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v a a a Y [+
W%’q NITNLNN LL%’JI‘IXNﬂ'\‘i bNAOAN Lﬁaﬂqﬂmﬂumn

(Hereditary Thrombophilia)

wing Ravderiun

MAATNANINTFNERS AUZUNNEFENIISINENNATINBUR svAnendusfion

NI
ﬂmﬁ@’émLﬁam@ﬁﬂwﬁﬂﬁﬂwuﬁaﬁaLﬁmﬁﬁﬂﬁlﬁ@%@
sesnansnuenldifidiasefiduoudmidio (hereditary risk
factor) ﬂﬁ)%ﬁmﬁﬁ@%ﬂmmiﬂﬁd (acquired risk factor)
LLazﬁé’ﬂsimm‘mﬁuﬁm’uﬁlm%’aqﬁuﬁuﬁqm‘sm%m
(undetermined risk factor) hathuiimsRudumiadefifs
Lmﬂﬁmmﬁ@ﬁ'uLﬁa@mq@émslw,@“iﬂ (thrombophilic risk
factors) oA aMuRALUNGU8 factor V Leiden Uay pro-
thrombin G20210A, protein C activity, total protein S
antigen, free protein S antigen, antithrombin activity,
lipoprotein(a) ?}}qLﬂuﬂﬁmﬁmﬁm&ma@mnﬁu@mm NN
$iat6 homocysteine wag factor VI ﬁ@aé’@l,ﬂuﬁaﬁalﬁﬁq
i undetermined risk factor mziadedanamoraiiedo
m‘%aisiﬁm‘i’?mﬁuﬁu‘qm‘m wananiy antiphospholipid
antibody VLGQT wn lupus anticoagulant, anticardiolipin
antibody Wa¢ anti 3 2 GPI antibody Lﬂummqﬁlﬁ@ma
N wmmﬁ%ﬂénﬁqL«a,wwzﬂﬁaﬁﬁaﬁaaﬁuﬁu‘qmﬁm

AITNIRY protein C (Protein C deficiency)

Protein C % vitamin K dependent anticoagulation
protein RUMNLMSY endothelial protein C receptor (EPCR)
Twdanargnnazdudig thrombin #¥UM thrombomo-

oA 6 A A D ) |
dulin NFANLERYNABALREANTEAY protein C agsl,ugﬂ
activated form I@&Jﬁ protein S Dusilsznausin (cofac-
tor) ANEATINIYNNULAN factor Va LaE factor Vila gilf

3 | . le [ n‘

ABTAAINIENGaN protein C Wlssmnaiin ) nusanae
0.03 f4 0.05 fatseanT 100 T8 wasnuLseanoidatay
L /dld /AI A LY A o g.l/ lg

0.6-19 mawﬂ’mmﬁmmauma@q@mﬂmaam@a@m 719%%
Puiugenfvasfihe’ Slamawdlungusznnavilylu
a | A I % 2 v A
BITHINNNNEINIIT laenusaeas 0.3-0.5° uagkthehil
AMENead protein C flamafnduiangadulumanaiion
Muasaandonsunm 7-9 wh** lulsuneamewuany
YNUNMILNTY protein C Tntlszmnalsvanmusoway 0.27°

' '
aa a

uazwueen s Ingfdiigmasiengaduiaa: 8.9

(7 7
'

L @ tﬁld Aa A o Y

LLaﬂuwmL@ﬂmﬂzymamaammmmm 6

MIENTBY protein C AMITNEMBAMIRUINTINULLEY
\#i% (autosomal dominant) Myitaseldannmsiasee
protein C activity AMENIad protein C ¥ ARAANNELN
Mmit,ﬁ@ﬁmLﬁamaqméfuﬁﬂmamLﬁa@oﬁmazmaamﬁa@LL@N
fadufifdosiumseugaumsaina protein C 1A angy

@ A v . Y 1w o A |
WUNLGNAZNMINTN protein C Vlmmmmmwwﬂmﬂmy
ooy 5-11 I Haqiuwumsnaneiiug 317 200 ofie ofie
4 o Yy 4 A A
fnuvarluwnueds 1dun p.R147W Fafieanmaiaen
amino acid 10 arginine Vl,ﬂﬁju tryptophan W&y p.K150del”
AeNMINAMED4 lysine Mehinds 150 MNMTTILTIN
JUaednfidsumsSnmimednnansnamans aus
WANEFERSISINEN LA TN FUA ﬁt,ﬂuﬁmﬁa@a@é}’uﬁqﬁu
190 & WUNIE heterozygous p.R147W Souay 9.8 LSJ’PJ
mammammmummmam 486 18 W heterozygous
p.R147W esSaeay 5.8 LLaELWNWﬂS\ILﬁm‘Hadm\ILaa@mﬁ
Fulvaanidonsm was Insmaandanmann 3.2 uay 4.5
WheNaAG Saidauneth sinsemadansaseaiaUnG
sydangugmaniues pR147W lulsvmns neiifiiim
4 A v b4 y _ 9
Sudongadiu eiiladain sLeu protein C Eluwuﬂfm
heterozygous R147W 1ndm1elflen protein C snnnundidn
T’

AMENTa3 protein C iy 2 ¥iada

Type I (quantitative deficiency) ImM3anased protein
C antigen Wag activity wulduaen type I

Type II (qualitative deficiency) AMIanadzed protein
C activity U504 antigen og/lwnausitnd

MIFTIWNIRUNTINENINLNUBNANNAALUNFYasE
A8y, a y 4 vy Aa .
Lwasl%mﬂiﬂmmawmqﬂﬁm Wasnnpendnnensas

, - 4 - v A

protein C agflansduslunsfialaad) uazie llums
Afaslsaunmaniuesss (prenatal diagnosis) 1wWn3dif
msnfllamaifinnmznsad protein C 4HATWSs Fonutszanos
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1:500,000-750,000 §laUs¥gnIMsnusnia Amsmeman
wULEUARY autosomal recessive mmmﬁ@mﬂmiﬂma
[V .
NUHUD homozygous mutation en) compound hetero-
zygous mutation MNTemlsznelnewuman 3 e
iy A oa . “ v
fiflnm3 purpura fulminans #adudnunesaslsnduasaa
ez AendidmifiomnnedonlUides man 3 Neiems
NeNGMaNtigNINUUL homozygous mutation 2 718 LAY
compound heterozygotes 1 918" MINANMITUUII 812
AA A v Y A . o 6 ¥ A 3
NRudangadudmionvad retina wﬂmqmmmmaamu
PR ARIGAL
MangIaMevesLflifnig
AI3ATIATEAL protein C LarANNAALNGMINUNITY
wfim R147W Tudthedin?ifiilonaadangadiui bifeados
fumsldenasm vie Redsdangaduanms ldmesut
MIMASLMNIENTBY protein C MANTNNTIEEMTIA
J¥61U protein C activity Zafl 2 A% ‘waLﬂ' chromogenic
protein C assay Wag clotting assay M3LAan 433 A5
asnasgmlnsznnailuaadandiiug duemuBaude
WD MINTIATLS protein C antigen A& MiaLENN1IY
W38 protein C
Yy AA 1 o a o R & v o X
miu,ﬂawaslmgmmmmmmmﬁmmimmmﬁmmm
1. TS MMIFTARANNAIZEN  Visthitasan
. A G o A
protein C amQﬂslfﬂﬂumwaum‘smmmmmmaama@
2. Ta¥ufidanarinlsien protein C snanEiiuass
2.1 lsemsmafivhimsgadis protein C léun
nephrotic syndrome ugin
vy Yo . o Yy o
2.2 mumm”[mum warfarin UUe§IIR V!ﬂ%im‘]_l pro-
tein C 8ABIANEN
3. D1YYULAITIV Y9l protein C AMawandiad
(Table 1) lneihlddinaziissulndidesdveifionepiszanas
5
AITAMIATIRTE AL e R TanLA e niade
figamatiaszé protein C lasasaavdmeaen warfarin w30
z: Aa L2 dz A A £
Iiﬂmmmmpﬂmamu U92anth 1 10t Y18 §99ANAIAN
tal A % A % 3 ;ild t:l A
MILANHRAARAGLINL 3 LAY BNl Twdnfidamsandon
AU MmsThmansaTeszdunawiodstlonilums
S (nauiudhaths citrate plasma v09ihemawEsls
&) WaglanuseausmanneUn@ass sansnsmsamany
Aeundimeiugnaanld  etiaduiuaslieiinmms
WgNIIN wasMtluaad amae

Wit Ssederiug

MITNTBY protein S (Protein S deficiency)

Protein S W% vitamin K dependent anticoagulation
protein Yuehiusissnauss P9IMINILFU protein
C dszsnau¥ouas 40 999 protein S lusemen/lugdsse
(free form) protein S 1%3%&55 RS meThauas
factor Va Ua¢ factor VIlTa protein S fidnazduiulisin
Twdon 39 protein S lwdnazaeflussuiiiuglngd
U38anN04e 6 AW’ ATBNUANNINYDINTIENTBI protein
s busnnahlumdenss 0.03-0.13 bussnaeden
amagngenhTY¥eeaY 0.06-2.0' amdnm lulsemetbng
WUNANNYNIBINILNTBY protein S Tutssannailyssanns
Yoway 3.7 ngwies protein S ThAAnANEangadw
Turaridanmuacvaanidanies SnwuanaRaUndnTy
sudengesinlunasndandsnnnimeanidonuns laeiits
amudsesindangasulunsenidenduasmaanidan
ANB9TN 3-6 Wh** anTesmlilsumeuaunyuen Wy
dssannidoras 12 sesfthodnifimmsandangasilu
viaaaiiond tszmelnewuniznsas protein S Tugthe
dnfifmandengedulassinnionss 6

MIEWTBY protein S AMITNENOAVIRNUTNTINULLIEY
9% (autosomal dominant) Myiasuassovn idlaams
§1379 total protein S antigen, protein S activity Lae free
protein antigen {YmMIasMIIHARLA MINTINILHU pro-
tein S mavisLfiidmsfienly uazanaNzaRIMS
333619714 protein S activity %@ﬁmwﬁb@mﬁaaaz 100
usiflemsdmzshhan3asay 40-70 M3emA free protein
S antigen femw bifaunudflenssunzgend wanamn
i oy et maldeneprifie waven warfarin Aiinade
356U protein S lwdan mﬂmiﬁﬂwﬂmzﬁuﬁu‘qmﬁmwu
h miﬂmyﬁuﬁ:‘ﬁlwuﬁam 1#uA enufindnfusy missense
mutation FofumswAuuawsalume DNA vhls
RanmiAuusasnsnesili sa%enda nonsense Faia
nnmafasusaualume DNA uagvh sfiAemavems
51lsfu uag large deletion Fafieammamemeeay
walusy DNA udmamnn maamamaiugnasaly
faqiimuanniaUnGianiosay 50 M303396833 poly-
merase chain reaction sequencing Ua3¥n exon él,mzﬂ’m
fisf protein S shann wnlamumsnaneiug 015a
ANNRAUNANMIRUENTINGILED multiple ligation poly-
merase analysis (MLPA) Lﬁla@mammﬁﬂmaﬁuﬁl,mumi
NEMELBIEUNG WeY
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AMYNIaY protein S wUan 3 ¥ie Aa

Type I AM3anadzed free, total protein S antigen
WAy activity

Type 1I AMTanadzed protein S activity &4 free
L total protein S antigen Uné

Type III AM3anadwad free protein S antigen LQY
activity & total protein S antigen 1Un@

siadiwuias léur type T uag I

MEFTANNARINIINEINI LN NNAALNFTa e
Lﬁ@iﬁ@hﬂ%ﬂmmaﬁugﬂﬁm \BAEATILNNIEWTDY protein
C sluﬂizmﬂimﬁmmmﬂmﬁ@ purpura fulminans GLWE/
ﬂwﬁﬁquwiaa protein S LU compound heterozygote
1"
MaagIaMIevieslfliinig

MI99938eU protein S Tudthaidnfifitiymanden
aq@éfuﬁvlaiLﬁm%’mﬁumﬂémamu 30 Lﬁ@ﬁlmﬁa@q@éfu
Pnnsldsmes

MIINARLNINA protein S FANTNATIAMEMTIATEGL
protein S activity %ﬂlﬂ% clotting assay miLﬁaﬂi‘%%‘i@
eafiehsnaagmiluasnaiillvsadeniiiue duehiBey
WEILEND MIATIATLHL protein S antigen (total Lag free)
aldiauenafionasnnensas protein S

miu;ﬂawael,uﬁﬂqaﬁﬁm@i'mdmﬂ@miﬁwﬁqﬁaﬁaﬁaﬁaﬁ

1. ivmmaﬂmﬁmmmmmmwau Feiiosan
protein S magﬂél%)lﬂumsmmmﬁ@ﬂmmé]’wmLaam

2. TlRdufidanarilien protein S snanaLnass

2.1 Tlaevnameivinl#dmagouds protein S g
nephrotic syndrome e
2.2 fuhel¢%en warfarin 90s@529 ¥ Hszet pro-

tein S AAAIAINEN

281

3. ezAIR 71tk protein S Amsiemfiand las
hldnasdseiulndifosyIngfiorguszanm 6 1heu
(Table 1)

ARinInTRIEdudainsnwd I hafienniade
fidanatieazsiu protein S lnEATIANAMERAEN warfarin %3a

g a 7 nltg A A v
Tsneaihsaastheftn Uszanms 1 1hau vie asiandsan

t:l A L% A v [~3 dld A:I A
mmzAnidongadius 3 e oniu ludnfifloinsasiden
A msvhmaasaiasyiuiawdiodselomilums
e (mam‘umama citrate plasma ‘ﬂadNU’JEJﬂauLiS\IEL%

) upsilamhasduanandads ansndsaTamens
Anundmaisgnalél Foilofuthuar e nmma
Wugnaaw uwarmatiastusmaasluarnen

A172N529 antithrombin (Antithrombin deficiency)

Antithrombin ﬁmﬁwﬁhﬂﬁﬁuéﬁ thrombin factor IXa,
factor Xa Uay factor Xla 19eél heparin (Wusnilsenausin
MH¥N9ad antithrombin usirdianuletioandiamensas
protein C %38 protein § lnsfianugnludsznnawusm
1 - 2,000-5,000 T8 AMEWIBS antithrombin NANHEEN
asAnBangeduriunaendonmuamvaonionsuaty
dnTn 79 v Smsmmudthedinffiimeneas anti-
thrombin s1388ay 1 wazwugiiimsaizesas 47° Tudlwn)
fftymandangadulumaanidand’ anmarnman
gnbwlszmelneanmsasialutsznns 206 Telsinugid
MIDDINIENTBI antithrombin®

AMYNT09 antithrombin utady 2 78ia fe

Type I (quantitative deficiency) NN13aMa28d antigen
Wae activity

Type I (qualitative deficiency) AmM3anasad activity
ueIUSa0L antigen agﬂumwﬁﬂﬂ@ type T wiauln TTa &

Table 1 entndanslisfiudnumaidssnaaaionlwmsnasurvue (1 Tu-6 1haw)

a1y () 1 5 30 90 180 il
M09 (n = 40-58) (n = 41-75) (n = 41-66) (n = 44-60) (n = 49-56) (n = 28-29)
Antithrombin 0.63 +0.12 0.67 + 0.13 0.78 + 0.15 0.97 £ 0.12* 1.04 + 0.10* 1.06 £ 0.13
Protein C 0.35 + 0.09 042 +0.11 043 +0.11 0.54 +0.13 059 +0.11 0.96 + 0.16
Protein S 0.36 £ 0.12 05+0.14 0.63 + 0.1 0.86 + 0.16* 0.87 £ 0.16 092 +0.16

Antithrombin 73730835 chromogenic assay, protein C 7579207¢35 ELISA Diagnostica Stago, Wellmark Diagnostics

Guelph, Ontario protein S A59READ quantitative immunoelectrophoresis using rabbit antihuman protein S antibody

*VLJJLmﬂ@hammzﬁﬂu%ﬂmﬂaQwaﬁﬁaﬁwﬁ@mmﬁ@

AAL/aIaNaN Andrew M, Paes B, Milner R, Johnston M, Mitchell L, Tollefsen DM, Powers P. Development of the human

coagulation system in the full-term infant. Blood. 1987;70:165-72.
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282 Wit Ssederiug

ANNAALNGGIaMIILL thrombin Way factor 1) Ib &
ANNAALUNARENSIUN heparin kag Ic AanuRaUndse
719 thrombin 1&¢ heparin
8N UMINLNNILNIBY antithrombin type I 1NN
type I BUAUANMIET antithrombin Ao SERPINCI
gene U chromosome 1 {91981 7 exons Iﬂia%ﬁ‘ﬂm@
432 nsnozilly fmaaunsifedsdongaiuiisuusuasio
%Laﬂuﬂﬂaméﬁﬂﬁtﬂu homozygous antithrombin defi-
ciency #in type 7 uat sinumsawmaifia purpura ful-
minans NNNNENTD antithrombin WL homozygote )
compound heterozygous mutation
MangIaMevesLflifnig
A3AATEAY antithrombin Ingihendindifiimas
A v M A s . . 4 A A oa
Laa@amuﬂmmmmamumﬂa&mmu 30 Nnduienge
Fuanms WaneE I
MIINASLMINA antithrombin H1ANTAATIILMTIA
9¥@U antithrombin activity GBI chromogenic 38 clot-
. A yaal A o
ting assay mmaﬂ(’lﬁmﬂ@mmmmmgmhﬂsmﬂ‘smvl,ﬂ
PTG WneFuufiguEND MInTIaLel anti-
thrombin antigen in‘%/LﬁaLLHﬂ‘ﬁﬁWﬂad antithrombin
Yy AA 1 o a o R & v o X
m‘suﬂawaslwmmmmmmmﬂmmi@m@mﬂmmm
1. TS MMIFTARANNAIZEN  Visthitasan
antithrombin awgﬂél%)lﬂmssmmmﬁ@ﬂmtfﬁqémm
Haa
2. {laefidenarinlsien antithrombin ehnienuidu
OEN)
Ao va A . . [V
2.1 I‘s@mqmawnﬂwmﬁgmm antithrombin |9
nephrotic syndrome Duan
DX Yo X 0§y o
2.2 @mﬁlmum heparin UDULATIA YN IHSE6L an-
tithrombin 8aINEN
2.3 M35 198ARIINENL19%AA 194 asparaginase
3. 18DHLT Y9 antithrombin AnaNaNNET
lnevhluidinazsisesulndifesd lwajfioeplszanms 6 Waw
(Table 1) MsANMIATRIEMDaRTLEIIaRRAAN
Tfadefidonatioszeiy antithrombin lagnsiandengmen
. A $ A vy aX A A
heparin ma%@mmmawmmm Uavanns 1 0o %38
anandsnmmMaNiAangadiun 3 Waw eniu ludnd
NMIFFNRAGUIILTI MTTMIaTainssiunamiie
Useloatlumadnm (@wifiudheehs citrate plasma 989
AtheranEalien) uasilenuhszsusaneUndas snansn

demmamensiaundmeiugnass |6 ietliatuduas sk
Aifinwmmeiugnssy uazmsilasiumuasluernaa

Factor V Leiden (R506Q)

Factor V Leiden Smafusnuuassmnsausniud w.e.
26536 |98l Dahlbiick Lazansy 7iilad Leiden Uszmeisasns-

¢ A o | AT

LAUA mﬂmiwwmﬁmma@@mﬂmmﬁmgﬂwyﬂwma
activated protein C factor V Leiden Wiuanafiain@ve
A A o o A ¢ 0 8
BuIMILUANMIEN factor V fuisianalong 1691 ¥l
fmswWieurasudain guanine 1 adenine (G>A) Wa
MeAun8d amino acid AN arginine Tu glutamine fl
o | A A A 6o GE
dumks 506 MIAsnutasmasihedle meemanivi i
activated protein C %93 protein S Whidhtlsenausan
AAEMEAEIN IS factor V Asuymisialnd lé
S va a o4t . A
P AANRMIEE thrombin TaAW ANNARLNGI8 fac-

113

tor V Leiden'” wilugthefifiiymasdongadilimane
Bansmmdatag 0.17 dwiuidend fihefifienafien
284 factor V Leiden %LﬁmmmL?%wummst,ﬁ@émﬁamm
fuluvaanifanmuasaandananndsT 34 Wi’
wanaNGL activated protein C fathudamevnauaas
factor V fidhumnks 306 wa 679 enuAetindas factor V
& factor v Cambridge (G1091C) Lﬁ@mﬂﬂmﬂﬁ'amm
namagiluAIN arginine 1 threonine fisusmbs 306 (R306T)
ae factor V. Hong Kong (A1090G) Lﬁmmﬂmimﬁawna
N3l arginine L glycine fiummis 306 (R306G)
AR activated protein C resistance LeieIFEN
sl,uﬂmﬁmﬁlmLﬁa@q@ﬁué’avbi%@mu nndasamsdinenly
Yszmetinelinuanafiodndiaas factor V #fie factor V
Cambridge 8¢ factor V Hong Kong
MangIaMeesUfiifnig
dosnllszmelnanuenafieUndidossnn e
NanaTRaNNNaUnAMeiugnIIngiie factor V Leiden
TughadinGonfnsuamafitas Rnsauesaiiiu factor
V Leiden ungfthedfiiiymandangadudlsifedasums
Tdanesm v Lﬁ@ﬁmLﬁ@@@@é}’%ﬂWﬂﬂﬁﬂdﬁWﬂM%
M7 factor V Leiden 330 0999 Mg acti-
vated protein C resistant ratio (APCR) Junsasiams
Wissuaadanilad activated protein C lngldnanaanas
pﬁﬂwwﬂmﬁuwmﬁmmmgmmsiﬁ factor V Iamaudadi
909800@E APTT 7i5imaiial activated protein C (APC)
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uazlilldida APC sheh APTT e ldanmsidin APC s
e APTT AllldiFa APC Sdamam < 2 msnufs wa
wansla APCR 1 > 2 vianefly waausia APCR fitheii
WaL1Neia APCR WU588/a2 90 @33any factor V Leiden

APCR anlsinatnnlunsaiou léun

1. r;:iﬂ’mﬁwamﬂ@ia lupus anticoagulant

2. ﬁiﬂ?ﬂiﬁ%ﬂ&ﬂ anticoagulant

3. fithefifisusu factor VI snnnhSasag 200

fiaaed factor V Leiden m3 Buhudnamsasiama
DNA analysis tta e inmwnaiugnass uasmatlasiu
AT uaIAe

Prothrombin G20210A

Prothrombin G20210A ST1enunSausnuil w.¢l. 2639
Lﬁ@mﬂmiﬂmaﬁuﬁﬁmmm 3-untranslated region 284
mRNA ﬁLﬂ%ﬁ’m\lﬂﬁgmLﬂaiﬁﬂ (noncoding region) E
maAsuiasastiindlolng G>A Adums 20210 vl
A A X . A v A v €
SMas@uYad prothrombin w&an phenimMInMeiug
WUL heterozygote A¥ise@U prothrombin WNs@uSaLay

;il = A [ Aa dl Aa A A

30 Wallsyueunuaudng  FeneannaNNNaUnuag
mRNA vhisimsstalsfiudain  gifimanians pro-
thrombin G20210A Lseannsfinem utsuneas uend
[ ;d‘ % 7R Aa A g‘;
OTARLITDLAY 2 Wﬁlmaﬂugum@Lawﬁmwmﬂ%mﬂ%a
Taewusn¥es 02 uasinenasdamsfiefsionga
S luraanRonm LA ianAAaARNaITI 2.0-2.6 1Y
MsATINIvRsLfliinIg

A A Av 2

s lutsumelnenuenafaUndiiossnn  39es
NNTNATRANNNAUNAMIUgNTINTiA  prothrombin
6202104 Tuthendn@omfng uanvidedlss ifesaun
Ju prothrombin G20210A uazithedilaymaniangadii
MoA e e . “ AR o .
lsiRendastiums ldanesu vae NafNRaAgAFUAINNT

| YA e v 2 o

Teenaau L;Jaslmmamﬂmﬂm‘mmmawu‘gmm LAY
mMatlastuguas e

520U homocysteine qﬂmﬁa@\ (Hyperhomocysteinemia)
A hyperhomocysteinemia WUNMNNANNLFENGD

wa‘ A 1% 51 A o o 14-18
MMIZANLRDAAAUYIN IWVARARBAATLIAZLLEN

AL6)UDY
. A A4 v o €A
homocysteine WQO@W’%LﬂEJ’)?J@GﬂULa%\leﬁNVlﬁ’JUQNLN@HUa

THGIEN homocysteine

- mm‘mmﬂ‘wmam@ﬁu@m‘smm@u (polymorphisms)
ﬁmuqmaﬂsﬁﬁ methionine synthase (MS), methylene
tetrahydrofolate reductase (MTHFR) ﬁm‘ﬁaqﬁmmﬂﬁlw
homocysteine 11)iflss methionine

- ANAAINVAMESALINTINTHG MTHFR C677T"
(cysteine Lﬂé‘lawﬂu thymine) WY WS homocys-
teine qﬁﬂwﬁam

- Cystathionine [} synthase (CBS) v Aes,
homocysteine Tu cysteine mutation 2098% cystathio-
nine [ synthase UL homozygote e compound het-
erozygote ﬁiﬁ&m%ﬂﬂﬁﬁ@ homocystinuria™

Athefifu homocystinuria fmathavasmaiugnsss
wuLEuAee (autosomal recessive) NNisEAL homocyste-
ine gesnnn 100 laleslua/das uasflomtisneny T
mental retardation, subluxation mamuém NITQNLLUL
NE LLﬁz’alNLﬁﬂ@@@ﬁ%ﬁ?%ﬁd%ﬂ%ﬁﬂaﬁLﬁ@@@hLLazLLm
nalnmsifalsaifinanszdiu homocysteine ﬁqaﬁﬂﬁ,ﬁ@
Ufjiken oxidation ﬁﬂﬁtﬁ@Léﬁaél,?]awaamﬁa@ﬂmuﬁ@
Unf WaYAPNTLLIUMIMELBITAR (apoptosis) Lﬁaqwaa@w
AOAMBN HONANG SUFUYRS homocysteine Hafendos
ﬁuﬁaﬁaﬁ'm 5 f%apld B uazmensa i B6, B12
30 folate®” lutlsememefimeaunay hyperhomocys-
teinemia (/M >95” percentile, 115 wlnslua/ans) Jae
8y 4 maa;ﬁﬂwﬁﬁﬁmﬁa@q@ﬁuﬁy’mm wasnUANe A
L?%aﬂmmﬁmﬁlmLﬁamaq@ﬁﬂuﬁumﬂizmm 8.2 wn™ uay
fenugtlefifu homocystinuria®
MangIaMeviesUflifnig

3973 homocysteine Tufthendndifiiiymis
Gomgasuit ifendastumsldmesnu vda ieandange
uanmsldanasd

MIINARLNIE hyperhomocysteinemia NN
EMTIATEGL homocysteine "‘%GLf]‘LL chromogenic )
immunologic assay i{ﬂwmaa@mm‘sﬁssmm 6-8 %ﬂm
NauwMmIaTIa fUnd asile homocysteine < 15 mmol/L
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