RHIFMA
EHA R K EBFE LB FE -

§ﬂ:
T REML/ R TERH
i RUERE. FREKRE
SKANEER INKBERS . KA. HRSTFEMEG. TEME. WOMNL. RIER
BE. MOBEEEITEE. MLEERBLE. MR, BEE. LETE. TiEM
AR NETF. 2ERLAE. MEE. WEEY. GBET
i BRSNS
CL BHED. BHEEE. BXPEE. BXTHA. BRERE. KX
WER. RBBE. BRSNS, Tl DHABE. BAEES
R Rk Ao B A R A R Rk
AU, SRS | BEIATH. SEAERETEEANITN. 1 BEERE S
B EhniE R GER
ez AR 31%) . FRAE
EE sz
AT TS
ERER.

Freeman—She |don 2 & {EA] BEE MYH3 R E T R5|#2. S E Freeman—She | don £ & fEAY MYH3
EERT A ARG B BRALAEKE B E 5k 3 | AITNEE, FE{RAR)LANLRAE YL SRRy 8

AP AR R IXFIRE AT RE T HBR LRI A B, S5 5 Freeman—She | don 4R & HEHE X BYZE
FREBIANSHRSE

HESN. FE_RNF

FERRE

https://ghr.nIm. nih. gov/condition/freeman—sheldon—-syndrome
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WEF-HAFRB-EEUUNRRLESE

PRIREIL: Neuropathy — ataxia, and retinitis pigmentosa (NARP syndrome)

% # . 0.8-1/100,000.

B’ AR KRR

BRTA :
HRRT-LFRIF-BEENMEL (NARP) 2—FhSEEFERFNRIE £ ZZ 14

ZRFEWER. MNLEHRSRERRTR, KEHEE NARP ASHIAFEMBREIBAA,

RIS (RRMER)  LAXH: MEESHBRE (RFKB . ¥EIEMEE

MEtEH HREEE MR HFMABELNT U RIMNER. EXLEERT,

MhF‘ERZHMACREMME KBRS . XHRFE S B M R SR T

k. BB NARP WLELEHMESBRANAFTIRE, BAXMERNEEATRESKES

NThEE CFRAE) . NARP BIEMBHFAE SIEMMALE, W H e RFITH OBk CLREIE S ERED

HBESHEREE. XEREMERREZZma MRS,

§ﬂ:
ERBIL/ FRG EER
SKFNFED MREFT. UMEReRT . RKEH. EFLEERT. KA

AR, AR IEHAVA T A1 BT R F 54 EE A A LAk

FiiiF=S REREHRESR. KBIRE. BEARE. BMEE. £FEE
SNEMZ R, BEMAR. IMHHERENATAN

1. AR BHARE
REHYBEHNIARTANRSEILS, JLERE.

2. 5k eE
AT I R R R B & R RS
3. EE
SHAABEMRE, HA KHMHSERRE, EEARMEES
EERE.

FRERE | pupw
T A MERENHICBHES, BRIRRE ORD BRI REEL
.
5. LA &
B R TR ARG B A B SR SRR, SR L&
{4 B AL B




EEE.

MT-ATP6 B[R 582 S5 NARP L5 1
IRAEHLRIKR 70% E 90% R EHHF 1% MT-ATP6 R,

B 2 A LR ALK DNA (E BB 1 B ERF -

ZEEMTF AR ONA . KZEEB NARP B4

NARP LR & fE R M B FIR1ERY,

B %I A AR B T
g | MOV Loigh SRATE (LS) S NARP £ e )
B AR T ZERNBRES EEEOWE/E
1]
F5I5 4T Jupon
mtDNA $H KB LS “50% > 95% <5%
MT-ATP6
NARP > 50% > 95% izl
MT-ND3 mtDNA 1B < B9 LS 214N A > 95% ezl
MT-ND5 mtDNA 1B < B9 LS 48 A > 95% ezl
mtDNA #85<A9 LS 240N > 95% izl
MT-NDE
NARP RPN > 95% izl

EEEDN: HIEZRNF.

BRRE

https://www. ncbi. nlm. nih. gov/books/NBK1173/



PRIRELZ: Pseudomyxoma peritonei
& & E. FHRBEAH2/10FH
® & AR/
BRTA :

RN (PWP) BRETFHEERMBAEANMBERAN SRR N iZFhR MR R
BEIIERESE. PP T EH L TREMAEME, LOCRETINE, WHRERTEHKR
TFHRRE. %, B. R, FREZE.

RE:
ERBIL/ FRG EER
BiiE RER. THRER. 8. ZEEXHY. BHiEE
Hite i, BEREAME. FEMERE. RESERFRY. EMEELE

1. Bi#8: ARTEEK, WHARENSHKE, RikERBHEE
MRS X, MR X BRER. 8. FESRILSREHIE N
WA, AHEERY, ARSHSRATESHFEH. MK

2. CT: BAENKRSIREMENR, BESSTMEKEE, Hb,
UFHREEABRMNRAZERS THERABRBANEE, Ho2HER
HEE: RBANEESRKEZRSEESLE: KOMESHR .
IRMIBE ., BEHRS, EMRG. STHNE: REERNZ B
ERREERPREHBA: FEEABTRRER—WMEE, EFN
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