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E % A 5 & 3

JR % 1 P TRUER Z iE

> HPMXE: RLAMRABRZE, NIRREESRERSR
EREEVERES

> A : primary carnitine deficiency, PCD;

> BEAN: BREMFRRMEER;

> WA BTARELESREESFENNINREEEZER
B R RE R 8 — M AE BB B & LA T ;

> FHE: FRIHMIRAGEK TR ERR M ARBIEAN RN
RZ, Sl Bl FRFZREHRE.
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JF % 1 AITRER Z i

MEFREITHHERS

BT

LiR7 R S L A e () s kg sh . o I = 15T, dERFIm
3 25 PR LK IE 5 BB IR .

2 BIEMAE LI A AR ACHRRE AR, LA bk 2 B S LR
B Sl L A OV RS
LI ST, Bk R RT R FIR, B A i | P BRI S B R R T
FEIRFIBEEN: NHOREESE, ANS THORREEMET.

3 ARG T PR L R B Uy R I S T RSB S UK L A5 R
o EATREES FAFRRITET, HEFERTEN 100~200mg/ (kg = d), 7 3~
I, - C T R e, KRR RS RIS . BOEH Rl
i, EEROFRFIERECE S BESHERTHE. HEE ZBAMEK, THE
B FE 2B EBG T, RN 50~100mg/ (kg = d).

4 0 A SR o o S e A P ik K T,
. (R, e T E R R
HEFHIONRGR, Fw g TiaT.
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B-Bi i i ERER = i

> HNE: B-EEFRARES L = fESk Ze i i Ok CER B4R A RREs (T2) BRZJE;
> RN %: B-ketothiolase deficiency, BKD ;
> BEAN: ENNELREKREMIEER;
> wEA: B-IRRIEHZ S =SB IHFES BTN AR R D 5 ;
> $HE: BRE. RBMHERPEFMEVERRERE.
BT
SVE N R gy T A K A SR R R . RS SV A RE SEN R AT s R BR
TR IR EE R R &, o Bk A\ SRR LA b B T R A (RUE IR B,
S —— I ks BT s e kA BB HEAC I P L SR S S R
S - i Tl AT LA DU B, BE ATUAKE B & IEH . 0 THE MG NOE PR §1 & A
AR, TEAE. KEWHYE, LEZE, B2UlHNOE
WL HRiE B S 20 BKD & 3 AR5 R s v MREE e P B3R T iR D] A 2.

(ERuR TR Rl e N
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E % A & 4

3 E: KERMIE | Y
B H: glutaric acidemia type |, GA- I ;
BEAN: EREFRRMEEEIERMAE;
mE: ATHARAR B A RSEBRESERER. ERMaiRkesi
RIHEEL, ERFRARER B 3-F2E K ZBIERMBUHF;
> FHE: RIMAXKER . #HITHAKDFEFREEERS

Al 111 3 i

IFRSERTT HALB MR R, TRALER AR T bR G
R IR, TR A, UL IRICARE, AR

.
LRt ik BiCEmAaG &, (8 l A R T il .

RS | R8T T R R R SES fole ot s (o) i || APAIFIRAR) 120%, SABRRILARR 15~20ghs; 24~48 PHABIR
MEERTHHE ikl KRR, RYBEE. CAMEAR BT ERG T Er L, & [| IOUFERRRERRERAURD IR ER-RNER, &3~ RARHED
KEKEH GAI YHRA BE. HREXMERLN. ¢ pugiepuns [ HREARRAR. HERFAT. LREFFSCAR. BRARNRRLER

i, 6 PETEYHE, Borsscsrangts. S RTIEE, AERAEAREE 0.8~ 0gky AR TR

. s | TUSTTRRAL PRI P BCERML R RRRIEN K FLRR S
T LR A 1 LT e S B A R W, Fof AR AL AGIR A, SR, ket HURAFMRGTE . RN

P FERAMENYEFREE




R HE: FIKELIAE;
BN H: isovaleric acidemia,

| VA

BEHGIN: BREFRMEEREMEEIERE;

¢ ICBS [ fiF

mE: EHRRREBOBAHDRKEHE A REEBRZ5E,

FIRER . SRl H B R KB RN ER;
> FHE: BNERSRLEF~ESEFENRHMTERTS. RIE SMR, A5

I F S ERRINE

$E KR A
E %A A&

SRR, -7E

]

Lt

BEERIT

MERRBITHHEE | AR FAL AL Ed AR E B

. FRRATANEL, R FE.

AR RA,

ATLIFEARES . BN e R .

4. K HEPIE 100~200mg/(ke.d), H & & 250~600mg/(kg.d).

GRS LR BTl R R

AECaY, THEA Lsyked KR EA. 28404
i K HEPIRE 50~100mg/(ke.d), &
150~250mg/(ke.d).
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Eﬁ%ﬁ_ﬂ‘il | iE

g BERERIMENXFRBRER _ERRE;

> Y HZ: methylmalonic acidemia, MMA;
> BfEAR: BREARRMIEE M ENEMTE;
> JBE: APRERCEIHEESATALES (methylmalony| CoA mutase, MCM) Bk E 4#HfEgEL
f2Z (cobalamin, Cbl; WBEI4EA EB12, VitB12) KRiGHHRFEEFSE;
> $HE: I6ARRMEECIFEURSGERMNIRAE, BFREM¥. FFXFURXEEZERGAE
RENZEENERS . BIHRERS., B, A5IRENEIR. LB ZE.
(4) #$iEIT: MMA B2 EES R4 R REEE . ERETT 5HLE
g8, BRUKEHEAE S, VEaHEE A, (EatEiLE s, ik St
o SO . i
SMEFRRITRIHETE I - /(1 % T 100umol/L. (9 %,

2 K Hlinsr

(1) $EAEEB W EIMMA: HETE MY EBBITE REATEE, i
AN AE S Img, BEiMEE TR, &FBEMMASEE N O RS
[100~500mg/ (kg « d) 15 MR Hea e i I
I . R (5~ 10mg/d) FI4EYE EBe (10~30mg/d) .

% ﬂkzb-{f\{ﬁjJ ;:é
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> HPNE: ARRMAEXFRAGEE A RUEBRZE. WEESHIERME. RERKIE;

YV V V

B

> $HE: AJSBUFAREEES A %ﬂ:jﬁﬁ%ﬁ EiEe A BE. ﬁ@a&ﬁl*ﬁ?&ﬂlﬁi
%E%ﬁ—;— %) 'ﬂ'ﬁﬁ*ﬂ.ﬂ\ - ‘

M EFREITHHE

L

I H: propionic acidemia, PA;
BEAN: BREMRERMEENENERIE;
wE: IR S RAEANEE A RUEE (PCC) E[FE PCCA 3¢ PCCB HRFAFT

73 B nth ZS
(2) #iniT
D) EREIT: PABEH &I AMEE, Kk RITA SHME
& BAUKEECHY, WRAH A, (g s, o6t -

IO 1/ ) £ v B
5, THRRLE.
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MACHEBEE A A BRESEHRZE

> HE: IMKHREERNE A REERZIE;

FILZ: very long chain acyl-CoA dehydrogenase deficiency, VLCADD;

BERAN: EREERMER;

wHE: BT RBMAEMREAARNAEIE 8 PR XRERICHRIMEER A RS

VLCAD HYE[E ACADVL ZEZTFREL;

> 4$F{E: VLCADD WlleARMEBHERHRM, RIFBEHRFERMIERTINTA 3 1K

IEFRRBIT MTERRITHRGT &P SR — HEE Fil.

X fE VLCADD %, T Hkatfsligemn p Es 2, mefdnitndEn

MEFRITHIESRS T i e B T R L IS £, TR R PO I R R B,

T PR P PR 2, e 7 P T RLAE R o i B K T R . —

BT 50~ 100mg/ (kg +d). % FREITRE GO T LAV BAIAE VLCADD &
I, 1017 11 T L R e R b s I R, i %

YV V V
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4 P REGRZ A

> HXE: £YEREBRZIE;

> FNZ: biotinidase deficiency, BTDD;

> BIEAN: BREFRMER;

> fFE: BTEMERERE (biotinidase, BTD) T RI|IZEVMEESTH TR, SH
EYERL, EERBEDENZHRUEBREE TR, BEhAEESRER;

> FHE: BIMREMERPES. BUBRKENR —RIBESEKAGHTREFRIN

EIERHITAR HTEERE, ERT TSRS SRS T
Bl PHREREEEC REERHEARSHEENEA.
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SR HEEE KEBERZ A

> HBNH: 2RUEEKREREIE;

> I Z: holocarboxylase synthetase deficiency, HLCS;

> RE: BTRESEBEVESKEBIHER HLCS RESHERUEEE RESEMERR,
E YR E IR TR 2 B HEL MAE;

> $FHE: FERHBSPECHER, BRAERREENIRKRER, KPTEENEYR
BTTREE

Wi
MEF TR HLCS BZ fEEH —L W, LRI REMR 10~40mg/d, IR %L

WiEkmE, ST hrEEm R AN, 6

6 b AN E L
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infor
éI Jlg

K4E-3-REEHEE A RS MRS T
i

X KiE-3-HHEHE A RSERTE;

I Z: long chain 3-hydroxyacy|—CoA dehydrogenase deficiency, LCHADD;
BEHDN: BREHRMEIRER;

mHE: wDKHE - EHEE A REEERNERERE;

FHIE: izfmlimRRIN S, TEZZMFIA 0. FFRMSE, ERNERER

Bt REER L AR, BBUNAER. INEHEHRERMMERE.

. . 3. I 7 PRE LA e e KT IR, AR ML ThRER
MERRITHIHEE
AP 9 A LA A A
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P8 K iE

vV V V VY

P3CH: WEEKIE;

I Z: maple syrup urine disease, MSUD;

BEHDN: BREHRMEIRER;

mE: ATXHIRESEE STRBESHEER,. FRER, FaiRFMaE
EHBRER T E MR MR IEM 2, REXMTERLABNEIRITEMEFRAE
A, MNM5IE—RIEHE ARG RN;

FHIE: EBJLRGTSEAENEERTTEY), BEEMIMESKMSE.
MSUD EZIGKRIFIEA LIS IEMERXTA, MK FZTRERIESHISENE.

(5) EERIT B BERIE FRTT SRR
st E RS T [ Lans
SRR,

@ i A EF S
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hiEmEE A A Bt SESERZ fE

> WX H: PiEhEEiE A REEERZE;

& : medium chain acyl—-CoA dehydrogenase deficiency, MCADD;

BEHDN: BREHRMEIRER;

mE: PR EHEE A RIEBIIREHRME, PHEEMER P SUXME, SHEEEMK

D FI SRS T E] I E R SRR ;

> FHE: RZAELER 3 MRE 3 FlEkim, LRDEEJLHAS AL,
tHEETAER. MCADD BELRBEHRTELER, MSATKEEIIBIFH%

P BT AT T A AT, B ML A T
o B B |, wisms, so~100my (e ).

YV V V

@ R ANEYE S




$E KR A
E %A A&

f&*\iﬁliﬂmﬂil.ﬁ

F3CE: i ARBRALR ;

> BEARN: EERMER, SETRESR. EREAEMHESR. BELREARRMER. X
FEMERES

> JRE: %Iﬁfﬁﬁ%hwﬁﬂﬂm w, BESHBFIERESABERERE

M-S ;
> ¥HE: RAAAZRAETRIGKRRFINNS ZREZ RN

. . 4) fEERERY: —AKNEE. =BEEE.
xRS TH S :
5) A AERIT.

4% b % A AR E 2 4E A




B RS A RSB Z

> BXH: SHEEEE A RSESRZ ERCTERMAE | 8 KZERKRAE || B

> EIZ: multiple acyl-CoA dehydrogenase deficiency, MADD;

> BEAN: BREFEMELRR;

> fwlE: EERESHENATREFEEREER (ETF) (BT REREELNSES
(ETFDH) IhRERERSRTEHYAS ATER S ABI 3R EL ;

> HFE: MADD BYIEINIERBRNXME, EES 3 MLEL: MADD | B9dE ) LEREE R,
KRBz ; MADD I BUJ9 S JLER R, A HESTREFN; MADDIIEL ik & B .

BT
BRI RAVE IR PR S R AR R TR, T Bk S Al A B D] R AAL

s A HOP I, DB A = B LA R 32 B AR
XM ERRITHIHERE 1
S T IO S

We AR RILR 2 R AVEHE B I S OREE R B (100mg/d) 677 GREHRIT
e G G B e 1L

1’% R R R e S LR
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B R = A B SRR Z E

> BXE: SRRIFGEEBERZENRA "SRME 2 87 ;

HIZ: ornithine transcarbamylase deficiency, OTCD;

BEEHDIN: X EST T2 EMERE;

BE: BRI PEEFES (ornithine transcarbamylase, 0TC) EREZERTSHH
—H LIS KUY EERIVIEEF B IR ;

> HE: BETUARA. REBWAE. EXLXFEE. ITHREFRARE.

L2AEfRYT B MRS EMAEN Ra T ERIGT.
C1) AR RESESY: SN X PR 500mgy (kged) BUE T FEEN
600mg/ (kged). F§EAZ 400~700mg/ (kged). A RRIT 100mg/ (kgd) KEFLE

BESSMRICIE: ML A, T LS o 7 S A 4 L.
M EREITHIHER 2GR WET

(2) 245400 5 F 2454 9 2 PR B 250mg/ (kged) BEHE T BREN 250mg/ (kged ).
FiE A 100~250mg/ (kged). JREAR 100~250mg/ (kged). HRFER, 5P R
T Z B ENAT 5| RSt P TR S, MUBME RIR AR RIBIT 50~100mg/ (kg = d).

vV V V
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T & MRS E

> HBXHA: SRS E;

> I : idiopathic pulmonary arterial hypertension, |PAH;

> fREA: EREH, BEFMRELIM 9 5 PAH BXBEREE (53779 BMPR2,
BMP9. ACVRL1, ENG. SMAD9. BMPR1B. TBX4. CAV1 #0 KCNK3) , FIf##% 20%~50%
B MR AR IPAH BENREE;

> ¥HE: ZRAMER. URMERDHEITEASAETEFHENE M ME KR, NHhE

A REFBUZMIB AR EMKR, BETEESAIEREEALERBEZRLT.

(3) AIFIFRERARZA: wI PR 2 H i858 A7 89 PR 1 i/ i R

n s dmslw, BB s S, 2k _ e
SRR A ARG SADBIF, R MRS PRI . IERA AT TIIRY. (P
HIBIR  BRIBIRAR B DA SR, SR 2R ) A

AF, (B2 YRR B T A RIAI BN AT 51 % K iR il 51 Jé /R 2 WHO L

{ §%%%%%@%%%%%
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thanks for your attention.
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