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## 5374608530 : MAJOR MEDICAL BIOCHEMISTRY

KEYWORDS: CXORF2/TEX28/G6PD/RED-GREEN COLOR BLINDNESS/CHROMOSOME

XQ28.
GENETIC ASSOCIATION BETWEEN MUTATIONS OF CXORF2: INTERCALATED
GENE WITHIN THE RED-GREEN OPSIN CONE PIGMENT GENE TANDEM
ARRAY AND G6PD MUTATIONS ON XQ28. ADVISOR: CHALISA
LOUICHAROEN CHEEPSUNTHORN, PH.D., 90 pp.

G6PD and OPN1LW/OPN1MW were identified on chromosome Xg28. Later,
CXorf2/TEX28 was found intercalated in OPNTLW/OPN1TMW. Up to date, the association
between G 6-PD deficiency, color blindness, and CXorf2/TEX28 polymorphism has not
yet been studied. Therefore, this study aims to examine linkage disequilibrium of G6PD
Mahidol and 697 bp deletion in CXorf2/TEX28, the association between G6PD Mahidol
and color blindness, and the association between 697 bp deletion in CXorf2/TEX28 and
color blindness in Karen population. Here | report that Karen has G 6-PD deficiency
14.2% in male and 4.0% in female. From molecular characterization, G6PD Mahidol and
697 bp deletion in CXorf2/TEX28 is highly frequent in Karen. Allele frequency of G6PD
Mahidol and 697 bp deletion in Karen population is 0.13 and 0.45, respectively. In
conclusion, polymorphism of 697 bp deletion is strongly associated with G6PD Mahidol
and also frequently inherited together (ID’l = 1). Moreover, color blindness was rare in
Shaw Karen population (0.8-0.9%) suggesting that there is no clinical correlation
between G 6-PD deficiency and color blindness. First of all there is no association
between polymorphism of 697 bp deletion in CXorf2/TEX28 and red-green color

blindness.
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cGMP = cyclic Guanosine Monophosphate
OPN1LW = opsin 1 long wavelength gene

OPN1MW = opsin 1 middle wavelength gene

Kb = kilo base pairs

Amax = maximum wave length (Lambda max)

Ser = serine (amino acid)

Tyr = tyrosine (amino acid)

Ala = alanine (amino acid)

lle = isoleucine (amino acid)

Thr = threonine (amino acid)

Phe = phenylalanine (amino acid)

Asp = aspartic acid (amino acid)

Met = methionine (amino acid)

Gly = glycine (amino acid)

His = histidine (amino acid)

Vall = valine (amino acid)

nm = nanometer

CXorf2 = chromosome X open reading frame 2 gene
TEX28 = testis-Expressed gene 28 gene

fTEX; fCXorf2 = functional CXorf2 gene

PTEX; pCXorf2 = pseudo CXorf2 gene

TKT = transketolase-related

G 6-PD = enzyme glucose-6-phosphate dehydrogenase
G6PD = glucose-6-phosphate dehydrogenase gene
PPP = pentose phosphate pathway

NADP = nicotinamide adenine dinucleotide phosphate

NADPH = reduced form of nicotinamide adenine dinucleotide phosphate



TPNH
G-6-P
GSHPx
GSH

H,O,
HDN
NNJ
umol/min
IU/gHb
uv

Xq28

WHO
Med1
Med?2
F8C
LD
ACD
EDTA
DNA
FST
ul

rom

= reduced triphosphopyridine nucleotide
= glucose-6-phosphate

= glutathione peroxidase

= glutathione

= hydrogen peroxide

= hemolytic disease of the newborn
= neonatal Jaundice

= micro mol per min

= international unit per gram haemoglobin
= ultraviolet

= chromosome X band g28

= guanine

= cytosine

= thymine

= adenine

= world Health Organization

= G6PD Mediterranean type 1

= G6PD Mediterranean type 2

= coagulation factor Vllic

= linkage disequilibrium

= acid citrate dextrose

= ethylenediaminetetraacetate

= deoxyribonucleic acid

= fluorescence spot test

= micro liter

= revolutions per minute



TCF

Hb

M

NaCl

Gel Doc

EtBr

= temperature correction factor
= hemoglobin

= molar (mol/L)

= sodium chloride

= gel documentation

= ethidium bromide
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ANNANHUTN 19U A anTTENINNITNANEW L TA GBPD Mahidol AunNIzWudugIY
697 bp deletion 7 intron 3 U89 CXorf2/TEX28 $aufUnnsAnEnAnudusius 104Ny
puenduarnInzniaseulsd G 6-PD ‘Emmmﬁﬁﬂﬁluﬁ%ﬁ:@uﬂumﬁmm’ﬁmﬁ%lﬂu
dselomilunisafunannuduiug  wasddmuinisniaiugaaniaeangueiuuulaslulay

Xq28

1.2 ANAINUIRE
1. G6PD Mahidol ~ HAuANRUSITRUgAaRTILNNENYADIgIN 697  bp
deletion 2048 CXorf2/TEX28 ¥isn 'y
2. nznidtugu 697 bp deletion 183EW CXorf2/TEX28 HAMuANRUSTLNI9E
FILBARAWAY — ALTE 1FalH

3. G6PD Mahidol HAuduiusAunInzmuandnas-1ae0 visaly

1.3 IQUseRIALRINISIAE
1. ieAn¥IANNANR LS EUgAARTIsUIeNIINA Ui TeNEN  GEPD WU
G6PD Mahidol ﬁuquwuzﬁ“mgm 697 bp deletion 898U CXorf2/TEX28
2. AN AMNANTUETTNIaN1ENATUgIU 697 bp deletion U83EW CXorf2/
o = a a
TEX28 fiuN19zALanaumd - Ailen
3. WaAnHANNANRUS Iz UININNINANN U T8NEIW GEPD Wil G6PD Mahidol

AUNEZALARALAN - 1220



1.4 ANNAFIY
1. G6PD Mahidol H1azHmNdNiuS@aRugAaniiun1aznidugIu 697 bp
deletion 294EW CXorf2/TEX28
2. n1aenndnigIn 697 bp deletion 1849EW CXorf2/TEX28 WAzl A NANRUEHL
N1IEANUDARLA - 10

3. G6PD Mahidol HnarimuduiusiunINgmIuand e - 110

1.5 ANRIATY
CXorf2
TEX28
G6PD
Red-green color blindness

Chromosome Xg28

1.6 ANRINAANNN LT LUN15IAEl

1. naenydtug U (polymorphism) Ag ANUAINUANEnIiugnasninefluaaw
wanAetesansLLdlutnaalalnaaes DNA i genome IMNATSRINTARN N9z

o d” v [~1 v o 1 L = 1 a
widnuguinulinnuneduiausiuniady genome s Inafinanaa s 1w n13is
ar o o A a ol [l = o . I dl a o o

nanswugluasuiianalandfiumiasas  (point mutation) veulasuTNAR LAY
faadlalnsld (substitution mutation) warn1zareungldvdanisiindunnvesiondlalng
119891 e (deletion/insertion)

2. Linkage disequilibrium (LD) Aa Ao uduiusuuyliguszudedaaaly 2
o | . - ! o | o o ' = o A Tan v
Aaumds (loci) vsannndn Taednunsaesdaaaivazaguulasiulaumaaiuise LAl
ffadeiaziinasia linkage disequilibrium 1w N1IARLRBNANNNG)ITTHTA
(selection) €/3IN13 recombination §MIINNINANLNUG genetic drift mﬁ‘ﬁ’ﬂﬂ@: (non-

random mating) LazauIALadlszaIng



1.7 NSALLUIAANIFIAE

flu G6PD, flu OPNTLWY, i1 OPNTMW uazEiv CXorf2/TEX28 faagjulaslulon Xq28

1

1

1

neaANEALNRLTBIaN
o =
nIgnaELg Tutiu

G6PD

NaANNERLNRLBIAINNNINANE
Wug lutly OPNTLW wazeiu

OPN1MW

&1 CXorf2/TEX28 £

Tinsuntiniuide

1

|

|

nanTaznsasieulnd G 6-PD

a a S
NalspRuan@tes — e

1 N9z NdTUgIU 697 bp

| deletion sl CXorf2/TEX28

v

v

NUAIMHNANNUETZHIN9 GBPD Mediterranean fUN134NA

(Hasfuny deletion 697 bp 284

TsAnnuaAAia Deuteranopia lutnaluALASLs e gy cXorf2/TEX28 11
G6PD Mahidol
\ 2 v 4
AnHANNENRUFITMINa AnmANENNUFIT9Ne 697 AnmANANAUS

697 bp deletion 1841
CXorf2/TEX28 fiu GBPD
Mahidol

bp deletion R
CXorf2/TEX28 N9 AILIBAR

=
AN - bUEI

LGN NVZANLAAR
WA - 1819 U GBPD

Mahidol

1.8 Uszlagunaininazlas

1. dluesdrnug i lunisesungmnnduiusua LIdm NN g ANanfea

nanguuulasiulan  Xq28 W Bw  GEPD  AUAYINUAIMUAINNALGNIINIBIEL

CXorf2/TEX28

2. ANNNIDLHEUNIHAINUIAE T U ST NN 3TN 93T AL VTR U A LG




2

=)

un

LANAITHAZINUIFENLNLINDY

TasTuloume X 2ssnywddiuilany  (telomeric  region) 131aed  Xq28

[
4 o (=3

dsgnaufogBiusiner] enfidu Buingsdesiunisnessiugd (color vision) wazEuasng
wulainglaa 6-Waswn Alalasaiua (G 6-PD) AW 2.1 Tasusastiugeidunum
v dd .
W ANUANFNIT

GE6FD

Color
vision Factor Vil
N

’

IIET__xq2e [~ Xg28 ‘ ) 7 Telomere

Color
Factor VIl--="" G6PD vision

; Il
1 18] | S |

Nl 2.1 nwananguEusne unlasialay X dsnmmiumis 928 Uszneudisatiu G6PD

1
a v o <

= dl al =
UNNYIUBNNLNNTNBINUALATE factor VI (5)

o

2.1 NNTNAURYE NIZENLAAR SUNNLITDINUNITNAUAUR LAZNITNAIANUS

Q

2.1.1 NNINBILIAU (vision)
nsNegiuIINyEiiaaNNIsLaIaNnenUdng - uiaaziiauhldainszuansn

1 1% 1 N v o Y a 49/ dl a . d@l
NNULAAN (cornea) NAWAN (iris) ansn (lens) kAN [IAANTNTUNLITILRERAN (retina) T4

a

o =

a dgl v 1 o‘d‘ o v dl | o o/ o o ] al
Usnatlsznaufanguasninuiihnidusmiudnyonsesiiuuaey  tnaldtyonns
dszamirulilanuduilszaman (optic nerve) lildaudinarsaasnisiun nianes (13, 14)
FanNINi 2.2

NENLIARUY retina & 2 1HA A8 waa31inge (cone cell) uay LiaagLuve (rod

cell) Tnamnulosiouaaasadivasslauansneiy rod cell 39Adng (pigment) Mlasia
= £ A 1 al dd‘ 1 £ 1 3 $2

uwasnn asgnlilunainanamu dau cone cell Hansdnlosauasiinandt asgnldlunan

o :s':s
NANIUNNUAINN



Connecting Light receptors
nerve lissue

NINA 2.2: NN A UAAINTWERT 989NN AW B uandoutlsenauneamad

o o o

2Fudnynynndlas (light receptor) ¥4 rod cell WAz cone cell (15)

1. Rod cell Hdnmmuziluuisenas Fevdaiuaguaiedugad Inaisnoudelis
LinanlsAulsnalldu (rodopsin) wawsaat Rhodopsin Usznausiaeatldu (opsin) uas
- 4o s . e e
LIFAUBRA (retinal) Faflugnsniaannlasalaanin (16) WBILLANANN rod cell NANENLRNIRLHD
Audutlszam 1 @i A lfiANANTA89NTNAUFUAINAININ ANARARN
rod cell axliiA@ 17 isdu TnafnudnInanaaingy Ani rod cell azdanlunisneiy

ey uenaeazpanuararenIn BN 1eulan luaaInatehu (14, 17)

'
o o

2. Cone cell anwnzaeadiuwieys nGassaiuetwmiulu@on retina

(17) Usenaubaaimassoiudnyoin 3 ain mum?@mﬂ%mmﬂuﬁqqmwmmﬁuﬁi’m 3

v 1
1 & o

ngw 1un ARu (blue cone, “S” cone) 1FaTNANENIAAWAY (420 WTULNAT), ALTiEn
(green cone, “M” cone) ¥38T9ANNNENIARUTNNANY (530 WlKINAT) way Aums (red
cone, “L” cone) $9a199ANNENIAALENT (560 WNTNAT) (14, 18) 13141N1TONDIIIUA
e Mannnianandannsafudtynnmesisan@etemnizan M linenainie
NaU WA lugengau  daeanNepduIIANYEEaA NIINeaWiule  (visible
I 1 [ dl = v dl
wavelength) @g/lua9 400-700 w1luiums (19) AININA 2.3 Iael cone cell Hntinlunng
- = A e Uy 1 o v o 2 o o el
UaNEAazBe ARAZATAIN MATLIAasNeT ARl A9 cone cell aannaulFFlaan

nanesunn lidiunwldetnadanEu (14, 17)



B G R
{420 nim) {530 pm 560 gim )

Relative absorption
3
|

| | I 1 |
400 450 500 550 600 650

Wavelength (nm)

i 2.3 anlsaniunisganaunalutaiANeaAAuYes  cone  cell  (cone

photopigment) Wsanuaiinluseun trichromatic 199N 190a9iLA Ny, B (blue cone)

o o A

ARTINANNENIAAUEIZATDININANAULANIBIADTUATY Y IWANIRY, G (green cone) Ag

o o =

M9AINENIAAUAGATBINITAANABLAITANFAFLATY U UATEY uaz R (red cone) ABAN

o

AYINENIARUEIARTBINIAANABLAIIBIAF LAY aUNUAUAY (14)

! o a o Y a (=3 % dl dl
nezunuNIdsdty I AN sNeaiin. Aasadanisilanudnyniniasiun

v o o =

mzﬁiu TUATYTUND (receptor 1178 opsin) Nl opsin #9dtynynnu (signal transduction)
1Y G-protein udanszéjuntinailuaiatlii cGMP-phosphodiesterase 1911 Mnlilaau
[ dl 1 o . ¥ K | 1 a
cGMP flu GMP Aldanunsnay cGMP-gated cation channel 15 edanalnamnsasaniste
189 cGMP-gated cation channel  Aan1silasunilasrasainusnednelnin (action
potential) TuluiBnutiedinmad wazdedyynslliszuudszamnandanaillug@sine

!
a g

mndryyruidennainafinuessiaiudiyyin (2, 20) AsNIng 2.4



Transmembrane
potential

Inactive opsin Transducin

o (2] (3] (4] e

Copyright € Paarsen Educatlan, Inc., publishing as Benjamin Cummings.

o o

i 2.4:  nnuansnededtyoynnannsafudyonidiu G-protein - inliiAANg

wasnulasasdndlniiniBuntefusaduazdaiudynrudnd i lddesuulszam
Y & = / . Yo o @ )

iWaulsuanIsNediug annnuandls inactive opsin 185unisnsziuanuasilu active
opsin (Tumaun 1) ANy active opsin azlnsefu tranducin (duseun 2) 1
ewlsd phosphodiesterase (PDE) @1:n3annauld iawlae cyclic-GMP (cGMP) 1w
GMP danaliiiFunns cGMP anad (Tumeud 3) denalaensesianisilares cGMP-gated
cation channel (Tumpaun 4) Man1silaguwlasaespuse@ng Wil (action potential)

([Tunaun 5) (21)

2.1.2 N1IYANLDAR

Mazauard  WluAuuansaslunIseilunzaaenn  nnliiAnnanienlunig

<

aa a a 1 dl o & = dl
u@amummmﬂﬂmiﬂ Tﬁﬂﬂ\m’]L‘V][51@']‘Ll‘Vlu\‘IN’W"Q’mﬂ’]ﬁ‘ﬂ@’]ilwuﬁ;“ﬂﬂ\‘]ﬂuﬂ/lﬁfJU@NﬂW’i‘LL@F“Nﬂ‘ﬂﬂ

v
o

o o =KX o ¥ & aa a :// 1 Pl 1 o a
ABAIMITUATUTUNEL mm‘lum?ummmwiﬂ mfszmmm@uuumimﬂu 3 naN ANU

[

ANLUBAALAY (protanopia) ALBARALIEY (deuteranopia) LATATLBARTINRLY (tritanopia) Tae!
2
i

A1ITATLBAALAY (protanopia) WazAilea (deuteranopia) Snwuldvies (14, 22) ansiailinn

ab

dnemenuuy  X-inked  1HesaINEuNiAILANNIILAANEENTEY  red-green cone YL
Tastulaawa X Awinliiwusnnluweais (22)  annsdAnenlunguiseainsmziunn
! a Ay \ A »
(Caucasians) NLANIZATLBARAKAN - 1 1E9508as 8 MUNAT18WANLINESTREas 0.5 T
SIS lmmzmuﬂ@:uﬂimﬁﬂﬂmﬂLL@V\I’%mLLML@L%WULﬁm’éﬂmz 3-4 LAt (14) @91
= oa’ a A :// F % Mya 1 .
ATAUeAdRIRY - waeaiunyldtlesnnn  warldlElnnsanenesuuy  sex-linked
HUARNTLNIEANUBARKAY - T8N HBIAINEUNATLANNITLAAIBENTEY blue cone Yliag]

uulastulaneh 7 (23, 24)



2.1.2.1 A1IZANUBARLAY (protan) NAAINANNEALNGYeY red cone BauialH

1 2 nguANzAUANTULINLAZANRALNRTBY cone cell AT

Relative absorption

Relative absorption

- Protanopia T protanopes Lﬂum‘l_Iﬂﬂ?QLmeﬂﬁm;uLm (strong protan)
He9an red cone ldaunan1auld us blue waz green cone £9A9
n9udng Tasgnunsanuninsildtlszannbesas 1 luananziunn (14)
AINING 2.5A

= [ a a 1 .

- Protanomaly %38 protanomalous Lﬂumummmwuﬁﬂu@um\i (mild

protan) W31y red cone gadnNzaninaRlBuARuTnRaUnRll Tae

1
=

= | P 2 Y o & .
WanudaaAueapauasganaulln&iu green cone 19 green-like
:; dy o o 1% a P
cone ¥YNU blue WAE green cone mwmuimm*mﬂﬂm Ipanuszunnges

a1 tansdunn (14) A9NIWA 2.5C

A. Protanopes B. Deuteranopes
] G 1004 B R
. i 80
- 60
- 40
- 20—
= =
| | | | | I I | | | | |
400 450 500 550 600 650 @ : 400 450 500 550 600 650
C. Protanomalous D. Deuteranomalous
G&G’ R' &R
. i 100 B
- 80 —
- 60 =
- 40 =
- 20 =
: 0
T I | | T : I I T I | T
400 450 500 550 600 650 : 400 450 500 550 600 650
Wavelength () : Wavelength (1un)

Nl 2.5: awnpiuniIgAnauLaaes cone cell lumATeNENNzALBAAT AR AT

£
o

A PR protanopes, B Ag deuteranopes, C Ag protanomalous Wae D A8 deuteranomalous

(14)
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2.1.2.2 ANMLALBARITEY (deutan) AAINANRALNAT8Y green cone @9
1 Y 1 o a a o d”
uiialafu 2 ngueNszAlAINIULILATANRALNFAT99 cone cell AT
- Deuteranopia 498 deuteranopes  \{umuanAdanTtinguLse  (strong
dl 1 o Yy a A
deutan) LWANAIN green cone ladgnunsarinauld Dies blue waz red
cone MLy TnemudsyinaBbesay 1 109m19nLIUAn (14) A9nIwi
2.5B
=) [~1 a a a ] .
- Deuteranomaly #1308 Deuteranomalous L‘]Jum‘i_l‘ﬂmmmmmumim;uLm (mild
v a o 1 1 o 9 dlta a
deutan) WNzEAN9IMN9UAD9 green cone g usiiutRaUnGl Tog
= = = Py A Y o =
AnsulasuutlasnisganauiasidwsaneIaaaulnaiy red cone 179
red-like cone gl blue Waz red cone faNumINLNA wullszunnbesas
5 lugNamz3uRn (14) 9NN 2.5D
2.1.2.3 ANTANUBARLINY - WA (tritan) LARINAMNRALUNFAL89 blue cone
z£| 1 [~1 1 [ % a a Y o d’l
Feuinflu 2 ngueNszAuAMNgULIIazANEalNA8Y cone cell THAAN
. . I . [ = & a = a pry 1
- Tritanopia %199 tritanopes LlWANLBARNIRY - IHABITHATULI Hiaan Ty
1An19N191U284 blue cone ag Tnall red cone WaT green cone BN97U
Wind (14)
. ~ - & o a - a |
- Tritanomaly %78 tritanolous TUANLAARTNNY - mewmhquum
d“ o = o 1 1 0 ¥ ndla al
IHANANERNNNINIUIeY blue cone ot usinuiihinalngll Tee
wasuwlasnisganauuash!  inlidasunisueaiuaindinduliiua

Qe wardmaasliiflug@iag (14)
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2.1.3 N1 maumqmmﬂm?ﬁ

aaa

Tufaqiiudsnmegauninzamuendnion Aa nelfuiunsagey Ishihara A9

1
A

= 2 @ ada P Y o ' A oA I~
N 2.6 FiidEidne 59 1Huan wazidene WesanniduniImaseumNLLLNIRTFI
(25) A% Ishihara AZWNIZEANUTUNINALDLAIZANLDARTRAR LAY — WILIMAZTNATINEY —

A
RN

NWA 2.6: FRHNNTBITANAASY Ishihara (A) AIBtNUNWATIAA MFLANTLBARLAY (strong

protan, mild protan) WATANLBARLTILY (strong deutan, mild deutan) (B) FinaginquHUmIA

AVFUFLIBARLNRY - LNRDA (tritan) (C) AaatinuNuAsIAgLiaIAtinAUTLLAN

o
k4 o =3

a a a a
2.1.4 gUNNgIIaANNUNITNRILIUA

fuaamfudtyn 1 uAAULENLas cone cell Pa 8w OPNTLW (opsin 1 long

o o o

< @ o A a =

wavelength) FUIUEUNAILANNITUARANBBNTBIFTUATYUIDIARUUANARAY (red cone)
waztiu OPNTMW (opsin 1 middle wavelength) PILANNNZLAAIBANTDIEIFLIATYRNM
P o 4 2 A = o , LA P

ARULLANALIEI (green cone) TNYINABNEULTENAIRENNADLLAY (tandem array) TunAnng
head-to-tail (26) waAsluA N 2.7 Bwisaesdaunntszunns 15 Alawa (kilobase: kb)
sznaudiog 6 exons (2) waaslunIngd 2.7 waziansuiuanlnédiAesnis (homologous
gene) D9%REAY 96 (3) lenUANNLANANITRINTABTRTMEN 15 AnwmdsannInaz iy
e 364 sy (27) aaflusiumdsinnlildsauisaesiigniaanidlunisganauuas
MNAMNUNMIARULANFNIY  drufunystnudnsnerdiuivinli green cone pigment
Waguulasrniganauuasgagn (Amax) 1ain red pigment cone tszanas 31 witu
WRT JAauNe 7 Auude Usenevudae Ser116Tyr, Ser180Ala, 116230Thr, Ala233Ser,

Tyr277Phe, Thr285Ala uaz Tyr309Phe (27)
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|

OPNILW OPNIMW

(Mot expressed)

I | Green-red ln}'l-rlll

(Not expressed)

NINA 2.7 WARNNNIEEIFAILATANUI exon TBNNENEW OPNTLW (WNLAMALNAWAN) LAY

OPNTMW (uoudwmaandiden) lnagdgnasdniuansfiAnianisuansaan  (Aaudasann

(14))

MaBeafvnsEwhgesulas ity X tusznavldag fu OPNILW Snuau 1
SuAZANNEY OPNIMW f11an 1-3 B Geazuanseiuliluusazau (28) watiites 2 fu
wsnnne’lu array Wiy Ao Eu OPNILW uaz OPNTMW agivay 1 By fiTinnsugadenn
LL@maéfmiﬂiﬁuﬁq?”uzﬁ“a;mgﬁmmﬂuwﬁmmmméwﬁ (29) N133eaAIURIEY OPNTLW LAy
OPNIMW lusiydasinnsiieialugnaday 1:1-3 Seilaauuansneandmdiaagning
umﬁm%‘luj ARemERes 101 (30) WaWLANEEW Chromosome X open reading frame
2 (CXorf2) Wiia Testis-Expressed gene 28 (TEX28) [eNpnagszidnNeiuaed cone

pigments T9elaliinNa e uRantin ANt alauTeaduAINang (31)

2.1.5 §iu Chromosome X open reading frame 2 (CXorf2) 199 Testis-Expressed
gene 28 (TEX28)
g1 Chromosome X open reading frame 2 (CXorf2) 1138 Testis-Expressed gene
28 (TEX28) Lﬂuﬁuﬁ'umﬂ@g@wdwﬁu OPNTLW uaz OPNTMW ua3endnggiu OPNTMW
Augly  transketolase-related  (TKT) Taeselifianiaselafiauanuiinfiaasdu
CXorf2/TEX28 fidaian (31) fiu CXorf2/ TEX28 flaunmtlazanns 255 Alawa tszneudig 5
exons ANNNNIANEARUUTNTENG Huud (functional CXorf2: fCXorf2: fTEX) way S1e
(pseudo CXorf2: pCXorf2: pTEX) # exon 1 aawglal %qmmmwui’ﬁﬁﬂuﬁgﬁqu

FIUanALATALLING (32) AINIWA 2.8 Taaanainannszuaunig duplicate ldanysnd
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10381 TEX %1 1# exon 1 v1eld wanannfigany Alu repeat 3513749 exonl LA exon2 U84

fiu TEX28 Seanaaziiluanmmnaainismnalians exont Tuiiu pTEX (1, 3)

UANANHUTINLNIENUETUF (polymorphism) kUL 697 bp deletion #1 intron 3

9 49

o

109U TEX28  avdnmurnydnuguilaisnsonylivisaulniuasninioznuendue-

e (1)
s e b 1 ] B SR 2 ® : Deletion 697 bp
OPNTLW pTEX OPNIMW fTEX
; Dot | NI R o
OPNILW pTEX OPNIMW pTEX OPNTMW fTEX

AN 2.8; NNLEANNNTITEN AN A8T89E Y cone pigment AUsznaufae OPNTLWY,

TEX28 (pTEX), OPNTMW uaz TEX28 (fTEX) ANNAAL gNATALASAD 81 OPNTLW gnesa

denfe OPNTMW qnasatiiiuae 8w TEX28 Tnautflugddmaengess wanatediuau
& o

exon Nuananaiuly PTEX Uay fTEX LL@ZQ@?@@HWQ ATLLULN 697 bp deletion # intron 3

qas8iu TEX28

2.1.6 NINANUTISE OPNILW Waz OPNTMW

v
o

¢#I v = = o [ dl v a [ v a o o 1 1 zﬂl
WavbnsEuivansiatauiuan indmesiunan - dsenauduBassaniuatnesaiing
= o Y a N N = . P 1 dl &
eanann bine homologous recombination #198 gene conversion 15dne ludasnaad
| o L. P v a ° = al o =
WLNFRLUL meiosis wRagenaliiamNaINrateIasa uanEuuaznnsieasia sanllna
RANINaERUENdINasaANHETILAAIDaN  (phenotype) NMINATENLSTIBSEUNGNTN
wanegluuy (Aanni 2.9) wsinwutiasly deuteranopia waz protanopia dnaziiluuu
deletion WAz hybrid 7eudna@esfiu 114 green-red hybrid genes vinl#iguanameld
UWAMUTININNA  WANAMNTUGIANITONLNNINANUSTHA amino acid substitution LAy

n1naNenug ludeuzes LCR (locus control region) %\1Lﬂuu?mmﬁmuqmizmum?

nansavastiusAiniaaaslgimuii (33, 34)
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. ; Co
X-chromosome opsin cluster Mutation no-py AL max Phenotype
XN =
one + nm orma
A N 2+N | 30 Normal
x N =—
B Point mutation, e.g., E
Ser180 to Ala180 2+N 26 nm Normal
xN
Red-green R Protanomolous or
xN
D Grean-red - .| Deuteranomolous
hybyrid &=l 1a=iznm or deuteranopic
E -I—-— Deletion 01. all i NA Deuteranopic
green opsins
x N
-~
-t monochromacy

LCR—controls expression T
- Narmal
of two nearest genes 3 it

- L-opsin ('rad’) %
- M-opsin (‘green’) 1

’ Transcriptional activity
s oremaron [

- Loss of red, ‘protanopic’

_ Loss of green, ‘deuteranopic’

Loss of red and green,
‘blue cone monachromacy’

NN 2.9: FAAREINNANNUAINUAIIDINITNANERUETIAATWLUEL OPNTLW/OPNTMW (L-

opsin “red”; RMRLNALAY / M-opsin “green”; AMALNATY) (JUAMALNHVENAALAASTS

LCR; Tneniluiisinuiimuannszuaunisnensi@nedtiy. OPNILW/OPNTMW liiuandaan

= { IS dl 1 Y o dl a dl [<1 a o [<1 o o a
LWH\?LLF’]@@\‘IHHW@%&Lﬂ@ﬂu mmmmmLﬂuqﬂﬂ‘mm‘lumwmﬂummuummﬁmﬂumi

WAPIBANTBSEL) WD A LAAINIIEeNaF9EW OPNTLW/OPNTMW Tupudnf woa B wang

N3EENATasEl OPNTLW/OPNTMY TuAuitAan snanawusuuy point mutation Tugi

OPNTLW unq C UAAINNIERNART09El OPNTLW/OPNTMW ARNSNaeiugiul red-

green hybrid wno D WARNNNIEENAY989EW OPNTLW/OPNIMYW MRNNINANERUGULIL
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green-red hybrid 41 E LWAANUARINITIFENAR289E OPNILW/OPNTMW filnnsnans
WUSULIL deletion 9998 OPNTMW TlvisEiu unq F uapenisnanaiuguiuy deletion 989

131904 LCR 1l (34)

TuanspeniuiBnnlasiulon X ARwmds 928 @91 downstream 28481

a

oPNTMY  hililszinny 298 kb dawuEunmauANnisuaneantedenltinglaa 6

Woawlm Alalnsaiug (G 6-PD) (3) A9NINT 2.1

2.2 vaulgiinglaa 6-Wasivn Alalasaiua (G 6-PD) UNLNNTNT WenBanw fiu

WAZNISNANLNUE

2.2.1 wulminglaa 6-Weawsn alalasaia (G 6-PD)
wulminglaa 6-Weaws #lalnsaa (glucose 6-phosphtate dehydrogenase:
G 6-PD) Whuaulminyldluaadidanvanaain Wy ea3lan das wslnda fo way dnd
(35-37) Tataznuiawlasl G 6-PD Paululalnnanaduaesiaad n1nzfiewlsl G 6-PD qn

nazfiu (active) liiinanuaraiuagiuannasyndnelamed (dimer) AINIWA 2.10A uaz

b2
1 o [

WnsziNed (tetramer) aa9iaulad AINIWN 2.10B (38, 39) tasanizAInafelueeiy
seauANiilungs-la (pH) way ionic strength War pH A1 wulndinazeslugl

tetramer luaniefiilonn pH geiu eulidazeslugl dimer muzineniuling pH geaiu

'
=

wn enledazeglun1nzlidgnnessin  (nactive) visalulumes (monomer) (40) @9
neuawairesaulsd G 6-PD Usznaudaansnaziilu 515 wiae HtminTuianadseunns
59 Alamasi wazluumAay monomer azliFaAALAL NADP  visadnssdfin astiuluany

Aaulayd G 6-PD Nn9uaanwt NADP' luusas monomer (4)
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Swruciure

AN 2.10: AN A amalasaasiansy dimer aadtaulasd G 6-PD Tnsiinssiasiusnianalis

a & a \ ; LR = o a >
ANWLAT UL @quﬂu')ﬂﬂﬂﬂwm'ﬂ\ulﬂﬂ\flu@LL@\?LL@‘;@WHQ (39) NN B LL@@QI?\?Q@?'\\?LLUU

tetramer ABCD Ingi/ie@uunsieingl (subunits) UAAIARERTNRY &3 @Wan uazany uazly
130 UATN RudinugpaiLNazauiu NADP (38)
weulsl G 6-PD luawlasl housekeeping Anulunney wad szl ndnAtyse

a

nsfnannaliseneendinduuassandunieluess (4) Tnaeulsd G 6-PD azasg
NADPH  ainniseendladnglaa  6-Waawm  (Glucose  6-phosphate)  Lilu
6-WaalWnglaluuanlnu  (6-phosphogluconolactone)  ludumauusnaasdmuinaluiy

Wagwlm (pentose phosphate pathway: PPP) Gaiilunfifeqiasna NADPH THiiuiadidn

A @ o asa d’ld a o [ % | & A ' < o
LARALLAN muuﬂgmmu%um’mmm&lm'al,sﬁamumafamlm ﬂﬂqﬂi?ﬂﬂﬂ’]ﬁ‘ﬂ’]\ﬂuﬂl’ﬂﬁ

v
o o

wuld G 6-PD azgneueslfianszAuaes NADPH N1geliu Auiuans49uszning NADP'
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iU NADPH Agiflusinpaupunisinauseseulodnieluaadidaimaeauna41) wulad G 6-
PD azinaudnduienlssd Glutathione peroxidase (GSHPx) waziaulmd Glutathione
reductase (GSR,GR) Tuma\ﬁﬁmma‘@%a?ﬁmzmﬂum@‘ﬁfu ugianlunNsANSAgITWAN
aunadasvaziioulnivansefiafing iy weulnd catalase gnairsiuetannluisad
LHALRBALAY LLﬁiLﬁmmﬂmmmmmlum@ﬁﬁmW?@%@EmmmLﬂﬂﬂjﬂ catalase #

FRINRININ FINTWA 2.11 (42, 43)

A B
G6P NADP GSH H>0,
I *Caraiase
6PG NADPH GSSG H,0
[GlucolysisHGlucose Sfphosphate)—b(GSPD] " G6FPD Glutathione Gilutathione

l l | reduclase peroxidase
: Oxidative
v ATP NADP agents
(8 HHF)
Energy Free radical i |
detoxification i s | -

letHb{Fe®*)

ami 241 A A wanihfizesenlsd G 6-PD ludadidaidenuns Immﬁ'fan@m
(glucose) runszuauntsWea Tyt (phosphorylation) Winiilunglaa 6-Waainn (G6P)
ﬁLﬂumi[ﬁ%@ﬁﬂuﬁﬁuﬁﬂj 2 3% An nszuaunnsinalelada (glycolysis) LaaEINAINL
Wiiuad waznszuaunig pentose phosphate pathway L‘ﬁﬂ@%%‘lma‘ reducing power
(NADPH)  dwdunisnnananseuyadassnalumad 2w B wanenisvinanuaadiailnsd
G 6-PD UazszuUUay Glutathione (GSH) lasiunausnuansnisilasnunismiaieannans
BUYABATL W hydrogen peroxide (H,0,) Im&g‘iﬁ‘aqsf (reduced form) LL@ZQ‘]J@@%WI?
(oxidized form) 289 GSH el A AR ALAATEUTLIZAL NADP® uaz NADPH 4

a1Aan1INusaNiuaesenlsd glutathione reductase wa% glutathione peroxidase (41,

44)
2.2.2 pnaznsaataulad G 6-PD

2.2.2.1 aan1amNAdtnIasnnznsadaulad G 6-PD
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= s @ A Saddo o A ax oy o o
iwasanimadidanenuasinondrdypeinmuinanasan  Aldn1dpansenya
a dl a d’/ dll & I 1 ' c ] ¥ & I
faseinelu IeadLlniaanuasar lunneniaaeulsd G 6-PD avdsualiiaadidniaen
wasgniinangaInanseyyadass talfiseneendindulesdiuinaiu (hemoglobin) ¥ini
Flulnadudasuliiilugnldaunsnaudeeendiauld  (methemoglobin)  waziinnIg
. < o gy a o A ' . s @ A
ANAYNBY methemoglobin ¥1NAYW M MAAAANHMIENEENIN heinz body Tuiaadidnaan
We wazetlmadargnnNanein iinaN1e  hemolysis  aunaneiiuainislaiinans
a [ (= A . . dl Y v ]
REUNAUAINIAREALAILAN  (acute hemolytic anemia) Ainulfviass Tuitlhendas

sl G 6-PD 13881n19AT1U (jaundice) Nnu A luAnusnifia (44)

22.2.1.1 naelalinanaRaeundlandainanuasuan (Acute hemolytic
anemia)
TnetnAypraiinnznseseulasl G 6-PD azluuamsainisle iy
o ' tﬂl 1 & v P a dy ] [ oI/
dhiau wsleseniagnnasiuliinisaseansenyadassunay wu n1sfudssniudaiin
3y %o = = = a ' Y =
21 (fava bean) n7lEfusNvTagILAN (M1379% 2.1) AINLIU NQNEIAIUNIAILTE ACUAAY
a = o (=1 A 1 [~ dld ] & dll
anslafisangagLnauaIndameawatuan [y lwAniinmenseseulsd G 6-PD e
1F5unsnsssiuansaysadasznialy 24-48 dalue azilennsaduld enRawaniien on
% % = P iy o A A A A . .
fiee uavfieads uananBhAnNNINNzAwmAREANTaATIY (jaundice) B1ANLBINIT
fTagnnei@nldn1elu 6-24 Galug (44, 45)
< A = o 1% as
N1IATIRAELNIZIAREAUAILANIRELNGY  A1N1TRgIRaaL LFuanens
W NIRIARaLANHTdgAnENTesTa sl nnenuAslnedeandesqansamil iiesann
anunsanesmiuaNiaLng idalay ansuzasdiaaenuasniglieinlnivataaiinag)
o o | o dl % dld (=1 A d’l o
987U (poikilocytes) it Anmiuz spherocyte Inw i uAuNINzIlARE ALAIWANETESY
o . o % tﬂld (=3 A [ o d'
uwazAnmoue bite cell dnnuliluauninnziiniaenunawandunau (wandluning 2.12)
s & A PR . . ¥ ¥ a a
N1IAIIRAELIIAALIARDAWAITH heinz bodies Taanisfiandinadiniia 1o
18L& (methyl violet) WARYAINNTANSNWIN heinz body MALEdamsne esannaadildn

" aa . . ) ° o = v a @ A o
RBALLANIN heinz bodies ’Q:ﬁgﬂ@fliﬂﬂ/]f]@f]ﬂ‘ﬂﬂqm @QVIWIWLﬂ@LSﬁﬂﬂLNﬂL@ﬂﬂLLﬁ\‘i@ﬂ‘]ﬂ’m:ﬁ

UL bite cell (46, 47)

|
A [

mimfsf«]muEﬁf;ﬂmiﬁuﬁﬁmuwﬁ@hiﬁnﬁ (reticulocyte count) Lalilunng

a < A % 1 dl o yva o
mm@mmmwmiumwammm@mmmnhm‘:@ﬂ Imﬂmmmmimmmqu
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reticulocyte 442UW1TaNINNINLNG wansen1zlaiinans $19N1EAIATEARLTRRD ALAS

NINALNY (4, 47)

A Mormal red cells B Bite calls C Spherocytes

o @0

NN 2,12 waAANHTIeEaAAae AuA ANz UsEnauAae N A uang
TARLIALARALANLNGA NN B lasdANtalnRamadidnldanumAliLl bite cell AW C

LAANANNRALNRTRILTAR LT ALABALASLLIL spherocytes
2.2.2.1.2 nnazatiuluiinusniia (neonatal jaundice, NNJ)

aInMeAnEINasELNaanen innuntoznsedeulad G 6-PD Tufilae

NNJ wstaginalsfimaldlaiinnininenseveulsl G 6-PD nauaziily NNJ Tnaainisi
a A A % A Nal A v

LAADBNNTDINIZATIUAD ANWASY famaes Tadnsiawaedu Tnasameuesainig

a

pananaiinaInnsazantasiagiu (bilirubin) lwdeagennnanidng Tnaansiiagiuilu

a lﬂl

ANTAMARRITIIAAINNIZUIUNSINAElAReaLANNARNY Tvansliagduiientlunseua
naniAANTR lara8tn  (unconjugated  bilirubin) wazgnilanuiiuginazanatinls
(conjugated bilirubin u&asgndsiiuszuLg hlfsanl&ineindnsald Tnantazatuly
[~3 a = 1 o o © v tﬂl 2 3 an zﬂl o
nusniAnenatamsEIaanalsenaey - AuSainui s ldissniiesarnniswimun
faldanysnd viveanaazifintuainnisanaewlad® (UDP)-glucuronyltransferases (UGTSs)
g wiunsulasugtlaesiagiuliianunsnazateunls (47, 48) Asiuilellarunsnningn
aa a o 1 % o yaa a 2 dl” dll 1 o Y @ o
dagiudnuaunineanandmald vinlidagiudnlllwlladesepnlidiudnenzaes

ANIIFNADY ANLAARY 1F (49)

2.2.2.2 fldendanaliaafidnnenuasunnlufniasoulsd G 6-PD

2.2.2.2.1 Mazllaaaausauanilagnntitainfage (drug induced

hemolysis)
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nsAunLANNANAYraIn1azenalaultl G 6-PD Tuitadilnlaanumeii
A 9 o A A ve o p .
BudiuarnnisnugihannaBenlaiuanfinuunanBalsznm 8-amino-6-methoxy
quinoline i primaquine W&dLAANZIIAREALASLAN (hemolysis) Taman1aens LIy

0%

wanzfiladiningnsedeulad G 6-PD $andiag (4, 50) WanaINen primaquine WAAEIHEN

wazansARaw] Nawnsanszuliiiannvdndeaunsuanluiihansaveulsd G 6-PD

18 A9m13197 2.1

F119°9% 2.1 enuazansaifgiaaniaznseiaulad G 6-PD ATUANIALN (51)

Feenuazanaed

Acetanilid Primaquine
Furazolidoen(Furoxone) Sulfacetamide
Methylene Blue Sulfamethoxazole (Gantanol)
Nalidxic acid(NegGram) Sulfanilamide
Naphthalene Sulfapyridine
Niridazole(Ambilhar) Thiazolesulfone
Isobutyl nitrite Toluidine blue
Naphthalene Trinitrotoluene(TNT)
Nitrofurantoin(Furadantin) Urate oxidase
Phenazopyridine(pyridium)

Phenylhydrazine

2.2.2.2.2 A19zIAAR ALAILANLIEIANNANIRAALTEE (infection induced
hemolysis)
nazidadanuaaunndmiuijibanseqenlasl G 6-PD  sulailign
= o = . = | o = o Ny a & 2 & o
wiHgaAaneesat1aRen udianisngniiiantilfarnnisiamaisainiaelhiauay
ala = =3 o & I o o o o a I
wuefiige TaadnisAnsnuauduiussendnglsn liiadusniauiuniasha uesineguues
(4, 52, 53) wsatelsfmn nalnainnisialEandtdenaliinaniInzidnaaaLAcLaAn 1L

o a

frlhawsasiaulsd G 6-PD wudelsiifluimauuidn wAinsfdiadutiugiulidiszuineg

49

. ~ o o o o Al 9 v a s @ A
?’Nﬂ']ﬁlllﬂf]?ﬂ']’Qﬁ@\‘iLLﬂﬂﬂﬂ@@N (1'3?@, LLU@V]L?H) AIENTCUIUNITALUNUABDITARNLNALABD A

. o Y a a & dy [ v T & I
279 (phagocytosis) M liNaasauyadasznelumasunau W limadidaiaenung
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agfluaninzirzaannay Wianvisliieulad G 6-PD daeaine NADPH lunisnidnans

DUNARATE (54)

2.2.2.2.3 A1azNATN (favism)

ANWUEAINIMNARNATEIN1NE  favism  avlAadnlndRaeiuniazdn
Aenuadiiainannisfinde Tmmﬁfat’gﬂwwé@u@uﬂmﬂ G 6-PD Audailngn (fava bean)
dnlaginiRannsdadenunuanld  Weswnansiedludatngr Wi divicine,
vicine, isouramil WAL  covicine ‘Emmmimm’w'?:nizﬁumm’éwmmwm%m: ¥t

o

hydrogenperoxide (H,0,) Mg uisninanaitietjuisadiiniaenuasls (53, 55) A

=b_

Y v

213 auiuingilaenedlunenseseulsnd G 6-PD Aslilwulmdaaindnanseiya

a

aaseinarun e luaas L@ masaaanLAsaIwman bidendnluawlng (4, 56, 57)

2H,0 .
1 AWl 243 panwasana by Waiau

G556
SPONTANEOUS OR | . o
GSH-PEROXIDASE N . (pyrimidines) 284 covicine Tufatlnétsanis

0 € % 0 vnanuaseulainganinlan wefFandnalu
HN/"IOH N4 H)'Io
R™ "N NH

PSS adldaResuasimiantinliifa H,0, g9l
G556 2GSH
GSH-REDUCTASE ganaliitsunuaasngan mlauanas (55)

NADPH NADP

o]

6PG  G&P
ISOURAMIL: R = CH
CIVICINE: R = NHz

2.2.2.2.4 nazidaRenuaduaniiiesainisalunmnu

Tsatnuauannsavinlfiumadilnaeaunsunnlfdngludiloamiunioy

wisweulal G 6-PD 16 illesannsvdunglraluiaenigean deualiifinansenyadass

o ]

melumasuinnindng  saiunnlimasiian1eniauirafanganasan N inlnFlunng

PARUTAY LAZIAANIIANIAITARAINNT N IasEARaaLALAN Fd1enI1 Al nG

a

(58)
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2.2.2.3 N193N1
dl b2 1 s Yo s % 1 dl 1 Y a (-3 =
LN@QW?@QL@Hi"ﬁN G 6-PD 1@?‘]_|[§l'3ﬂ?$[ﬂw§l’1<1°] VlﬂﬂslVLﬂmﬂr]'JZLNﬁL@'ﬂﬁLLﬂ\‘]LLmﬂ Ry
Yo o ¥ A tﬂIQJ 73N ndl a (=1 A a oI/
VL@?UﬂW??ﬂHWI@ﬂﬂW?lVIL@@@ mmxmﬂqluaﬂQﬂmLﬂmﬂqQZLN@L@@ﬂLL@QLLmﬂ@qﬂﬂq?ﬂuﬂQﬂqﬂ
o va . . A s o & ” o
a1 @:1@%8’1 desferrioxamine WNQm@NUWIMﬂW?TUﬁW[ﬂLM@ﬂ ?QNﬂUﬂ’]ﬁ‘IV]L@@ﬁ AP PAG P
o qoual . . o d o = A < @ oA A o v ~
V]']I‘Viﬂxl?gﬁlz hemoglobinuria AUAY LL@zﬂizﬁUﬁINIﬂﬂuu@ﬂmuL?’)ﬂqqLll’ﬂLV]ElUﬂUﬂ;lJﬂQﬂ‘V]
VYar = = ] = dyn/ = =X 1 a a = v o =3
VL@?UL@@@LWEN@H’NL@EQ (59) UONANRLINNITANEITNIFINUDAINITNUBINUNILLE A

wanuasuanReunaLlE luiniaaeuled G 6-PD (60, 61)

2.2.2.4 nN3ATANNAstNIE NIl G 6-PD

2.2.2.4.1 N3R89 Na8eIN19endadau by G 6-PD 1@ei3unng
[~ a A dl | ac o
Hunnsneadimszida Fuinniiidtuinsgiuaina Ine1anAtl
ANATNNIDTUN9AANALLAIIDY NADPH HN1LA3849 spectrophotometer 799A2MHENY
zﬂl 1 o '8 ¢=4I a 49/ & & A ://
AAY 340 wnluwiwms TasAn1sienvaadeulsd G 6-PD MAstulutmasidinlRanLAI
ANIUANNANNTTNNNL NADPH Maulsd G 6-PD wamaiu deluneiiluainavisalulasiua
Tunilaun®  (umolimin) seanianinaasdinlnadn (1U/gHb) TaetnAmnisnieuenlssd
G 6-PD lumasdinianna1a (leukocyte) aziAinnndnluadidniaentas aafulunig
NARALAITUENIARLLIARDAIMABNNAUNAZAL WaliAN1IN19uTaseulEd G 6-PD 9
peagaulfifuAMinarua s luasidnaasuee IatlaaslaalaaalAlnANAIN1TNI9IY

29310u 13 G 6-PD ag/lutag 7-10 IU/gHD (44, 62-64)

2.2.2.4.2 nsmgrantadaninznsadianlad G 6-PD 1IAMNIW
{i3Ennemsadanges (screening tests) nisvinguzedienlmiaginedng’)
@ v & a e = . . . Iy
wazgaade  Aaflunisessiidanetiunne (semi-quantitative)  Inaaunsansaaaylé
WANEAT LU 38 dichlorophenol-indophenol (DPIP) dye decolorization 81Aa®aNN15184
nsulasudues 2,6-dichlorophenolindophenol ( DCPIP ) tHagainansaananaiaiieat
Tugl oxidized form wazazliiAilantlugy reduced form AniulunimeaaunIvzndes
wrled G 6-PD dalfiann NADPH #iislulutasidanenuns wnliganssananady
a dl - | =®
BLANAEUNIAIN NADPH lasuans DCPIP lugd oxidized form iilu reduced form a9

gnsngoaemzdnaliainnindasunlaadluansliid 65 wananniidalinmegauing

methemoglobin  reduction  lagiinanniaineendnduaesdininade  (Hb)  flu
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methaemoglobin (MetHb) #iael sodium nitrite Fedainsualinisiasuulasdans metylene
blue (66) WA¥AT fluorescence spot test (64, 67) Inaann1INAdaLYBIAT fluorescence
@ aala o A % o

spot tests (FST) fuasnanAanisizasias (fluorescence) nalfuaedanarlalaanuas
NADPH %58 reduced triphosphopyridine nucleotide (TPNH) 71AT1AINNNTN191UT8
wulmd G 6-PD (67) Inasvsdumnuiingadunad fluorescence Wiamsanuszfuaag
NADPH Mifintiu  Fosmstsyatinnuidinaasuas fluorescence adiflusniia@nasyalinas
pNAaINNsnaedeuled G 6-PD lugavasaueuldl G 6-PD azilsznaudion nglaa-6-
Wagulm (G-6-P) TPN @nsazansiinies wazanlufiu (saponin) Aldnageuiusaesinaden
11n whole blood uazulanaaINNIstinaIsaza e MAAL TR UAME AAILLNTZANHNTEY

v o A 1 o ¢ﬂl %
(Whatman paper) k&adanmnisizesiaanielsiiaasanstlaloianaeaiengnsazans i
LUNTEANENTES W nnsaeteinnensesenlad G 6-PD arliiiunisizesuss van

o

FnatinalAInNInuaedianlas G 6-PD UnAara uisnNadiunisirasuastfasinetalau

| o

, o y A o _ . = A v
LLm‘Vi’]ﬂmQ’ﬂﬂq\‘ﬁ/]Nﬁqﬂqﬁmqﬂquiuﬁzﬁﬂﬂquﬂ@qﬁ (mtermedlate) QZLMuﬂq?L?@QLL@\‘iiﬁ

! ! [~ % dl = o a
UNAIUNTALANURE WHanaUnUn1zUnR (67)

2.2.2.5 funraanainaninensaanlnl G 6-PD

v
[

a/rdla d” QlddQ :/Id dll v a g
mmmawuﬁ;mmmulummqmuuwmﬂﬂ‘a‘:mw nannalifina neuasdsslaad

b

v
a

1ialulne (negative selection) wiiluame litiaaauRalnfvesllsiiv duiinlignns
a = a 1 ] a ai [ s . . :// a dgl dl
\nnlsavisanensanInene dautianifludselad (positive selection) 1l @1aiinTuINe

iulgeaneiugdmdunisagsensald  Bsnsnaesiugniilulsylamiifiazanseatiselil

v '
a o '

anisannsannananselllugugniuauls ey unanFafluarmniinlinyedane
[~1 [ =K o [~1 v = o & a dl 1 1 % dl = c @
{iuanuaunnn asandlufiesdinsnanariug nansrtandenasaviitnaesllsfuluaadiin
& A v ) a & al ) ' - PRy
ROALAY NBFNUNUFRANIRATANIANEE W Anzndeaeulsd G 6-PD ANaMENIATN
o & = o o . Y
nsnanaiuguestiy G6PD (68) lasaunsonwulullszainsialanlsnnnndn 500 &1uau
o a o - A a R P
(44, 69) uazdnaznuluiBruLIEuAUTgRITaLNLYRaINASUTURTNHNNANEE
Y o a & = ' ~ o A Ao '
521NA  WeanauIuNIsRameNanmalunguilszansiendustluiunfinan (37, 70)
PINRANTUNANNLTNUARNIANFUIZLNA FININT 2.14 aznua TuLaULansnn (Africa)
MINANERUSULL GBPD  A-  @9uIN  BAAAINIULINTENNIIRATaNIA" FaTiia
B . A U 1 = o = azdl [
Plasmodium falciparum (48) visaudius luunuieimaaziuaaniaaslEnwunisnaiaiuguu

G6PD Mahidol 44 lNaAAAINIULIIAINNIAAITENIAFEHA Plasmodium vivax (12)
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O
T
1

Frequency of GEPD deficient males Polymorphic GEPD variants
<0.5% [] 7.0-9.9%% @ A-(2024) () Chatham () Mediterranean @ Taipei
[ 05-2.9%% ] 10.0-14.9%3% 7) A{968C) @@ Coimbra () Mahidol @ Union
[ 3.0-6.9%% I 15.0-126.0%% ® ~ures ) Cosenza @ Santamaria @ Viangchan
@® Canton () Kaiping ) Seattle @ Local variant

J']’W\lﬁ 2.14: LL@mmm?::@’mﬁwmmq:wﬁ‘mLfauieﬁﬂ G 6-PD sialan ‘llmmmu?mmmmm
dl 1 o o =
gnnu luumazdssimna LAZINNANLAAIANHUAINUAUTAINTNALNUGIBIEU  GOPD

Q

(G6PD variant) finuluusazdszing (69)

2.2.2.6 £l G6PD

#u G6PD aguulasinlaning X iantanedreennvedlastulaudslng i
wlaile (telomere) (band: Xq28) fiu G6PD Lﬂuﬁumﬂﬁ’g@"ﬁc-ﬁ“ummﬁmumfm%‘ﬂumm
Wyl (71, 72) Taefiu GEPD HAnnnanalsennns 18.5 Alalwa Usenaudiag 13 exon uay
12 intron Tael exon usnuesEiy G6DP Wludiui laiinnsnansvaidlulilsiiu (5° untransiated
region) Usenauriy intron 2 AAnenatlszanns 12 Alawwe FaenaReuiien iy ae
8w G6PD uspeindlsfimudelinun e uitaniiannnud AyresrnnenaTes UL
U intron 2 LLﬁiﬁgﬁﬂz?fuﬁwgmdwm@@uﬁlm’*ﬁmﬁuﬂ?xamﬁmwhﬂmmma@ﬂmmﬁuﬁ
dluld @4, 73) wananilutnnslunes (promoter) 18481 G6PD AvWULLARATIU
(guanine, G) uazlalndu (cytosine,C) uanuauunn (GC rich) TnafianudnAmysanis

ATLIANNITUAAIBENTBNEU IT1LAENTL promoter 29981 housekeeping 817 (74, 75)

TweAmt  G6PD  1HTlulATaInNNaNI9WUENITNAMTUNN9ANELI NAN1T0T
]

inactivation 1841AsTNTEN X (X-chromosome inactivation) @4iflunszuaunisinnzwlmne
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nie Waldilasiulon X Annsuasseaniauiamaaminiis @, 76) Tnaniznsasianlad

o 1

G 6-PD iR nnIsnanaiuglutiy G6PD 1iu dnnsanamanlidagugnuaiunielasulas

q a

' =

X 9@ X-linked recessive matidwAtNeEalAFUN1INALRUSAINE1 Avilansuzlu

q

2
=

hemizygous M1 l#finsuansaanaasnianatawuginadulfdaauuinnannanis Tuaneh

9

IWARELNENIZLAUNNT X-chromosome inactivation WULAN NAILANNITLAAIBBNLBIEW L]

4 o

= IS 1 1 dl 1 o :; a Adld
uamaaninenEuanunglawieitraslaslulaumwea X aaguri PNUUNNELNNNANTTUS

u

b

KX A

WURNITHULLINUENN (heterozygous) AsiAINsMNMaasenlad G 6-PD Iuainuans

A ' '

TneuegiuanuuagaINAsINgNNAANIZLAUNNG X-inactivation NENeiu Ae NgNAEA
nsineuzedienlssl G 6-PD UnA 1HeIRInAANITLINNIT  X-inactivation 289UV
Trslulandiinisnananiug uar nauadila@aauasidAnsinauzeenlsl G 6-PD

p a . AT L. : Sy i o - =
AnAY HBIANIAANTELIUNIT X-inactivation aedurivimsTulanilaifinnsnanaiugaestiy

G6PD (77-79)

2.2.2.7 NMINANELRUEURIEY G6PD

nsnanaiuguestiy  GePD M liinuaniRuazilsrAnsninnisinevaesien s
G 6-PD wasulll Insenadenansenulnamnsasalnaging Anuaies visanNansnluy
mﬂé\‘iﬂﬁﬁ?mmmmﬂsﬁﬂ(BO)

A = o e a o a al -

\HeAnHINMsNaneiugaaeEy G6DP ANHANHOUENINT9L AN UDL1 L8]
(biochemical characterization) azWLANNUANNUANE (variant) liasinatias 442 ailp Insid
229 #iaNnMuALAL World Health Organization (WHO) (4) TuanusinsAnsniganiiiug
AR (molecular genetics) AaxnuN1INATERUGLsTIN 140 18R Tag 90 aiip lAus9N
[y Y o = o & | @ . i < o v a
fayalinamnsed 2.2 nsnanaugasulunjifluiuy missense mutation @avinliifinnng

¢ﬂl a o 6 . Y v 1Y

Wasuwlasreanseeily  wazamnsanunisnaneWuguuL  deletion  lhitinausifing

dgln/ =l dl o a :// d”v o rdl
uaNANUEI AN UNINA B U IULEIIRY promoter  YINHANBTUZNNINANINUE]

1%

NATUAZNITANLTAYN exon 199EW AININA 2.15 (81) wsardANguuLssiuauAY

' ' v
e =R o o 1 A o o o

ANUMAANTINANRUES TIAUMNANATY Y LBnundusuansnfiureenlad e

q

o

a n:lldl ¥ o v ' S dl v o .
U?LQE‘L&‘V]Lﬂﬂ'ﬂ‘ﬂ@\‘iﬂﬂﬂ’]ﬁ‘@ﬁ‘%ﬁgﬂﬁ"]\ﬂ]‘ﬂﬂL“ﬂuvLsﬁNWLVNﬂm@NUWV}W?“ﬂJ\I"ﬂxV}’N’]u (active form)

g (4)
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L FILT gggqg 1&* §

U Union; C | Canton; M Mediterranean; ®A (202A); 'k Kaiping; \_) Taipei; (v Viangchan; .Mahldol
B . Chatham; I\_I_, Coimbra; . Seattle; s Santamaria; . Aures; (Z) Cosenza; (A A~(968C).

NINA 2.15: uanaEil G6PD lunymel N A napeansizaes exon e lugiuisnalaegy

]
=

AvdnAussuansiaiBni gnulasiassnuilullsnu wazgUAmas N uanas
tsnnignulasiasenuuilullsiiuld aaw B uaasdumdiuazmnunaInaneueanig

ﬂ@wﬁuﬁfmﬁm%uﬁmm coding region a4l G6PD Titlsznavilildne exon 2 i exon 13
(44)



FN997 2.2 UAAIANHUAINUaNe e ianisnanawunnulugivu G6PD (81)

Variant Name cDNA Nucleotide | Genomic Amino Acid

Substitution Nucleotide Substitution
Substitution

Gaohe 95 A>G 95G His32Arg

Gaozhou

Honiara 99A>G 99G Met33lle
1360 C>T 13763T

Sunderland 105-107 del 105-107 del 105-107 del

Orissa 131 C>G 9988G Alad4Gly

Aures 143 T7>C 10000C lle48Thr

Kozukata 159 G>C 10111C Trp53Cys

Kamogawa 169 C>T 101217 Arg57Trp

Metaponto 172 G>A 10124A Asp58Asn

A-- 202G>A 10154A Val68Met

Distrito  Federal | 376 A>G 10877G Asn126Asp

Matera

Castilla

Alabama

Betica

Tepic

Ferrara

Laghout

Kabyle

Namoru 208 T>C 10160C Tyr70His

Murcia 209 A>G 10161G Tyr70Cys

Swansea 224 T>C 10176C Leu75Pro

Ube ,Konan 241 C>T 10193T Arg81Cys

27



Variant Name cDNA Nucleotide | Genomic Amino Acid
Substitution Nucleotide Substitution
Substitution
Lagosanto 242 G>A 10194A Arg81His
Urayasu 281-283 AGA del | 10782-10784 94Lys del
Vancouver 317C>G 10818G Ser106Cys
544C>T Arg182Trp
592 C>T Arg198Cys
Sao Borja 337 G>A 10838A Asp113Asn
A 376 A>G 10877G Asn126Asp
Vanua Lava 383 T>C 10884C Leu128Pro
Chinese-4 392 G>T 10893T Gly131Val
Cairo 404 A>C 10905C Asn135Thr
llesha 466 G>A 10967A Glu156Lys
Mahidol 487 G>A 11658A Gly163Ser
Plymouth 488 G>A 11659A Gly163Asp
Chinese-3 493 A>G 11664G Asn165Asp
Naone 497 G>A 11668A Arg166His
Volendam 514 C>T 11684T Pro172Ser
Nankang 517 T>C 11687C Phe173Leu
Shinshu 527 A>G 11698G Asp176Gly
Chikugo 535 A>T 117067 Ser179Cys
Malaga 542 A>T 117137 Asp181Val
Santamaria B42A>T 11713T Asp181Val
376 A>G 10877G Asn126Asp
Santiago 593 G>C 11764C Arg198Pro
Tsukui 561-563 del 11732-11734 del | 1880r189Ser del
Coimbra 592 C>T 11763T Arg198Cys

Shunde

28
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Variant Name cDNA Nucleotide | Genomic Amino Acid

Substitution Nucleotide Substitution
Substitution

Mediterranean 563 C>T 117347 Ser188Phe

Dallas

Birmingham

Sassari

Cagliari

Panama

Sibari 634 A>G 11805G Met212Val

Minnesota 637 G>T 11808T Val213Leu

Marion

Gastonia

LeJeune

Harilaou 648 T>G 11996G Phe216Leu

Mexico City 680 G>A 12028A Arg227GIn

A-- 680G>T 12028A Arg227Leu
376 A>G 10877G Asn126Asp

Asahikawa 695 G>A 12043A Cys232Tyr

Durham 713 A>G 12061G Lys238Arg

Stonybrook 724-729 12072-12077 242-243Gly&Thr
GGCACT del del

Wayne 769 G>C 12117C Arg257Gly

Wexham 833 C>T 12546T Ser278Phe

Viangchan 871 G>A 13031A Val291Met

Jarnmu

Cleveland 820 G>A 12533A Glu274Lys

Corum

Chinese-1 835 A>T 12548T Thr279Ser




Variant Name cDNA Nucleotide | Genomic Amino Acid

Substitution Nucleotide Substitution
Substitution

Osaka 853 C>T 12566T Arg285Cys

Montalbano 854 G>A 12567A Arg285His

West Virginia 910 G>T 13070T Val303Phe

Seattle 844 G>C 12557C Asp282His

Lodi

Modena

Ferrarall

Athens-like

Seoul 916 G>A 13076A Gly306Ser

Kalyan 949 G>A 13109A Glu317Lys

Kerala

A-- 968T>C 13128C Leu323Pro

Betica 376A>G 10877G Asn126Asp

Selma

Guantanamo

Nara 953-976 del 13113-13136 del | 319-326 del

Chatham 1003 G>A 13163A Ala335Thr

Fushan 1004C>A 1 13164A Ala335Asp

Chinese-5 1024 C>T 13184T Leu342Phe

Partenope 1052G>T 133517 Gly351Val

lerapetra 1057 C>T 13356T Pro353Ser

Loma Linda 1089 C>A 13388A Asn363Lys

Calvo Mackenna | 1138 A>G 13437G lle380Val

Riley 1139 T>C 13438C l1e380Thr

Olomouc 1141 T>C 13440C Phe381Leu

Tomah 1153 T>C 13452C Cys385Arg

30



Variant Name cDNA Nucleotide | Genomic Amino Acid

Substitution Nucleotide Substitution
Substitution

lowa 1156 A>G 13455G Lys386Glu

Walter Reed

lowa City

Springfield

Guadalajara 1159 C>T 13458T Arg387Cys

Mt. Sinai 1159C>T 13458T Arg387Cys
376 A>G 10877G Asn126Asp

Beverly Hills | 1160 G>A 13459A Arg387His

Genova

Worcester

Praba 1166 A>G 13465G Glu389Gly

Wisconsin 1177 C>G 13476G Arg393Gly

Nashville 1178 G>A 13447A Arg393His

Anaheim

Calgary

Portici

Alhambra 1180 G>C 13479C Val394Leu

Japan 1229 G>A 13529A Gly410Asp

Shinagawa

Bari 1187 C>T 13486T Pro396Leu

Puerto Limon 1192 G>A 13491A Glu398Lys

Anadia 1193 A>G 13492G Glu398Gly

Clinic 1215 G>A 13514A Met405lle

Riverside 1228 G>T 13527T Gly410Cys

Tokyo 1246 G>A 13545A Glu416Lys

Georgia 1284 C>A 13560A Tyrd28End

31
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Variant Name cDNA Nucleotide | Genomic Amino Acid

Substitution Nucleotide Substitution

Substitution

Vansdorf 3" intron 10 splice | 13689-13690 del | N/A

site del
Pawnee 1316 G>C 13719C Arg439Pro
Telti 1318 C>T 137217 Leud440Phe
Kobe
Santiago de | 1339 G>A 13742A Gly447Arg
Cuba
S. Antioco 1342 A>G 13745G Serd48Gly
Cassano 1347 G>C 13750C GIn449His
Union 1360 C>T 13763T Arg454Cys
Maewo
Andalus 1361 G>A 13764A Arg454His
Cosenza 1376 G>C 13884C Arg459Pro
Kamiube 1387 C>T 13895T Arg463Cys
Fukaya 1462 G>A 14067A Gly488Ser
Campinas 1463 G>T 14068T Gly488Val
Canton 1376 G>T 13884T Arg459Leu
Taiwan-Hakka
Gifu-like
Agrigento-like
Kaiping 1388 G>A 13896A Arg463His
Anant
Dhon
Petrich
Sapporo

N/A fia Tildaya
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nsnaneugaestiu GePD Hpnnnuansiullluudasnguanfiiug nnen uaz
fiug1u e ity nuniananaiug GePD A- luaueiiiufiadi Sesaz 20 lurniziininais
Wugria GePD A+ wuluauueniriugasay 20-30 (82, 83) dmiunisnanawugailn G6PD
Mediterranean a8z 70 lupugiangu Kurdish Jews uazdanulivasluilszainsduie
%enay 60.4 anfne (84) daulunaviaide andethady nsnaneWugaesiiy GEPD Ainy
Wunnludszanslinsuienisnarenugaiin GEPD Canton wusnniisiesay 50 luanid
nsnanesfuiinuliteslulssanstiauilaetiinie GEPD Kaiping uaz GEPD canton
ARmTlianny 33 LAY 29 MNANL (83, 85) yana Nt snsunanaeeld 1 2
41in An GBPD Mahidol lutnawin (6) uazuany (7) waz G6PD Viangchan luaialne (8)

LWNT (6, 9, 10) hazana (11)

2.2.2.7.1 Afro - American variants
Aaznsasieulnd G 6-DP lupuwandiu (African) u‘%@ﬂ’wiﬂmmﬁ“uﬁfmﬁm
G6PD A- \lunmnzniasaiinguuse AaAinisinauaeseulaieludobeass 10-15 28360
nsineuluauiingsa GePD B Taaganisanulilungy Afro-America Tivsatas 11 (82)
[ ¢ﬂl d”tv o oAl a [ % dl a o
(M 2.14)  wenaniidanuniznansuganataninlugiouwawiriuedlAnnnsinanu
peaeuladivindu gnivuallunisnanaiugaiin GePD A+ Teanwufanar 20-30 luaw
o dl o r:: a a o 1 o A o o v Aa al rt:ll
wen3iu Fennsnaneiuisdesatiaiiauniinisnaanugmiewiuluaisutonale e
376 leenasuanniua A 1w G denaliiasunsaesiiluain aspartic acid
asparagines WsNIINaIEWUSalA  GEPD A~ HAUMUSTIRANIINAERRENINNG T
A Aa ansuiaadlalngi 202 Tnsasuanniug G Wlu A sizaanaaznuinIwm
680 Taenlasuanniua G 1flu T annnsAUNLAINaNMaItn1IAN N ALASILANLENT1 GBPD
A+ thazifludadasiuiniiinres GePD A- Tnainnsnanesiugatin GEPD A- IRATUANNKN
UUFARA G6PD A+ uananidsaunsanunisnatesiuguuy GePD A- luudindln
(mexico) uazlutszwmaunuglslnanls fluduiiiiasainaauaniiuuedaulfananun

vsamneulsvesylsl (86)
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2.2.2.7.2 Mediterranean variants

m@nmaﬁuﬁﬁwumniuu’%mmmﬁLﬁl@%LiLﬁﬂu (Mediterranean) gnALA
ludia G6PD Mediterranean Tmﬂmiﬂmﬂﬁuﬁ:ﬁﬁmmﬂmﬂ,ﬂﬁﬂummluﬁqﬂ’ﬁi@iﬂﬁﬁ%mm
7i 563 wWaguannwa C flu T denaliilasunsnesiilusumied 188 ann serine 1y
phenylalanine m@nm&ﬁuﬁjﬁﬁmﬁwm%LLﬁ‘ﬂ@’mmiﬁﬂm"Luﬂizmm Fuscaldo namaulé

a = = o o o o‘dgj 1 dl
199192 ARANA (87) Iummxmﬂfmummwﬁa‘awum?ﬂmwuﬁqﬂuﬂqmﬂ?m’mi‘mﬂ

a

1AL LNZLALNALAB ST IEiUaeNNAIY (Middle East) wazluduiAs (88) FANINLAN

miﬂmmﬁ“uﬁ:uuu G6PD Mediterranean & single nucleotide polymorphism (SNP) 171
wasuwdasfinmalendluswmian 1311 Tnewlasuudasanniua ¢ Wlu T winsnane
Wugnlddenalinanisdasunlasnsnesdlulusoumian 437 (silent mutation) (89)
dgld =3 1 v dld o & .
UANANUNNIANH WL TN NANIINAIRUEULL GBPD Mediterranean ynAuluLoL
a I'e a [ = o 09// Aﬂl v a %
AW Il ULATATIUaaNNANY Al SNP 1311C=2T (89) ssiuialiiinnaudaLas
< LR L 4 A== . % o & o o A A A
11NIUIUNITNATNINANIRUSTUANAINNUATY  EINLINTNANEWUT NS ARALRENT]

&

famdlalndfiumis 563 C2T Daduflunisnanewi§ G6PD Mediterranean 1ilaf 1

A

(Med1) LL@zt’ﬁ’wwummmaﬁuﬁj@mﬁmawﬁqﬁ?ﬂ@%ﬁﬁqLL‘ML’N 563 C=2T uay 1311
C2T 1‘ﬂ‘w’§‘@w] ﬁu@:'ﬁ@dﬁLﬂumiﬂmmﬂ“uﬁmﬁmﬁ 2 (Med2) wazannnisAns lulszanns
daulnninaznunisnanaiugiuy Med?2 Elummzﬁmiﬂawﬁuﬁ:l,mu Med1 dnwuluuny
BAnaLazawAY (90, 91) UANANTEINL GEPD Seattle luunLmeiaAmmeisuiiay Tas

Hunsnaneiugnilasunaluasutonalelnsnaiums 844 aanwa G 1ilu C danalii

wagunsaesiulunAumnia 282 ann aspartic acid Wl histidine (51)

2.2.2.7.3 Asian variants

Uszansunula@adANNUA N AN NTFWUE M AR EENIG
Wuqmwﬁwuﬁmwwmnummﬁuﬁu ﬁq@ﬂﬁqnﬂin@ﬂﬂﬁuﬁﬁwﬂumL%ﬂ 217l G6PD
Canton %I\a‘wumﬂﬁlumjuﬂ?zmmﬁﬂy@mﬂ‘%m‘ﬁfmﬁﬂ@ﬂiﬂé}'w‘fu AU LATNILALEE (92) 40
nsnanefuiinulitesluunuie Gansfusenidadlii 2 18in Ao nananeWusaia GEPD
Viangchan iflunsnaneniugiiclasunaluddionalelnsd 871 aniua G 1u A deua
Bilaeunsaesaluiisumis 291 a1 valine 1l Methionine Tmﬂm?ﬂmﬂﬁuﬁmﬁmﬁ”wu
ynludszansaig lne (8) a12 (11) wazNg (6, 9, 10) ‘Lumm:ﬁmmmaﬁuﬁmﬁm G6PD

Mahidol Lasuiualuaisuinealalnan 487 anwa G i A danaliilasunsaazdiun
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o

w163 a1n glycine 1y serine Sewusnnlunguiseainsuanyuaznadn (6,7) AININW

N 2.14 anuzhrnialiludinasnunimaneiugaiia G6PD Union Taainisnanawugies

1 v
(%

wuldlunguiszana@esimowdu alu 8an8 (93) uazuginizayengisisesluwny
winaynswliinaauls nenziussnaesilsyinAaaamnaias (51) AMNITANHINLGINIG
v oA d’l 9./0‘/ ¢#I a a 1 .
nanaugriatunulfiall  Wesainanswaresnisananaeinguilszmng  (population
flow) Aatiulunisfneangnaednnenseseulsl G 6-PD wanaINazAnEINIINATE
RW§U29EU G6PD fanfinauda deiinnsAnwintnenydnignu iweduAudneuzuainalnd

T o

(haplotypes) wdawisasiiuluusazatianisnaieiug duanilulselomisanisaiung
pNANRUSTNFWLG Tesnatineaneuy haplotypes MlANNNsANM luusazatinnIg
o & = o o d' A a = o
nanauguestiy G6PD 1Huanisanised 2.3 Tag SNPs aglunnse@imiuanaieanine

haplotype azwulUwsaniunisnaanugiug (94)

FI1979% 2.3 UAA haplotypes luusiazaiinnisnanaiuganstivu G6PD (94)

HAPLOTYPE RS1050828 RS1050829 RS137852328 RS2230037 RS5030868 RS76723693

G6PD T @ C G G A
haploytpe  A-
202A/376G

G6PD C @ A G G A
haploytpe  A-
680T/376G

G6PD C © C G G G
haploytpe  A-
968C/376G

G6PD C T C G G A
haploytpe B
(wlidtype)

G6PD C T C A A A
haploytpe

Mediterranean
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2.3 ANNANNUEURIEYW G6PD NUMITAUAAR

AINNM9ANENTBY Filosa S. (3) lAAN®gLuLL  haplotypes Tuszaizrausitiu
coagulation factor Villc (F8C) 1 G6PD auiseis OPNILW/OPNIMW  lagi@Ansnnig
nanewugaesEy  GePD  Tunguilszannamnsseulfinesilszmabmaunumiadangia
RSl (Tyrrhenian) WWundn (Asnwmd 2.16) wudrrawanaiisiiaunenduetdmeia
Tyrrhenian ANN1INAEALETHA GBPD Mediterranean (Med1) MnAuarinInzaLend
= . ] £ dl a e a d'daz o a 1 ca
T2 (deuteranopia) $NARE TnsETTIANARaSITHEUAR ARAEANIA N TR g5 AL
(Sardinia) dnMsnaNeWuiailn GEPD Mediterranean (Med2) azliwunzauendidian

= 1 y . Y @ 1
ANNM9ANEN haplotypes lunguilsvansmnatanzia Tyrrhenian uanslififiudr nnazen
UanA@eaINATWAINNIINARRUTIaSEE  OPNIMW  tuliponudliisneiugenans
(linkage disequilibrium) AUNISNANLRUGUBEW G6PD 4HA Mediterranean type 1 (3)

dgln/ = =< o & = s 1 a o
wananigannisAnEnAnNgN s uing (phenotype) seudnaniazanuan@nuniag

wisweulal G 6-PD lunguilszainstisaanmaludlszmaduibe nanan1sadanudnang

TNz uenddsn-wasdnaznuntnewsadewlad G 6-PD sandas (95)
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W Medisesry I Med 2(5631/1311T)

B ountin Colarian

JUN 2,160 7N A LAAUNUNLAAILEIIDLNZIANAASTINTHEW NN B UAAIUNUANNG
NIZANEFAIBININAENUTULL GBPD Mediterranean #inuli Cosanza @auiiaifiuang
NgNAD Med1 waz Med2 Tnanisnatsugniaasatanuluiznunuanseiuiag Med1
a dla y ad = a A o A
aznulutiBuuifetedanziaffioiiey g9 Med2  WULBIMUKUALUAUNBNLAN

Calabrian Apennines (3)
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UN
AALUUNNSINE
3.1 nMsARLAANNANLsEIINSUALNANAIDENS

3.1.1 nquilszdnng

nguilszansiiunnedlugianzises nguilinzye Nenduaglungn 6 wytinu

u

o o

uHAY FuauNdn eneMdaundt Aadaglay wesainsuddaaulanisnaneiuguuy
wipaifluudn  Au@ennguaIInzwiTaNIdnazwLNNINaNeWug  G6PD  Mahidol  H1N

diwRgaiLgIanad  uaznany  dksaafeilfanfuniniusiegtelugaeiun 12 - 15

FAIAN W.A.2553 Taiusaaenglfiaunn 230 pwilugne 106 Auwazlsan 124 au Tngd

- = Y o P P P P ~ ) c, .
NUNNITLARNEUTANY LﬂuﬂﬂQﬂZLﬂﬁ‘ﬂ\?VIN@qﬂ 5 ‘ﬂ"ﬂiﬂ;ﬂ NZ@ﬂWW‘iNﬂ’]ﬂLLmLLN LA e leIad

v ¥ o % % ' ¢=4I 1 zﬂ” a
@ngniasenng Iﬂﬂ@ﬂ‘i_lﬂ’ﬁ\l"ll’f]?;ljﬂLL@%ﬂ?Z’JMﬂ?@Uﬂ?Qi@LLﬂ LA 21¢ 2L IRTIR WA

Ell

deanadnsens  alludiayalunidamzinanisiugeand  Tnanisduniwnilssy

mﬁmqmﬁ@mnmmaﬁmugﬁm (@a1)  lunrafluandosduniunianaiadmn il

v v
v Aya o

anwnsndeansnisngld fatigaseldinanudnlatuanuiueteineuiiazinnng
dunnmniananasing wazinenssietudupugnieasioyai liuuactioyad
aanalnslisy  MeiilsyiRdausareseranadasldiunsundla  Inelfienizsiadlsyan
lanamsiduresenanadas - Eamedeyaenizdndieesiude  uszarliuansuaiiu
eyeAa WAL AT INIFUIeIaINANENIINNIIaTsIINNNTIAt AN ARLTUNNEANEAT

q189NInINMIANENAE 18T COA No. 697/2011 IRB No. 402/54

| o

3.1.2 TUIANGNFIDENS

v
a o

lunssaidayanuanaflunislssinnBatay Aasiuansnldlunisaiuniaunm

Faaging Af
n= NZ° /4
NE* + Z°/ 4
~ 220 AL
Toe?l N =500 Au
7 = 1.96 RexsuAuLTesTy 95%

F = ANARTAAADL = 0.05
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3.2 NsLAUFatIAaR
=3 % 1 = dl = o a % a aa ] ] .
AUAL9AANNADALAAAILTIN ALY 13NN 5 Raaans wivlduanan acid
citrate dextrose (ACD) 4Muau 3 Hadams Wiunguu)dl 4 eseeadasd ieldlunig
ATIATAAINITNINUIDG G 6-PD LAZUADA ethylenediaminetetraacetate (EDTA) BUR 20

avrnmaiiea el lunisarinansiugnasu (DNA)

3.3 ngAn¥MEnsaauldl G 6-PD

neadauniImauteaeulal G 6-PD Iaelfmaiia fluorescence spot test (FST:
R&D DIAGNOSTICS LTD) (67) el lunAdauening  iesannidiFansfituay
azaon usflunsddadudsgninmiaaendanisizaduas fluorescence 189 NADPH 7

Anduntelnassanslalawan (UV: 365 nm)

G 6-PD

Glucose —» Glucose 6- Phosphate N 6 phosphogluconate

NADP+ NADPH

S |

Tneninsnetnameninlfisanduaisazane (G 6-P, NADP, ngmnintaulug
aandlad (GSSG), saponin, Tris (hydroxymethy) —aminomethane) 1180 10 W1 neawi
azpenadlunsraenIes Raldnseaenseauits udatnlddesnalfiuasdansnlalaan van
o 1 a o c (1 a < = v
Faasinalinisnienuaadienlad G 6-PD Wludnf (normal) az@unsaNadiunisEeaunaald
doay  dousnetnglungu intermediate wunnsisesuaslfianiiasisaleulad G 6-PD
gu130nnuliting wazshetneainnanseaeulmd G 6-PD (deficiency) a¥limunag

= 2
Faauaqls

3.4 NMSANEINIITATLBARLAS-LUED
= = a0 o acl ) £ o addey
NNINALALNIITATLBAALAN — 1AL M UASET BNAERT Ishihara test TaIUAEN 1
AUBEHUNTUANEILALIN AN UAN NN wzfliagn1nE lunNsAnLENN1TAN
UAAARUANLANUNG  LAZAINITORILUNNNNEANLAAALAY — (D89 UAYANLAARUIRY —
Waes TAEMANNI9184 Ishihara test axaAtNIsaUUNATBILLLFILAINLAAIFATANY
al % Y | a ] I o 1 % a o :;
anavniueg BrvnnifluniozanuandaliaiunsnanusaaruulEunegauls luenulsans
G Ishihara Compatible Pseudoisochromatic Plate (PIPIC) a1a4 Dr. Terrace L Waggoner

panI? 3.1 Dilsznaudasgedome wargagininsAtinesnedng anianieiaat
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A Y 1o dll [ o dl 2 o dl < 3// R 1
wanldwiu elludnalunisdesnsliienanasinsaneun iy sauvisldaudon
wanfitlyuinisaessnianain  uazilyuinisllmide  esarniflunisnmaaeuly

1 dl [~1 dl dl a a A % a dl %
ﬂquﬂizﬂmmw usianeingeN Ne1RaLiiAANNNANAIANTAAIH Lﬂlqiﬂmﬂiuﬂqiﬁﬂ@’]?llﬂ

NN 3.1 UWAPNTANAABLINDZANLAARALAS-LTEN Ishihara Compatible

Pseudoisochromatic Plate (PIPIC) 423 Dr. Terrace L Waggoner

3.5 NMSANARITWURNTTH (DNA)

n1381im DNA Tagidd phenol-choloform extraction (12) ﬁﬂfumuﬁﬁ:

1. dfetnadendiin 20 ewmma@as untudnadierndndinidenusdon
@19azang lysis buffer (0.32 M sucrose (USB Corporation), 10 mM Tris-HCI (Sigma-
Aldrich Co. LLC) pH7.5, 5 mM MgCl, (Bio Basic Inc.), 1% triton X-100 (Sigma-Aldrich
Co. LLC.)) e ligaduan anntiutiugasmanu 2,000 g 7 4 earmades Hunan
10 17 sindnitednsmadidaAanunsaan

2. liaadiinidanaauaniausn DNA 1nald Proteanase K (AMRESCO) lu
SE buffer (0.024 M EDTA (AMRESCO) pH 8.0 az 0.075 M NaCl (USB Corporation)) SIEY
UfTeentl 37 ssmnuaidaaiilidnuiu

3. wenldsAuaanann DNA #ael Phenol: Chloroform: isopropanal (Merck) 11

1
a

fR918aU 25 24: 1 Iestufanunitiaadungl 30 wii — 2 dalug wdavnluiTusag

Q a

AN 2,500 rpm LATASANEAIULILNIANAZNEY DNA @18l 70% ethanol Lazazany
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menal DNA #28l 1xTE-4 buffer (10 mM Tris-HC (Sigma-Aldrich Co. LLC) pH 8.0, 0.1
mM EDTA(AMRESCO) pH 8.0)

4. JaAuLdndy DNA Eﬁfmmﬁl\m Nano Drop Spectrophotometer (Thermo Fisher
Scientific Inc) Tngldmaaenatzuang 1 ul f’fmm?@mﬂﬁmumﬁ 260 NM WAZAALNLFAIBENY

AN9RUGNIINT 20 A aaTea wioLlFuaanudindudan 1xTE-4 buffer

3.6 msﬁm:nﬂ':nuumnumﬂmeﬁuqnssummﬁu G6PD, OPN1LW/OPNTMW uag
CXorf2/TEX28

3.6.1 NN9ANHINIINAEIUFLDIEN GE6PD Tiim GEPD Mahidol

An®IN1INANEiUgLe3EY GEPD Tiin GBPD Mahidol #agidd Polymerase Chain
Reaction (PCR) - restriction fragment length polymorphism (RFLP) RIS primer BN
Feun e (7)

- Forward primer A8 5-GCGTCTGAATGATGCAGCTCTGAT-3'

- Reverse primer A 5-CTCCACGATGATGCGGTTCAAGC-3’

Ufifsen PCR flmanzanluniaiiiaduau DNA st

- Pre-denaturation 1gmungi 94°C 1fluaan 5w

a

: Denaturation 1danuugil 94°C ifluan 45 3und

u

a

: Annealing  ldgnuuqi 65°C 1lwaaa 45 Funi 35 991
:Extension  ldgoungd 72°C 1fuiaan 45 3w

al

- Post-extension lgnuuni 72°C 1lunan 15 w1

nsnaesiugaiin G6PD Mahidol (487 G>A) lieulasdsinarmng Hindill N

A

sequence ARANIZAE A~AGCTT (12) Tun19nsaaeunIsnanawugna LMl (487 G>A)

v
o a

1mel product Alailsa
- ﬁq@ﬂ'wﬁﬁmmmmﬁ“uﬁf GBPD Mahidol (487 G>A) wanAnua ldazilaunn 82
bp WAL 22 bp
- ﬁq@ﬂ'wﬁiﬂwummmmﬁ“uﬁ: GBPD Mahidol (487 G>A) waRAnua lEazilaune
104 bp
pTRaaLNARAUT At lEnATA gel electrophoresis Tunsuendids DNA Al
el 8%  Polyacrylamide gel  electrophoresis  (29%  Acrylamide+ 1%

N,N’'methylenebisacrylamide ; Bio-Rad Laboratories, Inc.), 5X TBE (Bio-Rad
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Laboratories, Inc.), 10% Ammonium persulfate(USB Corporation), TEMED (Bio-Rad
Laboratories, Inc.) #az 11Nau) andusianiaafae Ethidium bromide (EtBr ; Bio-Rad
Laboratories, Inc.) ﬁ@uﬁ%ﬂ’ﬂﬂmﬂgﬂmmﬂ?m Gel Documentation (Gel Doc: Bio-Rad

Laboratories, Inc.)

3.6.2 NMIANEINTNIAUEIU 697 bp deletion 1898 CXorf2/TEX28 fntl
WAllA Gap-PCR

NIN3ANENHIEATE Long-length PCR Imei@enuuy primer 1#iAsandas 697 bp
deletion luE Cxorf2TEX28 (1) lwmiAsedileanuuy primer &aallsunsy Primer
Premier 5 Tpagnsdeasutianalelndaingudieya The National Center for

Biotechnology Information (NCBI)

e
7] l" 1 =
i ¢
OPN1LW CXorf2/TEX28 OPN1MW CXorf2/TEX28

a
[
o a

reverse primer (qnAs@&n) liinsantas 697 bp deletion (34FAMNN) NABLLULFION
intron3 948 CXorf2/TEX28 (gnAsatinuazAmanani Insanuauuandli exon) e

FsiaaNEl OPNTLW/OPNTMW (§NASRLASLAZITENAINATAL)

- Forward primer Aa 5-CTCCAAGCCTCGTCTGAAAG-3'
- Reverse primer A8 5- CTGGGTGATAGAGGACAGAG-3'
Ufjfisen PCR Nmnnzanlunisiinanuas DNA Hudai

- Pre-denaturation 1gnungi 94°C 1luan 2 wd

a =

: Denaturation 1¥gnunnil 94°C 1fwaan 30 Fun

a

:Annealing  ldgoungd 70°C 1lunan 30 3w ¢ 35 98U

a

v a

'Extension  lgnuuni 72°C 1lwaan 90 Funi

u

[¢]

- Post-extension dgnunni 72°C s 2w

PCR product 1118 1554 bp @5L TEX28 Nliny 697 bp deletion way 1110

v
o

886 bp &ML TEX28 Wwu 697 bp deletion wsmdNenaffluagiu CT rich 1u
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sequence T4NANNELTEHU 27 bp T ITEX naagauNAni i lAlae 1l  Gel
electrophoresis el 2% Agarose (Research Organics) gel antiugianiaafiag Ethidium
bromide ﬁ@uﬁ%ﬁﬂﬂmﬂgﬂimmﬂ?‘m Gel Documentation (Gel Doc : Bio-Rad

Laboratories, Inc.)

3.6.3 NIANHINIINANELRUTURIEU OPNTLW uaz OPNTMW
TunsAnenisnaaugiiiaaulugu OPNTLW uaz OPNTMW [NaAIada1nIg
o rdl a dgj = o 1 dl o v a = = dl a o qul d”a e
naneugmiiaTuluguAIna N liiianrAuenduAs-@a  TUIdEATATE
NINAERUEHIERD sequencing 19 6 exon 189VIAABIEU 491 promoter UAZ1LIFLIRY LCR

a v dJ . dl I . le | o | % a =2 ' v d”
ANMAIL T3 primer N4 lunsg amplify ARAIUANINAIIAWAIRINNITANEINAUNUIL (29,97)

LAANAIAIFINN 3.1

dl a = s ] 2 dl v . Qy 1 ] =
A1TN 3.1 wamsiapdlensueausiar  primer Al lunns  amplify mu@wmvﬂuau

OPNTLW uaztls OPNTMW

POSITION | FORWARD PRIMER 52 3' REVERSE PRIMER5 =2 3' PCR
PRODUCT
LCR TTAGGAGTAGTCGCATTAGAGA | CAGAGGAGGAGTGGGGTGTC 661
PMR GCCTCTTCA CCTTAAAAGCT GGCGGACGC AGG ACAGTAGAA | 258
PMG GCCTCT TCACCTTAAAAGCT ACCTCCGCCTCCCAGATTCAAG 205
exon 1 CTTTCCATAGCCATGGCCCAG | TCTGGTGGAGTTGCTGTTGGT 123
exon 2 CCTCAGGCCCCTTCGAAGG CCACACAGGGAGACGGTGT 304
exon 3 CCCTCATCTGTCTGCTCTCC CCTTACCTGCTCCAACCAAA 201
exon 4 AGGAGTCTCAGTGGACTCAT ACAAACCCCACCCGAGTTAG 340
exon 5 TCC AACCCCCGACTCACTATC | ACGGTATTTTGATGTGGATCTGCT | 314
exon 6 CCCTGCTCTGCTCAATAACG GCGATACCGAGGACACAGAT 139

** LCR: Locus control regions, PMR: promoter red opsin, PMG: promoter green opsin.
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3.7 MSAATITUTBYS

3.7.1 NsAUMIANENIeINnEniadeulal G 6-PD Tumnanzwdearinnauas

pMgnaadnIznsasienlal G 6 — PD = ——
a+b )

;a Ae Auantlszansinuntazndedienlasl G 6-PD Tudasioaniing

;b Aig AruduLlszrnad ldwunaenseaenlal G 6-PD Tugaanantiue

3.7.2 NIAMUIMIANENTBIN1ZA LB AARAI- T8I0 IUT1INE TN EUASUELN
d

, a+b
= o = al 1 %
;aAf mmuﬂizmmwwuqummM”LwﬁfmL'Jmuuj

mmﬁﬂmmqummm?ﬁ =

A o dl 1 = ] :/l
;b AR @’]u'ﬂuﬂﬁ‘xsﬂqﬂﬁ“VﬂNWUﬂW5[51']'1_@ﬁ@el,uﬂm\‘]m@’]uuj

3.7.3 NMFAATIZINGAN9T (Pedigree) 18981814 ATNIVNA
tﬂl = = dl o % 1 o
HENANNIANEIANNNG BB Gregor  Mendel MM IHNINLAIAN LN

Wugnasuinistramenaneuzanweuddan taadnsuznistianenaniludasesaiuuas

v
v o

thevesmugiull  AniuaIdiniga31e  pedigree  TUNUNDUAAINITENLNAAANHULNN

A o 1

Wugnssuanwaudgiugnuaiusiely Tusasapsaidslidnaansatien Ll
o o o o A = . A Ny o tzll
ANANRUE U NANeAen  (unrelated individua)  Teaidenliflianuauniniign

(maximum unrelated samples) k833911 1131A24 linkage disequilibrium sialy (98)

3.74 mmm%@ummgﬂﬁ@mmfﬁm@ genotyping B1NNJ) Hardy - Weinberg
Equilibrium
Hardy - Weinberg Equilibrium (HWE) funannnsfldadmluniseiunafanany

wanuaneresdnmuzRugnesnlungudszains Inengaes Hardy - Weinberg nanalidn

=

“Qulszansaeesitaandnuiiiu diploid species Asenaufiunaiuanuqunin Wedaas

Tidnsuaniuwuugy (random mating) TeelsifinisAniaeniug (no selection) laidinng

v
- a K ¥ o

&inefag] (no migration) warldin1gnateWusg (no mutation) WNATULEL SRINAIUTIBNEL

9

ala !

' A o = o y = P A e Ay
LL&]@%@I‘V]N@% 2 aaaa (allele) LL@'Z@W?W@QHTQQ@IHVLV]‘]J?@QHH@J@Qﬂf‘ﬁq qgﬂﬂ‘ﬂillllﬂ’]?

o

wasuulasandautishlgdndauils  Uszansndnmdaniunazalulnilasiandoniialily

' 12 1
o o

andoniiad  Andudszansegluaninanna  (Hardy Weinberg equilibrium) &1

b
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dszanadnliegluanmanna wniaselinanduuuugunes 1 fu dszansaananad

v
Y o A

azdingan wannaiuin’ (98) Tnaannis HWE laulfnsi
(p+a)* = p'+2pg+q’ = 1

nstlszgneld HWE a1unsntinanedunefeadmuinislunguilszang uazaiunsm

1 v
a o

a Ao a ! o = o : )
ﬂﬁu’]ﬂqqﬂﬂ’ﬂﬂﬂﬂiuﬂ@qﬂﬂ?zsﬂqﬂﬁiﬁ Gﬁﬂluﬂquq 814 ANUITUNRIAT p-value RN chi-squared

test (){2) Tpe1 14 11/5n98 Microsoft Office Excel

a g d‘ o a . 1 o e—tzll =
3.7.5 M3AAIIANNDISAAS (allele frequencies) luusiaznisnaaiuginulugiu
G6PD waz CXorf2/TEX28 Tnel4l1sunsn Microsoft Office Excel
TunsAnuiugenanilseans  iefiazedunefslaseaireiugnssuaesilsyans
Tugaanannile 1nazasuneldfaeniiiiniNeinudeaaa visanduntu lnaauldaas
& e o a o o . aNe , = A Ny a
Fludngauaasdanatiulusnuauianusuestiuaiuianiialulszaing IngAnlfiannaaud

alulnil (genotype frequency) (98)

3.7.6 MIATZRANNENUFILNTN GBPD Mahidol AUAITNUAUGIU 697 bp
deletion 184981 CXorf2/TEX28

N139LATIZEANNANNUEIEMI194 898 21ABNNTATUINM Linkage disequilibrium
(LD) andiayaatulviluas unrelated sample lagldlilsunsn Cubex  dslisunsuay
a g [~1 v % o a o al v o o &
Awnazirnnuiluliifuesnismudanesdadasasdans lunscununisaiamasauiug ne

a & | ¢=4I 2 o ¥ a g o o & .
anunsndsviiiiuaiaand D' 7 uay y° inlianuisndiasizipnudunusiuy linkage
disequilibrium s¥udedansaeAminiarNlasunllainngaes Hardy-Weinberg
equilibrium (99) NNFAATILHAINNATAAINIIDAATILILEAINAY D' Inadin D' F 0 wanadn

o a 09; a o o 6 o | d' I Y & 1 o 09// =l

AR9BARAUUHANNANAUS LTI UMLL LD T1atuehnAn D'= 0 wans iiuinaassaaatiui
ANNANWUEAULLL linkage equilibrium (98)

N3Ny Linkage disequilibrium tud1Atysianis@nsnisiugaaninisunne Tnad
ANBNARDN1IN LU TULAZANNANT LSz agastin  (100) Tesiaainnisina LD

1 IS | a =2 o & . . dIQ d’l a dgj

FEUINABIEIUATTIRTLEDINNINAIEWUG AL recombination MiNATUluaRm wananil
o =2 o A A a ds/ | o o . . o A
fagunatfadeau MNeTW WY AsnduneiugneIN (genetic drift) nnsAmaening
893NTR  NsenswuaznIsAReufinalszang  Tasvaiwiszang  uazengueInay

o

widnuguiie) Minauls (101,102)
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NANISNARAY

41 AanNgnIasnznsatauldl G 6-PD waznzmuanduas-tligalulszains
Nz
4.1.1 ANgNIBINTRznsadianlad G 6-PD

a1NNNTRTaAnAnIadnIznIadielssl G 6-PD AqemARia Fluorescent spot test
(FST) (fanni 4.1) lulszannsnzieiauun 230 A e 106 A WATUILN 124 AU
wunensasauladlunAsiaatuan 15 au Anduieaas 14.2 uazlunAnds 5 AU An
dhufeuay 4 u@ﬂmﬂﬁwuﬁﬁﬁmmsﬁqmmmLfauisﬁﬂ G 6-PD TuszAuiunans
(intermediate) Twwanij9anuaw 19 au Aallusenas 15.3 uazhunwadaiy 8 au Asilu

48T 7.5 91397 4.1

A B C

AR 4.1: uaasnanismasasiunisineiniazndasiauled G 6-PD Fatdd Fluorescent
spot test MW A Lﬂuﬁqaﬂwﬁﬁmlmz\juLfauisﬁﬂﬁqmmzﬁuﬂﬂﬁ nw B flusednaiidnlu
nanulaiinuszAuluna 2w C Lﬂuﬁf;faﬂwﬁﬁm@g‘mm\juwémmiﬁﬂmmm
vanlasd

RINNNTABLANNANNANRUS Iz ALLATaRYRsE NI e AsiATUAazAY  AINNgN
Faaterienin 230 AW WENNBATTINeATT (pedigree) wm@juﬂ?zmmﬁiﬂﬁ
ANNANNUSTUN9ANeIAeA (unrelated individual) A1 80 AW lund)e 44 AW wazae
36 AU Laznan1Taanivineuaacaulsd G 6-PD WwwAnds 1 au Andlubasas 2.3
uaziiuinaTie 9 Au Anlluetay 25 uaﬂ@fmﬁwuﬁﬁﬁmm?ﬁﬂmummmu%ﬁ G 6-PD

UTLALLNUNAN (intermediate) MANANELN AU 6 AL AALIUERHAY 13.6 WAL LN AT
1 1 (intermediate) TulWANLY 6 il

AU 3 AU ARLTEataY 8.3 AIANINT 4.1



F19T 4.1 AavNgnaeennzndadianlsd G 6-PD Tudssananzivies
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AaRENe | WA U (N) | aaruzaasnznsasaulds G 6-PD
W5ad (%) | tunae (%) | Und (%)
lszaang | 118 106 15 (14.2) 8 (7.5) 83 (78.3)
Faviala ISIN 124 5 (4.0) 19 (15.3) 100 (80.7)
79U 230 20 (8.7) 27 (11.7) 183 (79.6)
Unrelated | 118 36 9 (25.0) 3(8.3) 24 (66.7)
individuals VO:I\‘I 44 1(2.3) 6 (13.6) 37 (84.1)
794 80 10 (12.5) 9(11.2) 61 (76.3)

4.1.2 ANYNIBINDEANUBARLAI-LT2I

RAMNNITFATIANTCATLA ﬂaLLﬁN-L%HQIH‘].J?ZT’]H?W‘:LM?‘EI\? ﬁqa‘qm‘w AA2L Ishihara

Compatible Pseudoisochromatic Plate (PIPIC) 2183 Dr. Terrace L Waggoner IPEvaANNIg

NAFELTAzUENTIATBINIEATLEARTHARN) TANetiUNTNeTiuiaT LU Ad L

o

d?./
NU

o o = o A a o o = a
ANUTLUNANN 4.2 A AINITDNLUNNICATNUAARATUAALLASLLAS A LTI I@ﬂiuﬂuﬂﬂm

UL WLAT 35

- NNITAUAAALAY TUA strong protan azaawdiuiluat 5

- NNITATLBARLAY TRA mild protan

qzuaaiuluae (3) 5

- NMEANLeAAILEITHA strong deutan azNaaiuLugT 3

- NRTANURAALEN THA mild deutan  AzNawiuluEGe 3 (5)

AMEUNWNA 4.2 B @1:871908LUNNNIEANLARART

Um

o a 2 .
ATNRU-Aee (tritan) Taelu

a =3 o n:llydld a a a og’ a A
ALLNAAZAINITONDILTAURADILAY (a2 9) eL‘L<L°1|E‘L$$“V]f{;lj‘i’lﬂxl‘ﬂ’m5[51’1‘1_|‘ﬂﬁ’é‘i"]]‘hl@ic‘i‘1«L’1l,\‘1‘1«L-L‘1)l'ﬂ‘ﬂ\‘1

(tritan) aglddnNNTaNeTiILFaUAIN NG 4.2 2 1§
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DA 420 AN A UAAUELN AR LTS MUNN9E AL AR LAY (strong protan, mild
protan) AUBARITEN (strong deutan, mild deutan) AW Biluutunagauduiuanuwn
NEANLRARTTN NINEANLIBARN G- WARN (tritan)
NANINAASSIUNNIATIANMEANLARR  UAlsT TN INZIRENNLINNIZANLIIAR LA
(mild protan) luguede 1 A mﬂéquﬁmm 124 pu vise Andlufenas 0.8 uazlufany
avnm 106 AL WLNEATLEARTEH (strong deutan) WAENNIEANLBARALAS-ITEN BENNA

1 Aw Anlsasay 0.9

42 anwdalulniluazdasarasnisnaeiuguaznssnudngusngg  aasdiu
G6PD, CXorf2/TEX28 waz OPN1LW/OPNTMW

4.2.1 pufalulniluazdaiaesnianaieiufestiu G6PD 1fia GEPD Mahidol

annsAnaneuralulniluesnisnaiaiugsiin G6PD Mahidol #2835 PCR-
RFLP (fan1wdl 4.3) luilszannsnzuitesvianain 230 A WU hemizygote lunAmne 15 Ay
anvanan 106 Ay Anlesas 14.2 AU UIWAMELS WU homozygote 1 AN IR
124 au AnLilusaaaz 0.8 LAz heterozygote 30 puannTaTA 124 AU Anuhfesay 24.2
a?m?unrojuﬂ@fzmmﬁiﬂﬁmmﬁuﬁuﬁﬁummwLf?'vam (unrelated individual) 2711491 80 AL
WU hemizygote luiwAgNe 10 AuaNnTanA 36 AuARITliSataY 27.8 Tuwands wu
homozygote 1 ﬂumﬂﬁ”\mm 44 py Anflusesay 2.3 uas heterozygote 9 ﬂumﬂﬁimm

44 s Aeflugasay 20.5 HAANUILANNINDSARA GBPD Mahidol lutlssannsneivizeany

v
al o

%a8az 13.3 1a9daaaanis laapnudalulniluazdanaaad G6PD Mahidol NRLANLIFLA
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Jlulilmung Hardy-Weinberg equilibrium (HWE)(103) fidnaauidiesibesss 99 (p-

value<0.01) (F9m13799 4.2)

1000 bp

500 bp

100 bp

NINA 4.3: UAAIANHINNINAENUETIA GEPD Mahidol $a8@s PCR-RFLP Taaung A fAg

100 base pair (bp) DNA marker 403 B A faatanwun1snanawusaiin G6PD Mahidol

(PCR-RFLP product 111m 82 bp Waz 22 bp) #aee1e CD An faaeeadnAn ldnunis

naneWugalln GBPD Mahidol (PCR-RFLP product a1 104 bp) uay 6aeng E A8

FaneleIWLINIINAEUgTHA GBPD WUl heterozygote (PCR-RFLP product 9u1a 104

bp, 82 bp WAL 22 bp)

FINTNT 4.2 UAPNAIUAUTNINZIMIENIWLINIINANW U T9SEIW GEPD Wil Mahidol A3 KA

alulniluardanavesnianatanugaiin G6PD Mahidol

ANHUZNITNATEWUFULL GEPD MAHIDOL
.. {F1UU anudalulnil ANMNDAAAR | HWE
ANBENY LA
(N) p-
GG GA AA G A
value
tszang yigHd 106 - - - 0.86 | 0.14 -
IR 1IN 124 | 075 | 024 | 0.01 | 0.87 | 0.13 | 0.72
Unrelated a1l 36 - - 0.72 | 0.28 -
individual MG:N 44 0.77 0.20 0.03 0.88 0.12 0.95
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422  audalulniuazdafaresdnunisniydug i 697 bp  deletion  194Eu

CXorf2/TEX28

mﬂm@ﬁﬂmﬁﬂwmzwuﬁmgm 697 bp deletion 18481 CXorf2/TEX28 AaenAiia
Gap-PCR (fan i 4.4) Tudssmnnsnewizeaianum 230 AL WUNENIATUFIU 697 bp

deletion 11 220 daaa AnLTluSasay 62.2 URIBARRYNUNA 354 FAAA WAZLNANANTOLN

o o

LAN1ZEAAR GBPD Mahidol axWLN1EnATUgIU 697 bp deletion 13U 44 6aaa AnLdy

o

5a88y 97 1849a8A G6PD Mahidol YiuNa 47 FaAa WANAMNUTIANHINNZANADIFIU

49

s

697 bp deletion lunguanansin wazdary annIsAnENeuniing (12) NEnsnanawug

1A G6PD Mahidol 8N4 WU 30 §4Aa IREEARARIRMNANLNNEN AU U 697 bp

v
o o

deletion (R399 4.3) BvRERldANEANBUENYATIgIU 697 bp deletion TuyARATIENNT

a

NaNEWUEIRNEY GEPD 9l GEPD Viangchan Wsifindnatuaw 23 daaalunguaialng

a A

a1 UATlaNg WudidananinIananeiugaiin - GEPD Viangchan viauualinuanune

o

WUATUF U 697 bp deletion 1898 CXorf2/TEX28 (A131497 4.4)

9 49

1500bp e

“

1000 bp

BT

500 bp

138

)

100 bp "- -

AT 4.4: uapsnnaAnENaNEIENIAIIgIU 697 bp deletion il CXor2/TEX28 Knei
Gap-PCR 1naund A Aa 100 base pair (bp) DNA marker luuna B Ae fratiainudnemns
heterozygote 697 bp deletion (PCR product 411 m 1555 bp WAy 886 bp) whd C Aa
ﬁfmﬂwﬁﬁwuﬁﬂwm:wuﬁmgm 697 bp deletion 886 bp (PCR product A11m 886 bp)
WaTLl D Ae ﬁq@ﬂ'wﬁiﬂwuﬁﬂwmzwuﬁmgm 697 bp deletion (PCR product Au1A

1555 bp)
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A199N 4.3 wasepnDalulniuavdanavesdneniznidugau 697 bp deletion

szannsnzizes (N Ae 8aaaLlni del Aa saaafny 697 bp deletion)

ALY | LWAUAIN L WATNEl
audalulnil ANNTAARA P value | AANTARAA
N/N N/del | del/del | N del AN N del
HWE

szang 0.31 | 046 |0.23 0.54 0.46 0.70 0.55 0.45

POUNA

Unrelated | 0.34 | 0.39 | 0.27 0.54 0.46 0.33 0.42 0.58

individual

19NN 4.4 wasspoNtalulniluavdananesdnuusnidugu 697 bp deletion iyl

dszansnziwidenuazIanugan) Nan1snaeiuiuedtn G6PD Tliase (N Ae 6444

=

1Inf del Aa daaafinL 697 bp deletion)

- ] J . AMNDSAAS
4Un G6PD AMUIULTZTIING (2AAR)
N del
G6PD B 307 0.43 0.57

47 (NEWATEN)
G6PD Mahidol . 0.03 0.97
28 (Wd1 wawy)

G6PD Viangchan D3 (11/1?1 A9 1INT) 1.00 0.00

4.2.3 poudatulniluazdadazesnisnaaiugaestiu OPNTLW/OPNIMW
AINNNIANHINNINANEWURUDIEW  OPNTLW/OPNIMW $q8ids  sequencing U

FMBENNAINLNNITATLBARRNLIN 3 AUNLIN

4.2.3.1 faeeneinMeauendieqTiia Strong deutan

1NN PCR 1318 promoter 12981 OPNTMW linunansinet PCR
TuFnasinedl (AN 4.5) aaA1an13aiinsaaseilllliEy OPNITMW waziiatiugusasua

. 1 = = 1 =
an  sequencing  wudn Ay ouuaaniin OPNIMW  wiwudtynosudaesiiv

OPNTLW uni (FInNT 4.6) Lﬁmqmﬁuﬁmm%gﬂLﬁu@?mquw’é@m Aulun1n PCR
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N UAI N AN A LILAN INALAENAUNIN AAUHARINNITIATIZIRIAUILA Lhana LT

FFet NBANINABR LS UL deletion 3898 OPNTMW (FINIWT 4.7)

AT 4.5; LAANEAAINNITNN PCR 2849131954 promoter 2189814 OPNTMW uaq M Aa 100
base pair (bp) DNA marker una P Aa fa8219A9LAN positive Wan A ABFI8EN strong

P AN ) , A o | =
deutan (1uﬂ?ﬂU@LuﬂﬂN@LLm\1) W B AR AI9ENN mild protan LA C ARRAIRLINNALRARA

Mauaaiaziden Inanansnst PCR fauin 205 bp

1

caTcafkccacrdee
2 -

C'.‘.-’T‘lﬁ.‘. alar. taua G
F o R et L\

AW 4.6;  UAPNNAAINNINN  direct  sequencing  WLBWL  exond  284Eu

OPN1LW/OPNTMW Tewuusdrynyrasuasestiu OPNTLW Taglunseudivaaniandiuan

ATHANNNBANFANAUITNINNEW OPNTLW (Hardlalndwnd 1) way OPNIMW (Hapdlalng

ILna 2)
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Deletion of all OPNTMW
LCR OPNTLW

NNA 4.7 wassgluuunisnananuiIesse WA UenAIletEa Strong deutan 1ag

VR

WRENARUAAITNLENN, LCR TIAYLANNIIUAANEDNTENEL OPNTLW/OPNIMW Wwag

AVALNRLALAAIDNEI OPNTLWY

=

4.2.3.2 frataifinnemuenduasiia Mild protan

NAAINNNTIATNZHAALILATR9EW  OPNTLW/OPNIMW lidwunisnans
WG LW exon #1 6 exon TevivassEy uAnuluiEnn LOR Tnawduuudasdduinaly
Thealalng 3 Aruvtis ann TTC 1flu AAA T9anaazdanafansudasaanaadiiu red/green
opsin & (Fannit 4.8) wsannanaziulAdwudtycyniaesiua TTC Ensvathiiasann

o o

aateasnarafluwande A liidynyinuesinalenglinsandaaanidnfuay

o

afAMAANNINAELE

CcCOTrTCRT
CTAAARNT

Ir ﬂ‘r‘.]l
ﬂi- |I-" \ i
v Lo T

NINA 4.8: UARNHARINNIENN direct sequencing lasitiapdlamanwunisnaawug (lu
nsauALnaea) a¢luiisians LCR 9898W OPNTLW/ONTMW
4.2.3.3 FRBENNNUAIZATLDARTIILALAZLTEN
a g o [ o Aa = e—tzll
HARINNNIAATZA  sequence WU NMINANERLg lwA s LIToAATa N
AuMie 895-897 dmeiluiisians exon 5 taeuilasuann GCA iilu TTT danalifilaeu
a LA Py Py A o a
nsnazili Ala288Phe WaLiiadann PCR N1%11n19maaa9ati@nunsaiitanuauiin OPNTLW
ez OPNTMW lin5ane) i Asinlii PCR product Aldixnangu OPNILW uay OPNTMW

atinglafmuiadastuiiualuasuiionalalngi 895-897 laupnsnaiu sauuailédain
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N9 direct sequencing asluAsRATYIUNANTY UWAANNKNA  chromatogram WU

o

Arynyroupeaiud TTT ARTu fauntiwa GCA (Aanwi 4.9) vsiildenaagdlfdniunng

o

NABNUTIWEL OPNTLW 458 OPNTMW uwslileniasnsiAunidsiiinn1snan g

[ %

INAD

Wugnaglu exon 5 Bl exon NANVATY NEW OPNTLW uay OPNTMW Snaslansuian

sineriu Ingaziinasanisganauias g9 N eI AAUIaNTATANALASLAT TN

CGICATICT

AW 4.9 WAAMHARINNNIN1  direct  sequencing  28siandle InAniuviiawunng

-8

nanewug (lunsaudwasy) 1 exons 18981 OPN1LW/OPNTMW

Q

4.3 ANMNANNUSTEWINSEY G6PD, CXorf2/ TEX28 waz OPN1LW/OPN1MW

431 ANNANRUSTZI919 GBPD Mahidol fiU 697 bp deletion 1a4giu CXorf2/TEX28

AINNIANHINLNIENYATUIW 697 bp deletion ludafa GEPD Mahidol 311491
73 dadn Andlifanar 97.3 1998aAa GBPD Mahidol Yiastn mmz‘ﬁ'wuquwuz{mgm
697 bp deletion Tugaaa G6PD B (Unf) a1uau 175 8aaa Antlubenay 57.2 1096834
G6PD B quum (mm*ﬁ 4.4) Lﬁ'mﬁmqm Linkage disequilibrium (LD) 1898038 G6PD
Mahidol LL@::quwuzﬁ“mgm 697 bp deletion ANF2aINS unrelated individuals wazlne
o AndutsrAvaaes LD (D) Aaeldsunsn CubeX ANV ARBSTILEWLANNY
WYATUFIU 697 bp deletion HANANRUSULL LD Auntsnaneiuguun G6PD Mahidol

v
@ o o [

(iD= 1) edwldeddty  AwiAnanlfidininznydugiueazninatewiug  GePD

Mahidol #panduriugiuetnalnd@auwazinsdaunesselldeiugnualnian i

9 a
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\Heganansizwidnug1u 697 bp deletion nulinanlutlszansnziuies (Gasas
62.2) aslAAnsNFnlungusnatluT AT uiaN] WY nguTann waznery Tae
= o . ° o A ' =
Anunludada GEPD Mahidol a1uaw 28 dada uaznguanang a1 uazians Tnadnun
Tudada G6PD Viangchan R114au 23 §488 NANITNAARLENAINLNIITNIANIE M 697 bp

deletion TugaAa GBPD Mahidol iuinuazlinuniznydnigin 697 bp deletion i

[ % '8

8a@a G6PD Viangchan Aasnanalfidnniaznidugan 697 bp deletion Wazn1snaneiig

9

G6PD Viangchan dlaRAN gt

4.3.2 A NANRUSIznIEaAa GEPD Mahidol NMaswydnigni 697 bp deletion 284
U CXorf2/TEX28 warnsnanawuguasti OPNTLW/OPNTMW finaliiiianinzauend

=
bbAN-LUEI

annsAnE linLsaaa GEPD Mahidol Tugnin1nzauanduas-ilisn wanaini

v
= o

fanun1znydtugau 697 bp  deletion  ieNAIREIREINRNIEATLEARTIAWAS-1TEY

o A

wanalifiiuinnisnaneiugineliifannzauesduas-@aatiuliduiusiudada  GePD

Mahidol uwazn19eW1dnig1u 697 bp deletion



5

=)

un

Qo =
d91nannsiae andsana
= . @ 1 ° = a
n1zpuend (color blindness) Lupainunniaslunisanuundzesnt Ineaind
wuliteaRan1azauendus-en Tnagnwsdaulugiiaainnisnanaiug lutiu

OPNTLW uay OPNIMW davisassdusaguulaslulan X doulans q28 Tnaditu

a

CXorf2/TEX28 unaneg) 9t CXorf2/TEX28 dvlainauntihi usiininenydnignu 697 bp

a

1
1 al

. i~ . = o 1% :x/ 7 = a dgl
deletion #1 intron 3 TugiuAINa1n Namnsanulinagihanuesduazaulng wanaintly
1BulasTulon X Aumids g28 dau downstream 28481 OPNTMW Talszancu 298 kb £
wugunauaunisuanseanaaseuliinglaa 6- weawnalalasaa (G 6-PD) (3) laenns
naeuiaestiu GePD lusgwsaesnnznsedeulsd G 6-PD aw@INnsanuNNg
nanaugaestiu G6PD Tinaneaiinuaziinnuuansaaniulluusazngudssanslaetues
AUERTNA QRAWY  TRUSITH LAZAIEY AINNNIIEIunauniiinag AnIwLEINIg
naauiaesEu G6PD Tin Mediterranean HANANAUEAUNNzALaARITY lWLFN

a = = N7 = - ,
nziwAmaiouwnunity syl (3) Bnvisainnisfinening positive selection 184578971

o & o

ABUUTNT (12) WU91 GBPD Mahidol Hnazimnu&uwus unenydnuguailn 697 bp

v
a o A

deletion ¥ intron 3 289 CXorf2/TEX28 ARl AsEHAsANEIANANIUENIaRUgAnans
7endaNNINAEiUgIn G6PD Mahidol fUNNIEWUATUgIU 697 bp  deletion 284
CXorf2ITEX28 $aufiunazauend lutlsyananzivizeanguiinzga a1uiu 86 AsaUA3Y
230 AU NenAuetlludsninglaris nanamtieresdsemalne
aInnsAnEINLANgnaasn1aznsadieulal G 6-PD luwmany Seuay
142 uazluwAngsiesas 4.0 warwuANgnaasnnznedeulsd G 6-PD lung
o 1 dl dl 1= @ 6 o = %
faeteszananzvEen liipnduiusiumeaainen Sesar 25 luwAtiy uas
Sauar 2.3 Twwanie tnanznsaseulnd G 6-PD azwuluwesisunnd WA
Wasangu GePD atjuulasiulmuma X vinliinsnanesiugaestiv GerD lwwaznad
o . ¢SI 1% 1 1 o tﬂl a a
anmoue hemizygous Nazuansaanifatrasuds luanzfmandadlnsluloung X aeq
1 R A = 1 a dgj o a . . . dl
WNAdReNUARIBaNINEIUIaLRYY TaeAuiunI9iAin random X chromosome inactivation ¥

v
@ o o

azgadannsuansaasaaslnslulouunislaurionil matiuaneuei U niluwaAnd

it}

mw

o = o @ KX A 49/ o o
@m:rmmiu%ﬂl,ﬂw,mu heterozygous AIUAIMNUNINUANE Iﬂﬂ"lluﬂ‘i.l@llﬁl@ﬂl'ﬂﬂﬂ’]?m_l N

= dl v o A A dl a dgl 1 1
ﬂ’]ﬁ‘LL'&ﬁ\?“ﬂ“ﬂﬂ“ﬂ@ﬂﬂuﬂﬂ@ﬁﬂWHﬁ;‘Vlﬁ‘@ﬂuWﬂﬂ[51 (77) UBNAMUITHUINATTNINTDINVIEWIAN
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- PR ST Y o ' -
wulmd G 6-PD lugnaunzuBeuiia IndiAeiumeeuaugnuednnenasioulmd
G 6-PD Tutnaaidamzduaan@asli i 1anany Wi uwazang lunwdae Tnanwufeaay
12, 11 BaT 26.1 ANAAU (6, 7, 9) AMNKANIINAADIT WiTuITAznwdaaeulasl G 6-PD

o = o = Y - . Ay vo
wuldunluaedanzdueeniaeslsd Wunaniainniay positive selection MATLILSS

o A R o gy a ) - ] PN
nazfiuaInnIIszLATeeNnanEy ainliifannenseseulsd G 6-PD uaztinaneniivg

dy ~ ~ | (% o |
dnBuluganemizes iailun1silediuLaran AN TURINTRINIANEE (12)

WaAnwaneuzalulniasanisnanaiugatin G6PD Mahidol Tuilszmnanziizes

nauinzayeisune  wud lunaenuierar 142 uarluwends  wdadudnmoe
homozygote Wiatiaz 0.8 UATANHMALE heterozygote WLSRHAY 24.2 AMmFLnguilszangd
TTANNANRUS I UN19an8@an (unrelated individual) A1UqU 80 AL WLBauay 27.8 lu
VWA LL@ZTMLWﬂM@QWUﬁﬂHmz homozygote 2080Y 2.3 LATANBEUY heterozygote
v z£| =3 P o oA . 09// % U
Spaay 20.5 deaziinlfidnnianaieiufaiin GEPD Mahidol siuwuldunnlunguilszains
nzuiseanguinzaye Taadl allele frequency Windu 13.3 Mwheniuaand waty uay

nemiren lWaandnsmLs HwWL G6PD Mahidol TisFagiaz 0.07, 0.08 uaz 0.24 AINAIAL (12)

1 v
= 1 o o '

v gy = = 3 = : =
ANNANIINARDLUATTAYANNAINIT NG INNIAITRAUNATINTIINZLYTENUALH
UIINYTHINALTIINHT  Uazian) IHasAINIAANEULNIINatnugul G6PD  Mahidol

A o = :// o ] dl dl i < Yo '
wideuiu anvianululszranslugasdouinin Geaziilunasnainnisléfunistnanaen

NIAINUITWY TR

AINNNIANHINIITALBAAWAS-ITER TNz TN guinz e WLANBIUY
AUBAALAY (mild protan) $8818Y 0.8 MLBARLTYA (strong deutan) 3881z 0.9 LAYEINL
oo = v P = = N A
NEANUeARTILAIUALIEY Feaay 0.9 TnefanarAIINnIadNINEAILanALAS- I INL
Tugnanzuieanguiinzoaiasnpfesiunsseuneuniind H4ANEINEANUBRE
Tuwnuw@anuiatas 3 (14) annisAnunRzaUendund-laeslungunzizeslfidenlu
UszanInzuisenuazaeds 91allunalIaINnINg negative selection I84N1ILALIAA
PR o o A ° o v 1 ~ ¥ o = o o =
A Nazgninan visaandalidliunuties walfinouainnsalunisauunddapsiniay G
= ° o . | o  aa ! - |- C Ay e
aziANAAtyatenneianiannsedin  lunisanded TnaanizeteB TN NfieInns
= N S| =2 o v My = :
dwag]Turlwisananian aviluwaldinuniozauandlfteasnnlugianzimizsangs

inyaya
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nsANEANEHUENIINANERUEIRAIWIUER OPNTLW waz OPNTMW ansiaeting

Milumuend@iengila Strong deutan WUNNIINANEWUSULIL deletion 188U OPNTMW

b4
o 1

= o Yy 1 G a a v o & a:ly a

gy Mliiheldaunsoneaiudidenls  Tnaanwsaesnisnaneiugsluuuiienaia
L P a o No o o v A o

AINNILLIUAT  unequal recombination Hasanduiageslatsuiudnlndmeanunan

senauiuFeesiaiuetneseliies asa1an liiifia red/green hybrid genes Waz deletion

28981 green pigment (NNA 4.7) & W5UMI9ENIANLAARLANTRA Mild protan WUNN3

NAERLE LWL LCR 18981 OPNTLW/OPNTMW A381ANHAREN1SAILANNIIUARIEEN

-8

a8 OPNTLW/OPNIMW 16 luanieAfnasanauandnauaduazidean In19naneawus

3

WUL substitution taeilaauainiua GCA 1w TTT Ui exon 5 198u OPNTLW vite
oPNTMW v sasunsaasilulusiumilen 288 a1n Alanine i Phenylalanine  @an1s
NANERUF A AR liRIN199BIuNIfeY  WanaINUNLINEY  OPNTLW Uy

OPNTMW azupnsinaiuil exon 5 d9dANAAtysialangea319 opsin TunnsganaLuAsTag

6

AYNEINIARUGIAATIFINNTTUIZUIN red opsin WAz green opsin ATUULHBEWRNNINANEIWLS

q

dl a dl o 1 dgj ' ! 1 a a A ]
uazilagunsaas i luN ALY HENZNN@ﬁl@ﬂﬁ'ﬁ@ﬂﬁﬂ’]WlMﬂ’]‘i@lﬂﬂ@uLL@\ﬂuﬁijWﬂNﬂWQ

AALAIAALTUTY

Tun3AnE AN NANRUS s aNzN19sndadaulad G 6-PD  wazAnmOLY

= '

= = A : —— ——mt -
ANUaAALAS-[er lugNnz iR WU ldisatinanin1nzndasaulasd G 6-PD wazniay
ANLAARLAS-TEIMNTY  BAAIINANLTadad INNANNANRUSAYN  TIWANFAI9AINNIg

dl = a = 1 dl 1 y
218U NLAL AN T TN LD LINZLALN ALARLT LTSI Tnamuanszansnaglumnals

. g =~ | Aa & o & =
Tyrrhenian NUNNIEATLAARALUEID (deuteranopia) NNATUINNNITNATENULTUDIEY

OPN1MW fuﬁmmﬁmﬁuﬁmaﬁuqﬂmm? (linkage disequilibrium; LD) Aun1snaenug
9898l G6PD Tim Mediterranean 1 (3) %ﬂﬁyﬂﬂwummﬁmﬁuﬁfﬁwdwquwuﬁmgm
697 bp deletion AUNNINANUSTBNEW OPNTLW Uay OPNTMW fireliifinnnaznyuend
WoN-LEIn LLﬁimﬁGTﬂﬂ%ﬂﬁwudﬁquwuﬁmgm 697 bp deletion lufiu CXorf2/TEX28
Dhuthufunsnatszuinediu OPNTLW uaz OPNTMW tiuilaanudiiusinurudadn G6PD

Mahidol Tnenudaaa G6PD Mahidol NNz wiAnug1u 697 bp deletion nndidasay 93

o o

WATIHEAATIZTANINANTUETTMINaN 1T N AU W 697 bp deletion AUNTINANENLS

q ]

G6PD Mahidol WUINNNEWYAUgU 697 bp deletion AZTNENAANINANBUEN WAUFNITH

-8

Twiens  funisnaneviug GEPD  Mahidol  LHeda NRANANRUSAULLL  linked

3
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disequilibrium (ID1=1) TagenndeiuLlselunImageuniag positive selection 183

G6PD Mahidol (12) w41 GBPD Mahidol 1aziiaanduiusiuninenydugutiin 697

o o o

HENNUINNENUAUFU

9 49

697 bp deletion lulAnunnludaaa G6PD mahidol winduusgaannsanuliludanaalni

bp deletion 7 intron 3 189 CXorf2/TEX28 aeinalsAANANITA

Y1 G6PD B aadunu leawulisenay 53 wessanslnd deanaiilulylfanning

o

Widnuguaiin 697 bp deletion 1l polymorphism 7inulAtiae] lutlszansnziizesain

a o

Winuunludaaa G6PD Mahidol urii Aoemniideasififnmnisenidigiuaiin

a

697 bp deletion aANTITlUSaAa G6PD Mahidol funannaandn uazuany wazludaaa

G6PD Viangchan :1a1nT13 Mg 819 WAZIINT NAN1INAGELT IHWIWIN GEPD Mahidol

o o

AMNANWUSULL linked disequilibrium ALNMAZWMALFUTHA 697 bp deletion uazlif

o & o

AVNANNUEAY GBPD Viangchan iHasainmsgalinuninznydnigau 697 bp deletion

ludadaa GBPD Viangchan ainuanisiaaiiansliiiuindada G6PD Mahidol fUSAAA

A o & o Qi

G6PD Viangchan Héaaasiunmuanuanseivetedniau Inaninaiewugetia G6PD

Mahidol Wnazifinaindaaatnanan enydnigiu 697 bp deletion aaniuly il

a

AuIudaRaNENINaEuETn GEPD Mahidol $anfun9EwydnigI 697 bp deletion

v
o 1 '

a o =3 | a o :// dgl Y & K]
ummumnmuu@xqﬂmammiﬂmm@ﬂumumﬂﬂ TneuiaeARRLanS LIRS

Q a

v
2 o

pNAuRuEIRnIun e lunquaunAeduulasinlan X W 28 aeslszainsuuny

= o = 4
LT AZIUA AN LA
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1. Trisodium citrate

2. Citric acid

3. Dextrose

4. Glucose-6-phosphate

5. NADP (TPN) sodium salt

(Nicotinamide adenine dinucleotide phosphate, sodium salt)

6. Trizme Base

7. Magnesium chloride

8. EDTA

9. Proteinase K

11. Ethanol

12. Isopropanol (Isopropy! Alcohol)
13. Agarose

14. Triton X100

15. Phenol

16. Tag DNA polymerase (Kit)
17.100 BP sharp ladder DNA marker
19. 30% Acrylamide/Bis

22.SDS

23. Chloroform

24. Sucrose

25. Ammonium persulfate
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Fluka chemie AG
Merck

Fluka chemie AG
Sigma-Aldrich Co. LLC.
Sigma-Aldrich Co. LLC.

Sigma-Aldrich Co. LLC.
Bio Basic Inc.
AMRESCO
AMRESCO

Merck

Merck

Research Organics
Sigma

AMRESCO

RBC

RBC

Bio Rad

USB

RCL Labscan

USB

USB
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Centrifuge

AR ENHAL (Vortex Mixer)
Lﬁ?l‘@\‘i Thermal Cycler
TATNLNINLAA

Purification PCR product
Vertical gel electrophoresis
Horizontal gel electrophoresis
Pipette tip (10, 100, 1000 ul)
G6PD fluorescent spot test

Pseudoisochromatic Plate Ishihara Compatible
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Hettich Zentrifugen
National Labnet CO.,Inc.
TECHNE

BIO-RAD Laboratories
RBC Bioscience
BIO-RAD Laboratory
COSMO BIO CO.,LTD.
Axygen Scientific

R&D DIAGNOSTICS LTD.

T.L. Waggeoner,Inc.
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