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(Pediatric COVID -19: Data to Guide Practice)

William T. Basco, Jr, MD, MS
Medscape - Feb22,2021.
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(Pediatric Psoriasis Comorbidities)

Nicole W. Kittler, MD; Kelly M. Cordoro, MD
Skin Therapy Letter. 2020;25 (5):1 -6© 2020 SkinCareGuide.com

VoIV Jlo 5 ibygme 40 Mo 0055 sl |y (6,50Ly¢
Lo Joallygrws ool a8 (ool 1 sl 00,5 dio 5 (50995
059 6L sl drogi b aS wiloans plas sl 458 o
ol oot a3l el JUabsl _ool5T basgs a5« wls (15355
sle )low sba ailis g @0 3he 095 50 )0 ol S5
olaasis lplo (el 5l (gt gla (o 40 ol
plel ) adsl sl (6,008 (ol a5 (Slan b sl censy
9 Jgone 9y 42 (6,500,851 B asl axsls w5)lie aas oo
g Juol pligabl (s ulslys
53 Soler 350 S (oo, L) dalipe® (2l (im 0)lo o

A Al 4 nldS Eoon d g 7 ylae Ay oyl

! 2o oo po dawgi sl do 43

oo sl s)low 5 slysme o bl A Jb o
g o2l ¢ el oot col 293 a0 (YLLS)5 o calises
b )lo 2529 55 15055 50 bl ol Ll S 058 g0 2 e

0h9 > Oble 3l aeys Fosgum ;3 uilygu (b 2l b
rhE a5 aes oo plas (2l g 958 o0 ol Slezgs b (S8
SN ol 5 el (e 55 playesn Lo yle 43
O9b €9y

9 PR 3g) (st (6 pKin sl ol (208 0Ly o
5 oo sl (g)lor | sl (Son 45 S35 (5 >l
bl sl (pre 0 b sy

OB395 53 ibygar b oo slo (5)lo s b2 2,k
Sle dogs J5 50 aS conpl s sz (Joalligiws) J S

lols ulisls -y

\f



.(
\vaq QL».M..A) / P)Le?ﬁm")l-"—“ / pooan Jl_w /4—01_3)__0

- @

......a..,mfa..;..ylr“ “ t‘;’;ﬁ'/@;{
\Y:08 -.--\\'-'.‘M/.oM/.YA..aL

She T .
2 beto 54 .
‘ r/// 2f%y - L )
i é.,l.as..,u;/f ¢ o) ANl )0
L4

28
A

0988 4392 8 40b p Olojle (3 § 99a0 s om0 Lol — Sugs TS SBT Dl

Eloil ol 9 T p iz 3 59— (Soledns pb SBT Sl

Ol 2! (Ml Sogan (S PSS Olojl p yiome 57 iy — (S i 5578 GBI Sber

Olosd pgome Ggkee — 2Lk Ol 1575 BT Sl

oM dowt Olojle pyizme Jole 20 9 0 e DL P om0 (s — (Sudgo (tigo SBT Sl

GLag i Jlwimiy 9 £LIS OHl39 Sloyd Dlous lojle psome Jole g - (539588 5578 SBT Sl
Thwo

=i el Glojle p e Jole poke — (S 3Vle 3578 BT Ol

(0) (o plol Slkol diuaS” p iz (s — (3l SBT Sl

Ol nl S35 0 do p foen S5 iy — (Slowdes 3575 SBT Dl

tpl el g pdlw b
Syl g 558 Ceodlw dows e gyt Sligas gz o aledl 5 Soalos py3) 4 cubic b
Sy 3510 5 6w e S L5 Ll Saen slaglojle J3ls deliisn b Joallygiws 455 2
Olms et Sl wga (oad )l QLS Sl g)ls (9ol (segee 9 4B (poga (oo
5o Oldol Ly slgiion 4sS 10 5 0 dwlss  Sgild Caalag a8l j5iS Coodl dow Jle glja Dligas
23,5 @el (6 S el 5 ooy S 58S Cedl doy Jlo (6l)5d Al s 4 Ceslio o9

S A_ma)n’o
S Sligd ywr9 239

= Ah
4

\[\



vl Ql:.m.n)'/'o)'-e‘.?j Cuads o,Lo_;:,/ﬂ,.mm JL.»/J—.cl_a,._.«o

Sy Cuslen

S5 Ghieel 9 oleyd wadlage )59

o ylgie
Sy Jodllygiws

ooy Wgi 1 U andeds g (sl ot

HD-GO-00-MN-

: ! . o)l &

Qiarrics

WI-006-01

oS s g RS OB WS A el | lpg | &0
Com gmlpg Olml -
S eyl s ! 55 0,0l Sl Caoyd Ho wuw
- - 55 (Al 5l yluiliss! (raand 095 )
Cadl @2 o o8 ol S gl g oleyd weblage ©)lhg ple w1 S 00 1Yaa/Y/NY
AN axl (g ,555b
Ll Ll Ll
FOOMPECAN ISR
YoV whpy ond adll
lnss sl <
i ol Slosess “::
: ; S5 s (03] o 0, [ s 0 s
bl @2 po oSl o by Ghigel 9 ploys eblage Wyl NN Erpe Ak
’ 01 \Ya4a/f/¥

VG- W 5l lp
Jolis

Ll Lol Ll .

oz el s sl -

V=¥=1-0 Wy

G opad gwd adlsl -

[ S e

G A Kb pad adlol-

Jowxr olee bowie

sly solidey  abline

S p oeze)  AeRdS

2 VU=l G9n ly

A-F-b s

2,5 codble b ol taz gy

Wload Laseine
s pb Sl i ol
o) ) o
Lol Lol Ll
1pb 1pb 1pb
HSV W) HV W) Hvew
Lol Lol Ll

29 511 axio

HD-GO-00-MN-FO-001-00

\l4




\vaq QL-MAA) / 'D)LPswo)Lo_w /p,as.u.m Jl_w /J—-OL.’)__ao

HD-GO-00-MN-WI-006 :ucew oyl . .
* S9S Jordl ygiws (Y

01 (6,550 olas oYLy Wgh 51 8 ausdd g Bl (el

Sl ag Cuigles

S ) (S pais e ailiul s 09,55 e wie cpl s 3l s bl 31 Gu ()
e (5355 Wi 5l (6T ol S (o WU-Lu Wi 5l 8 (andis 5 (il pais sl 6,98 Joslljgins
el Hg5le (oYUl &
el piy el Mo 68 plie (n YL Al b g 2Dlosd LS 51 Sy Sk Gk s ol 6,550 (0-)
58S by i 5o (oW W S50 S5 (st (gemlSail e D500 4z b (Y
Toge ddbaus Gy 0 odd LIS ande 0 0l Sl Slevenal 5 €gile cawVBLY S5 5l (6Niey
ROW PRVANESRY LEV) 71 SN C RN [ IO VRN R PRI [ SO IO R Y VA RVANY

S5 pands loolKiglejl adS 50 ()] 13 eai 00 pb (slacs o (slp Jeddlygiws ol 10 33,5 adold (V

o lol (6,585 sladalip b e talgi 3l Liuw (el aSil gas S aastid LS‘LQG&QJ“LG}] Doy d Sy
Byl 0,5 ¢ S L;J)‘yo" 5 Oleyd wudlage &)lhe S

ol o0 oolial 13 golie 1 Joallygimd ol g5 50 t@abio (¥
INSO-ISO 15189 s lustew! (¥~
HD-GO-00-MN-RE- s la_is a0 ... 3 6,555 o5 Jlae 508 (6 380 Loy o6 5lwiittoe asl oyl (Y=Y
001

3-3) D.J. Weatherall, J.B. Clegg. The Thalassaemia Syndromes, Fourth Edition, 2001.

3-4) Old JM. Screening and genetic diagnosis of haemoglobin disorders. Blood Rev. 2003
Mar;17(1):43-53.

3-5) Tan AS, Quah TC, Low PS, Chong SS. A rapid and reliable 7-deletion multiplex polymerase
chain reaction assay for alpha-thalassemia. Blood. 2001 Jul 1;98(1):250-1.

:&;Z.?.)l&; (f
03ls 7y LS alail glacghne uand b S alonil (K568 5 0556 ] 10 45 garw 2l shgy (F-)
S jgiwd a9 oad ools 7 pd 380 jab a5 plaul Slipm o] 0 a5 ganw 165 Jedlygiws (F-Y
2,8 gz sl |,
00,5 Lasein |y Slojlu calize Slegdge gl ool (puss O jie g (S Laslgs a5 gaus 1ol ol (P
el 2Vl Y gzl (nl )1 sladeallygiss 5 by, (ngas 5o 45 59k &
ol 00 yand o2had &g s losles jo IS sl (gl aST gobiwl s A 1S gbvs lasliw! (F-F
5 Lo Jorl)giws fyand jelate 4y a5 Cowl (05,515 1055 Lpuid (g jlailiw! (puui 09,5 )15 (F-0
A diw ol o gead LS Gl colo ele slacaasd o SU5 slapeml « s ool cwodlus a2 5o
D9l oo g aleS lais

VY



vl Ql:.....o)'/'o)'-e‘.?j Cuads o)Lo_.'b/w.mm JL.»/J—el_a,.__«}

Qiarrics

&

HD-GO-00-MN-WI-006 :ocww o louis

01 (6 ,S50k o leid

G29S Jodl 5w

oG- W57 I 8 o 5 (ulBl

Sl g igles

HE SO c).w )

Gl Agr 5l i oansdd aSd gae glaollisle;l adS gl Joadl gims o Glsie 4 siw ol tdoddo

o o pda Sz owlBioles] ja 8 pdstue [olinlosl (slug, 8,10 8 )15 (] 50 a0 b slacs Lo

oylastinl o8 Slldl a4y azgi b 1) (g lem (aeis cuqz 5L 0,90 (5y5,0 SIS el o3V (g lon Lanis
iz Sl LSS Sl L Sl sl 23Y Ceand ol o il cyle, INSO-ISO 15189
osls § Sledbl Laa> ogoxi 5 gl (3135 ¢ H90e Jolis inlesT 5l e g a3 o cimlosT 5 8 el
et Sy SlodSles] S sl Jallygios cal 55 0ad S5 5 e lS Cle, 58 3 15 s
St gae solliglojl (glgol (slasiran 1o 5 ol (Ll (O] 50 00 00 pb slocs Lo 1) Wi 51 S
R Sl pe e 5o Glem 4 e e Se bl o)lse cule) Wil Gy ais

S gloaroe;,o g aijle 1) aSus ,o Cogac wuad a5 sleolKislesl sl jeie o)lse Cole) 285wl
ool o b a5 S plgisas lassosly e 9 LA (o plSin 5 530 Aoy 95 on Sulls ot
Ol 3 b Cale; b olltolojl g ol 00 0891 camlin g 335 Larseits Sy slp o3V (plosal, ol g
B9den (plotal) (330 (pais el S Rl e 50 3 )l5e

A




\vaq QL-MAA) / 'D)LPswo)Lo_w /p,as.u.m Jl_w /J—-OL.’)__ao

HD-GO-00-MN-WI-006 :ucew oyl . .
* S9S Jordl ygiws (Y

01 (6,550 olas oYLy Wgh 51 8 ausdd g Bl (el

Sl ag Cuigles

9! Al o soms ULty il (&)
(e090s iy (B-1-)
5 olyan S5 o pslie oiap (sl 5 (o2l 35 1 S opslie Ky e b U 5 o3yl iy
@ ez Sl oY Wl S (e Jgl al e Slislejl £9,8 (6ly 08 o0 Dpge (F oyl p)3) gl
ool s s HBF HbAs Juis 5 CBC) cslSsan 5ysis sl 5 colids 3 Sligle] als mols ol yan
g saly gl )| Coviie S olSiglos] as (ymglS g
gl pp Wl 258 Sjpe paaste SAhn (B Gk 5l jlen b edlgls (Bpd axiliy o padd
oals g2 olRlejl a5 il )0 g by S35 0y5lie oy (Sloy g (Siblag 35 e 51 (F o)led 0)3)
(g ool Jrg2d (palsz (loj o Wi oo 3 (D) 09d
b a8l Slialesl (g a2l 5 Sdion (omyp ds rglSgan 559580 5 CBCoLislesl ol al>yo 5o
rogdle Sl oY led adllae |y (el LSS Wl oo S5 olialejl (28 Jotwe 2Bk AL S925 o pled!
o tylojl 08 18 BeBo sy 9)90 33 (975 D90 50) mslSgan slacilly 5 HBF jluis HbAs o5
IS ez e S ol | pY bl s oslgils (pdy pllie jo 5 (ALb ) o lalinl (Snd e 8 sl S
B Gy oley 5l ases &l ley e 09l 331 Sy olBiaslojl g (pz g 5l dslicols, )8 b (g S diges

oy 2) 90 a0 PND (gl yloj oyl Cowl slo SO jiSTa= PND Jol al> 0 o (turnaround time) _aoule>

Ml oolgsls 4y S ;53 b sl 358 o pladl 51 3 olStlesl it (loj 4 5ls g0 po ol 4t 90 (i
am s Glols 5 wils 5 BT jole 5 0y sl eolgils o3l Ko 5l wilgs o dies p3Y olBinle;] 45 5y50 ;0 ams

795 Py (nl 55 085 (esl Gy pas Lol Wl sed ey ) pae led (95 L s CBC (iles]
Al Ay ) 50 (6,8 4 p3le
gl 55 s HbA JHbAz, HBF sloces § cwliiysd Slivlej] zmlt 580 cwyp 5l L 10 yad
g e JySlgn SAleil 5 g 3ysbs S s s s

b oYU - o S 0ilo) T Sl 5 9 o Tl it glS 9o lgil 5 oons¥ U= L gl i loT (8-)-Y
(o g a5 Lo Ly
Jol al yo — soms¥ -y Wai 51 b Lmidd (B-)-¥-)
(RO R
Sy 0y9lie ohug (Sloys 5 (Bl I pe 5 S Holie i (Bpme b sl bg o0lsils (24 1A
2058 o0 Do g 3l LS aseis o Sy pllasle] Gleas aSin Yoo leds p )3 ol e 4y
Oype PRl jlie aadie SAp (B bodlgls bg e Jopd &5 (Sipe ;0 Nopad
@9 28l oolgls lawgs S5 opglie oy (Sloys g (il S0 I T ojled 08wl 2SS
ol & bsie Slyz il s 5955 S0 (anlsr olog 4o il e sl (al s 03l i olRtyles]

P5s0

!



vl Ql:.m.n)'/lo)l-e‘.?j Cuads o)LA_.i‘a/w.mm JL.»/J_cLs,._.ao

if

Qarrics |

&

HD-GO-00-MN-WI-006 :occw o ,lois . .
) (63945 Josll g

oG- W57 I 8 o 5 (ulBl

01 (6 ,S50k o leid

Sl agr uigles

2t B VB B s ozg) S 50 e Sl Sl nl e ipdy e 0 e
13l b s o S 3 (5,505 5 ooV 36 S b 5 MCV<80 fl MCH=27 pg, HbA>3.5)
il wellial b

sals LSQ‘”’YL (]} 9 Lu Jj‘ 4.1}20 PND w‘?)o u.\ﬁ)‘«) HbF<3 9 MCH<23 «5 LS'mej) 6‘,» rdl

Syl
2l 00l anli 989 7SI 6 DS g, L HDAS Jladie o lge (nl 55 3) 0

S35 oleg] (5 Jstn 23l 35y 595 o) b S Sl (o 55 w3l oy
L cudlogs 555 50 ol ploxl &VLe)‘T oS Shee 50 S adlas Sy sl oinlesl 1S5 Slgs so
Sz blye 0 S plie ead plomil S slaiend 55 5 00 1SS GialeT b g 005 6,k (b,

D Gl s oyl 4 LS sl oo (Jbo D50 4 SISEe 185 5 (o) 2

a5l M 055,8 51ls eolgils a5 g 0 algi 5l L8 anseid Jsl ad> e Slisles] sl Yo yuand
gy 4 Slislejl plil 5T o0lgils 515,505 3,8 b g LT (ally (oolids 55 SLislejl 5 (95 aiges
Wire 055 gl oolgils amilin wigd S5 olfityles] brusgs umloss 5 ol 5L 0590 oo e

el IS Eligles) plosil sl 55 cpplly g Moo 55,5 (y55 Aigas bl

55 Simgms anlllae g (puiitae 59)) Harlige s slaialosl plys plwl Wgi 51 8 Lansss sl 10
o ‘5)5)0 (W,& U"J?)) (8 SNP . RFLP 4.Lo.‘> )‘)

el 5 (oo VU-b — Lo by 5 Joo S BB 93 12 45 (g (sl g 5l B (ansess 1o

ol 5550 2 38 ol saseis Sllasde b eV auile wiily
Pt ol alile] Slaiis 45 Caslion (pso 5 sl alyo o5l aloy) PND 2 bl (sl 20
wlinlel j18s s 3BT sloaS 5y (5 8 puoua a5 5 (Work sheet) alKislo;l los )15 o 5y
aS 5,lg0 4y o (Consent form) ool oSS 4l Cols) o3 ol an 4y oolgils onigy diged (oL, py8
0digyn 50 45 Sgdi e Aoy bl ALl 955 05 6Ky Iy ol Slivle;] g e o] lawes
Axzlye slog, b g 59, aiile 09 00,91 jladiig, 625 o8 Dyge 4 IS Wy, colgils o alRaolss
..... 5 PTGl 5 55 siomlitings Slialej] Sl iai A Clys o5 igai il s
gl At

oo b9y (B-1-Y—1-)
Ondizes bawgi a5 1y 55l mld ez Vo Bl Gl GuslS -Ly (5 50 Gsemlise Guend 1
D58 oy 9,50 ARMS-PCR g, 4 il (Dbt 03,3 L crezss sl (V Jsoz ) wload (s
CBL Hgplige dnl Cya wdl ol asin oolgils Jlaw &5,8 B )b 5l eewlige aziliz) olo
b g Slohd el wlg oo oBtalesl atdl (85,5 )18 (o) 3550 Wb Lo cnally o
5 (b J,8) (L8 oad jasrie slodiges 5l eoliiul auS ags |y cond ol dilais pls slo >

Yo




wvaa ulﬁmﬁ) / 'D)Lpswo)l.o_w /p,asq.a.m Jl_w /J—-OL.’)__a}

HD-GO-00-MN-WI-006 :ius oo ]
" 295 Jodl ygiawod °

01 6,55k o latd o ¥-by i 51 L8 ausid g (8L (anseid

Sl ag Cuigles
G55 s5en O ygo 4y 10 Cansl oo oislo ] ARMS )50 10 )0 iy sl (55500 )50 52
3,50 0ol sladigad JUS 0 1) ez o Dsijsen g sy Sj3e Gz DS (Lo
L g ogd agd eonSanslie sladiges 5l oKislesl by Wil o oS ams I8 islesl
(0 s 4 g9 )
Ol 50 eow¥b-Lo 2 Lls s ygumligo 1) oylols Jgu
IVSII-1
CDs CD4 | CD39 CD30 | IVSEL | 3637 | F89(G) | IVSLI0 | IVSES | o
(CT) +T) (CtoT) | (GtoC) | (GtoA) T) G>A) | (G>0)
-88 CD37 CD8 1VSI-128 -28 CD15 IVSII-745 C82-83 25del CD22
(CtoT) (GtoA) | (-AA) (TtoG) | (AtoG) | (GtoA) (Cto G) (-G) (GtoT)

O b omelise Gued b @l ekl (geulise mld Slogier oen b oaxily
S g oy 9 ol pled 5l Wil e olBiule;l 0gd plosl yoslS -l 5 Sequencing
S 0alitl 3 gl Lo o slagier GHL Gl S oS G 5l (2l

aiile (ol 5l ool b sl oltylejl wtd (aseiio (ygemiline (353 9)l50 plal 5l Gy azsliz
285 63,050 ,0) wled oy |y Ly (F5 aligS 0 (B> lo iz 3579 MLPA L, Gap- PCR
5 Nedso oy > Gz (I e 3l RS (8 st JB  (liisr @l el
(o (I8 s @ 535 905 o0 plolid (ulidipo3 @S oaiSaz g (Sd>

D9y Osbge 8l Djge jo pasis glas pasile; Blas 4 &g 0 4 azg b o and
sl sat, SGECHITH s, .

QM)*C &9) (a—‘—"—‘—"

5 oersy &lp (mslS-lo §5 ads> & Jate .. g SNP RFLP, STR o) (55 (Swgey anlllas
o0 plil Lo ealgils (sl Mie w3553 (28I S50 50 5 Ll (Do w3 8
B ».\...:la ).u...m Jalﬁ gs“l'e‘. =R OH9N l)jf J?r.a 9 ».\;la Cawd b; J?u LSJ J$|A> @ wulaksa oli.uuLe)"
el (S LsS oo Sy JBla 0Bl (atiie (o)) 59 0 Oselise o5 Gal by pte el id )
)‘)3 r S)ee »A.u‘ysn ) LgL(bJ.’?r.o L; J.’?Lc u,oﬁb 6|)J .)5...460 oolaiwl LbSNP '4 9 RFLP )| d.‘>uL.’>
sladiges 5l solitwl (Y Jgaz) (30,5 5T uslS -l o5 U3 slo,Sile b gy Conl i) 95,5
o 531 Slaseio o yots 44 PCR-RFLP (slo youl s ol (65550 3550 50 50 (o) ,8) (L3 ool Laseie
(-0 0 4 92 ) el g 4 00l sl Blakad

A



vl QM)’/'&)LQ.?j Cuads o)l.o_.'b/w.mm JL.»/J—.el_a,.__«}

Qarrics |

&

HD-GO-00-MN-WI-006 :occw o ,lois o .
) (63945 Josll g

01 (6 ,S50k o leid

oG- W57 I 8 o 5 (ulBl

Sl gy Sgles

onolS-Ly (S5 adgd ;0 RFLP sk ,S )l :¥ o jlols Jguor

Hincll-¢ Xmnl HindIII-yS HindIII-y*

HincII-5'y

HinclI-3'yB Rsal-, B Avall-B Hinfl-f

LSNP %o

0Xgy ;0 39290 Dldie (wlal ) 0olgils (o Kan pae O jg0 10 |akd alinn e o5, 1) 0 pand

55 99 V-, JBU A3l oS e Lo e g, 4 45 5y 55 ¥ 0pats
g Do 055,8 opisls ¢ clics 095 Sliles] 1SS o) Sg j,me b

SNP JIg5 crss ;o azsliz ¢ ais oy b5 .. s SNP RFLP ol jo0 a5 Sy90 j0 iV 0 pans
D9 D gmts palioms mE 9 laie 4 Wilgl o 0l cdmlin

ST b Siabisble ko 31 lgioon L5 Eamd LT o 41 oS3l 85 590 10 iF 0y
S,k g0 4 Jate STR slo 5L i eolanwl L (Haplotyping or Linkage analysis) Siwse
sla Sk 5l eolitul 4 (5L 0,8 eolitul gy ol 5l oKiales] a5 Sige 0 a5 solail (3
25 JSE 55 mse i |, GalSly o5 4 e BSTR 5,8 5 Jlta .o SNP
B %0 slajgliie 4 )5 Lo iy 5 aiies (D11 HBB...) VY pg5905,5 55, 2 ol sla )5 Lo

el 00,5 28l j0u 5 Gsame 5 T1-2 s il ouls sols

Yy




vaa ulﬁmﬁ) / ID)LQ->5W0)LQ_~) /P.QM Jl_w /4—-0'..4)__;}

HD-GO-00-MN-WI-006 :ius oo ]
" 295 Jodl ygiawod °

01 6,55k o latd o ¥-by i 51 L8 ausid g (8L (anseid

Sl gy Sugles

et
DIHERSUTL ! 1"
(IR \ s
D1MBESU2 9 1§ )
D3ENS01.2 T
D11M8ES011.2 229
0135252 l a2 |
0135325 i
DI8S1002 Mol
D10 oz e
DS m

nnswan & | L
0251446 »3

OXTATCE3.3 I I 2
Amxy e »

-1 2

Cendlgs (53,2 b 5 ooiinns o by ouiins) o8 S0 plonil 5l ay olSitlojl a5 ()50 50 10 ©
ools bl S o T L aS 1) alliole;] sl ¥ coiils Lo JB6 ladad (g 5 o 4l &
Gk b oo oBialesl T g ams 5118 0)5lie 9500 0digp Sl b ol et (5 O jg0 a1y ol
4 515 0 j5line 890 oliulejl azsliz .ayles el Ls [y oss i czulys o 2l o 5l ax atie S
s sl Jes ]y p3Y (5,500 ol s olSiales] cdls oolgils aigei b 5 @l (o)

e s o8] b 0)5hie 5 oligles] plac

P99 Al o PND 4 (555 a5 08 azes olSitglojl 398 (slogmsy 5l dny 457 )90 50 117 0 pasd
a2 )3 a8 ojglie 350 sl ools alosl S oo T L aS |y alKislesT wlsh co clons omo¥U
Syge 1y 055 S s s il e Sl an atie Sy b Canlie ojsline 3550 oRiulesl

ol (aime sl8iule3T b o jglice g liulesl plowl a4y se auled el 8

Yy



if

Qarrics |

&

vl Ol:.m.ﬁ)./'b)'-e‘-?j Cuads o)w/@m JL.»/J_cLs,._.ao

HD-GO-00-MN-WI-006 :ucew oyl . .
> S9S Jordl ygiws (Y

01 (6,550 o las oYLy Wi 51 8 sl g 8L (sl

Sl agr uigles

as sa:li..dlaj )'| u.d)f c)5L;"..4 leual 7 9 0 6'.6«:).4,3 O ol )5.5 o)lye 5 A.?uL..‘> ¥ 0 s
wils e Jo 4y 508 o,5lie 5550 ali&.\"l.a)‘i Lol ailad g2y Canl 0als ploxl QT [FRE
DRSS 2 pe oLi.f.iLn)'" g ans 1,8 S oyglie 050 |, e oLi.;:;.nge)‘T Sy o oo aLi.i;_{Ln}T
Sygo 1y 0gm i ccwlg o il ol o aae S B,L canb o 3 (abg e (5 len) S

el sla.,_?u oli..;l.o)] L c)sLi'..A 9 g_:LM.:LA)i ral;u‘ e Lles fa)l.d 6“‘5

el 325 )18 4 b ghnglSgan g oV Wi 51 Gy P 390 Larsidd (8-)-Y
aiile) Cewl PND & L5 ol HBS 36 (6,50 5 Ly J36 bbb g3 51 oSG asslis (B-)-F-)

&) S PND & 5L sl HOC J36 5,00 5 by J36 ebad (g 51 (S0 el (B-1-Y-Y
(3¢% ax>| 0 http://2000.apogi.info/ . ,s1 4 ApoGI cole

) Cesl PND & 5L5 asb HBE 56 (6,500 o by J3U lakad (omg; 5l (S assiliz (B-)-¥-¥
(093 Jos soms¥l-Ly ale

(Lepore) ;50 b 5 con¥b-bimls J3U 6,500 5 Lo J3b ladad g 51 (S amsliz (B-V-Y—F
(095 Jos comsVb-Ls aiile) conl PND a4y 5L5 asly

2,J0 PND 4 5L asl HbD 36 (5,5 5 by J36 Iadad g 5l (S asslis (B-)-Y-0
shls asb D uglSgen 5L a5 S a5 548 o 5,900k (5,10 PND 4 ;L5 HbS L Lis HbD)
by JB6 oY a5 cel VIV B Y/F sgae HDAL Jlade Jy oamb s MCH 3 MCV
Jade 509 (Ve 5l s Yaeno) doye 80 5l i D uglSsen axly 6,3 ST .0l oV
D &55900 8L ol Jiml a0 (55 (Y7 § V7 51 i Die) 090 500 o035 g9 MCH g MCV
509 (Y0 3 VO 3l ;ieS MCH 3 MCV M) sole 12 CBC axly jlais cpen b 31 Jy ol
1 ool oVl 5 D pglSgon lojon J8b obj Jloiol & (55 393 V0 5 i 69 HDA,
PSS oVl 5 D el JBU 5 D (sl gon 0555500 Copndy e Wl il oKl
D¢

oS w3l Alpha triplication J5b 5,50 5 ko J86 had g 5l (o asslis (B-V-Y—$
et o ye olStgloil Ojstie bl pgo alye plowl 5,0) il ansls PND & 5L e
2,5 B jpo daliy cxiin L felgilen Ojsdia b 5 SIS

2 3lge a1 sy cl il gt bl W Sl i a5 (a4 4z b ) e pa
STl 05 o dogi (Sl 5 Wl 0529 Sl 5l gy and (o 5 6L o)l (2adle
Lo 05 0 29Re e iz o i hls (JsSIge (o) 50 g Canl (oo VB-Ly JBU &5 (50,8 50
oislesl il YU HOF e 558550 55 5 ol RBC 5 Hb uslia CBC s g sl

a2 ol 1) pteSles 5 WIS 51 JgSUge gm0 il o0

Y¥



vaa ulﬁmﬁ) / ID)LQ->5W0)LQ_~) /P.asa.a.m Jl_w /ULJ)__a}

HD-GO-00-MN-WI-006 :ocww o louis

6955 Joslgind 4
oY=y 255 5 B (s 3 (I8 >

Sl gy Sugles

01 (6,550 o leaid

25 Olae asile ] il slacdl> 4 Sickle cell disorders Ko wls ke (B-)-Y-V
25,00 PND w 5L

s JSs 86 0,8 G b s JSs 555 5900 Sickle cell anaemia (Hb SS) .9
A s S J86 5 )b 9o 2 Hb SC disease .Y

o=l Koo g s S 86 S5 Hb S/B-thalassaemia .Y

D HoslSsen J8U 6,50 5 Jow JSow J36 S5 Hb S/D Punjab .f

O Arab ;uslSsan 555 5 Jos JSos 86 S5 Hb S/HDO Arab .8

O El) somVi-Lr s (5,50 5 Joo S J8U S, Hb S/3P thal .#

g oo gmne Jl o oS oo lsiaslisen (B-1-F-A
Hb C/B-thalassaemia .\
Hb D/B-thalassaemia .Y
Hb D/HbD .Y
Hb C/HbC .f
Hb C/HbD .4
Hb C/HbE .#
Hb D/HbBE .v
Hb E/HBbE .A

1098 (6 5 poanas g oolawl b3 mlie 5o ShsinslSsan plu syse o (B-1-¥-4

A database of Human Hemoglobin Variants and Thalassemias
http://globin.bx.psu.edu/hbvar/menu.html

http://www.chime.ucl.ac.uk/APoGI
http://2000.apogi

www.screening.nhs.uk/sickleandthalhttp://www.sickleandthal.org.uk/Documents/L
abHandbook2006.pdf

Jooz 3 mls —le o ols slacil)ly 5 iz glyl Span 4 barpe Sledlbl aodls

el 00 06)51 Y o)l.o..i':

Yo



vl Ql:.m.n)'/lo)l-e‘.?j Cuads o)LA_.i‘a/w.mm JL.»/J_cLs,._.ao

if

Qarrics |

&

HD-GO-00-MN-WI-006 :occw o ,lois . .
) (63945 Josll g

oG- W57 I 8 o 5 (ulBl

01 (6 ,S50k o leid

Sl agr uigles

oml-l (JF abes bl il lg glgil AiS wa p aodS Y o)l Jgux

B- op- HbS | HbD | HbE | Hb HbC | HbO

thal thal Lepore Arab
p- thal + + + - + + - i
dp- thal + + + - + + - +
HbS + + + + + + + +
HbDPanjub | _ - + - 4 - - -
HbE + + + - - + = -
HbLepore + " " _ + " _ +
HbC - - + - - E - -
HbO Arab | + 4 I - - 4 - -

Solow 595 Sy (sm — PNDI @ gl ) o )lo 9929 (G950 9 (S5 Sl Sap Somy (s +
-(PNDI & gl )l 4 53 pas) o )lai 3525 (Se5nS 5 (Sl

MCV<80, MCH<27, HbA: NL, HDF>3 5%, 55 2 (sl s iy 5

S9950 g,y b by g5 anl a5l L wad olulid (5b)lg 5989 2SIl mls o azslis to pad
ol 4 5l pae b ks 0550 50 (g5 se (JsSUse gy b Zibjly 55 Sl pliabol Gl ey LS g e

Sges Dglad alg 5l iy

LoV Slpen Jliol (cn)n Cuz Sliion oSl a0 oad plulid cabjly oliee
Ly il ShymslSsen 5 con¥l-by JBU Glojen wlgsce 58 S5 05 18 oslitul 5,90 ShsinglSsen
S Zlgns)l asl Galie slacilyly b 5 camVU-Ly J5U a5 (5 S50 053

pgo al>po plomil pac b plonl 4y e 10 00,5 pnd bl pd 4y a0l Loy onl 9550 50 PND 5L
bl ol Spge 35 (S Al ele Gl Wl b SlyinsdS s glacdl s sl PND
oy9live Sl azsliz 05 Ojse el ools bl S b ol L oS alBaslel a8 L g s o
wtls S Jo 4y 53 ojsline 590 olaalojl b wils cond plonil ()T L S oo oS (alaslejl 5l (28,8
& e oRanlejl g ams JI 8 LS 0)gline 090 1) S Larids g e oKiolejl Wi oo azme oliyle)]
led el 38 O jg0 a1y 055 Al canlss yo 8L o o atie SO B,L canl o S ansedd
ol s oSyl b oy5lie g 1,2 ¥l a3Y ozl cliglesl plosl azy 3o

Y¥




wvaa ulﬁmﬁ) / 'D)Lpswo)l.o_w /p,asq.a.m Jl_w /J—-OL.’)__a}

HD-GO-00-MN-WI-006 :ius oo ]
" 295 Jodl ygiawod °

01 6,55k o latd o ¥-by i 51 L8 ausid g (8L (anseid

Sl ag Cuigles

iJol dde yo (2O 54155 09 (B-V-F
5 g 35 S ool a5 00T antd (2 IS el oRilesT 358 Slislesl plil 5l o
oo dl)l ZMayd axlye 4y Gel Covlg po g 0 b g S 0 jgline oy Sleyo
b g o)lse Sl ol sl Jol al> o (5,155 (B--F-)
(8558 9) ey Sl pbg ol
Ige o)l 0digp oled
(oolgls (Byme oz yo ) olSitylosl 4y (3o 092x
(09 abgs olfiulej] 5y pw 48 Cannlico 1)) olfiule;] laseie g (w0l &
(L9 diged 23bys go)b) oolgils sl (ool )6
Kig0i 55 5 Hi30d Jls) b (55 Wig0s oo
@l GBS @b .
P9y 4 5 Ogelise €95 ueiane o udtae) (JoSge (antid slats; b By, oA
(2l et e pé
oy« b g Sequencing g, 4 TVSIET Jiwo 1) (590 slais; (o) 2 a8 -4
S L gl 515 5. (Gl o0 esl auiis ... PCR-RFLP; ARMS-PCR

< % & * t «

29 53 (LS slafore Laid)aaiins 2 (o) p a2 5 Goemligs ol Camnlioe

JS e sl pas b g 5l g gl S pasets (Gl pae b Sl ()8 e p3 N
Ml Jlizl g 0l S8l [l gemlign 990 aldgi Mo 090 S8 anzl o o) g Wos |
Byl paasie bojglice 4y 3L b g Cenl 1YD onWB-LG a4y i

dapad p0) il awsls (disclaimer) Uas Jliz! psas 0 SMez ub (515 ».0)
(ool 00al digai S5

Sl 0igpy Jotme o (owli)lS oL g (8 Joheo e g slaal 5 (Solgls b5 LY

D¢l oa)s—l

PND e ools cud (0-1-0

50 S5 o,lol ailales 4o oolgils 4y bgs o (slaesls o a cabiga olSinle;] (5,155 @l g SliolesT plosl 5l o
bl a4 slalElas slo fasdljsiws 5,k 5l laosls cod 0gou ol plig 5 00l s sloolaslinl b g Jolsd
el 03y yanSiS ) 4&6-&) W 5..4.‘: Lngolf.w.:La)—'

el Jlo )l Glrosls oSS g Covo Jgimns Jgtuns aseds ipen 450

el ol 0, Ll Waosls cud j0 aST 9,90 OIS (S 4 aslsl jo
20,5 Cud odigy ;o ojled L -
S I 5 e ol 5 s, eSS sl ez (W1 9) b (pelipn o & bgpye sloaiz S -
a5 390 DMl S5 3 i g Dseia e b Dsojpan 5 00,8 b i b Lai il
055 8

Yv



vl Ql:.m.n)'/lo)l-e‘.?j Cuads o)LA_.i‘a/w.mm JL.»/J_cLs,._.ao

if

Qarrics |

&

HD-GO-00-MN-WI-006 :occw o ,lois . .
) (63945 Josll g

01 16,5550 o5lacs oYLy Wi 51 8 sl g 8L (sl

Sl agr uigles

83,5 50043 35158 oyl 4o " Jlo "
ool o il ier JolS Jilye iales] il ke o e 5 5O
Sg oolizwl " Jle "
Slgier W Masl 5l evg Jloji 5 oad o)y mld slagiez ki &5 50 00
D¢ oolawl "@L’l’:
5 i ol 95 s Lo sou plonl (a3 (0] dsliz i8S oS5 (Ll o3, o il L)

00,8 e Sleyo oyl

SIS ol e a5 0 pdy o0 Dyg0 SIS lp (conVB-Lo Ao 5l S pardis pgd al> e (B-Y-)
sl 0 aeiin Ll S0 Carnsg 3 ailosls alnil (g,1,b Jol cglaazin,s b 5 s lo b
IS 0nS ©ipe ey Oom BB oS e Sl am (e aiged 331l elgils pliel (B-Y-1-)
Salon b iz aiged (28,5 sl 0dlgils pliel il eud ezt Rh - condg 5 6500,k (o pliel
o Zel 03Y (CVS Mie) iz I (5550505 Sz 03l pliel (gl 5 0,5 & jp0 Sy oKyl
Rh Condg 5 j3le (93 05,5 35500 dmogi (S5 5g Goyb 5l 00l 90b) wil pas a5l o 5)l0)k
255 0,50 VY-V &lap G (655 gl brz 5 Al 00,8 axzlje wBge 4y o0lgils azilir 05h et

el sScsy il b INVErt CgSus Sen 1) 00ud si390] 8,8 lawgs wyb Li> CVS wiges (B-Y-)-Y

@) poiiesn € B9y 5 eewlige uasd gl palls DNA ol s 4 Comligo s> diges (B-Y-)-Y
ARMS-PCR s, 3l oolitwl &jam j0 0,5 |13 u’.'.iLa}T 3,90 (o0 SSPND gl al> o jo a5 > 5
6[}64.-544 )l solazwl 0,5 )‘)5 u-u.'Lc)] Oy90 )l.t Y JS‘».\> “"‘“‘“LASA u.n.\.”} uﬁ""""‘}‘ 6‘;: = 4;544
SpS oo iy (g et (hgy b pansets ST cail (6550 0550 52 0 (0 5S) (LB esd et

355 I8 easd Byl 53 5l o0lgils g (s3> PCR askid el oo

ged &S 398 o0 dpogd wBk waa VTl iy (e e Gt 3l S Wges (e 0 azsls (B-Y-)-F
P95 Se b S iz Somdy Gend &5 (G900 0 005 3 (o p 990 Gerlise (et S S
plel (ealgls o LS ol il by gz (05 (astin b Cdg 0g0eS JJo ) cppiins ;o b piins)
S oSl 05 o0 arog Wisd ST L Y BBl celipe (i Wised 59y p3Y Slialojl 08 oo
ons Jain] sy Iok sl csishle b isif JeaSs caz | 055 sl sy b gl o ;)

IREIEY)

YA




wvaa ulﬁmﬁ) / 'D)Lpswo)l.o_w /p,asq.a.m Jl_w /J—-OL.’)__a}

HD-GO-00-MN-WI-006 :ius oo ]
" 295 Jodl ygiawod °

01 6,55k o latd o ¥-by i 51 L8 ausid g (8L (anseid

Sl ag Cuigles

pladl 51 8 iy olfialosl 5 ol (5,0,L1F athn 5T 51 s 00lgils anxl o a5 Syg0 50 1) o yuand
9 gos WS padie coolgils gBge 4 05 allas byd 4ty Sy 4 Slojs b S o
axl e 45 0,10 Como (Gy90 50 3590 Cpl (sl 33T 3 asbiculs, ealgls 5l olKiule;] ol y2g0)

il Jgl al e olSiales ylon 4 oolgils-

g il ezt Wly 93 5o b (o 53 gemlise g 5 Jol b pos al o () 50 azilir Y 0 pad
s a5l eolaiwl s § does 4 b g bl 0szg Il e aiile 380 pwy p Co B
(el YL )0 a5 > b & (g (090 JBU Cnlad & g0 50) el e
A.w)g4.3::;34;.CMM;'I};;4:.2&5.>J)Ia|a9.>L£5P9.>5J5|41>)A)o‘5]a,,zaali@l.cﬂthg ¥ o o
Sliolej] aslol frans bl ails 3439 Sloyd haiw JSgilB cdae pledl 51 8 aww 5 Sl 0 Gl 4
Sl @l 5 (ol @l olen & (o) 4l (b ) g (Siz 5 (pally el el
3550 sliulejl o)l Jloyl el wols plol S hs T b oS alinles] 4 odel Joo & J5Ss0
e oiolejl 4 oS Sjgo s l) 580 5 o3 ojgliie gl o atin O ESTas B o gl
oialo;T b ails oo plosl T b S oo a5 alliolej] 5 58,5 o5liee ,ISal azslis ams &Sl
‘S.ZSO)BLZA é)}o |) lozBal otiw.il.o)i m‘y@&wo@u)]4wbﬁm&®)é6 ajsl.i;'m 0)54:
Sygo s |y 095 a3 canlgs po il o 5l aw atis S B,b Canl oo i g e oBiulej] g as I8
ol Jams ol8iolo;T b o jglie 5 linle;l alosil ai 3o aules pdlel 8

U35 A8 et |y i Coamdg aBge a4 Aile oliule;] (YU) Y 0yad (5,8 b azslis :F o yaud
o3ls eolgils 4y iz (6 S digad jlam atie S B s Jleisl g 2hd e soe o ol e 4

YW

e Qb jole gl and el e (Bg) 9 eeelige Bl i (JoSge Cumdg oS 90,0 (B-Y-Y
S sladiged 45 (sl (IS sk 4 (JoSUge Cusa (pad ) Senl (5925 (50k A b aged @) i usn
Sl el Wl iz 45T (63)l9e o (WS patin | diged by sl Wlg e 50)l5e 50 10 S9b o0 drog
Ol -by (5 4> GLSTR 5l as 55 UKo Jro Conl (ol (ole 5 50 @ (i diged Bl diged Como

el Gyals oy 4 Mie Jg JBU casWU (gl TI-2 iz 5590 (3] 10) Censl ous oolazu!

Y4



vl Ql:.m.n)'/'o)'-e‘.?j Cuads o)LA_.i‘a/w.mm JL.»/J—.cl_a,.__ao

Qiarrics

&

HD-GO-00-MN-WI-006 :ocww o louis

01 (6 ,S50k o leid

S Josllygiuns
oV Al 51 o (andil 5 (elBl i

Sl agr uigles

Mutation
DnnEsULy
DIIHBESLG. Y
DINBESLLS
DAAHBESDR 3
DIIHBESIL2

D138is2
DLISIZS

01351002
Dasssm

Daas14sa
pzIs1an
D21s1446

DATATCILY
Anxy

II 14 "

"1 ’ 2

G5y 5 O3ege Gewnd aloz 5| (J5Sse oy 5 5o Bl sl e (Siz Aiged aziliz (B-Y-Y-)
b ond ools cnS sla sk (555 2 smar 5 09 pladl G CltST (gl aloye 40 00l [S3) s ed
s alsl DNA typing s, b Sie YU abils dgad g8 oo iy o 10555 ploxl

) Wl e Jle YO Blas iz S aised loy jo a5 obpils gl 0ed oo dnogs (B-Y-T-Y
Lo 4l (Ijzm0 a3 L) 090 (gmiy 2 55 (09l pydins) poigagsS o8 S Cgz (oslyls 38ly5 )50

g alsS (sl pgyaie ol (6 Sy wi b el s

5 Sleidiy (095909)5 (§338 EWMS (o WIS o JLo 1O 5 65 plails sl ) 0 s
pg i NIPT o5, b as ol )56 o)ls plosl aad b g ools plxil 1) 6 SIL 2 b5 51 o>
r L;.u.a ‘La.a.” «35..4 w9: |..\..5| JL..: \"a LSYL LSLQ’I‘V'"b 6‘).’ L.gﬁ ML W xR 6)L))lg 0)53

gy aples ygls pgyaiw 595 5l (6Kl wiw b Jasdl jeiws

Yo




vaa ulﬁmﬁ) / ID)LP5W0)LQ_~U /P,asm Jl_w /J—-OL.’)__a}

HD-GO-00-MN-WI-006 :ius oo ]
" 295 Jodl ygiawod °

oG- W57 I 8 o 5 (ulBl

01 (5,550 o lous
Sl ag Cuigles

b g 055 O diged i 39b 00 (o2 (2959095 NS (slp diges & (g0 0 T 0 pad
e (509390955 oy (oo VB & iz Mol g0 )3 w09 plonil alie By, L 5 QF-PCR
09599955 (532 oYU 4 Mie (i b pas (e 0dlgls CulsS 0 D90 )3 090

b aelsl Wlgs oo

Mo i 51 25 28k (oonVB sl i Sy (e Sl o il ey oie (o) Y 0 pad
s g i w4y (63ks adl asls |y M s ladw wuad oolgils 5wl oYU 4
‘SMYU =Lo p9o al> o db)'}f Od-yY-Y
50955 4otd (55 )55 Coslioo oltalesl (58 o )l5e lul ) 00k 153 slaialesl il 5l oy

el 4 S5l Cailgm 0 Sogo o b g S o slie oy (Sloyo o bl 35 e Sy oslgls A
e 4l @

a8l 52550 Job S gm 155 (B-Y-¥-)

(3929 90 50 o/ JUDo 55,3 9) (razg) (SOl pbg el )
g0 05leifoig s ojlats LY

Coolgils yme aryo) oltlel @y (Byme o9 LY

Cp9d 9 Jsll g pgo alye) oolils anxrlo )b WF

Wged 58 9 aiged Loyl b g cnlly Sl T aised Joe .0

RSy Kby 5 i igoi g5

(35 digs olSiiglaj] 5 o )0 LB 15 olSiiylejl laietin 5 joysl .Y
Slopaiges ol )3 Gtz e s B LA

ol sere b A

(o 9 (UL e 0558 ) oally oanlisn amt Y0

O 9 (JBB L De 0358 (pally oditne o8 by e 2N)

el BU L Mo il (i oS £9050 (nl gty 5 (i Condg @l 4 Y
(a3 Jli>! 53) Disclaimer .Y

Dgd "“‘)9]
:PND sl oolo e (O-Y-F
o ol ailols y5 00lgils a4 bogs o slaosls o 4y abige olKiulesl ¢y 155 @)l 5 Slinlej] plol 5l oy
ol giws 5k 5l bosls cud ogm .l sl g ouls wlel slao bl b g Jolgd jo SL
ol 00y s a5l gac lolfislej] edbl 4 (ol aillas
55,5 b ailelu o L ol laal (g1o,b (ylyg0 a4 bgsye jole awlids yg3 Slislej] Glg azilis
ol oads S Jgl al> o canVB-Ly W 5l LS et Ceand sleiil [0 aST 8 )50 SIS Lo

A



vl Ql:.m.n)'/'o)'-e‘.?j Cuads o,Lo_;:,/ﬂ,.mm JL.»/J—.cl_a,__ao

Qiarrics

&

01 (6 ,S50k o leid

HD-GO-00-MN-WI-006 :auw o lois i
” SognS Joallygiand ®

oG-y Wi 51 B (i 5 el (i
Sl agr uigles

ol Syl 6o 00ls JooST 5 Cmo Johuun (8 Jghamn [adeds i 4SS
Sl Sy losle slp allas (gl ael Cal oo oiule;T ail Sivcs (i 4SS jg00 ,0 10 e

o3t 3 Blall abg po (2195 4 (a2 Se Cel Y el Mo iz 45 Wled (81T g 005 aS
Sgd oKiolej] e

oYU —Lu pgo g Jol alo po Wi 51 3 ausls (B-Y

watein (Bl gigw 3ok 5l Yeere) ol jlo)l w3l PND 55 10 4y 00lgils asxlye ool ol jo aslis

Aalss plosl 53 oud g5 SlaJSigy (olol 2 Ll pgd g ol al> po (el i a5l amy 5 05 (o0

YLy pg3 9 Jol alo po (0135 (0-F-)

ats (255 )5 Camlion oialejl (ond a9 SS9 (bl 1) oud S5 slaiabel ploxl 5l as

O Sl cunlsm )0 Do o b g S o y5line oy Sloyd sLilage 35 e Kby coslgils a4y g 00,5
RUENY 43|)| CMS é’?‘).a

& algls a4 o, Slez a4 o b g Sl pas g ()l )L VP e il aw) ple 50 axxl e
e el 35 daliculs, (28,5 18 g 9ed ools

PND b ools cod (B-Y-Y
o,lal dilols o |, ool 4 b ools | Stasl o oKiules] ¢ 4o ,155 &8l g @liole;] aloul 5l o
) ooy ol ? PR, S [Cane . 3 2Lojl o )lys ll g 2yl Pl 2

Gk 5l bools ol egmn il ol a5 0ad Wl lao lulinl Loy Jolsd o Sy
ool 0y (anseis a5 e slaolBiulej] edlbl & glaillaz (slo Joal)giws

50,5 o ailolos 5o Leam aily oylisl (6,00,b (lyg0 a0 bgsye jole owlids 55 Sligles] Oy amilix

Yy




\vaq QL-MAA) / 'D)LPswo)Lo_w /p,as.u.m Jl_w /J—-OL.’)__ao

HD-GO-00-MN-WI-006 :ucew oyl . .
* S9S Jordl ygiws (Y

01 (6,550 olas oYLy Wgh 51 8 ausdd g Bl (el

Sl ag Cuigles

650 9 b (abd BU SO 45) Seie -y slagy) ln Jgl alo e Wg 5l Gy el (0-F
(e HbF>3 s HbA>>3.2 1L/ MCH<26 pg L/ 9 MCV<T5 fl)ql,lo
Bl 628 Sl (oo (63)]90 )3 5 9,00 3525 w5 GaslSsen 55999 iS50 oltl Clg> el ()b 5 sl
a5 el Gl 0,5 amgi b a8 (6,50 aSs ol 4l Y8 5 V8 & oo MCH L g MCV o o consVB-Ls
955 -y 6 s s 5,5 Sy 392 aonVB- AT JB6 0l ()9S 55 cams V-l g5 o s L
e (59
o5y el o3V I gl Dis 0,8 Wgi dy porie wilgh so goWU-Ly Lo 3 L ol 8l 2lee sl aSul 4 az i L
el 500 0S5 e 4y wagy T L ansV 1y 4y SySiin 150 byl 5 095 ooty _oaled B 05 oS,
SoSin 3,8 (ol Gl 5 93 4 il YL JLim T b g Dol g e VUL Sl 6 Sy 4 (55905
S el 3 o ¥t B, s

(s090e by (B-F-)
ol por S35 059lie 03y (loyd g (LBl 35 e 5l S 0jglie Shy (Bpme b jlem b g oolgils Apdy
Sl 3 W 5l S Gansets Jgl alese Sliglesl g9,8 slp 08 o0 Syge (7 ojlad p)9) glr ) o8
a (HBF 5 HbAs Jlaie 3 CBC «alitinss oliglej) 45,5 ol Sligle)] ads mlis olyan a oolsils
g gl Sy oSt o]
(7 o)leds p,8) glryl o8 b 2025 S50 masie g (Syme Bk 5l e Sipdy axilin topad
g ool Joou ollaslejl 4 g 28l )3 eolgils Lawgs S35 0)glie oipg (o) 5 (Stlage S e ]
 shalosT bl (B-F-Y
D92 oVl gy S 95t 09 (sl g plnl (canWB-L, gl al> 50 Wb dy oakad JB 05 (sl
Lo 05 e Bbem G 3925 b b5 o) sl b 05 I e ool Ll (oonVB-By ()0 005
B> 39y pae (owyp Slp 298 pll GslS-ly () alsS )5 B 325 pas oy by GmdlS
-l o5 Skl GRFLP L g SNP sz 5l gl b 5 oS solatwl MLPA oy, 5l Lk Silg5 o olSiule;]
LsS caslSLy 13 GLLI L 5 U5l cls RFLP L 5 WSNP 5l Sy o a5 500 50 i eslital sslS
Jols el i 0525 pie 43 s olSiiyle] @il ol 35 i wdll 3,5 45 8,5 yeans o co didg:
9 99 Wl (oo Vl-luy JBU 58 0l 0l by, (nl b Bda b g Al ez 9529 &5 (9o o uled
by el )5 (o W-by JBU g5 aiile el by (2la8 B 55 59 295 097
5 s o3 (6 i ] e cans VBl B (S Sin 0,8 45 0,5 gy (lisabs] oBiloj] 45 5 p50 4o

D9 oo 03l 00lgil> dy cowsWU-Ly (gly pgo al> o PND oy 5l pae 5 sie (o315

\RJ



Qiarrics

&

vl Ql:.m.n)'/'o)'-e‘.?j Cuads o)LA_.i‘a/w.mm JL.»/J—.cl_a,.__ao

HD-GO-00-MN-WI-006 :us oot ]
" S35 Jodlygiawod °

01 16,5550 o5lacs oYLy Wgi 5 8 a9 (8L anslld
Cudlays Cuglea

5 9o | soms¥ iy Jgl Al yo 135 (B-F-¥
3 09,5 45 (555 ST ol AEale]] (395 3 lge bl 1) o 55 (sl ales] ol 5
&le 4 Sl CulsP s Spge 3 by SES opsline oy Slopd (Sl S e Shpy weslgls
Ao &l #Mayd
il 3 0,le Jelds Cansl o 5,55 (O-F-Y-)

o9y SOl pbig el -

550 o Laslonis s oyl =Y

(ool hyme arye) olStlesl @y (Byme 09 =¥

0olgils asxlyo 5, -F

Wyl g5 9 wiged Jloyl b g 03lgls Sl (g T hges Joxo -0

(09 adgs olfiulej] 5y 48 (555 ool Slasiie g uyol -#

A gre @b -V

o3litul 3,90 (J9SUge sl 5, -A

0ol ysanlige Az -4

03lgils einns pud (g Az -

o YB-L0 pg al> s PND @ 5L pas b 5ls oles azes =YY

(L3 Jlas! ,55) Disclaimer -\Y

Sl odigy Jorme a5 (ulid)lS oL g (28 Jotao e g slasl 5 (Solgls gy oL -IY

g 03]

5 ool 0 255 il (sas V- & Moo 355 55 5,5k sl Jall s ol ) 0
(555 laoliaslejl 5 cocie (aasin (K55 woedlage 33150 5 ald (al 55 50550 5STe Calnln
b azgi b )l oYUl &) Lo s Lons glsil 4 S 558 Algi pgas 45 lyions
e oVl o) 21 (55l Joallygiss (nl G oS ot —Ly slags 990 50 45
5 Hemoglobin Barts hydrops fetalis ogas 0 Sudstue wisld ol 0 1550 810 cplols
25,05 e 795 opl 9,90 ,o HbH Disease
2Eile;] Slatiae 4l canl o (30 g Jsl al o Jsl al> 1) PND o aloxil (sl :¥ 0 yuaud
@l 50T 6ladS s w6 oS pas 45 51 (WOTK sheet alKiylesl slocs )5 5ydy py ol
(Consent oo JooS5 anls culs, p,8 ol en as olgils 0disy iges obo, p,8 wiliolej] ji8s
dpogs bl arily 995 5,5 (6,80 | edlgils Slisle;l ()lg o lagy] lawss a5 o150 ady sform)
aile 055 03)5] Jladiys, (65eR 8 g L5 gy el je IKilel enisyy )0 4T 053 o0
E97% sslidips Slialejl Cdl s iz digad C8L,0 (53 Aiged S8l wazlpe slois, b s s,
o asiis g (e S 0L 5

Y¥



\vaq QL-MAA) / 'D)LPswawo)Lo_w /p,as.u.m Jl_w /J—-OL.’)__ao

HD-GO-00-MN-WI-006 :ucew oyl . .
* S9S Jordl ygiws (Y

01 (6,550 olas oYLy Wgh 51 8 ausdd g Bl (el

Sl ag Cuigles

PND gbroslo i (b-F-F
S oyl dilals 40 00lgils a4y bgrye slaosls ol 4y cabige ol8iglo;l ¢y ,l55 aill 5 iliglesT plaxl 5l o
@ slalBlaz slo Josllygiws @b 5l leools ol ogm .l a8y g sals pMlel slas luiliwl b g Joled jo
ol 0y anseis aSh guae slaolKiule;l oMb

el (o)l Gl o0ls oSS g Como Jofe (S8 Jotaun (asels e 4SS

S $So] S gSio Lz 95 Sl Jol Ao o Wi 5l Gy el (B-0

90 2 & Seie — SIeSie slagy) lp Jyl Aoy Wei ) Gy el (0-0-)

(s HDF<3 3 HbA»>3.2 4/ 3 MCH<26 pg /s MCV<75 fl)gl,ls

225815 _xeal HDF s HDA, e aiilg oo coms Vbl azrly ol 31 3 5 cans¥b (sl o Lols b ol 3

©358 Sl (San 53)l90 53 9 318 3929 g GmslSgen 55589 28U o olidl Sl (Sl Bk 5l sl

o 555 drgi Wl a5 (6,0 4S5 sl azils Y8 5 VP 4y K305 MCH L s MCV lae « aV-Ly iU

Ly B s 08 S g oo VB-LT BB 0l 988 50 (cen VUL SIS ) az g b aS el

e (§9 (095 (somYB

2 55 o o el o3V I 098 e 0,3 W5 &) ke Wil oo K050 b a3l cul glgasl o (nl 4 4z L

05 3 WUy 31 (6 aSi 41 (6)9hS aallpins auST e dy wtiogy W L ¥l 4y SySiie g0

Ly BLo) (sl SoSie 08 90 51 (S Blam plile ol pad 5 4 atly (VL Jlixl b 5 al

258 8 Gtalesl 0550 05 eV

] 00l 0 Ll LT 31 plaS y2 ds doldl 0 a5 el wdy el 595 <l 93 31 S bzgs cw! iy
il azils Jloyi As sl b MCH 223 1G4k 90 51 oSy JBlos 45 g0,lg0 (B-8-1-
bl oWty ) 005 Sjpe Sk 93 51 (o Bl )3 (oWl ()2 b S)lge cnl 5o
S9zs pae syp ks GmslSly 03 50 s lew iz ds7s 9wl g o, e b 0 I e ol
b9 3 Lopiians Wil oo olStylojl (Bl 052 pae a2 (612 098 ploml glS-Ly 5 ags jo Bi
S5 30 S ooliul CyslSy 5 Ll sls RFLP g SNP wiz 51 Jsl by 5 S eolizsl MLPA
4 05 e Glsi g0 Wog LT mslS-Ly (3 SLLIL 5 2 sle RFLP L 5 LSNP 5l S, o5
il Jols lipabsl Bl sy o 4y 45 ol olEylojl ailiy Wiz o anl scesl 5 Bio il 5,8
2l g o9 walss cenVU-Lo J8U 0,8 wl anli b bs, cnul b Bda b s slabals gz 927g o5 (Sy90 50
Lo B gy wile andl (cenVU-Lo U g3 po azsliz 09d (ouyp 5 (e VU-bo Sl Sl 69 o)
5L S ySie 3,5 50 31 Sy Sl a5 5,5 oy olisabl olSiule)] 45 50 50 il dels] IS el

Yo



vl Ol:.m.ﬁ)./'b)'-e‘-?j Cuads o)w/@m JL.»/A_cLs,._.ao

HD-GO-00-MN-WI-006 :ocww o ylois . .
> S9S Jordl ygiws (Y

01 (6,550 o las oYLy Wi 51 8 sl g 8L (sl

Sl agr uigles

Ly Gl pgs al>po PND 5l pas (e (23155 5 S 3 (550 a8l o ansVB-L
D5 g0 0318 00lgil> a4y ce¥l

98 sg5ke (oo WUy 4 e (5095 Ao 5l (62Tl (sl Joallpgiws cl oS Sl daome S5 4 p3Y
selSiglesl 5 coviie masis (S5 wblagy 55150 5Dl cnl )0 2S5 5150 cnlpls 5 Sl o
44295 bl (e VBl 4 Loy o slacs Lo glysl 0 Mo (095 Wgs (ogas )0 (Sdgtas (1550
Geb sl a3ls MCH 223 13 b 55 51 Sy S8l 45 o5 ySto — S gSto (slagrsy 50 5o 45 o)
2 Grlstes wnlp ol jo 150 She alply s (enWB W ) 4 (515 Jaalygins 0
25,05 o 795 (2 9,90 ,o 55 HbH Disease 3 Hemoglobin Barts hydrops fetalis _osas-

il allo MCH <23 g0 o 79 45 (69,190 (O-0-)-Y

by GmslSsom 5,585 S L) wisly MCHS23 (lls codlage 5550 Sk 5l onld (Byne (ns) o8 2
Ly s S Dope ez 5l e o (bis g labl Ggr) e VUL o) ol 0L
by OmslS=l 03 00 il Gz 9975 9l b g oy @l b 05 I e ol b il ooV
-0 Bialel v Bio vgzy pue gy sl 09 el aglS- L (S5 adigS 0 Bdo sgzg pue
slS o5 Bl GRFLP L g SNP iz 3 Jol b 5 a5 solial MLPA b5, 3l Lesiiins Sls3
W08 UsS crslS—ty oy SLbI L 5 J5ls sl RFLP L 5 bSNP 5l (S, 2 45 5,50 5o S oolita
Bl 3929 pae a4 aS Cenl olfinlejl ailsg s, adl Conl 55 Bd 03l 5,8 45 0,5 udS )lg5 o
L B sy ad anl by al b B b g lakal ez S92y oS (Sige )3 bl Jol> oLl
wile axdl by JBU g0 po aziliz 09 (ow)p 505 (oo VB-Lo L5 5| 59 295 Wb g o sals> VB
08 50 5l (Ko Bl a5 05 Iy lipabl olKiylojl o5 (s ol aslol 5 cen¥U-L 36 o5
Hemoglobin ) o Jbé gy Jlool 5l s nSslr @ln sl (e2s) et (conVB-Ly JBU S5SCte
Gladis ) aile oo s, b camb o ol8isles] 0isd ) 5,l8,L 5o (Barts hydrops fetalis
ol S 0y (ezgs 5l (S o |y Cls Sjgo 4y Gz 057y o @il ladis ) Cales 0 5 s
Szl Ll a5 sy aze al a4 @il s Bl ally (G55 GlaS il (o Gesb Sl ool (S olRoles]
Sk 5 blie Bk w28l ez 5 (S 0 ClS Sgo 4 iz oS e s Gl 050 @ e
slr Vs 5l 3 Gy wog Cis Sjgo a (i JBU 50 58 45 Fygo 10 5 955 JE (o) S5
95 dpogi (elld uyg e d M 355 g3 5l (6,055l

33 2553 STye g Senload (908 ygile (oomsWU-Lh @ Mo (5395 W5 5l (6 T sl sl Joall g (]
g5 ogas o st (55 sloolfinlel 5 cdine aastie (5 wublage ST 5D anl ol
& bge) ol Gsyid (pgas )0 W oW e bgype lacs o gl D IS8
Ly of 0y 5l am g oile (omWUmly gy Gl 50 &5 (sl (55 433 )0 (g sladi
Sgy dilgs wdld asgiane 4 die SosS Wy Jleixl 4 S Jbo Ao g MCH<23 ils

298 Lzl Jasdljgiws slie o Sz (o) 2

Ys



vaa ulﬁmﬁ) / ID)LQ->5W0)LQ_~) /P.asa.a.m Jl_w /ULJ)__a}

HD-GO-00-MN-WI-006 :ius oo ]
" 295 Jodl ygiawod °

01 :,5550 olad o ¥-by i 51 L8 ausid g (8L (anseid

Sl gy Sugles

s | S 35ein 510 35 J3l 4l yo (15 (B-B-Y
355 4 o5 G5 Cealoiom oKl (358 S lpe il 1) 0 55 (sl sl ol 51 o
&zl @ S ClsS 0 Dygo 0 b g S5 0jsline ohug (Slayd i Sdlage S e Shgy edlgils 4
Ao &l #Hlayd
il 5 lse el Celse 3ylsS (B-B-Y-)

o9y SOl pbig el )

FsSse o Laslosig s oyl .Y

Coolgils hyme arye) olStlesl 4y (Byme o9 WY

odlgils axxlo )b LF

Wged g5 9 aiged Jlo)l b5 0olsils 5l (6,05 diges Joro .0

(995 g olfilo;] 5y 0 (5)55) olfinlej] Slasein g wyol .F

A gre @b LY

o3litul 3,90 (J9SUge sl g, <A

oolgls ygenlige A .4

03lgil eine puf (g Az e

ool 0 b caVB-L0 a9 als 0 PND @ 5L pos b 5ls oles aes )Y

(s Jlas! ,55) Disclaimer .Y

Sl odigy Jorume a5 (ulid)lS oL g (28 Jotae e g slasl 5 (Solgls gl el Y

g 00)91

PND b oolo e (0-0-Y
ool wileles o oolgils a4y bgye slaosls ol 4 cabge olKiulej] o 3,155 al)l 5 Slaole;] plosl 5l o
A gac slaellile;] bl 4 laillaz glofadll giws Gkl osls cud egmi ol S
ol 00y aneis

ol (Jlo)l 6o 0ols oSS 5 Como Johuns (8 Jgtumn aseds i 455

ol o 53 gl al e VB Ly W 51 LS aniets Ceand sl o wSTB 550 SIS Lo

Yy



Qiarrics

&

vl Ql:.....o)' / ‘o)LQ.?j Cuads o)Lo_.'b / p2o8n JL.» / d—.ol..?,._..a' =

HD-GO-00-MN-WI-006 :aws o ,los i
> GognS Jodl ygiow ®
YU e | LB il o Bl bt >
01 e sish oo e s Wgh 51 8 ol g Bl ausids
Sl g igles
wilos (B-

(cibige sla el ) ARMS-PCR (glaoul, 1) JSii (B=$-1

(Jloy sl yarl 1) ARMS-PCR sl yasl, ¥ IS (B-5-Y

oS Ly 5 425 5 RFLP slaslSyle ¥ JS5 (0-5-Y

OomglS by 55 4bs5 3 RFLP (sla ool b o 1o slom 5T g o jeoly oF JS0 (0-F-F

sl WT 5 ags muls glocio vy (sl GAP-PCR & bogy o (slo yoslys 0 IS (-5
5088955 5 55 kol amsd 5 Wl gladior ooy (sl oyl 60518 ome # U0 (877

Dgd 03,51 Bl |3S eled 10 Gl o a5 (a3 55, Jlax>! ,5°3) Disclaimer 5| glaiges v JSo (8-F-VY

YA



- ALY QM)/IG)LQ}jma)LA_w/MM JLN/MLJ)_.c.?

HD-GO-00-MN-WI-006 :ocww o louis

S29 Jodlygiand (3
ety ew¥U-te g RS el g 8L pnsid
01 (6,550 o leaid
Sl ag igles
Mutation Oligonucleotide sequence Second primer Product size (bp)
—88(C-T) TCACTTAGACCTCACCCTGTGGAGCCTCAT A 684
—87(C=G) CACTTAGACCTCACCCTGTGGAGCCACCCG A 683
-30(T—A) GCAGGGAGGGCAGGAGCCAGGGCTGGGGAA A 626
-29(A=G) CAGGGAGGGCAGGAGCCAGGGCTGGGTATG A 625
-28(A—=G) AGGGAGGGCAGGAGCCAGGGCTGGGCTTAG A 624
CAP +1 (A=G) ATAAGTCAGGGCAGAGCCATCTATTGGTTC A 597
CD5 (-CT) TCAAACAGACACCATGGTGCACCTGAGTCG A 528
CD6 (-A) CCCACAGGGCAGTAACGGCAGACTTCTGCC B 207
CD8 (-AA) ACACCATGGTGCACCTGACTCCTGAGCAGG A 520
CDRY(+G) CCTTGCCCCACAGGGCAGTAACGGCACACC B 225
CDI15(G—A) TGAGGAGAAGTCTGCCGTTACTGCCCAGTA A 500
CD16 (-C) TCACCACCAACTTCATCCACGTTCACGTTC B 238
CD17 (A—-T) CTCACCACCAACTTCAGCCACGTTCAGCTA B 239
CD24 (T—A) CTTGATACCAACCTGCCCAGGGCCTCTCCT B 262
CD39 (C—=T) CAGATCCCCAAAGGACTCAAAGAACCTGTA B 436
CD41/42 (-TCTT) GAGTGGACAGATCCCCAAAGGACTCAACCT B 439
CD71-72 (+A) CATGGCAAGAAAGTGCTCGGTGCCTTTAAG c 241
IVS1-1(G—A) TTAAACCTGTCTTGTAACCTTGATACCGAT B 281
IVS1-1 (G—=T) TTAAACCTGTCTTGTAACCTTGATACCGAAA B 281
IVS1-5(G—=C) CTCCTTAAACCTIGTCTTGTAACCTTGTTAG B 285
IVS1-6 (T-C) TCTCCTTAAACCTGTCTTGTAACCTTCATG B 286
IVS1-110{G—=A) ACCAGCAGCCTAAGGGTGGGAAAATAGAGT B 419
IVS2-1(G—A) AAGAAAACATCAAGGGTCCCATAGACTGAT B 634
1VS2-654 (C—T) GAATAACAGTGATAATTTCTGGGTTAACGT* D 829
IVS82-745 (C=G) TCATATTGCTAATAGCAGCTACAATCGAGG* D 738
BSCD6 (A—T) CCCACAGGGCAGTAACGGCAGACTTCTGCA B 207
BECD6 (G—A) CCACAGGGCAGTAACGGCAGACTTCICGTT B 206
BECD26 (G—A) TAACCTTGATACCAACCTGCCCAGGGCGTT B 236

The above primers are coupled as indicated with primers A. B, C or D:
A CCCCTTCCTATGACATGAACTTAA:

B  ACCTCACCCTGTGGAGCCAC;

C TTCGTCTGTTTCCCATTCTAAACT: or

D GAGTCAAGGCTGAGAGATGCAGGA.

The control primers used for all the above mutation-specific ARMS primers except the two marked * are primers D plus E:
CAATGTATCATGCCTCTTTGCACC, For IVS2-654 (C—T) and IVS2-745 (C—G), the Sy-Hind 111 restriction-fragment-

length polymorphism (RFLP) primers (Table 16.6) are used as control primers.
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Table 16.6 Primer sequences used for the detection of the normal DNA sequence by the allele-specific priming technique.

Mutation Oligonucleotide sequence Second primer Product size (bp)
-87(C-0) CACTTAGACCTCACCCTGTGGAGCCACCCCA A 683
CD5(-CT) CAAACAGACACCATGGTGCACCTGACTCCT A 528
CD8(-AA) ACACCATGGTGCACCTGACTCCTGAGCAGA A 520
CD8/9(+G) CCTTGCCCCACAGGGCAGTAACGGCACACT B 225
CD15(G—A) TGAGGAGAAGTCTGCCGTTACTGCCCAGTA A 500
CD39(C—-T) TTAGGCTGCTGGTGGTCTACCCTTGGTCCC A 299
CD41/42 (-TCTT) GAGTGGACAGATCCCCAAAGGACTCAAAGA B 439
IVS1-1(G—A) TTAAACCTGTCTTGTAACCTTGATACCCAC B 281
IVS1-1(G—=T) GATGAAGTTGGTGGTGAGGCCCTGGGTAGG A 455
IVS1-5(G—=C) CTCCTTAAACCTGTCTTGTAACCTTGTTAC B 285
IVS1-6(T—=C) AGTTGGTGGTGAGGCCCTGGGCAGGTTGGT A 449
IVSI-110 (G—A) ACCAGCAGCCTAAGGGTGGGAAAATACACC B 419
IVS2-1(G—=A) AAGAAAACATCAAGGGTCCCATAGACTGAC B 634
1VS2-654 (C—T) GAATAACAGTGATAATTTCTGGGTTAACGC D 829
1VS2.745 (C—=G) TCATATTGCTAATAGCAGCTACAATCGAGC D 738
BSCD6 (A—T) AACAGACACCATGGTGCACCTGACTCGTGA A 527
BECD26 (G—A) TAACCTTGATACCAACCTGCCCAGGGCGTC B 236

See Table 16.5 footnote for details of primers A-D and control primers.
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Fig. 16.7 PCR analysis of the seven -globin-gene RFLPs which make up the standard B-globin-gene haplotype. Each gel
shows the digestion products of amplified DNA from patients homozygous for the absence of the RFLP site (—-).
heterozygous for the presence of the site (~/+) and homozygous for the presence of the site (+/+), using the primers listed in
Table 16.8. The approximate location of each RFLP site is shown underneath the gel pictures.
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RFLP and primers: Coordinates on Presence Annealing
5 primer Product  GenBank Absence of site temperatt
3" primer size (bp) sequence UD1317 ofssite (bp) (bp) (°C)
Hind /e 760 760 315 55
STCTCTGTTTGATGACAAATTC 18652-18672 445
SAGTCATTGGTCAAGGCTGACC 19391-19411
Xmn VGy 657 657 455 55
SAACTGTTGCTTTATAGGATTTT 33862-33883 202
SAGGAGCTTATTGATAACCTCAGAC 3449534518
Hind NGy 326 326 235 65
SAGTGCTGCAAGAAGAACAACTACC 35677-35700 91
SCTCTGCATCATGGGCAGTGAGCTC 35981-36004
Hind INI/AY 635 635 327 65
S'ATGCTGCTAATGCTTCATTAC 4035740377 308
STCATGTGTGATCTCTCAGCAG 4097140991
Hind 1/5' wp 795 795 691 55
STCCTATCCATTACTGTTCCTTGAA 4668646709 104
SATTGTCTTATTCTAGAGACGATTT 47457-47480
Ava ll/of 795 795 440 55
Sequence as for Hind 5 RFLP 46686-46709 355

4745747480
Hind 11/3of 913 913 479 55
S'GTACTCATACTTTAAGTCCTAACT 49559-49582 434
STAAGCAAGATTATTTCTGGTCTCT 50448-50471
Rsal/p 1200 411 330 55
SAGACATAATTTATTAGCATGCATG 6150461527 plus constant 81

fragments plus 694
SCCCCTTCCTATGACATGAACTTAA 6268062703 of 694 & 695 & 695
Avall/B 328 328 228 65
SGTGGTCTACCCTTGGACCCAGAGG 6241662439 100
STICGTCTGTITCCCATTCTAAACT 6272062743
Hinf 1/ 474 320 213 55
SGGAGGTTAAAGTTTTGCTATGCTGTAT 6397464001 plus constant 107
SGGGCCTATGATAGGGTAAT 6442064447 fragment
of 154 & 154
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Table 1. Primer for PCR and sizes

Mame 5'—3' sequence GenBank ID: nuclectides Concentration Amplicon (size)
LIS1-F ATACCATGGTTACCCCATTGAGC HSLIS10:510—+532 0.5 puM l LI51 3'UTR fragment (2350 bp)
LIS1-R AGGGCTCATTACATGTGGACCC HSLIS10:2859— 2838 0.5 pM
23 7-F CCCCTCGCCAAGTCCACCC HUMHEBA4:5676—> 5604 02 pM l -7 jxn? fragment (202272029 bp)
3.7120.5-R AAAGCACTCTAGGGTCCAGCG HUMHBA4:11514— 11434 0.2 pM
a2f37-F As above As above — ] a2 gene (1800 bp)
o2-R AGACCAGGAAGGGCCGGTG HUMHBAA4:7475—=7457 02 pM
4.2-F GGTTTACCCATGTGGTGCCTC HUMHBA4:3064— 3084 0.5 pM l -o*2 jxn fragment (1628 bp)
42R CCCGTTGGATCTTCTCATTTCCC HUMHBA4:8942— 8920 0.5 pM
SEA-F CGATCTGGGCTCTGTGTTCTC HSGG1:26120—26140 02 pM l —SEA jxn fragment (1349 bp)
SEA-R AGCCCACGTTGTGTTCATGEE HSCOS12:3817— 3797 0.2 uM
THALF GACCATTCCTCAGCGTGGGTG HSGG1:9582—+0612 0.3 pM l —THA jxn fragment (1153 bp)
THAIR CAAGTGGGCTGAGCCCTTGAG HSCOS512:1241—=1221 0.3 pM
20.5F GCCCAACATCCGGAGTACATG HSGGA:17904— 17924 0.2 uM ] ()25 jxn fragment (1007 bp)
3T7I205R As above As above —
MED-F TACCCTTTGCAAGCACACGTAC H5GG1:23123—23144 0.2 pM --MED jxn fragment (807 bp)
MED-R TCAATCTCCGACAGCTCCGAC HSGG1:41203—+41183 0.2 pM
FIL-F TTTAAATGGGCAAMACAGGCCAGG HSGG1:12304—12327 1.0 uM —FiL jxn fragment (546 bp)
FIL-R ATAACCTTTATCTGCCACATGTAGC HSCOS12:570—+546 1.0 uM

Jxn, junction.

onalS WT 55 adgs aald slo Bio cuw) 1 (515 GAP-PCR 4 by yo sl ooy 10 JSs

Figure 1. Strategy and results of a-thalassemia muiti- A T

plex chain { ysis. (A) Sche-
matic representation of the a-globin gene cluster, indicat-
ing extents of the 7 deletions and relative positions of the
primers (except for the controi LIS1-F and LIS1-R prim-
ers, which are located on a different chromosome).
Locations of X, Y, and Z sequence homology boxes and
hypervariable regions (HVRs) are also shown. (B) Multi-
plex PCR results from genomic DNA samples with
various a-globin M indi 1kb
DNA jadder (Fermentas, St Leon-Rot, Germany).
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It is of utmost importance for all clinicians involved in the care of families requesting
prenatal diagnosis, and the families themselves to be aware of the risk of errors in DNA
analysis. Incorrect diagnosis may result from (1) Incorrect hematological data and clinical
diagnosis for thalassemia (2) Incomplete family studies and history (3) Mix-up of DNA or
blood samples both in transportation or in the lab(4)Paternity problems, adoptions, IVF (5)
Maternal contamination of CVS (6) Rare molecular events (7) New or spontaneous mutations
(8) Technical errors.

The risk of error from DNA recombination in diagnosis by polymorphism is approximately
0.3%. The risk of error from the various reasons mentioned above and several other factors is
approximately 0.5% whereas the chances of technical error of all types of DNA analysis are
estimated to be 0.5%.

We at Medical Genetics Laboratory of easas 3,135 ofisle;l o routinely perform both direct

mutation analysis and RFLP. We also apply other QC to reduce the risk of errors to the
minimum. Any feedback from our colleagues in the clinical field would be most welcomed.
Comments can be given either in written form or calling us at the numbers given below or by
email.
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