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Abstract

Homocystinuria with increased plasma homocysteine and methionine level is an inherited dis-
order of the metabolism of methionine, often involves the change of cystathionine beta synthase
activity. This disorder leads to a multi-systemic disease of the cardiovascular system, CNS, muscles,
and connective tissue. Homocystinuria represents a group of hereditary metabolic disorders cha-
racterized by the accumulation of homocysteine in serum and elevated excretion of homocysteine
in urine. Despite the lab analysis of homocysteine is complicated, it gives a clue to make a definite
diagnosis of homocystinuria and esepcially helps to monitor therapy efficacy.
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FIZLERERERRAE, WAL MK R RN EZBRAK TR, B—FY REREEL-& s SR
BERRAWBREERR. FRBLOERS. PRHERA. NAMSHFHRAEL RAT RS, i
AREHERIR B mUA LR R 2 B BR AR R 2L R R AE IRV P HE i O3 . RIS R R sk
SRR, SZEMNTHESRAZRFERERRIE, KXERIGTTIT R R Frs.

XA
FIZEREERRIRAE, DERREES-S e, FZEMER, BER, LREDH

1. 818

[] 784 2 Jie R JROAE (homocystinuria, HCU), BXFR m It IR IRIE, & e A Ba it st A% AR TP 0
JETE AR (methionine) 2 SR R, BT B AR EE -4 HlE (cystathionine beta synthase, CBS)ilt = B,
T AL [7] 5 2 FHb 22 IR HEAR B2 R 7] 3L 2 Jok R o 8 1) — P o 3% i DR ik - BB 65 = P £ (Mudd
45, 1964), MAESHIH Gerritsen 5 HSEE [F 2, Carson ML AbZ /R ZEEHT 1962 Ak MHEHAIL
B 255 RTINS PACHS B ARG 4R 25, 4Bk HCU IR ZE RN 34.4 T4y 2 —, AR R LB m 52 (05 6.5 Jinz—).
HAGRII B R B A R B2 . 42BRY) 40 J7~100 J3 N Z ol 45 — NEBUR[1]-[3]. Hiz 2T 51
MAKFA Ko RFRIFRTEIL, TR Marfan ZE614F, B AR IR BT XU SR AR DY
SREL SRR ORGSR, AT R AR TR RS . FLIES ) L2 0 2 Hh B U 2R g HE R AIE 2
ATAE2] 3]
2. HCU Wfm B 5 & = # 5l

WERE A e AR AL PEAC IR, SR BRI T RENL T 2 SR . N ma SR (B ERR
2R R A A U B A BT 3502 55

EREFRACHHRE T, [F7 Bt & FR (homocystine) J& R & fR 2 RIS =4, A4 %R —iE, 4 CBS
TR ER . CBS HIZe KA, SIS p A e i it R, I 5 8UR B P i R 1
MR FIERFITE R R HE 3G . Ak, RA RICIE RERRERAN, FAERERRG &, HEE
A EHEH TIC R, 1B MR EERRIRE T S RHE. 124, 2RI 5 Fhism & 2 LB iR
TEEREE, HBUEMEEG. HRAIEE,

2.1.CBSH#Z

SRR B L o 20 A R R A AU I (R 2L~ i 2R B ARE LR N, ASRE B e AL e Bt ik
(cystathionine). LA, BERR A CLIE AN AL 0L N 1) 22 PP AL G2 A T P05, i CBS SR = W] HE T 24U R AE 2R

2.2. 5N-ER B PO S & (5N-Methylterahydrofolate, MTHF)-[E] BY 3t SRR R L R GEL S

IR I PU S B (THF) R B A R R PR A, 2 R AL I R % (o S R R 1) BV Ve, LS K
S 0 T T I (AR R Bo)ME BN 7o BEER SR TEAS BB o] 5] i B I SRR & R, R K=
[) 74 2 e 2 R B FR R 7 R (methyImalonic acid, MMA)HEH!
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2.3. 5,10N- B q S MB8T5 B (5, 10N-Methylidynel-Netetrahydrofolatase) iR =

L — A THF 3800 MTHF ()2 E0E VERE, 78 9 A1 AL R 2~ I 2UmR 7 PP SR A ) G Bl , T
i [ R R AR, ER R K T R AR

2.4, E§HEIE R E§(Cyanocobalamin Reductase)itZ.

FEN L SR B 4 AR 3R B M R ARG, S B E T 2 Fh g v
25. BREEEEEHZ

HHEEOT, 29 5N-HJE MTHF-[FR Y Bz B F 2SR R -5 JURh ol TR B ok = .
3. HCU MIfRIBZ4F =

HCU R 2 A, NEMMERAL, SfEmshik. Rk & & sh ks i, g meEn
PIEIJE, S 4P el e, AF4ES 4 SN AEFIRR T G RS B FR R R L/ INAR 0% R 7 I
TERRAT TN AR, a1 R A 7 A 2 ik % i e Jok D00 ] 5 R R A A0 % A 5 70 e R Bl ik, HL93 28 mT 3500 LR BE 5
TEfil S E A, 7R a] ARSI . 2T 1R 0 Bl 2 R A L Ath 75 B S 2 PR 2 B30 38 P 08 A (g AL
HAEfIIAI T .

4. HCU BIIE R =ER

HCU L, AR JLFHIERER. B, B IR RS B B R A DR B2 KRG, 1697 T IR IEIR
5. RCWERE, W2 EE, JFAEZERIERRIONEM. 125, BIUHHIUE ek, 3 2
THEEB KB R, WIRTRERE MK, IR BRI . BIASR & A 000 5, xS WA # 2
ZBHEME.

4.1 $% CBS BT R

411 BEERAIARFERIR
& Marfan £ 5 AERI, 2755 @ MR ORI . Wik Ar 4R TR AL LIRSS B REON™N 22 5 4%
BRIRE W DTG, 1 EEZIFEROIRTE R mS 2 BN T} s 2% .

4.1.2. BREERD

Poloni Z:[41%F 9 {5 #L A HCU SRFHWF LRI, [F BL P bk S B A0 B A /K7 S5 0k EL 4R U 2 A o, i)
POk 2R 5 R 4R AU B IR AR DG . YO Wik 2 A HCU B3 1 IR R I 2 —, FRidid [ B 2 i
SR AR A% R A 8 K it AR AR

4.13. RREPRE

R AL (ZR AL Marfanoid ZEAE 2 [7) B[] etk AL B fr) . IR 5 J6HR (Glaucoma). fR#HZ
ZE 45 (Optic atrophy). I 2 (Retinal detachment). [ PR (Cataracts). S5 HPE B3 AR A0 99 15975
AF(FEVR)FE R IIL(FE H RFAE g J A0 0 I I ¥ 2, I AR A s S s B S 6, AR 98 ) B 5| 1k
P JEE 5t )

4.1.4. LINERGHRT
P ERARIKE RGEATE LY, Wl SBULE & AR, W 2 e mih QLA E R
F AR ZBTARBINK), FH A 3G T BE T A RN etk 3l fik A1 2E .
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4.15. REBHTIRR DIEFEHERS

El Bashir Z5[5| I &R 70 KB, 23R CBS k= A HCU B /eI Re 1T, fAEFZ K E M
INHIBEAS DL SR R BRI, HL AR RN SZ M T K . AN A #0515 TR T2 1l P R e 2 1 20 ik
HIEH K, RICNEIMET, MR MRERRIE. Bk TR, MRS E 25 R,
IRNAN RS Marfan ZEETESER 2 B S, NG #E B 2 A2 HHF.

4.2. SN-FAEPISHER(MTHF) -SSR AR EREHRT R

WL BE TR 2 A R RGN Marfan SR G AR E 8% 57 IRETCEDIRIR Az, MIALAT IR ER =
Bil; LIRS R, MAROR AR /N R U MU S

4.3. 5,10N-F BN S ERT R B = BY

B i S AR AL, 3] WA L0088« WURAE L. 2R VEINRESE, TR A A 2 %
PERRZEIRSE. Ih 2 RUEMZRINIARIL, WRESHIRIRZ A K. 5EEIOE AR = R, S
RIS B, BAFEI T .

5. HCU BYiSHr 5 £ Al Hh
5.1. HCU R9isHi

RAEME AR, AR A BT . SRR R AL S IRAEIR B R BB SR iR, PRI TR
BVE ke ZEVE IS PR 260 A, FlLASEG AR 2 W R R R e . SRR w, BRIV HIE i

XER AL LREAT K AR P I 2, SR P B I e IR, e 2 mo/dL, s et v RO (i
HIE 1.5 mo/dL I, BRI 45 il R R B ELAR AR IR AR AN 38 4% SR AT £1 5 PP A o

5.2. HCU B9 4 RS HR
ANHE N 5 FHA - IR IE R AT A 4

5.2.1. BEuRE#PRIE(Cystathioninuria)

UESiE B Harris 25[6]F 1959 4E 1 Jii . o Weni Bk Bk (6 T SCR BUMRS #UR B IR W AT N5 ik
IR (o LK) 5 /IR 9/ B AR IR B PP 2, TR A KRR BRI « 5 20 B, AT AN I R G0EAR,
BHREIREIER .. AWM KELEER B ia)T, AR AL,

5.2.2. BEEBRME(Hypermethioninemia)

R IR MUEE A — PR R R I, W TR TR, WA 5 3 20 . RE 2 R AR A —
K, Perry Z[7]F 1965 515 St Uik T LA . 25075 DUAR 8 B (inborn errors of metabolism, 1EMg)
Al E T BRI NI 5] EE e o FARH IR, AT B 8 2 BRI 7% # B (methionine adenosyltransferase,
MAT)EPEGRZ B, Z2)LHAR, ¥ T 2 MHNHRSEE. 853, JFHEWH IERE. B EE K.
HREA G OIKAR: MARPERREE N, I8 H I AR S SR a. BJLE
ARG 2~3 M H, ZH Tt RIE. Bjursell Z5[81WF 7T M A I, BRF L (adenosine kinase)k [>T
PEZ RGPS, W R R IUGE . T AE 5 5L 28 1 i
5.2.3. FEBRILT BRLEE{E(Methionine Malabsorption Syndrome)

U B 5 F- 1958 4F H Smith Al Strang FRIE[9]. 3 2 ACEIEIE, 28 b A SRR IR LR T Reks
TG, HAMZIERRACH, Wrlsz3fm. % T2)UHER, ARRKEER, 2 BRAMOMK, HRIE
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PERFIROINER, R SRRE R AE, WA B R E R AR . IR TSR R AR . (i A R
BoR, K -T2 MEARRISE P A KR EER. 67 EERRHEARBARIK T,

5.3. EBEFE —EREREE(Methymalonic Aciduria, MMA)&3 HCU (MMACHC)

YR BE R (AE2E 3R Byo) U 3B R 4R A3 By il Mg B Bl AT B fre & PG BE PT 8 Bl c2k l
it P 5 5 AR S T 8 [ R 2 o R A B R R T R KT T o RIS AR AT BR S T I S g
HREARMMCT) S EFASMNE T, PLA& MMACHC R AR5 5E

5.4. EMZ EHAEERBHERPERR

R RIE . B R MRk SR - 5L L e - — B Ak 2K bR R % SR U (8-mercaptolactate-disulfide-
cysteinuria). XEACHHELIEIR, FERIUME R B IR KA RGURIR. AT LA A R
WANE,

6. HCU LR R T

1) 113 CBS G P E: Alcaide ZE[10]HF & H— BT WM 5 CBS 3 M MURR B (10357 W £ 32 it

WE(LC-MS/MS)BEFHE AR, NI CBS 5 I 5 & — I5ka I [7] 40N [ 5L R 28 B 2 CBS B iR v fry Bledie

P ROl (28
2) JRE TR SERAH LA 2 oRFE T R & B SRR (B A R R . R S EE R
NE)YREH .

3) I R B W — R LU O P 5 L D TR e R S K T
U L PG 3 P L A IR T PR«
A FRHEPT R LIS « A HURR A B8 T i PP L7 — B - SR 2 1

Az
5) IR EARACE AL : MR R R /KPR S IE 5 VG 30 pmol/L WRFEF, Z s I8 75 1) 55 1%
7KF-(E 3 400 pmol/L).

6) MEILEMA: PIUESH BRI = .

7) WA TG AR R (MMCT) 5 2 K 2040 & 7077 Coelho ZE[11]F]FH MMCT 55 K 4H 41 %
TR LRI AN F 5L ABCD,, H A SLIH] ATPase i 14 K 40 i A 44 e 2 AR . &

8) MMACHC [ RAF %5 . # p.gl55r MMACHC H:[K 7838 % 52 & — Mt F MMACHC FI v «
JI BRI R B [12].

9) T ILBEEIREE - IR - S E A B BRI - BUBCAH I E : Bartl S5 [13]JF K 1)+ L3 (dried
blood spots) i ik (Cysta) - & 2 BR (Met) - iz [7] B4 2 i 20 BR (tHey) YRR €015 B 60 1 B & e v, mT DATIE &
B IR ZAE I R AR A 2, 5T 50 i) 28~ J G R R RS A0

10) X et dr: AR T HHEE L2 0

11) CT 8 MRI: WP ZEME MR, Wik, B ke XAEst. Hob, e e s 26 o] $iom 248, 350
A ERZ 2.

7. HCU BOTRBE B 3a8TT
7.1. BT FE

MW, BARRRT A, BT RO, Bl AR . i, B %
MEPREGUS, HEAT AL A, S5 Sk R B AT W, & U PR N DU S i, BAB 1k s UL
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.
7.2. JBITHENE

7.2.1. HCU ##LiaTT

VAR IR R IIATT HCU BARRS i, SOBAE LA . 5Pl ANAS 2 B 12 R R 97 Je H
2 5B LRRIEIGTT, BTSRRI NS B hlxEE N, A BTk F IR G 2
&5 B 77 THI B 8 5 [14]

1) A VBg ml Uk m R R I i, SRR RGUEIRE — e EH, BT, X VB BUEE, £RKH
KA VBe IR TT 715

2) M A, WA R G EAREAE, RAKEZRESR, G =HEHTAR
(trimethylglycine) 2471697 .

3) M T MR AT G A MK, O N e E B R e A R o> L, AR RAE IR R
POk UM G A B R VR T — e W B . TR P B L L afn e i — D AT 2E

4) XTI HCU %, 167 FEREEN=HFREFARAMMEZRRE.

= R SRR T (R B o B SRR e 40 i B R, Y ARG [ 28 JOR S R Ak B, T o AN AR
AT (G BVHRRAE IR AN JE), 75 F ISR TR i & . X3 R O B E R 5 R R O 456 5 12T
PR, KRR AR ERRE NN SR EEAR, 5 UURFESERER. %, # 5k
HERNDE, W= EH 2R TR 21 2800

5) 5N-FH 5L PU S BR (MTHF) - i 12 JDE 20 iR R B 7 F gk = 704 B Sl i Jir i = B W] 4 2R 3R B ¥
I o
7.2.2. HCU $Ti&7THEHE

1) F£{E VA7 (Chaperone Therapy)

Melenovska %[ 1514 H K SR MR B 7o 4 th, $L7Y CBS B Z 1 HCU W] BEA77E 4R & I ML 41 28 s o Mk
CBS %47, CBS If141 Z4% (heme-pocket) i] il AT & BT B BTN £

2) ¥ 0J7 % (Enzyme Replacement Therapy)

T, BB 2 K2E S LW W7 e K A ] Orphan Technologies Ltd. &1E, 1 T#FR5H
KITIFIGTT 8 CBS # = & HCU FfT 2014 FFiG#AT Ak Ee[16]. W 7T Jan P. Kraus 2, HAETH
HCU KA YT E A b T B AR AN AN (R B e S BR IR B, 1 AN 28 T 520 21 R AR = ) gt — 20
A, XN, X HCU FIEYT AT REA B IRIRE Lo #h, Kraus AN BT & ROBE & 07
RS UK E R R, # e SR AR, B s R IO, T BRI R Y
B, IR AR S R A IR S IR
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