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F2AUVIIAMURAUNANIULNUDATUHAN LA

ANUERUNAN IS URATUWAN L aTa s AR N URsuLUadATIET 1M

wugnssuluseavdu Miliisanuunnsesulaseguvedusiukas nsvitauveeules
) ~ P o9 v e v o ¢ a A aa a | | aa

ML ANUINITBAlagyI s uieenuduiusvedunaslUsiuninUninavdiasield
LLnUeATUvesEsTluanasunszianssenu iy N svedlsa Tsaauiaunivig

ace o a ' Y v =t I a v &
LnUeATuwATlnzaNsanenenniugnssule Bse1veglusuvesdusesvioduun
lisgAuauTuLswaslsalivatuseau tsalunguilanaliennisuanslanausdonsnusnia
Juwnidnaudsiannla Jagiumnuduazanuimiimansunmdaninsnfaznsiafanses

ULSALARILANITNLINLAR kazaIU1T0INR AL UTENINFIATIALATNEIAADN

a a a 1 0 a
AMUNAUNANIUULNUDAYULLANLUA
AURAUNANIULNUDATULAN LA (inborn errors of metabolism : IEM) 158
TsALuNUeaTUNITLENI3U (genetic metabolic diseases) Wulsaiugnssunguwilsiiia
NANURAUNAUDITUALITLANAINNITIS IETUVDIUAUUAEALDULDRA TNUTIANURR
UnAveaeulysl 1UsAudSU (receptor) 1UsAuauas (transport protein) lUsfiulassasng
(structural protein) #3od1UUTENOUDIUTOUYAS UMENALTANAMURAUARYDINTZUIUNTS
| . & (% & .
go8aaNga1591M13 (catabolism) #3eNszUIUNTHUATIENTILIANA (anabolism)
n5vinunRaUNAve el IR AANISAIA AL ALYBIANTAIAULAZ NSV NN LAALYD
HAnSuY vIaLinanNseulwlnsufAze WA UeATIITnTlAINTTUANAIUTE
I [~ Yaa a e gj a LYY 1 v o &fa a
unnsaaly WuwsiRdwuwnuedButy o fensseindu dwalinisinnuvedsadiaung
WAZLINDINISNIARLN 1A8INISLANLALDINITHANIYDILTAN U LNUDATUAIUNTOLASULUY
Tsalwanlaiauynlsa laeviliAneinislussuuievsenaiaszuuile ennsinuvesss
Juonsmessuudssam maduensuasiile fUaglungulsaiugnssuuunuein
a o A vy v = a ) o XX o ) e A
9199zsudloNIAswsnileaglnntaudazilulsafeaniy avuiussiueuleinmaauay
Uadwduasy dadunsfinwinnuienlesseiulisendualiagseUuluwuadTuaig 9 9

s

Hglidlanalnnsiialse nsujiRsesUeludinussdrTunasiuimemsine (a3

Ex]

Useitudimney, 2555 : 249-251 wazUtinan Lsauiiyadating, 2558 : 96-97)
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ARnUnANsIuUeAT LA LU nunsvansuazmne ez iy
nsdifnudmunsidenlesfunisuszgndanuimsdaund 1dud Tsansoaeulusinglaa-6-
Woan Alalasiiua (slucose-6-phosphate dehydrogenase deficiency; G-6-PD) 15
Wiadlnuise (phenylketonuria) lsakeauwaulnuise (alkaptonuria; AKU) waglsaiaiiien

(albinism)

lsansasauleiinglas-6-Waawn flalasdiua

lsansosaulusinglaa-6-woan Alelasdiua (glucose-6-phosphate
dehydrogenase; G6PD deficiency) L‘“ﬂuiiﬂwwaﬂ’uqﬂsiuﬁﬁﬂﬁL%aa’Lﬁ@Lﬁammumﬂlﬁdw
SloldsuAanszdusing o esannuoulaul 6-6-PD iWueulwsiddnlunszuiunsiuunueddy
51@151@1%93’38’35quiwaWaaLWm (pentose phosphate pathway; PPP) §a13sUfjizen
mswaBunglaa-6-waawin (glucose-6-phosphate) Tnaneidus-iealnglaiun

(6-phosphogluconate) wiauu3as NADP" 1901 NADPH %dLﬁuamgaéaﬁ (reducing

o w 1

equivalent) (Ho et al., 2007 : 109-110) NADPH fanudnAgyseian1sduasisnasanig o

o

wagiddgyAtIslunNTSNYIaNMENsAIUNITeRNTLALN (antioxidant) vaingainleulvied

Y

Tuan w3aad (reduced glutathione; GSH) dalluanmuszneu daudAguinsenisiidn
Nwvodlslasiauilosoonlun (hydrogen peroxide; H,0,) MAnTuluieag (nwusznau 2.1)
amMginsesaulel G-6-PD Hdsiludnisuiawnau NADPH luwwas dewalianseuyadasylu
¢ < o Y ¢ b ¢ = =
AdgITuLaEYNaN e R uAGAUNSEIIAdUAN (9300 LINASANIN, 2558)

Tupundulsainndeumedusadousinidaua (brilliant cresyl blue) v3easasala

Y

(%
a

Tawan (crystal violet) agiudnwarfiidulaudued (heinz body) Fainannsanngneauy

= A av o o o ] Y ! Ao g va A
yesdlulnaduiliasia (Mwusznau 2.2) dhnusamiun1egas o iilidadoauaauan

aaa a LY

w39 finmsihansdadenunsiariufizereendinduiintuiudlulnaduneludadenuns
dodindeauasniileuduennulunduredu Welsudusmzgnindnesnaudadonunsd
anuauzuni (bite cell) (nwdsznev 2.2) Feanunsawiuldlunisnsivanuauysaivesdn

1&00 (complete blood count; CBC) (A sioasd, u.U.4.)
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OH
H OH
H
OH H
HO OH
H OH
Glucose
ATP
Hexokinase, Mg?*
ADP
2.
OPO4

H OH
H
OH H
HO OH
H  OH

Glucose-6-phosphate

i 2 Glutathione X
Organic hydroperoxides (GSH) NADP Glucoss-6-phosphts
Glutathione Glutathione dehydrogenase
peroxidase reductase B
Alcohol |, |, o Glutathione disulfide NADPH + H* CoPD deficiency
(ROH) H: (GSSG) OPO;4
H
—Q
HO
H OH
6-Phosphoglucono-s-lactone
H,0
6-Phosphogluconolactonase
HO\ ;O
H——OH
HO——H
H——OH
H——OH
~oPO,>
) 6-Phosphogluconate
Organic hydroperoxides 2 Glutathione NADP'
(ROOH) (GSH) )
Glutathione Glutathione 6-Phosphogluconate
peroxidase reductase dehydrogenase
Glutathione disulfide NADPH + H*
Alcohol
RoH) T M0 (GSSG) oH
—0
H——OH
H——OH
2-
OPO;

Ribulose-5-phosphate

amUsznau 2.1 Fdmulvareawinludadenuwns uanaanseteuluinglag-6-voaws
Alalasdiua
i : Lee (2012)
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o a® <
(heinz body) (bite cell)

AwUsEnau 2.2 anwugleuduei (heinz body) wazanuwuzunia (bite cell) vaadndon
uwastugUag G-6-PD
fian : The Art of Medicine (2015)

1. @manenugnssuvasisansaaaulysl G-6-PD

Tusrsmeayudilastiloudu 23 ¢ legi 1-22 Wulasleusisnieautosome) agmy
wiloutiluianamswazinands Tuvauzdign 23 1ulaslulasine (sex chromosome)
nsdhdumamsaniulasiulemend-1e (XY) luvagiimandaaiulaslilouend-tond
(Xx) Buiimuaunsaseules G-6-PD egulasluluuend uazanizwsoaeulesl G-6-PD
wdinmstenaansiugnssusiulasiuleuenduuudon (X-linked recessive) fathilunsdl
eIty G-6-PD AnUnfiiieaduifisafiaeriliiinngnseseulsl G-6-PD Tnednluia
dewnileslulomendiiiowriadion luvasfwendasdocdiiu G-6-PD Alauniveassiy
Jaamfnnniznseneules G-6-PD matheneamaiugnssuludnuaed gidangnios
wulel G-6-PD dnllnpFadumany waglunsdvounandeiiiugnisuuwuy
heterozygote G-6-PD nsuansoanvedlasiulauondluinangsazifoniansooniiie
Tasluloaiiien G8nlaslulevazdudanisuansoan fudueillenmanuanznseseuls G-6-
PD TumendsAoutnsdosunn aufiaunftnuldilanuasdnsgtiomelulssmelne
WudndiusEI 12% NNNSANIEU G-6-PD wuinBuazeguunaudiisenvedasiuley x
(xq28) Tutagtununanuraunidlngiinainnisnatgiugianiziua (point mutation)
Fawuannnin 60 WUU AATULTwRINMzdiaFoaLALANazLANAS LY MInaneWus
roliAnnzunmseseulesl G-6-PD Tutlagtunuyszann 140 wuy Ssdnlnajdudnuas
MsnaneuiUUnsUMLALUE (base substitution) Milslaneuvesnsnoziluasuly

wiiInsnaneiuguesuazfindulivainaiewuy wideralviinsuanioenuandieiu 5

¥
v a

wuU dsll (Fedvid AvSlam, 2557 : 409 uay anas nsUseialy, 2557 ; 65-68)
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Class | fiauunnseavensvinnuvedeuled G-6-PD 98193uLTe5UATIE non-
spherocytic hemolytic anemia

Class Il TAuunnsadveen1sinauveeulesl G-6-PD ag1aguuss (loulesianunse
Mmauldiiesdesay 1-10) SuAUANE acute hemolytic anemia

Class Il fanuunnseswosnsinauveteuled G-6-PD Urunans lnedsaaunie
ulaaifivhauldunisesas 10-60

Class IV toulesl G-6-PD anunsavinaulauni

Class V mananeiugivilfieulssd G-6-PD fnmsviaufuiuainund

2. nMswdsuwlamsduaiivasisansoaeulesi G-6-PD

Fuaeifinnzwseseulul G-6-PD viedanuRnundveseulesisuuuusing 4 7

FldnsvhauRaunily szdamansznuegrstmausowadindenuns iWeenduwadily

ada =~

Aiwedvaazluarunsoasrseulasl G-6-PD wniuls wulesifiaunfndetasdonsn

Y

nsaaeisinIvesrulnd lunnsunfidadennnad@mnunsalfinnseuiunsunuaaty

wnnangleamedtimulnaneamniauisolinandsdu NADPH unnweinzidalalasiau

¢ s a a s Lo 3 A & A I N gy v
Weseanleaniianuannzuniveasas uillelanmuidadenuneglunniznsesly
NADPH 11nna1und viedlalasiauleseenlanunnitun® wulunsdififadulsefiniie
Iuvled dudniau w3e wanse Tufthelsanseeules G-6-PD azdion1sinidenunaunn
JULSIINEAY (Ho et al., 2007 : 109-110) wenaninisldensing q vewtheninie
nsououlyyd G-6-PD prsaseinsy ol enfimsnenuduaiusnivhliiadaidon
wasuantugUaglsansesveoulesl G-6-PD Aeelnsunaiu (primaquine) wagmouINUINE
au 9 MunmdazdemanidedlugUlisniinnyunnsesvesoulesl G-6-PD Uanswansng 2.1
wngiielasuansieiviesvilifiannzdadosuaaanaziineinisigiuniegluy 24-72
ke (lusgninnislasuen) Yaaniedidnn (hemoglobinuria) fin1ielafinane uasiilongnly

= IS v @ o 6 @@ dn( 1 [y v a £ a a
gIviTeansalisineIzUsuiazduangidaunsuluinielu 8-10 Ju (Tudns dnsiaw,
2557 : 409-411)

[y a

T A.f. 1956 AuITevIA1SdU (Carson, P.E., 1956 91904bu Tud@ns ansia,

2557 : 406-407) 1a91897U3101n159036 71501 1akna19uy hemolytic anemia 91AA1S

Y
Igsuglnsuneiudsaziionnisadedugidulsawionuindiilasuusenudiing (Vicia
fava; fava bean) ¥58gnaropuNaTIRRaNNIUING Ingnuinn1ensaetiinisyininues

wuleyl G-6-PD tesunludindenuns asiulsansaaaulasl G-6-PD Fasendntonilsin 1sa
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winauIne (favism) @slunssuusemumiuinensnaneazlasuansiaile (divicine) wag
lelagsndla (isouramil) viliinnisasanseenduaus (oxidant) viseeuyadase (free
radical) Tulusnene luraziidadeaunsdinisasiamienyuisu NADPH Liiefndnanseand
waudlaliviu Jsdemalianseanduaudyinansesiusenourettoviigad UTsu1aduae
uwanlufign (Chevion et al., 1982 : 405-409) lunsdlildadonuniunnegiudaunauy

X a | 2 v = o a a v vy R a
AUI89sdRadeE195InLTY Taansduauiienn wavorainnniglaneeunauls Tugdien

b2 a Y A 1 1 d‘ b2 o dl 1 = yd‘d v
Aoin1slmaenaINameE1e 9 1y mMIniseimsiUisudieden griniglanny ases
sedtlainFennngihennseaeuludilunly (Wagg Useiusimue, 2555 : 254-256)

nmsfngeiduanguilsweinsiinnnedadonuasantugnidnnzunnsosauls
G-6-PD un1siagelisadusnauie uay U (hapatitis viruse a uag b) 81n15UaAUILAIN
¥alelanila (cytomegalovirus  pneumonia) wagldlnees (typhoid fever) 1iesain
dlosanefinnisfiadiowds Windenunagndseuyadaszeenuiuinnitunfiiiendnds
wUanUaeneanluanianie widindeaunsliamnsotestuiueaneyyadassmaiuld
i eLd onunv3aIinAUEs e N YYABATEIMETTIY ANUTULTIUDINITUANTDITIR
HonunaziinTuilelionguniu wagnsviauvessivlugnanlisadudniausiuiuiiniie
| ¢ o § v a ] a ) = a

unwseaeuleil G-6-PD f\]wﬂmammamazim’lmasmwauqﬂ bUBIINIALLNANTITLLANUYDY

[ & 1 PR g a o A 1 o Y a .
dinidonwnteg1aunn dadlalnadusslanaduiniiels viliiAn acute tubular necrosis
wag renol ischemia uenNUnAvBINITUNNITBUOULY G-6-PD WilUdnizagulumisn
wsnLAe (neonatal jaundice) wuin 1 Tu 3 vawnsninaviendnzunnsesoulysl G-6-PD
w9IN IR IUTINEY A1ehgulumsnusniinagnunIUlugnAIUNNTIDs
woulel uridine diphosphate gluconosyl transferase 1 (gilbert’s syndrome) Saufiun1g
nsaaeuley G-6-PD aghslsAnunisasianiiznseseuleyd G-6-PD lallavilanusniin
NnAY WAAEATIVLULANLSNLAAT bilirubin 9131 150 umol/L (Fednd d@ndiiy, 2557 : 411)
Tupuifinnznseueulel G-6-PD ag193ulss usnanwadllndaauwnsazLanitaLdIdain
nsAaLieladge Wesan NADPH daudfgdenisnszuiunisiilnlelvdsa
(phagocytosis) vaufimdenuilunisduiuielsa Jaihednizidedinduseydlosain
nsAnLTetn 9 (WANT Useusinueg, 2555 : 254-256 ; aAs wiUsedsy, 2557 : 65-68

wag Uilann Tsadityadaiing, 2558 : 96-97)
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M1919 2.1 wansnguenzsesvdnifedlugUlisninisunniesveoulesl G-6-PD

NEEN A7981981

ﬂﬁjumLLﬁ‘U’m anly Acetanilid, Acetophenetidin (Phenacetin),

(analgesics/antipyretics) Amidopyrine (Aminopyrine , Antipyrine,Aspirin,
Phenacetin, Probenicid, Pyramidone

nauensn¥IlsALIA1SEY Chloroquine, Hydroxychloroquine, Mepacrine

(antimalarial drugs) (Quinacrine), Pamaquine, Pentaquine,

Primaquine,Quinine, Quinocde

mjmﬁﬂmiiﬂﬁﬂﬂ Procainamide, Quinidine

(cardiovascular drugs)

ﬂﬁjma’l sulfonamides/Sulfones Dapsone, Sulfacetamide,
Sulfamethoxypyrimidine,Sulfanilamide,

Sulfapyridine, Sulfasalazine, Sulfisoxazole

19U 9 Alpha-methyldopa, Ascorbic acid, Dimercaprol
(BAL), Hydralazine, Mestranol, Methylene blue,
Nalidixic acid, Naphthalene, Quinine,

Toluidine blue

dl U L4
07 naunundInTIN Isaneuiaunsazs (...

lsailaAlnyise

lsaflflaAlnuise (phenylketonuria; PKU) L‘ld]uiiﬂﬂﬂ\‘iﬁ‘lmqﬂiimﬁLﬁfﬂf\]’]ﬂﬂ’a’m
unwsesasBufidunszieuleififassaniiu lensendiaa (phenylalanine hydroxylase)
Fadueoulusifsafitenslasunsnesiluiidaozarfudunsnesilulnlsiu
(muusznau 2.3) lneillateuluifswaniilalaslulewmesu (tetrahydrobiopterin; BH,)
desumedinnuunnseweneulsiifasyaniu lensendiaa ilvldanunsadeunsnesd
lu Aflaezanilu (phenylalanine) Wunsaoziilulnlsdu (tyrosine) 16 Juinnsazauvonse
oriluitfiaeranfuludenuazanasgetuvhlidmaidososnnis (Voet and Voet, 2005 :

a U = ¥

748) fuhelsafilaninydemnlilivinnisshwasgaderinuenisiseus Wulsreenidy
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(autism) Senmstnuarilesluylnsessan (hypothyroid) daususniia (Williams et al.,
2008 : 31-34) ghelsaiidarlnyEeliaunsasulsemuemsmluldnadnd uazlsinns
SuusgmuensiislansTianumiuleau usy (aspartame) (Mwdseneu 2.4) ilesa1nnns
govaaeasuoalanlumaiuemsaglandnduadunsnesiluiilaszaiiu Tuseny
vosithlseitlaflnySeazneneumiansneriilufidaeraniiueenlnedsulidunsaitia
Ing3n (phenyl pyruvic acid) windusenumelaeaniz Favlitaanizdedefunavay
Y93y (Hafid and Christodoulou, 2015 : 304-317) fegawan auiin3esmunndnaniis
AIUNANYBIEN TR AU ANKANIRININUTENBY 2.5
lspiifialnysenuludsenslvedesndt 1 Tu 1 uaueau winuludssnselsduay
oudnUszana 1 Tu 1 viluay TuussmelngagiimansadansodsafifaflnySesusin
A0 TgN19EEenNAUYINVRINIINUAITUAIINTEABTUNTBY MNHANITIATIEANUT
denvosmsniinsnevilufidasyaiiugandt 20 fadnsuesidus uansinoradulsaildad-
Tnyi3e Felupudnfesififaozaniuluidentosnit 2 fadnsuesidus Tunsdlvesfined

<

Julse AadlnySsuuulisuwsaenuindvsununinesiluiiaszaniuludentosndii 20

a a

fiadnsuwesidud winnnii 2 fadnsuesidud lnee1aazedi 5-12 fadnsuesidud
= o § v Ry D = vy ] a Y a o ' a
Faonvzvilimsniiiaunnisdr dnsseudiininanund wazseaulefmnitauund

6‘
a

(Wagg Useusimueg, 2555 : 256-258 Uaz Tuans nSiav, 2557 : 598 uaz)

Phenylalanine
w hydroxylase /@f\HL ________ » Norepinephrine

~a Thyroxine
L+ phenylalanlne

L-tyrosine

HNNN

o] lactate
dehydrogenase oH
OH HO
s wf,
H,0 . "
phenylpyruvate 2 Phenyllactic acid

decarboxylase

Phenylpyruvic acid w\ (0]
(phenylketone) phenylacetaldehyde
dehydrogenase
OCH3

Phenyl acetic acid

Phenylalanine

mwusznau 2.3 Ujisennisidsunsnesdluiiiaerartulunseesilulvlsdu seufisen
lnsiouladiiiiaezaniulansendiaa
1: Schuck (2015 : 391)
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o OCH,
N

H
OH NH, 0

anUsznau 2.4 weaU1sue (aspartame 38 aspartyl-phenylalanine-1-methyl ester)
Hunglianuvmuwmaiaadslidlindsnu fesdussnoundnfensnozilu 2 dsefiu
laun nsaweaUshn (aspartic acid) wagiidasvarilu (phenylalanine)

fian : Chattopadhyay (2011 : 613)

aiayalnduinis
325ml sauazmaaﬂ%mmﬂtmzﬂ'\g‘
ju

o & 0 ﬁiﬂ
WAIIUNIUNR NP
Masiuionua 0n. 0%
Tséu 0n.
¥
Uinia 0 n.
Taf@an 45 un. 2%
uaardau 2%
wian 4%

* fasarmastinaimnsamsiuunin i tnasatu dwiuauiveaigdoud 6 Iduly (Thai RDI) Tasdazin
ANHAINTNAINY Tuat 2,000 Alawaaat

druilsynauiisasy
lrdladl dauia uaaluny uavgalad Hhudaadianumuununingna
uevndunaziadsssunné ldinaduido

ANUSENAU 2.5 NARAuUILASeRNLNTnanluT oI aaRddIuNaLYILBAUNS AL

fiun : The Coca-Cola Company (2008)
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1. d@uuanaugnIsuveslsanianlnyisy
aguadlsatiiinainniseuinunfvesdunivuasialmeulediliass-aniiu
lonsendiaa Jaseufiseinisudeuiidasvariulndulvlsdu ulleguulasluleugn 12
USLIUAMLILN 12022-g24.1 Bullauinuseanal 90 Alalua i 3 longou 9xiNI5aeneaAN
WugNITuRIUeelalauwuuneY (autosomal recessive) JagUunuanuraunAlusauEy
1NN71 450 LUU ANLReUARvesBunfrussidlmeulsiifaszariulensendiaainase
a e‘gi’ 1 a = ase Y aa s v fw
nsuaneulediluasdman1sduniivaziuwnuedduvesrthey (Wagg Useiusimue, 2555 ;
256-258)
2. maagunlamsdinaiivaslsaniaflnyse
Ql' = =~ aNa o a ] ac
nsidsunUaamsduaiivedsaiilaflnutedmansenusnoiuunueatuves
nsnarilluunayile vliianisaeAsasauvisegnHanfulAinItuLIUaaTEY 9 7
nelMina1siie A9l (YedN5 andiiv, 2557 : 598-599)
2.1. myasuninezdlulynlsTuanas
msairnseezilulvlsduanasazdimaliiinisasegesluudiiuniu
(epinephrine) uagsaaingiuaniiu (melanin pigment) anad §Ue3900INRIVY WUFIW
a ! a = a Ao Y] | a . . I3 =
mdgeuninung siufsanesluuiusnauniisiaing Wy USia substantia nigra el
YSunauseningiosa
2.2 msazanvesideszariuluwaduazlubon
) a a 13 = [l Y Y a
nsavauvesiilasraniuluwaduarludenvzdawmalvgUleinnmiy
finsnsaneazailyanuinls nalnafiuiasedelainsuuudn wianmgdiunilaanasn
nnsnezillufaovarduiiuduaz uustuiunsnozdlumidu o Aldlushuvuds
(transporter) AuReniulunsidngwadanes vlinsnesiludidu o Fadndunonisaing
TsAuuaransdeUszam (neurotransmitter) [Wgiwanauedlatosas
2.3 Wflaezandugnildeulunsniiiafie
lunnzuninsneziiluitiaezaruiiesdiutesnaziinginnisiag
ulydnsuasyiliug (transaminase) woitunsalethe PKU Usinaililaerailunasinsaza
Y Y [ |qa‘agl’ :%’ @ ada v a o v a Id [
WntuEnnazidin ity aunaedwitndnnvililanandnduasusenaudnminnse
Tilafle (phenylketo acid) laun Aflaazanfiulngiin (phenylpyruvate) Wilaewginm
(phenylacetate) waziliauaninm (phenyllactate) (nwUsenau 2.3) answmanilazgndueen
melaangludiinasnniuisienilsaiidanlnugse lnsanizasilaosfinnazinli

Areindusiuaznaulaansmileunduaiuvy (mousy or musty odor)
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Tsanaauaulnyise

lsaueauaUlnsy (alkaptonuria; AKU) L*ﬂuisﬂmqﬂ’uqﬂismﬁwulﬁﬂaa‘luﬂizmwi
lmimaﬁmmsqﬂﬁw (1 Tu 100,000-250,000 AL) LARIINTIeNElLaNTAARLNUDATY
vosnsnozdluitaorartunazlnlsduls vinliseneiinisavanvesnsalaluauiian
(homogentisic acid) luSinafigituinnd wasidloiinniseondinduesnsalelnauiian
wldnansnsidusauauneu (alkepton) avausgludenuaziilegnivesnymsdiaanizazsi
Ufzenfuoendiulusmeiadungneuds nsisumeiinsaleluauingaiulas
dwaidesiesameriliinssgneeugnyinat (oncronosis 3o ostecarthitis) UeNaINTNIIAS
yasnsaleluaufian szanraniiauilawazanaznevulunssmnedaanzyiliaaiily
nsznnglaanis (fudvs aniw, 2557 : 601) emsifnegimuiluauiifiongunnninauay
U lsaueauaulnyisenuiaglulssnnsansisausgalaniie (Slovakia) kavans1snsy
Tafiflfu (Dominican) FeilgtAnsaidu 1: 19,000 au (Mistry et al., 2013 : 1-3)

1. d@uvaneiugnssuvasisanaauaulnyiy

’mmmaﬂmﬁtﬁmmmimmﬁmﬂﬂamaaﬁuﬁﬁmumﬁﬂv’ﬁﬂuLam‘ﬁLaa 1,2

Inean@lauiug (homogentisate 1,2-dioxygenase; HGD) %aagiuuimimiezm@:ﬁ 3 ALY
3021-g23 8u HGD f.u 14 exon uwiasidlinsaezdilu 445 f lassguunfiveseuls
HGD aniduanaziwed (hexamen) JsUsznauludie 6 niiegey wiagnieusznoudg

s

PYMBUWEN NaTeINIINAteRLGITTInsnEaeule HGD NillassguiinUnd nsnaneug

Wigauiuiiavesguavdmasialaseguveteuluivseanuaunsalunisazaieves
wuleyl uazdwansznusenuAaUniiaivesnsduasizidnd lsaweawaulnyise
wANIAENEANIRUINTINHUEBLAlNLULARY (autosomal recessive) Uagtumy
mnuAnUnFlusEAuBuRTnsnaefusiNnnI 80 wuy (A UseusTag, 2555 : 250)

2. maagunlamstaaiivaslsanaanallnyie

' '
fal 0 v o w A

nsnaneiuguedudamaliviseulesd HGD Jaudueululiddyaduiian

o

=

Tunszuunisaanedivedlnlstulusu vliAnnisavauvensalaluauianiusu Fa
Qmamﬁ’aﬁazmaﬁwlé’qq%muszuulwaﬁsmlﬂé’aLf‘jat,?}aﬁi'm q w833519Medulngdu
Lﬁal,?iaﬂizaﬂéauuamﬁaﬁaLﬁaaﬁuLLazgﬂﬁ’ﬁfmaaﬂmmqﬂaanﬂuﬂ%mmmﬂ NN
lp#ifla (p-diphenol) uulaanavesnsalaluauiidnazgnesndladlniislagluanasendgiay
ﬁﬁagﬂummmﬁmLi‘;lumﬁ—wui%ﬂiiuu waTen (p-benzoquinone acetate) J9aziiin
nsrurunsindwelswduieatafusaniuiildazareth @Eimas) Benineviio-wan

iU (HGA-melanin) Faduanwnvestdaansidnaa arsdilazuandrsainuantiuly
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Avtfuaziduruiidunsieituainuea-laun (L-DOPA) fiBeninlavn-waniiu (dopa-
melanin) (nmUsenau 2.6) taamedmadiifudnuuziluvedsauoauaulnySei
Uswﬂg@i’juwiﬁ%ﬁmlﬂwmaam%’?m (Mistry et al., 2013 : 1-4) uaﬂmﬂﬁl,aﬁt,a-mmﬁuasgﬂ
avaulasnagadurdelasmsiusiunszanseunandodaieniu mnsadendes

A a

qanssatagnuidindiimiendedihmauarinsavandudinlumadnizgnooudoniile

TAsTuda (ochronosis) (Feana av313%, 2557 : 600-601)
felsaueauainyBadloagaudutduluaziionmadutieludodevesnszgndu

vda avlnnuaziin anadutinenagunssisgefisuniunshauludinsediuezenn

A9NaramNNaINNT0UN15YNU TusTaze1I81lNasaTaRaNTEANAUNAIVINLANNS

Y

LAFRULMITDINTITLATIIUINTURALD1ALNARDNTNETD AUV ILUUYBINTEANANAS

1%
@ o a

JAudereIn1suantinTaensEgn wenanilenainisudeivesauiila iinanuraunaly

FITNITAUVDIM L ALAZNNETaUMAT UaNANLETLurltuNziAndlunssmne

a

Yaanzuarluln Fodvs answ, 2557 : 601)

Annsaanensneziilulnlsdu Tuiden Jaannz waz Annsdaaszdiwaniiu muuni
a ¢ o & A ) « 3
auUnAlulgadsu \Walbavasgiay AKU Tuwadwanluled
L- tyrosine L- tyrosine
tyrosine tyrosinasel
aminotransferase
4-hydroxyphenylpyruvic acid L-DOPA
(4-HPPA)
4-Hydroxyphenylpyruvate tyrosinase {
dioxygenase (HPPD)
Homogentisic acid —————  Homogentisic acid (HGA) L-dopaquinone

(HGA)

o oxidation
Homogentisate oxidation [ [
1,2-dioxygenase
p-benzoquinone acetic acid (BQA) =
4-maleylacetoacetate polymerization
Maleylacetoacetate

polymerization l
isomerase

DOPA — melanin

Homogentisic acid-melanin (eumelanin)
4-fumarylacetoacetate (HGA-melanin)

Fumarylacetoacetate
hydrolase

Fumarate + Acetoacetate

awUsznay 2.6 uanadIouliisunisifinssaingeviie-uaniu (HGA-melanin) fiinan
AMe AKU wagssaingemaniiu (eumelamin) fidaasisiliidihdaassinaniluad
walulee

fian : Aquaron (2013 : 340)
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HO
HO OH

amwusznau 2.7 nsalaluauiidniazanluresvadlusenisvesithouoaualinyse

Y1 ;. NleE 5T NINRULAUY

OH
NH;

Phenylalanine
Phenylalanine
hydroxylase

OH
NH;
H 2

Tyrosine

Tyrosine
aminotransferase

0
P e ¥
i 0 - | ~  OH

HO

4-Hydroxyphenylpyruvic acid  4-Hydroxyphenyllactic acid

4-Hydroxyphenylpyruvic L
acid dioxygenase l F—Nitisinone

HO.
10
HO H

Homogentisic acid
Homogentisate
1,2-dioxygenase l ALKAPTONURIA
Maleylacetoacetic acid Sa

1 t Succinylacetoacetic acid
Fumarylacetoacetic acid - l

Succinylacetone

AMnUsEnau 2.8 avgnnaiugnssuLaznsilisuwlamsguaiivedsaleawaUlnulse

fiun : Hughesa et al. (2014 : 107)


https://en.wikipedia.org/wiki/File:Homogentisic_acid.svg
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(A)

(B)
L

s - e

mwusznavu 2.9 dnvarusnguesthievesithouoaunulnyise 1y seunnazinuiin

IS =

Ina (&) Tuydddu @) wazlyedaalunivn ()
fian : Aquaron (2013 : 341)

mwdsznavu 2.10 segelaansvesiisueauaulnyse (@e) Jaanzidiualml ()
Yaaaeidaiidly 24 Halus wWieududen
111 : Sharma et al. (2006 : 643)
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TsARakan

Ruften (albinism) WWundalsaiugnssuiinuldvesuasnuldluvansdend &
guRn1saluszann 1 lu 17,000 A fsenuasausnlnowes o1Atas n$sen (Sir Archibald
Garrod) 1T A.d. 1908 WnTuanAsRaUNRinNwad A luled (melanocyte)
(nmusznay 2.11) SaimihiiduesgiuanduunnseswazdmalifindusnaRimifinung
(Spritz, 2001 : 25-27 and Garcia and Montoliu, 2013 : 319-324)

1. @MANIRUSNIIUYRLIARILHBN

TseRufleniinananuiaunfiyaiugnssuuuuiusesidienanaindaunsn

lugsgnmanu Tnewuinddulsidesndn 15 BuiliadestunisiAslsaituiien len Bu OCAL
(uilastalongdl 11) Bu 0cA2 (ulaslulwugil 15) Ju TYRPT (Uulasluluugi 9) uavdu
GPR143 (uulaslalan X) 1udu (Garcia and Montoliu, 2013 : 319-320)

2. nswasuuUamslaniveslsafiadion

nsnaneiugvedudmaliiinanuunnsedunisaiuaunisineulesiinls

Fud (tyrosinase) Tuszuulunueddunsaezilulnlsdu Fdneuniudinsnezilulnlsduay
gniasuduuealaun (L-dopa) wazuea-lagnivdsuidileulasu (dopachrome) Tag
nsssisenveseuledinlsBiua wagasiinnssuiunisesntindusiolUlnelidadldioulesl
naneluwaniu (nwdsenau 2.12) luwadwaluledasinsdniuuasaudauarivlugy
wathiley (melanosome) FaviliAnnsuanteantesdiania 4 uwiilloinanuunnsesly
nmsdauaseneulaiivlstiua asilnAnanuisunfdewdesludinsdaaseidaduanfiu
mmﬁmjﬂﬁ‘mq%aLﬂﬁﬁdawaiﬁﬁﬂaaﬁﬂWiwﬁmLﬁﬂﬁﬁaaﬂiwﬂﬁ (hypopigmentation) ¥4
Ravtlauaziduny (Garcia and Montoliu, 2013 : 319-320) ﬁﬁﬁamwﬁuﬁaﬂawﬁamwﬁa
Henvinfiliasaduasendindlédniaeisoniinuiien (albino) Wieaunsaduasigidia
adlaisausdiusaningaiueee (albinoid) vinlisanuldeeinisialuianuaiunniaz
Aesrenaiauzddmlaiitannidsansleaaldienitauund msifwanfuesas
Tushumuazsilsgnantunesesd vlsfiheiitymlunisueadiu (MwUsgneu 2.13) Wy
angalilaninsaguasdnls (photophobia) karANALTRAYBIEIEAIEART T0INTANTEAN
R3S (nystagmus) @18mINI IR (astigmatism) (Fudns AnSiam, 2557 : 600 waw

F¥ag A3adan, u.U.4.)
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ANUIENBU 2.11 A NFRTILUBLEDRITI AT AA TSN 9

Ny : F¥nad Asadan (u..4.)

(@]
i H
M OH Tyrosinase O oH
HO NH, —e—) HO NH;

L-tyrosine L-DOPA

Tyrosinase

spontaneous 0 OH

N
oxidation H

Dopachrome

Eumelanin
(Polymer)

awUsenau 2.12 anuRaundvesaulelinsdwarinlinisduasisiwaiiuanag

fan : faulasann Carden et al. (1998 : 190)

AMNUSLNBU 2.13 AUKNBNINNANURAUNRUDIEW OCAT (T18) hAaNWLIUATNUTD8AI LY
ihunuazkiignandunesesmiigUedilaymlunisueuiiu (ocular albinism) (¥31)

fian : Spritz (2001 : 26)
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d3d

AuRaUNAMLLLUeaTUuAiladulsanlinsanenaanisiugnssy dalugas
fnsanenasnuuiusesvsinaslalel ANuRaUNRLUsEaUTudINanan1suanteulaiialuda
USunauwazaaunin inieulesiivsinaliviemenseilaseguiauninliaunsaisesufisen
MetuadluAtmunueddusig q 19 Juiensasauue e IRIRUUINTEn @15RIAUILAIAN

! a = X o4 YY) U aa A A
agluszuunyuisw viseavauluiloon o ware1avsgnuanauludinuunueddudu o
fimsidsuntadassaiimaniiaunseiaianedanmlifiunutanueioizag 9 A
ﬁmﬂﬂﬁ‘maLL@JLW]U@S%ML@'ﬁwLﬁwﬁaﬂé’hazhﬂuwﬁﬁamwws'mLaulsnﬁﬂqiﬂa—&WQaLWW
Alalasduwaminlugnisviauwmau NADPH luiwad waslivsunaanseyyadaselusadgeiu

' v a 2 A ' a Y] i Aa = a
daaliiinnzidadonununnegiadeundu Tuvagnlsaidanlnyie lsaueauwaulnysy
wazlsaiaiian saulsadiduanuRaunfdvewsulsilussuuiuwnuadzunsaeziluiia
svariuuarlnlsdu vilvnsnesdiluiilianunsafinuunueddunuunaliuasgniuunualad
TWduansaiindu 9 Mluiiy anuiinunfsinandwansguamuasniseiluliinuszd1iu
Yo U8 wareavhviagdedin1sdninemsunswiavsednsmseaiiniunnd 199 1nAuUN A
U



ANDINNYUN

1. eulwinglaa-6-veawin flalasdiug (G-6-PD) drdnsaadidaidionuatogials

2. wseslalsaunnsaaeulesl G-6-PD FanuluwenauinnInneng

3. TsAuidaunén (favism) Saudustusiunnzunwieseulsl G-6-PD aesls

4. awsigaelseidarlnyselimssulsenuemsitansliaummiu
waaUay

5. delnnyinaidenanndurhvosmnnuiiiivesnseiliassiluiliasaniu
ol 17 fadnsuedidud uansindulsafiadlnySenield mszmnle

6. awmglaivhliaslsrusauntlnydeitaanydsiadi

7. @anmRaReniinanANNunnTesveseulslnlsBiuaszdmaliiinmuinUng
YoinsdunTeiidediuaiduetisls

8. wlagiduiailenisilenaiouyifsivisuazanonduaseniindlaile

9. ansaiistesiuvideananundssainanuiaunfmauunuedtuusiidale
ag9ls

10. dnfnwAnifilsaauRaUnimasunuedduwdiiindu q Snuseld ddln

gnfegareSuILaRkasNalnNISAnLIA
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