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(1) BRALHFEER (FRTEHAMA, RMERFPEREMARAEL. BEAKREREE).

(2) WAREHEER, TETRER, LR, EXAFERREEZFEHAN.

(3) FHRBIERMAFRESLRRARLS S, REFETH. BATFR. OX. HL, BEER., ¥X
BE;

(4) FrrEAER. FEREEN, TRREL IR,

2. e JLRAE &AL

(1) He)LEE;

(2) Mk Rt ERERTE;

(3) L&TH;

4D PEWRCREYE, wELEREER. WAHMME, HERRREME;

(5) MakAM i, BILAFAIEES,

(6) Jir# B B L&

3. FREH:

(1) BREEK WFEE>20 /M, EFA>14 M), FATHBEREE RERFEAEE RN
#E.

(2) ERAEH (UMBEHEF Y K=6cn 5, MELHLEY, EHFELTEK=4 /M mEHRE,
EFOFELTK=6 M), HBEETRERH.

(3) F_FREK (WFEE>3NE, BFE>2 /N, BESMREERL B, WEE>4 /N, 275
HF>3 /), B EA<SH2 AFUE,

BX9: WEMEE
HENEGEMELHLHIAUTEA —TUERZ N A FEREE: OB LR 24 /MR EAE; QmFEL
% & A JL>221umol /L (12. 9mg/d1) . B 7 JL>25Tumol/L (15mg/d1), =4 H £## i 85umol/L (5mg/d1): @
EHFEAEEAIDO2 A, BFI)D4E: BEEWMEAIN: miFEE AL E>34umol /L (2mg/d1) o

BX10: FRFERRR
EAEREAMFBERMFSNFE, ERETEREAM Ql-Z4). ZEELREAME (18-=4), JF
A E R (ONTD), W KEAME (13-Z4) FRBER T &AL,

BX 11 #¥F%E

HH 120 AP0 999 BAKB FOIRE AR E.

BX12: WAERE

EARG A B AR RIS A B A sk R Y i i KRR BUER . BH A UTIEN:

1. AR ARANE, EACHA#HDW, KIIET K E;

2. ARBAREERA, ELCHABLE, BT EERRTLME, AEHAHEN;

3. AR SR AR, ELCAAALY, EREZEMIET;

4. ARf AR ERE, BREZEAHAVEET, EERCEHER UEFEHERR AT REIZF T RS
. VT P EEE R

BN 13: RAEWKRR

WETH AR IR (e E ) KERTRM LTSI RNAR, AFAAHEREER
X By FLA% 6 B4R AE .

B 14: B

oY, BN NMEFERNTAZERLES T, BEphd, KAy EttE. FE9
FEEEmTIRAER. R RHNAESFER (FEARIMERWFHEL) FPHHEXAERERRR,
BX15: BREEL

EAMMRE T, KEASHRERERARGE ZADE T HNERSEADRATL —EHITE, B
K 2 E TR KR A N R J5 % BB J5 B 3



BX16: BARKE BT

BROAFETIER 2 —#:

(1) B2 B IR % Bh A A RO B8 65

(2) BRENGF5 5 RIERANEE FRTHE,

(3) EXHMABRAFAF. EREFRERABENR. ZRDBRALENR. RERLBARFAER
PRENBF, EIMAE RN EET EE;

(4) AN FRWEIIE, WAETw. 8. B4, 45T AL BN E;

(5) EREMERAVRE. BHENARTEZAXB IR OGARBRMEIE, SREVHEFRERA
TERAXRBIIRR WA RIS

(6) KRBHEEENRAZNAXBEETIIEANEF AR L ENAFRHBERATEE,

BX 1T BEFATRIE

®RIEHZ—:

(1) HLBh ERREEH BB

(2) BAZMAZXBEEMIIERNATRAIE. S, 2k eSS et % 30 i M50 X8 TR

(3) RENEZLBBBARTNIEXZLBEARARBBILBABRIANFHXETLLR;

(4) KRB HEEE B A LR X BE BT THRAEF RFWS FATREGHAER.

B 18 w4

REFEEREE, IRERNLINEZF. BRAT K. REEX. Mk, FHLHLMEHTHTHME
TR R EFTH.

BX19: HRES

CH R EXMEENERFET ARSI AR RELSRZAGENAR, THEFEECERLFNITY. W
BRI TTFER . & F TR ERA LT N FRIERMFE.

BX 20 BIKE

HHAR. 28 YEFHHREE.

‘X2l REFAZHMNHE
HREAFRARDEGHOS L MY REHFSNE ., wRLSHANEWE—B, Nz &E— Bt
RARF: M E .

BX22: AHHA

FEARETN . T 88 30 b IR ZE LB

BEX23: KHHE RS

AR AN, RERERFTELARLT:

EREFNSEBAE: RFEMNERF=-LHERREX[1- (YHREL L RS/ LHRELRE ] X
(1-10%) -« & RE AR — REiE— Rt H.

RN — KR RFEHERF=REEX[I-(RIEEEZLERH/REIERE)] X (1-10%) .
BRAREFR—RWEE—RITH.

FRRRAREREREEREE, WAHHERENE.

M %:

—. ERFRE

(D BHEFHIE: XK “TUEAFTR . EREEENABERAREABERBENTENESH KB EAL
MEERELALNH A R, FELHELHY, FRTUFAWET. FABTREHMBET.

(2 FeHF3: BN EF_+TAE, BETRILFHITETHE, UBBIILEFEXEFRAKRT. FEFH
HNEFLRE _REF AR EMAEURRIE S FACREEHAEERAB B EEMAE 1/3 RULL),
EFEERELHD.



(D L EMRAA: FHFEE )L 8 E i BN A T = A8 B A A %R R R, R e LB AT
LR, HAHRTH LM —

1. ABO & A A: Z43 i iEF A&, ABO FLE M & 1:512 LAk

2.Rh A T4 B2EMFEFRE, RERNE 1:32 L E,

(D MELE: HEHRREF-_T/\AEERLXAMEERBENFF LEBELIETRAD, LT EAEHIHF, £
VHISAEEHEAR G L EHRE R E,

(5) E4h2: BlagZ I MEE T8 hEUSSEMER, ROMAAEHEREEAREILSE, HDE
FAW A LT IR.

(6) JESLILF+: M EERILETENRT. FEEHRZRRHE.

(1) FRE: X “EEHKRGMELSAE" , #0/E#HF5 5T 160mnlg/110mnlg. & & & =5g/24h &
REAFEE (++) - (++++) Fn (FF) A, FLmFawERk, TEAHBEREER, FE
ETRELHY, HRERE LA TH &4 FHEDF I EFIEHRA:

I mALEF A& (>1. 6mg/d1);

2. Y J (24h K& T 500ml);

CHIAMER KW R ERENA 2

4, Fif AR

5. EEHATUME;

6. FEILE WHLT;

7. f/NRIE D, B E

8. HELLP A (A3, BEABAE. m/IRED).

(8) T HFAEME: THHEAE: BAFRE SR EEEESRILRERE, 6FMIESH.

(9) Brafeg: ABRFME EEME, TRAETHFNEMSL, 2RETHTNBEER, GF%HEE.
nERE. HBRE%F.

(10) JERBEE A M. HFR2 - HEAEEREMABIAA @, EHH Mm% B<60g/L.

D HERBAMERI: 2 X ETEKRY, UEE. BDRES. WmR T NERE TR - RIE. #
VEMABEEMTHFRER, FEFGERAERBIIFLE.,

(12) BEFHCHE: 2 EARKRE 28 AEE7E 6 MNA WA AT KEQHRE, EXFFERRBERT
5 %A

LR RET 0 8 R SR L

2 FRIEIRHA 1) IS A IR R A L S R IR AR

(13) FEHH: BEHLRBHISBH FERTRTE TRLART, FRARAFAEIT. ERFEH
A AREeHH. REATEHRRFEREEEZN.

(14) FEBHE: BORHUTEATHE YRENHFLE. G TEH-FZL —:

L#EABE: SRBETFETRATFEN,

2. XMWY TERMETREZWMETWEETHES .

(15) oIt ZERMAME: FF A0 B BB RBE . FRAELI P HANERARTERERE
W

(16) FlRlms# LAy HFE)LEEE 24 NN EFER MBS %, HHETH A ER:

1. PR 4 ¥ W 1 8 =500ml, #|'E 7 % =1000ml ;

2. WA EER, k2. Bete., k@K, nETHE

3.tk mAE# (ST) =1.5.

(7 ¥FABRE: BESBRIBFFARKFNFROLBEHRTIRAEILE, THUEART. REELER
B (DIC), FHRERES —RFFERRNTENBARE. FEEMELHRY, BAAREFTPTRE
M. BEMIAREIEAR . RO AR K EFUEH X M.



(18) BEMmEAEEDL: FOREEREFTERGH L EESFEMDE DAY R, f/ MRS @ F
FHREBATERD, FEREDXARE D NMRETET. FREFNES TIAHFHES ZTHNHR
Ci &=

1. fi/MR T % <100 X10°9/L % 2 347 1 T &,

2. M A EEEGREE <] bg/L B# >4g/L & EHAT M T %,

3. 3P 1R I P M Bk & i #¢ FDP>20mg/L;

4. % g R BB > 15 Ak M A 3 UL k.

A HFEEAHMEERNFE2T: FHEFEALMEUES, EEALTARLEWERLT, vRE
ke gse, LRHETT FELTFA. FTERLVBRFATERERER.

(20) flite%E: HEEYEEMARKE L, XTI RFEAERNER, X ETEKRT®RE, BEFR#
Fic it 75 B B P B I ACE

(21) JESRBANT W RE ST RAVE : 383 Sk 3 L0 [ 04 S Fk & % B i 7% KB 7T B2 > 10umol /Lo

(22) $EHR B4 1 % B 7% (Wernicke iR ): 8 E LKA 28 Bl 5, FHILIREIL F204 4 % Bl 6k 2 5]
RONFBHERGFEAE. AFRAELEHRELHY, FHHERRE. REERHLRAZEARSHOEEE
Bl A R B HAEHE 0.

(23) HEREH TR T ZEMALCHF RIS THE, FEEAFAARRORER.

(20) HREHFHEURK: RAERMEFZAMA W RERT R, TRERNF X FEEMME, HFEH
HETHEHTED .

L #EEREME, MEBILEATER FRMEMHS E;

2.ALT A AST FlEt pd m, 20— MATER EIREMN 3 BR-_FHATEF LIRMEM 2 f&;

3. Wk o e BB B B AR T 40% I T B H

4. W I O

(25) HEIRAFTEMRELE: LRBADHERELE, EREFEFFTEEHRESR, K ERKRT,
(26) AMFREFMELEAIE: ERBWRDEHABETRELLEGE, b THEEHLE MG LE
4 ARG 5| AT B BB T B 18 R RV AR, DASEATHEREAIE. TREMARMN AR TREAM. Fd
FHEMBREEERFELRELAADY, FFHRTH 2L

LAMAE (RERKBRFRETANLRE:

2. B ¥ B LN RIEY;

3. PEEP ("F 5 R IE J£) =5cmH20 B, Pa02/Fi02 (k&40 &/ RANEWEE) KT 200mmHg;

4. dp 0 VR B B i A

21D ZARE: SHHRTEEZAHANRERGHTEALE, TARETLTHEREXRERFA%E. F
BREREAREI AL ERGREALET LML E,

(28) WEIREIFE R 35 F 5 @RI T T 8T it BB A 2 4,

(29) PERRXREAME: HEFEAEMAKRIKT, 2K BHRE, WREMEIE A5 IS BUN E K0
ApfERWHETR, ERMER. FRIE. B LRAFRDERE, LFHEETF A &4

L 7= Ja A ik 0% %

2. PEREERI BN, BULAE E>95%;

MHBERELTHERT EEHRHK;

4. EZREREDR:

A EZRAHHELTRT;

BM#HE., FREEZ. FLRAFHEZLAERT (BFAKHFE. RPFREE. BELRAFRE. 1A
Vi E S LE- RN DF

5. FELAGHFLERETUER S, RERALHERTFEL—F,
FhGBEHL)BRTARMREEFRERGRRTAEREREZN.



(30) HEIREHMEM: ARFHANZEWRD Y LM MERNF BEZMBETSRF A,

=, ENERERR

(D BRER: B ME AR, TULSAEEER, BERYEERFMEL FETRELHD,
FHEABAHFA. REBRTAREREN.

(2) B4 HBEILHEN—HBERLHBEZEFHDMEE.

(3) BEAE: HB)LEAR U SHZ P AHIHAE,

(4) 4 (ERe): HRILEAERAEZAEARAIERRAUL, EABEE - REF ML T.

(5) JrBk (BLREE): HELEAERARZAEARAIERRAUL, EABEE - REF RIS T.

(6) RE (AHEHAEXTRTL): HHFLLAFLMINMEAKREERAEMEEAELEY TR
BFEEM—4, BAENEEEHLEIRAE —MEA,

(D REAH: HRILEERRERERGTH K E w8,

(8) REREE: HEIIHEMRARELERERLAEME,

(9) SEARMALITHS: ALTTHBUE XARBAL. BALITE. 3£ LA, ALE. EMTmAS, ERA]
BRI B, BRSHBE 24 DT EHE, SN ERENRE, 2FA0FE. RELEGILE B
T A AR B

(10) @R s 4551 & i 2R SOUR & &R sk K

(D) £REENE: HEEILAFTIES, EREXFTERFRNGRERE, AETRELHALI.
(12) AERIAN: BHEARIMELTLA6, FRAMAERY, W ) BRUIBBE, &
KRNERE, BB el TRBRAEYEWEY L rd, EXAEd X EFF RANRAF 45 4%
FHEXRBRB (B) BERHNRBEER.

(13) EARMEMBAA: HRILEERBFENRERRRL S, HAFIRMET A AAEARS. FEf
HATFI R R ERHRA.

(14) FRARMWRE: BAEKEMEAKETERE.

(15) FUA TR E: 18 & K1 AU A B JR & M s M T 1

(16) ZRMEGTH BB HARMXARE FHRBERH RGRART| 50 MR A F HE

(I7) ZRWEH R BERUELTRE SR RIBEH RGFHF| QMRS A FRHE .

(18) EFfGEB P REH: HARUEXTRE FREN AR RFFF| QMRS A FRHE .
(19) Mo ke Y Rk t: 15 8 KR+ % 5 5021 fok i ) R 85| 200 Bk i 20 1 % K .
(20) EFHASEF: HARUXTARE IR RAREAEE ERFIREH AMAIES

Q) MoIEE: 15AERE LT 7 H TR ficR IRIEE BE BERF 51 U 2 fo R IZ 55

(22) ZFHAH: HARUEXTAREIRENE. FrENfk. £ T RBEES LI K E
EiE

(23) Pzl A8t BERUR T RE S HIT . 50 ik BT 20 i 2 4 o XX = 3 o 89— AL AL
& ik

(24) FRERES: HARELTRE TR 7 BRGEHRGIBAL O F 26 MR ERRE.,

(25) ZEFMRBGEH: HARAUATAEFRERRERIIRALCEZ A MR ERRE,

(26) Fizh#fioE: HERUXTRE SE R MBET R FREERN\F# I, ok s 8RR
Y Ao

(27) FERWEE: HEOENBREFRYE, FEACERHEFET R EHT LR IR, b M
ERHE, SEHAREE MRD., SO EEFFRRFREME, FAF AT H RO A RE 2 500 ik
ELob &

LAQERBERFE o)k E);

2. F | & 645

=N

=N



L.EFMBETEHENE;

4. BECERRE

FELMELERY, FHTEHM. FARET.

(28) BAMAMATA2: H—HAMAFT I ELWERERE, RELTHEELHAD I FE AN MEE
(29) ZBRMATLA: UWEFHAT A LS —HBER. LFNFREHEBR LA L LR
ZHHEH. ERXRANEARNATLA . ZHEF%F, T HAIREERETNLR LS.

(30) ReMAFREM: HARBLTREFERANRMCERCNECEERL — KRB ERE IR,
ZRECHICSERCHEERREEEL: EHRMCTHY, BRTACE, HEXAREAHM; fizh
RprFErr, RTACE, B&XEMMIEI A k.

=, RRERFRE
8 T % B R 9k 5 RE

W, AR AL R R

(D ARUREAHREERLEE: KEAFAFERNE
WEIUEE, FETHELZ —F:
LEEWH, MR TRmATTHY TR, L
2. BB, o BRI AL fﬁﬁ g, H
BB, EHESREME.

(2) FEAIAR: HRERAFL T2 6, FRAMESERE, 1 () BREEmEYE, 4FA0
FRE, Al T TRERIBHEWESY LWRY, BEdXEXBEAFRANBFEHEREHERHER
B OCA) BERHENRBEERN, URELAX LA KIANRE A, BRATER QR HEERNR
HRRAEREEEA.

(3) BA—HEBEAE: BRTXFERY, SRAEEESRILEEME, &IFWIEIE.

(4 FERZERME: 38— AR AR RARAE, LU TTARE By #r 2t BT 30 R 30E R/ S 2
BB AR, FEATHEARTIHMFALRELERAT DM ARGELANETHEEDL 6 M.

(5) BILHATHRNESLE: BER BRI AR ER R HETRITRT LR, EHEEREN
WA HE RN T AL A ST RS, AT A ERAILGER. R iemEstEH
EARANAESTHL . BERATRENAESRERE . R KRB WH N E4Ew TR 52 #
THBNELEE, E D EERH I ESHE Kugelberg-Welander KiF) FERREEE W .

HAAEE R B B EILERERR.

i

HELER, NEXLAFEREH X KB H

HREMHE;

., HAELFELRE:

(1) RELIEH*:

FHEREERERE, SRATRNEN, TERIANFEMA . £ M8 Eh AR B2 EER.
REESHE DB AR A REANTER B ERELHY, FRERFTREXTERRE (FLRY
TR DERE, EEDHETH —J4AH:

L HABA, FhRY. WEEIERNRE;
2. HIAFLEIIKA R
3. AR B ATREA A



4, HAEEEA EBBEIKRE. E5LA. WK EERBE;
5. HAEK. WE. RARRREH L, FEE.
(2) Prader-Willi & &1E

T MHELS, PREFNCHREERR. TEERERAETENFTEIHNKAKT, RAEA,
SPEEBREAR, BEHARYTCHE, FARM. BHIELRERFIER, Prader-Wili HKA4EH
PR RAEREANTERGBNERELHY, FRERFTREXTLERRE (FRDITHEE) DI
k.

(3) #XHUEA

HRASHEANKESRENHEIANZERE S EE (PR A (EP6AAURF —RULE (F&
£—Y) WRME) W E, RaitEAr Bt (CD. itk E ORD) RERFRABEEH (PED
ERVBRFREILL, HEEZBREAFETERATLEAR, BEB I RRATELDE EFENFH =T R
ZHULFEED 180 K.

(4) %A Em

PR AZHFGERY, EEXRBEW=ZCHWEBE (Clobotriaosylceramide, GL-3) FuAds%
BRRAELHZNMBENABERBRNEREAME. RH ERNDE UM s RIEANTEREHH
TREEYE, BRREARN o 2LIBEF A (a-GallA) HEEFE 4R GLA XHAWNLE RFARF
BERTERREZ (FLRVITEE) DEAE.

(5) i K FH A B M IE R V0 B Ay R R 2

FWAWRARIE: FETRAREREARKRZ REIRWIAEWELHRZ, SHOEXFER (Phe) HH
H—HEEXRRWE. BEAFARMENDH A AREANTERSBNERNELBY, HFERIH
BERTAERRZE (FLRDITHE) DU, HAKHR TH A &+

1. f1 Phe ¥ &£ >120 nmol/L (>2mg/d1)
2. Ift Phe 5B &R (tyrosine, Tyr) W (Phe/Tyr)>2.0.
WE ARG T AE: HHEEYES (BH4) WARBRMBE PN EREHERRNAER R M E

B, FEHEBREREEH, HARKALRDEUNR " ENRERAREFERTE RS, WEEY
b r 2 JE (BHAD) Y BT M RIEA AT EIR &M E R E LMY, FFERFTMERTEREE (F
RmPITIEE) DRk, HRRETH R £4:

1. f1 Phe ¥ JE>120 umol/L & Phe/Tyr>2. 0;

2. RE%SWRY, R DHPR ERF¥;

3. BH4 SR RE, ZRR A BHA BRZ A HYARAE;

4. % BH4D XEZHEL 5.

(6) XUHm

BT ERekBRERARF. hTHERRT EEXEH XL SENAHE RN (X ARE B -HE B
B VEMEGZ, MR ERWHEER T EESHEARE R PR, EREZASBETREFAESTENME,
IHREERHEER. BEERF. XhMEEah. BR0F. HEREMRAXERFE. XBHERSIT

SMEREANTER BN ENEEBE, HRREAN KT RERHERERNE M glucocerebroside,
6O ERMRFMEFEDHERNFERFTIREX LERRE (FLRDITHEE) DITE,



(D MEHUREA
FRRERA. TERRARMER. BT HEREAHETHHERA AR ERF . NEHNREL (

ALS) MY WM REANTER AN ERELMY, HFFERTRERTEREE (FILFLITH
B ViR, HEDHR TH —F &M

L BRGERRE AR E, IEEE 4NMKBREELF IAARRAMF AL, TEFHWHET R I RIIEE;

2. BRERR R ERSE, ELED IAARBRFALAL, TEFHWETFE R REIEE, HHR ALS X%
o RBB RN D B4R,

(8) HHMNLESAE

BT EiekBERERF. O TEFWZLTHEERXE | (survivalmotor neuron gene 1, SMN1) RE R 3
SMN & & T eE B B B R AA e Z L% . SMA AR BT A B A TR A Z R £ 4 FHWALT A fn
MEHEHETEWRRIE. HEENZEERDHATAEREANTERAENETNELME, HRRK
AWEFRRNFEENFEREFARTHERTEREZ (BELFYITHRE) LHRAk,

9) % F R

HoRERFRERR, REARFRERARERENTE RE (Crohn W) B, wREFWEELEN
HAEMRE, ARNMABEPRBREE . FREAWAFREELENRE LB WEF B (Crohn %)
R, EAREXHUENRELAAD.

(10) F&EPHE R, ITH, IVE)

BTFRekhEgalbRitn. o THREBERE (FRBEFLE, glycosaminoglycan, GAGs) HyWESh
Z, BEFRRLRENESBEEREARLH, FEEPRENSHATHREANTERAGRKE
MEEYE, ERERANEENRLEERRXEINTERRFAETRER T LR EZ(ELFLITER)
LA

(11) AR

FoEERRLEFENH SRR, AERREEFEFRDORGZVIIELETF) RTET
B AR (Z IXENET), FEEMETV)IRRELETF IX NEEAFLFELZ—. HREALR
SR mEENEERAD.

(12) FERR MR R E
HAMRERANRA REAREERT, RTRRRMSRINRERR, RAXELLACREEF2

(NeWYork Heart Association, NYHA) N8R ABLRINZ KU L, EYAINZXIVE, H#ARASTH
B P4 3t 25mmHg.

(13) FERYEAHGHZE

XHARBEERFZARERES. RETHERELSART I NN BRERaEE R FEN—H#
Refnek B8 EAREE, HEREKREREH. RANDRABRATHERKREAARBRAARKZ, 3l
ROBEFBA. FE%2R248F. RAEABRKZTENDHAMEREANTERGBHEHEEHR
W, BRRBANERFESNERTERARTRNERNFERITMER T EREZ (FILFELITHE)
DRk

(14) WAL H AR R HAREE



KA MR EMMIE C(hereditary epidermolysis bullosa), X & RHR AK IR XMMEE., REEAR
Mk RAMMIE, B—ARNREARYE LT, HERSER F kR FEEZ 2 B H o B WA Bk
A, BRENFREXAZROREEA SR EONERGESBN A RENET L. RiERE R Q8 Rk
Jf e 3 A Fo G 4 B AR R HYRBRRAN R KA/ TR, BRIEMMZIE. BB 7 URE XKL H W
rEAH 3 A%K, 248 BB (ARLFERN), XAE BB CKALTERFEREY F) FERT
BAE BB (ABMALFHERT). AMMERKMME (epidermolysis bullosa, EB) 4N EH (LRM)
Fu3k B (epidermolysis bullosa acquisita, EBA) % #.

WA R AREN DR R A EREANTER BN ERELMRY, FFERFTRERT £ K
Z (FNWPTEE) DHRR.

(15) REALHE

BB A4AIE (osteogenesis imperfecta, 0I) X ZMEWR, RRENLNEXFN AL ER, Ed T4 M
BZREFXT SR FEARZEHZERDBRRERY, NI RUFERT. FREEEMRREEH N
EREHTERF. SREYREhDERE, PREYRERRYERE, FF X Rahtdift.

REFEENDEH AR EREANTER BN ERELM Y, FRERFTREXTERRE (FLRY
TR DEARE,

(16) FXEF B s

HHERB B mE (methylmalonic acidemia, MMA) X #F ¥ #Z£ 7 Z 8 K E (Methylmalonic aciduria), =&
REFRFNHE L e RRERENAENBRREFE. WA & FEH _BLH 5 A LB (methylmalonyl CoA
mutase, MCM) B\ HE %84 %% (cobalamin, Cbl; B4 A & B12, VitB12) R#tEfEpr 53k, RIEH
R EA, T A MM BRIEE Mut B K% 4 £ BI12 RMFEZA (cbl B) B A K. Mut B T K E MCM
B vE M 2 B 252 408 Mut0 A7 Mut-SEA; cbl & & HF cblA. cblB. cblC. cblD. cblF L&, &
ERGHAMEA FRARES, 7SN LA MA K A& E WA,

FEF _RODENDPHAAHRRANTER AN ETREERY, ARERIMERTLEREZ (FL
WYITEE) YRRk,

(R4 50



AR R = R IR A ]
AN EREBA BE R T 38 FIAME AR 23K (ELERMIAR C 300
(R&BEIMHRT: THRRERK (2024) 268 5)
(FEMS: €00005032512024080115583)

—. BN

(=) REA R &

AR AR B ERERAR, HERE, (BT) RgE, RETEURMEEHR, LFEARREFNAE,
AMXAF ALK, AREeERXATEHRMREHE.

(2D REA& R RILE £H
BRAREZREE, ZREA CBX1D) FEARE, KRB AF R, AAAEZHURR 20 HH
Ao

(=) #EA
ARG S EHEERALAEFT T RETARAOBEREARA IS HRE AT RO FEHLMA BHER
BAHTRETHRAIASRMRETHEAA, LHRALALESF A
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